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OnpepeneHune u KnaccuuKauma anunencuu.
MpoekT MexxAyYHapoAHON NPOTMBO3NUAENTUYECKOU
NUTU N0 Knaccupukauuu um pepuHnumnm
INUNenTuYecKux cuiapomos ot 2021 r.
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KoHTaKTHhI:

KonctantuH KOpbeBuy Myxun center@epileptologist.ru

B ctatbe npepcTaBneHbl 06HOBNEHHbIE, U3MEHEHHbIE AMATHOCTUYECKUE KPUTEPUM INUNENTUYECKUX CUHAPOMOB, Npepo-
eHHble KOHCEHCYCOM 3KcnepToB paboyeit rpynnbl no Hosonoruu u aedunuumn (Nosology and Definitions Taskforce)
MexpyHapogHoi npotuo3nunentudeckoit nuru (International League Against Epilepsy, ILAE) B 2021 r. [leficTBylowas
B HAaCTOsLEe BpeMs Knaccudukalmsa anunenTuyeckux CUHAPOMOB Obina yTeepxaeHa eule 8 1989 r. Mpoekt ILAE no HoBoit
Knaccudukauuu v fedMHALMM INUNENTUYECKUX CUHAPOMOB — PE3yNbTaT OFPOMHOI MHOTONETHE! KONNEKTUBHON paboTbl
MHOTUX 3KCNEepTOB B 061aCTU 3NUNENTONOMUMU CO BCEro MMpa. NpoeKT HOBOM KnaccubuKaliuu anuNenTUYeckux CUHELPOMOB
npeacTaseH Ha caitte ILAE ans wupokoro o6cyxaeHns. OH BKAKOYAET 4 OCHOBHbIX pa3gena: 1) knaccubukaums u gedu-
HULMA 3NUNENTUYECKUX CUHAPOMOB B HEOHATANbHOM W MIafileHYeCcKoM BO3pacTe; 2) Knaccudukauma v geduHuLms anu-
JIeNTUYECKMX CUHAPOMOB C Ha4aNoM B IETCKOM BO3pacTe; 3) knaccuduraums n geuHULUA INUNENTUYECKUX CUHLPOMOB
C HaYyanoM B pasHble BO3PACTHbIE NEPUOALI; 4) Knaccudukaumus u aedUHULUA INUNENTUYECKUX CUHAPOMOB MEMONaTUYec-
KOW reHepanu3oBaHHoi anunencuun. Kaxpbiii 610k knaccubukaumm 6a3mpyeTcs Ha TWaTeNbHOM aHaNn3e AaHHbIX IuTe-
paTypbl U KNMHWUYECKOro onbiTa 3KcnepToB. OCHOBHaAsA Lenb — MAEHTUHULNPOBATL 3NUNENTUYECKUE CUHLPOMbI HA OCHO-
BaHUM KNaccudukaymm hopm anuaencum 1 TUNOB 3NMAeNTUYeCKUX Npuctynos 2017 r.; BbIAENUTb XapaKTePHbIE NPU3HAKK
KaX[,0ro CUHAPOMA 1A YNYYLWEHUSA KNMHUYECKOW AUMAarHOCTUKN. [INf KaXAOro CUHAPOMA NPeACTaBNeHbl ANMUAEMUONOTUS,
KNMHUYEeCKoe TeYeHUe, TUMbl NPUCTYNOB, 3NeKTpo3HLedhanorpaduyeckue NnpusHaku, 0COGEHHOCTM HelipoBU3yanu3aLmuu,
reHeTUYeCcKMe UccnefoBaHus, a Takke guddepeHunansHas AUarHoCTUka ¢ ApYruMu 3NUNEnTUYECKUMU CUHLPOMaMU
W PasfiMYHLIMKU HEIMUNENTUYECKUMU COCTOAHUAMU. BbiaeneHbl «obs3atebHble KPUTEPUM AUATHOCTUKMY, HEOOXOAUMble
ANS YCTaHOBNEHWA UATHO33, @ TaKXKE KHACTOPAXMBAKOLLME MPU3HAKMY, KOTOPbIE LB B PEAKUX CIYHAsX MOTYT BCTPEYaTh-
Cl NpU JaHHOM CUHAPOME, HO He ABNAITCA KpuTepuAMU uckntodeHus. 0coboe BHUMaHWe yaeNeHo NpU3HaKaM, KoTopbie
He JOJIXXHbl NPUCYTCTBOBATL NPY JAHHOM CUHAPOME U ABAAKOTCA KPUTEPUAMM €10 UCKoYeHUA. [pu ycTaHoBAEHWUM Kpu-
TEepUEeB KaX/0ro aNUNenTUYECKOro CMHAPOMa paboyas rpynna oCHOBbIBaNACh HA CaMblX NOCAEAHWUX AaHHbIX TUTEPATYPbI,
BK/I0OYAs MHTEPHET-PECYpChl U MHEHWe 3KCNEPTOB B 06M1aCTH AnunentTonoruu. MexayHapoaHas knaccubukaumus JomkHa
NPUMEHATLCA CheynanucTamu scero mupa. OHa [OMKHA CoflepkKaTh ACHYIO, YETKYIO U NPOCTYIO ANA NOHUMAHUA TEPMUHO-
JIOTUI0; A3bIK ONUCAHWUA CUHAPOMOB JLOMKEH ObITb MPOCTHIM U MOHATHBIM.

C y4eTOM COBPEMEHHbIX HAay4HbIX 3HAHUI B pamKax [poekTa HOBOI KnaccuduKaLm nepecMoTpeHbl feGUHULUAKN XOPOLLO
M3BECTHbIX 3NEKTPOKNMHUYECKUX INUNENTUYECKUX CUHPOMOB U NPEANOXKEHA KOHLIENLMA AeTEPMUHUPOBAHNA 3NNUNenTy-
YeCKWUX CMHAPOMOB B 3aBUCMMOCTY OT 3TMOIOTUM (BKHOYASA T€ CHAPOMbI, TPU KOTOPBIX NATOrE€HHbIE MyTaLMW B Pa3NNYHbIX
reHax Uiu CTPYKTYPHbIE U3MEHEHUS UMEIOT YETKYIO KOPPENALMIO C ONpefeNieHHbIM INEKTPOKANHUYECKUM CUHAPOMOM).
MpepacTaBneH HOBBINA KNACC 3NUNENTUYECKUX CUHAPOMOB CO cneuuduyecKon STUONOTUEN, KOTOPas BKIKOYAET reHeTUYeCKue,
reHeTuyecku-meTabonnyeckue, CTpYKTYpHbLIE U FreHETUYECKU-CTPYKTYPHbIE NpUUMHLIL. MPoeKT knaccudukauum He 3atpa-
TMBAET BOMPOCH TEpPANUM INUAENTUYECKUX CUHLPOMOB, O{HAKO AN HEKOTOPbIX CUHAPOMOB yKa3aHbl aHTU3NUAENTUYECKMe
npenaparbl, KoTopble Haubonee adEKTUBHBI UK BbI3bIBAIOT arrpaBaLuio. MowHO MOTUBALIME K BKIIOYEHUIO 3TUONOTU-
YeCKUX MPUHLMMNOB B OCHOBY KNAacCUMUKaLMW CNYXaT NepCrneKTUBa AanbHelero pa3BuTus TapreTHbIX MEeTO40B reHHOM
Tepanuu 1 ofobpeHue Ha OCHOBAHUM PaHJOMU3NPOBAHHbBIX KNMHUYECKUX UCCNIEA0BAHUI aHTUINUAENTUYECKUX Npenapa-
TOB, CNELMQUYHBIX [ TeYeHMA onpeaeNeHHbIX INUAENnTUYeCKUX CUHAPOMOB.

B 3aknioyeHum cTaTby aBTOpLI NpeacTaBasioT obcyxaeHue Mpoekta knaccudukayuy, B paMkax KOTOporo M3narawT cBou
WZEWN, KOMMEHTApUK, NPEAJIOKEHNA U 3aMeYaHus.

Llenb Halweit cTaTbi — nogpo6HOE 03HaKOMIEHME WMPOKOTO Kpyra CNeLnanucToB ¢ HoBbiM [poekToM knaccudukalum.
MoMuMO NOAPOBHOroO OCBELEHUS NONOXEHHUI [poeKTa CTaTba COAEPKMUT feTaNbHOe U3NOXKEHUEe CYWeCTBYIOUUX
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B HacToslee BPeMs MPUHLMMNOB KnacCUdUKaLMmM 3MUAENCUN U IMUNENTUYECKUX NPUCTYNOB. Takxe npeacTaBneHo o6cy-
XAeHue ¢ KoMMeHTapuamMu aBTopoBs no MNpoekTy HOBOW Knaccudukaumu.

KnioueBble cnoBa: anunencus, 3ab6onesaemocTsb, pPacnpoCTpaHEHHOCTb, 3NUNENTUYECKUi npucryn, Knaccmcbm(aumn anu-
NnenTnYeCKnx NnpucTtynos

Dna yutupoBanma: Myxun K.10., Mbinaesa 0.A., Kakaynuna B.C., bo6binosa M.H0. Onpeaenenue u knaccubukaums anu-
nencuu. Mpoekt MexayHapoAHOW NPOTUBO3NUAENTUYECKON UMK NO Knaccudukauum u aeuHULUKM 3NUAenTUYeCKux
cuHapomoB ot 2021 r. Pycckuit x)ypHan setckoi HeBponoruu 2022;17(1):6-95. DOI: 10.17650/2073-8803-2022-17-
1-6-95.
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This article presents updated and revised diagnostic criteria for epilepsy syndromes proposed in 2021 by the Nosology
and Definitions Taskforce of the International League Against Epilepsy (ILAE). The current classification of epilepsy
syndromes was developed in 1989. The new ILAE Classification and Definition of Epilepsy Syndromes is a result of huge
work of many experts from all over the world. The draft of the new classification is presented on the ILAE website for
wide discussion. It includes 4 main sections: 1) classification and definition of epilepsy syndrome with onset in neo-
nates and infants; 2) classification and definition of epilepsy syndromes with onset in childhood; 3) classification and
definition of epilepsy syndromes with onset at a variable age; 4) definition of the idiopathic generalized epilepsy syn-
dromes. Each section is based on a thorough analysis of literature and clinical experience of experts. Its main purpose
is to identify epilepsy syndromes using the 2017 ILAE classification of epilepsy forms and types of epileptic seizures,
as well as to identify specific characteristics of each syndrome to improve clinical diagnosis. For each syndrome,
the document provides the details on its epidemiology, clinical manifestations, types of seizures, electroencephalo-
graphic features, neuroimaging signs, genetic examination, as well as differential diagnosis with other epilepsy syn-
dromes and various non-epileptic conditions. It introduces mandatory criteria that must be present in order to diag-
nose the syndrome and alert criteria that are absent in the vast majority of cases within a syndrome, but rarely can
be seen. Particular attention is paid to exclusionary criteria that must be absent in order to diagnose the syndrome.
When developing the criteria for each epilepsy syndrome, the ILAE Task Force used the latest literature data, includ-
ing Internet resources and the opinion of experts in this area. The international classification should be applied
by specialists from all over the world. It should contain clear and easy-to-understand definitions; the language
should be simple and understandable.

The new ILAE classification demonstrates revised definitions of well-known electroclinical epilepsy syndromes and
proposes a new concept of defining epilepsy syndromes by their etiology (including those syndromes in which patho-
genic mutations or structural changes correlate significantly with certain electroclinical phenotype). It also introduc-
es a new etiology-defined class of epilepsy syndromes characterized by specific genetic, metabolic, and structural
causes. The document does not cover therapy for epilepsy syndromes; however, for some of them, it specifies the most
effective or potentially aggravating antiepileptic drugs. The prospect of further targeted gene therapies development
and approval of antiepileptic drugs specific for certain epilepsy syndromes after randomized clinical trials had served
as a powerful motivation to introduce the concept of epilepsy syndromes determined primarily by etiology.

In conclusion, the authors discuss the Classification and Definition of Epilepsy Syndromes, propose their ideas, com-
ments, suggestions, and observations.

This article aims to familiarize a wide range of specialists with the new ILAE classification and its details. In addition
to a detailed description of the abovementioned document, the article provides information on the currently existing
classification principles for epilepsy and epileptic seizures. There is also a discussion with the authors’ comments on the ILAE
Classification and Definition of Epilepsy Syndromes.

Key words: epilepsy, incidence, prevalence, epileptic seizure, classification of epileptic seizures
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Yactb 1. IBonoyuna knaccudpukaumm

anunencuu. U3ameHeHMA NPUHLMNOB

knaccugukauuu B Npoekre MexxgyHapogHoM

NPOTUBO3NMAENTUYECKON IUTK

no Knaccudukaumu n geuHnLUm

aNunenTUYyeCcKux cuHapomos 2021 r.

Kaccudpukanus modoro 3aboaeBaHMs HEOOX0IMMa
IIJIs1 YHU(DUKAIIUY TEPMUHOJIOTUY U YCTAHOBJICHMS TOY-
HOro earMHooOpa3Horo auarHo3a. [1pu aTom noapasyme-
BaeTCs, 9YTO MEXIyHAPOIHAS KJIaCCU(MUKALIS SIBIISICTCS
00s13aTeJIbHOM IJIsI IIPUMEHEHHUS CTIeIIMAIICTaMH BCETO
Mupa. B oTHOIIEHNY 3TTMJIETICMY OCHOBHBIE AeDUHUIINH,
IJI0CCapuii, KiacCu(GUKALINU STIICTITUYECKUX ITIPUCTY-
ITOB M SMIWICTITUICCKUX CHHIPOMOB IMPUHUMAIOTCSI Me-
KIYHApOIHOM MPOTUBOSMWIEIITUYECKOM JIUroi (Jajiee —
Jlura).

B 2017 1. 6b171a TpUHSITA MEKAYHApPOIHAS KJIacCUpu-
Kamys STWICTITAYECKUX MPUCTYIIOB, YHU(DUIIMPOBAHBI
ITOIXOMIBI K TMAaTHOCTHKE SMUJICIICUU U YTBePKACHA 3TH-
oJIoThYecKas KiaccudurKamus pa3IMIHbIX (DOPM SITUIIETI-
cun (I.E. Scheffer u coabrt., 2017). Bce ammientuyeckue
IIPUCTYIIBI OBLTN pPa3aesieHbl Ha IIPUCTYITBL ¢ (POKATBHBIM,
TreHepaIn30BaHHBIM U HEM3BECTHBIM HaYaJIOM; MOTOPHBIE
1 HEMOTOPHBIC; C HApYIIEHNEM CO3HAHMS (OCO3HAHHOCTH)
u ¢ ero coxpaHHocThiO (R.S. Fisher u coaBr., 2017). Biep-
BBIC OBLIO ITOKA3aHO, YTO LIEJIBIN PSII ONMHAKOBBIX 110 Ha-
3BaHUIO SIHWJICHTHYCCKUX IIPUCTYIIOB MOXET HUMETh
Kak ¢oKaJlbHOE, TaK U TeHepaIn3oBaHHOe Hadano. OmHa-
ko Jlura mpemnoxuna 1eDMHULINIO TeHEePaTIN30BaHHBIX
IIPYICTYIIOB OYeHBb 00TeKaeMo: «[Ipucmyn, ucxo0sujuil u3 He-
Komopoii 0baacmu 20106H020 M032a ¢ ObICIPbIM PACAPOCPA-
HeHueM U OUNamepPanbHbIM 3aX6AMOM HeUPOHANbHbIX cemell.
Ilpucmynsr mocym Hauunamocs u A0KAAbHO, HO 3MA N0KA-
AU3AUUA U NAMeParu3ayus He NOCMOSHHAA, A 8apbupyem
om npucmyna K npucmyny. lenepaiuzoeannvle npucmynsi
Mo2ym Obimb U ACUMMEMPUHHBIMU» .

[lepBbIM 3TAIIOM B TMATrHOCTUKE SIUJICTICUU SIBIISICT-
CsI YCTAHOBJICHUE THUIIA SMMJICIITUICCKNX IIPUCTYIIOB CO-
rmacHo kiaaccudukaunuy 2017 r. Bropoii atanm — ycTaHOB-
JIeHre (DOPMBI SIMMICTICHMN:

1. IeHepanu3oBaHHasl.

2. ®okabHasl.

3. MMeromas 4epThl reHepaJIM30BaHHOM 1 (DOKAILHOIA.
4. HeusBecTtHasl.

Crenyromuii ypoBeHb TMaTHOCTUKY — YCTAHOBJICHNUE
NMNArHo3a KOHKPETHOIO AIIJICITUYECKOTO CHHIPOMA.
IIpedvidywas o0obpennas kaaccuguxayus SNULENMUHECKUX
cundpomoe damupogana 1989 e., m. e. ona 6vira npunama
32 eoda Hazad! U cetiuac, ¢ 2021 e., Jluea npedcmasuna
04151 00CcydHCOeHUs: NPOeKm HOBOI KaaccupuKkayuy Snuienmu-
weckux cunopomoe’. Ilpedcmaenenst 06HOGACHHbLE, U3MEHEH-

Hble JuazHocmu4ecKue Kpumepuu SnUienmu4eckKux CUHopo-
M08, NPeON0INCeHHbIE KOHCEHCYCOM SKCNepmos paboyeli epynnbl
no Hozonoeuu u degpunuyuu (Nosology and Definitions Task-
force) Meacdynapoodnoii npomusosnusenmuueckoi aueu
(International League Against Epilepsy, ILAE) (2017—2021)
(E. Hirsch u coasr., 2021; R.M. Pressler u coasr., 2021;
K. Riney u coasrt., 2021; N. Specchio u coasrt., 2021;
E.C. Wirrell u coaBrt., 2021; S.M. Zuberi u coasr., 2021).

[Ipu mMarHoCTUKE SMWISIICUH HeOOXOIMMO YKa3bIBaTh
ee aTuosioruto. Bee hopMel ammmtenicum moapasaeasiioTest
Ha 5 OCHOBHBIX 3TUOJIOTUYECKUX TPYII + HEM3BECTHAS
npuunHa (I.E. Scheffer u coast., 2017):

1. CTpykTypHas.
. [eHeTnyeckas.
. MHdexumonnas.
. MeTabosnnueckasl.
. UmmyHHas.
. HeusBectHas.
B nuarnoze He00XOIUMO YKa3bIBaTh Y COITYTCTBYIOLLIME
(KOMOpPOMIHBIC) SIUJICIICUH 3200 IeBaHUS.

TakuM 00pa3oM, COrJIaCHO COBPEMEHHBIM IIPeICTaB-
JICHUSIM, IUArHO3 SIWJICIICUY TOJDKeH 0a3MpoBaThCs Ha
5 ocnoBHbIX no3utusx (I.E. Scheffer u coasr., 2017):

1. Tun snuaenTUYecKux NpucTymnoB.
2. ®opma IMUICTICUH.

3. DnunenTUYeCKUii CUHIPOM.

4. DTHOJIOTHS ITUICTICUM.

5. ComyrcTByo1IMe 3a00IeBaHMS.

TIpoext JIurn no kiaccudukauuy 1 1eUHALIMN ST~
JICNTUYECKUX CUHIPOMOB — PE3YJIbTaT KOJIJIEKTHBHOMU
pabOThl MHOTHX 3KCIIEPTOB B 00JIACTU AMUJIEIITOJOT MU 110
Bcemy mupy. OH BkmiovaeT 4 ocHOBHBIX paszaena (E. Hirsch
u coaBT., 2021; R.M. Pressler u coasr., 2021; K. Riney
u coaBT., 2021; N. Specchio u coasr., 2021; E.C. Wirrell
1 c0aBT., 2021; S.M. Zuberi u coasrt., 2021):

1. Kimaccudukauys n neHALIMS STTAISTITHYECKIX CUH-

JPOMOB B HEOHATAJIbHOM M MJIaIEHYECKOM BO3pacTe.

2. Kitaccudbukanuss u nepUHAIAS SIMUISIITHICCKUAX

CHHAPOMOB C HayajJIOM B IETCKOM BO3pacTe.

3. Kimaccudukanms u geUHUINST SIICTITHICCKIX CHH-

JIPOMOB C HAYaJIOM B pa3HbIC BO3PACTHBIC TIEPUOIBI.

4. Kinaccudukanmst u neMHALINS SITISTITHISCKUX CHH-

JIPOMOB UIXOIIATUYECKON TEHEPAITM30BAHHOM SIIJIETI-

cun (UI'D).

B pamxkax HoBoro Ilpoekra xmaccudukanum 2021 .
(E. Hirsch u coasr., 2021; R.M. Pressler u coasr., 2021;
K. Riney u coasrt., 2021; N. Specchio u coasrt., 2021;
E.C. Wirrell u coast., 2021; S.M. Zuberi u coasr., 2021)
JIura mpennaraer oueHb KOPOTKOE 1 €MKOE OIIpeaeICHIE
SITUIIENITUYECKOTO CUHAPOMA: «XapaKmepHas COBOKYNHOCMb
KAUHUYECKUX U 31eKMPOo3Hyeparoepagu1eckux npu3HaKos,

AN N AW

Proposed Classification and Definition of Epilepsy Syndromes. JlocTymHo no: https://www.ilae.org/guidelines/definition-and-classification/proposed-

classification-and-definition-of-epilepsy-syndromes.
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4yacmo 00ycA08AeHHbIX OnpedeneHHOU amuonoeueil (CmpyK-
MYpHas, 2eHemu4ecKas, Memaboru4ecKkas, UMMYHHAS U UH-
gexyuonnas)».

Bce smmnentuyeckmne CMHAPOMBI CTPYHITMPOBAHBI
B 3aBHCHMMOCTH OT Bo3pacTa faebiora. OHU MIeHTUPULIN -
PYIOTCSI HA OCHOBAaHUM XapaKTEPHBIX TUIIOB SITUJICIITH-
YeCKUX MPUCTYHOB, (POPMBI SIUJICIICHH, TAHHBIX SJICKT-
posHIuIedanorpamMmmsl (B31), HaMMYUS UIU OTCYTCTBUS
IMPU3HAKOB 3HIIE(DATIONATHH PA3BUTHS U AMJICITUICCKOMN
(9P3). ImarHo3 3MUIeNTHISCKOTO CHHIPOMA YacTo I10-
Jpa3yMeBaeT Ompeae/IeHHBIN IIPOrHO3 32a00JIeBaHMS K OCO-
OBbIe MMOIXOMBI K TEPAIINH.

[1Ta60H onuMcaHus KaXa0ro SMUAENITUYECKOTrO CUH-
JIpOMa BKJTIOYAET CJICAYIONINE ITyHKTHI:

1. Dnudemuonoeus.

2. Knunuueckas xapmuna. Bo3pact medroTa IIpUCTYIIOB
(CpemHMiA ¥ Baprallii); TEHAESPHOE COOTHOIIICHHUE; TaH-
HBbIE aHAMHe3a, BKJII0Yasi aHTeHATAJIbHBIN 1 TIepHUHA-
TaJIbHBIN TTEPUOIBI; TIPEAIICCTBYIONINE (peOPHIBHEIE
IIPUCTYIIBI; JaHHBIC IO Pa3BUTUIO M KOTHUTUBHBIM
GYHKIIMSIM, a TAKKE 0COOEHHOCTU HEBPOJIOTHUYECKO-
ro cTaTyca.

3. Ucmopus pazsumus snusencuu (meueHue 3a001€6aHuUs),
BKJTIOYAsI SBOIIOLINIO CUHAPOMOB, OTBET Ha TEPAIIUIO
U IpyTUE METOJIbI JIEYEHMST; BEPOSITHOCTh TOCTVKEHUST
PEMUCCUU U PUCK cIieIM(PUIEeCKO KOMOPOMIHOCTH.

4. Tunwvt npucmynos: 00s13aTeIbHBIC, TUITMIHBIE, BO3MOX-
HBIE B HEKOTOPBIX CJIyJasiX, a TAKKe IIPUCTYIIBI MCKITIO-
yeHUs (KOTOPBIX HE JOJKHO OBITh IIPU TAHHOM CHH-
JIpoMe).

5. Mannvie DI, BKI10Yask OCHOBHYIO aKTUBHOCTb, MEXK-
MIPUCTYITHYIO SIUICITU(GOPMHYIO aKTUBHOCTb, MK-
TanbHbIe DD -NarTepHbI ¥ TPOBOLIUPYIOLINE (DAKTOPDI.
OTMedeHo, YTO 3Mu3oandeckre (poKaabHbIC U TeHe-
paJM30BaHHBIC SMUICIITU(OOPMHBIC Pa3psiabl MOTYT
BCTpeyaThesl Y HeOOJIbIIOM yacTu HaceneHus. Hampu-
Mep, 0,7—2,0 % nereii 6e3 SNUIETICUN UMEIOT CIIEI -
(ryeckue neHTpaIbHO-TEMITIOPAIbHBIC CIIAKY, CBSI-
3aHHBIE C BO3PACT3aBUCUMOM (DOKAIBHOM SITUIICTICHEIH,
a mpuMepHo B 3,6 % ciiy4aeB y Jifofeii 6e3 aIuiencuu
00HAPYXUBAIOTCS TCHEPATN30BaHHBIC ITNK-BOJTHOBBIC
pas3psiabl Ha D3OI, TakuM obpa3oM, oOHapyKeHUe Ha
B3I momoOHBIX aHOMAIUI OJKHO OBITh MHTEPIIPE-
TUPOBAHO TOJIFKO B COOTBETCTBHE C MOJTHBIMM KIIMHU-
KO-3JIeKTposHlIedanorpa¢nIecKUMU JaHHBIMU.

6. Jlannovle maenumuo-pesoHancHoi momoepaguu (MPT).

7. anubie eenemuueckux uccaedoganuil.

8. lIpyeue nabopamopHtsie danHble, TIPEICTABIISIONINE 3HA-
YUMYI0 MH(POPMALIHIO.

9. Jlugppepenyuansholii duaznos.

B 3amauu paboueit rpymIinl 1Mo KjiacCU(UKALIUU U Tep-
MMHOJIOTUM HE BXOMIT PEKOMEHIALIMH T10 JICUCHUIO TP
OTHEJIBHBIX SIMIICTITUICCKUX CUHAPOMAaX. DTO OCOOBIi
BOIIPOC, KOTOPHII TOJKEeH OBITh U3yYeH Ha OCHOBE METO-
JIOB IOKa3aTeIbHOM MeIUIIMHBL. OTHAKO IJISI HEKOTOPBIX

CHHIPOMOB yKa3aHbl aHTUSIIJICITUICCKHAE TIPeIIapaThl
(ADI1), koTopbie HanboJee 3 (HEKTUBHBI X BEI3BIBAIOT
arrpaBaIuio.

[Ipu ycTaHOBIEHUM KPUTEPUEB KaXKIOTO SIMJICIITH -
YeCKOTO CUHIpoMa paboyas TpyIIia OCHOBEIBAJIach Ha ca-
MBIX ITOCJICIHUX JAHHBIX JIMTEPATYPhI, BKIIIOYAsT HHTEPHET-
PECYpChl 1 MHEHHE 3KCITEPTOB B 00JIACTH SIIICTITOJIOI M.
C ucnonp3oBanueM Metona Heavdu (memoo Hervgpu s6-
A5emes MemoooM NPOeHO3a, NPU KOMOPOM C NOMOUbIO AHKem
npoeooumcsi UHOUBUOYAAbHBLI ONPOC IKCNEPMOE 8 HECKONb-
K0 3manos, éniomov 00 MOMEHMA peuleHus noOCMaeAeHHOU
3adauu, npu ycaA08UU OMCYMCMEBUSL AUYHO20 00UjeHUs Medcdy
aKcnepmamu), IUISL KaXIOro CHHAPOMA OBUIH BBIIEJICHBI
CJICIYIOIIYE TPYIIITBI IPU3HAKOB:

1. Obszamenvhbie kpumepuu. OHU COCTABIISIIOT XapaKTep-
HYIO KapTUHY CHHAPOMA 1 JOJIKHBI BCETa IMPUCYTCT-
BoBaTh. Eciu 00s13aTeIbHBIX KpUTEPUEB HET, JTaHHBIM
CHHAPOM HE MOXET OBITh TMarHOCTUPOBAH.

2. Hacmopaxcusarowue npusnaxu. IlpuzHaky, KOTOpHIE
B ITOJABJISIONIEM OOJIBIIIMHCTBE CIyYaeB TOJKHEI OT-
CYTCTBOBATb P JAaHHOM CUHAPOME, HO MOTYT UMETh
MECTO Y OTHCNIBHBIX NalmeHToB. HacTopaxkuBatomme
TIPU3HAKK CaMH I10 ce0e HE MOTYT SIBJISITHCSI KPUTEPH -
€M MCKJTIIOUEHUST CUHAPOMa, HO 3aCTaBJISIIOT KIMHM-
I1CTa CePbe3HO IMOAYMaTh, HE HYXXHO JIM IIPOBECTH
IOTIOTHUTENIbHBIC MCCICIOBAaHUS, YTOOBl YTOYHHUTH
nuarHo3s. YeM Ooibliie IIpUCYTCTBYET HACTOPaXKMBalO-
IIMX CUMIITOMOB, TEM MEHBIIIE YBEPEHHOCTH B IIpa-
BUJIbHOCTH JUArHO3a KOHKPETHOTO CHHAPOMA.

3. Kpumepuu uckaouenus. IlpuzHaky, KOTOPBIE IIPU TaH-
HOM BIMIICIITUYECKOM CUHIPOME TOJIKHBI OTCYTCTBO-
BaTh. Eciiu y maneHTa UMEIOTCS KPUTEPUU MUCKITIO-
YeHUs, TMAarHO3 KOHKPETHOTO CUHAPOMAa HE MOXKET
OBITh YCTAHOBJICH.

[1pu guarHOCTUKE OTIEIBLHBIX SIIICIITUYESCKIX CHH-
IpoMoB JInra BBOIUT 2 HOBBIX TEPMUHA:

1. Cundpomut 6 pazeumuu (B TIPOIIECCE PA3BUTHS, B IMHA-
MHKE). DTOT TEPMUH TOJDKEH IMPUMEHSITHCS UIST 000-
3HAYCHUSI OTIEIbHBIX (HO JaJeKO HE BCEX) SIMUJICTITH -
YECKUX CUHIPOMOB, Y KOTOPBIX B HaYaJIe 3a00JIeBaHUs
OTCYTCTBYIOT 00S13aTeIbHBIC KPUTEPUHU, M1 OHU TIOSIBJISI-
FOTCSI B TIPOLIECCE Pa3BUTHSI CHHAPOMA (B pPa3BEPHYTOM
cranuu). TunmmaHLI TpuMep — 3HIedanuT KoxeBHNI-
KoBa—PacMycceHa B Hauasie 3a00JieBaHus A0 MOSIBJIe-
HUS XapaKTepHBIX U3MeHeHU I o JaHHbIM MPT.

2. Cundpombi 6e3 nabopamopHoeo noomeepicoerus. JlaH-
HBII TEPMUH MOOIYCTHM IS IPUMEHEHHUS TOJbKO
B CTpaHaXx «C OrpaHMYEHHBIM TUarHOCTHYECKIM OCHA-
IIEHNEeM», C OTCYTCTBHEM JIOCTYIIA WJIA OTPaHUTICHHBIM
noctyniom K 39I, MPT u apyrum meromam uccie-
JIoBaHUs. B pa3BUTHIX CTpaHaX, €ClAMd 3TOro TPeOyroT
IMarHOCTUYECKYE KPUTEPUU CUHAPOMA, BHITIOJIHEHIE
JTAHHBIX UCCJIEI0BAHUI OCTaeTCs 00s13aTe/IbHbIM. YKa-
3BIBACTCS, YTO MJIST OTACIBHBIX SMMICITUICCKIX CHH-
JIPOMOB TOYHAST TMaTHOCTHKA OCTACTCSI HEBO3MOXHOM
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0e3 MpUMEHEeHUS apceHasia TOMOIHUTEIbHBIX METOIOB

o0caen0BaHusl.

B pesyabrare npoBeneHHOU paboThl JIuru Bce 3mnu-
JICTITUYECKHUE CUHIAPOMBI OBLIM CHCTEMATHU3UPOBAHBI
Ha OCHOBE BO3pacTa Je0r0Ta MPUCTYIIOB U (POPMBI SITH-
JICTICUH:

1. IeHepaniu30BaHHbIE AMUIETITUYECKIE CUHIPOMBI.

2. ®oxanbHbIe STTWIETITUYECKIE CUHIPOMBI.

3. DnuienTUYecKrue CUHIPOMBI, UMEIONIe YepThl KaK
(OKaIBHBIX, TaK Y TeHEepaJIM30BaHHBIX (KOMOMHMUPO-
BaHHBIE).

4. Bnuentuyeckrue CUHIPOMbI, BKItodaoinne DP3.
IIpemraraercst BKIIIOYNTD B KJIACCU(DUKALINIO STTUJICTI-

TUYECKMX CMHIPOMOB (hOPMBI SITIJICTICUU CO CHeInbu-
YeCKOM 9TUOJIOTUEH, eC/IU B OOJILIIMHCTBE Cily4aeB 3a00-
JIEBaHWE MMEET YeTKUE IMPU3HAKHU, KOTOPBIC BEI3BIBAIOTCS
€IUHCTBEHHBIM 3THOJIOTMIECKUM (haKTOPOM. DTO MOTYT
OBITH TEHHBIC MYyTaIlUM, CIlelU(pUIeCKrue CTPYKTypHBIE
IMOBPEXKICHMS MO3Ta, HapyIIeHe 0OMeHa BEIIECTB, CIIe-
nuduIecKre HelpoHaabHbIe aHTUTEIA WM MH(PEKIINOH -
HBII Bo30ynuTenb. [1pr HEKOTOPBIX CHHAPOMAX IIPOSIBIIC-
HUS 3200JIeBaHUS CYIIECTBEHHO 3aBHUCST OT BO3pacTa
MMAIIMEHTOB; OOBIYHO MAaKCUMAaJIbHasI BRIPAXKEHHOCTh CHM-
NTOMOB HabtomaeTcsl B 6ojiee paHHeM Bo3pacte. [Ipen-
IIOJIaracTCs BKIIIOYUTD B TPYIIITY CTPYKTYPHBIX (POKATBHBIX
SIWICTICHIA, BRI3BAHHBIX €IMHCTBEHHBIM STHOJIOTMYSCKIM
¢akTOpOM, CICAYIOIINE CHHIPOMBI:

1. Me3uaabHy10 BUCOYHYIO BMWIECNICUIO C TUIIIIOKAM-
ITAJIBHBIM CKJIEPO30M.

2. DHuedanut PacMycceHa (B Hatieit ctpaHe — sHyega-
aum Koxcesnuxosa—Pacmyccena).

3. [enacTuyeckue TMPUCTYOHI P TUIIOTAJIAMHYECKOMN
ramMapToMme.

4. DIUANETICUIO ¢ TEeMUKOHBYJIBCHBHBIMU TIPUCTYIIAMU U Te-
MUIUJIETACH.

[IpaBuabHasE 1 CBOEBpeMEHHAs TUarHOCTHUKA JaHHBIX
CHHAPOMOB OYEHD BaxkHa, TaK KaK OHU SIBJISIIOTCS ITOTEH-
IIMAJIbHO KypaOeIbHBIMU C TIOMOIIBIO CIIeIMMUISCKIX
METOIIOB XUPYPTIECKOTO JICUCHUS STMICTICUI. Me3nab-
Hasl BUCOYHASI SIMICTICHS C TUIIIOKAMITAJIbHBIM CKJIEPO-
30M M sHIEedamuT KoxxeBHNKoBa—PacMycceHa BKITIOUeHBI
B TPYIIITY SIWICIITUHIECKUX CUHIPOMOB C BapraOeIbHbIM
BO3pacTOM AcOr0Ta, SIMUIEIICUS C TEMUKOHBYJIbCUBHBIMU
MIPUCTYIIAMHU ¥ TEMUIUIETUEI — B TPYITITY CUHIPOMOB C e~
0I0TOM B JETCKOM BO3pacTe, a TeJIaCTUICCKUE IIPHUCTYIIBI
C raMapTOMOI TUIOTaIaMyca — B TPYIIIY C HAYaJIoM B HEO-
HaTaJIbHOM M MJIaICHYECKOM BO3pacTe.

Cyl1iecTByeT TaKxKe 00JIbIIasl IPyIIIia TeH-CIIeuduy-
HBIX SIUJICTITUYECKUX CHHAPOMOB, XapaKTePpU3YIOIIUXCS
0COOBIMU KJIIMHUKO-3JIeKTpodHIeDamorpaduaecKumMu
MIPOSIBIICHUSIMU, KOTOPBIE OOYCIOBICHBI ITaTOTCHHBIMU
MyTaluusMu B 1 ompeneneHHoM reHe (S. Mayo u coaBT.,
2021). B xauecTBe mprMepa MOTYT OBITh IIPUBEICHBI pa3-
JIMYHBIE MyTallM1, MHOTHE M3 KOTOPBIX COITPOBOXKIAIOTCS
BOPB: CDKL5-3PD; PCDH 19-3munercus ¢ CepuitHBIMU

npuctynamu; GLUT1-DPD u KCNQ2-DP3. Dt hopmbl
B OCHOBHOM BKJIIOUEHBI B pa3ae SIMICHTUICCKIX CUH-
JIIPOMOB C JIeOI0TOM B HEOHATaJIbHOM U MIIAIEHYECKOM
Bo3pacre. Bcest aTa 6osbliiast rpyIimna snMuaenTUYeCKUX CUH-
JIPOMOB CO CITelI(pUIeCKOit ITUOTOTUEN TTOCTOSTHHO YBE-
JIMYMBAETCs, U padboyasi Komuccus JIuru paccmaTpuBaer,
cJIemyeT JIM BKIII0YaTh HOBBIE (DOPMBI B KJIaCCH(DUKAIIHIO.
Taxk, JIura uckiitounnaa ayrToMMMYHHBbIE SITUJIETICUU, KPO-
Me sHuedanura PacMycceHa, Tak Kak npu 3tux ¢popmax
OOBIYHO BO3HMKAIOT OCTPBIE CUMIITOMATUYECKUE IIPH-
CTYTIBI.

E1re omuH BoIpoc: KakK COXpaHUTD I'PYIITY U3 4 CUH-
npomoB MI'D BHYTpU OTPOMHOM TPYMIThI TeHETUUECKUX
reHepann3oBaHHbIX snuiercuii (ITH)? B 2017 r. Jlura
OIHO3HAYHO OTKa3ajlach OT TEPMUHA «MANOIATHYCCKasI
SIUJIETICUSI», 3aMEHUB ero, 0e3 ajJibTepHaTUBbI, OOLLIUM
TePMHUHOM «T'€HEeTUIeCKas TeHepaTM30BaHHAsI SITHJICTICUST>
(I.E. Scheffer u coasr., 2017). B HacTos1II€€ BpeMsI CTAIO
IIOHSITHO, YTO MOJABJISIONIee OOIBITMHCTBO (€CJIM HE BCe)
SIWICNTUYECKIE CHHAPOMEI C TeHEPAITM30BaHHBIMU ITPH-
CTyHaMM MPeIoJiaraloT reHeTUYeCKyro aTuonoruoo. UT'D
MIPEACTaBIISIeT BIIOJHE OYepUYSHHYIO IIOATPYIIITY B paMKax
I'TD. JIura ocTaBisieT TEpPMUH «MAMOIIaTUYECKAs TeHepa-
JIM30BaHHAasl SIMWIEIICHSI» UCKIIIOYUTEIBHO i1 4 CUHAPO-
MOB:

1. detckas abcancHas smercus (J1AD).

2. Onomeckas abcancHas anuercus (FOAD).

3. IOHomeckast MuokiIoHn4deckas snuerncus (FOMD).

4. Drmercus ¢ U30JIMPOBaHHBIMY FeHepaIM30BaHHBIMU
cynopoxxuabeiMu nipuctynamu (BI'CIT).
HMnnonarnyeckast TeHepan30BaHHAasI SITMIICTICHUST BbI-

JIeJieHa B 0COOYIO TTOATPYIIIIY IO CICIYIOIINM IIPUIMHAM:

1. D10 Hauboee pacpocTpaHeHHasT (popMa cpeau Bcex
ITH.

2. UT'D B 1ie1oM nMeeT XOPOIIHii IIPOTHO3 110 MEIUKa-

MEHTO3HOMY KOHTPOJIIO IIPHCTYTIOB.

. UT'D Hukorna He TpaHchopmupyercs B DPD.

4. CymecTByeT B3auMOoCBsI3b Mexay JIAD, FOAD u FOMD.
HexoTtopble KTMHUKO-3/1eKTposHIedanorpadpmuiyeckre
MIPU3HAKMY SIBJISTFOTCST CXOKMMMU TSI JAaHHBIX CHHIPOMOB.
C BO3pacTOM BO3MOXHAa TpaHchOpMalLUsd U3 OTHOTO
cuHapoMa B apyroii B pamkax UT'D. Hampumep, JJAD
MOXET C BO3paCTOM 3BOJIOIMOHUPOBATHL B [OMD.

5. Bce cunnpomsr UT'D nmeror cxoxue DO -nipu3Haku:
HOpMaJIbHAsI aKTUBHOCTH (POHA; pa3psIIbl TeHEPaIH-
30BaHHOM 3—6 IiI MUK- ¥/WiIK MOJIUIIKMK-BOJHOBOM
AKTUBHOCTH, KOTOPBIC MOTYT aKTUBUPOBATHCS TP T -
MMePBEHTWISAIIUN U PUTMUIECCKON (POTOCTUMYIISIIIUN
(POC).

Ceiluac ycTaHOBJIEHO, YTO CYIIIECTBYET TEHETUYECKOE
ponctBo Mexay UT'D u I'TD ¢ HaanmuneM HEKOTOPHIX 00-
mux reHoB. CTajao O4eBUIHBIM, YTO TeHETHUIECKAs SITH-
Jencus ¢ ¢hedpmibHBIMU cymoporamu mioc (IDOCH)
MMeeT TaKKe HeKOTOophle o01re reHbl ¢ rpynmoit UT'D,
HO CYIIECTBEHHO OTJIMYACTCS OT Hee 110 KIMHUYECKOi

[98)
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KapTUHE, B YaCTHOCTH 10 BO3MOXHOMY HATTMIMIO (POKATb-
HBIX TIpUCTYnoB. Bmecte ¢ TeM mHorue ¢opmel I'TD He
UMEIOT YETKUX KPUTePHUEB KaKOTo-I1M00 OTAECIBHOTO CUH-
npoma. B ToMm ciydae, eci maumeHT uMeeT Ha DDT Tmiy-
HYIO KapTUHY ¢ HOpMaJIbHBIM (DOHOM, TeHEPAIM30BaHHYIO
MKK-, OJIUIIMK-BOJHOBYIO aKTUBHOCTb 3—6 Ii1 ¢ akTHBa-
ueit mpu ruriepBeHTIIISLIMMY W POC, a Takke XOpoInii
OTBET MPUCTYIIOB Ha afgekBaTHbIe ADII 11 oTcyTCTBUE IIPU-
3HAaKOB TpaHc(opmanuu B 3HIEDATONATUIO PA3BUTHS
U 3IMWICTITUICCKYIO, HO IIPY 3TOM KIIMHUYECKHU €TI0 HeJlb-
351 OTHECTU HU K omHOMY M3 4 cuHapomoB UT'D, ero cie-
JIyeT BKJIIOUYUTH B rpymmy ['TD.
HexkoTtopsle CMHAPOMBI, KOTOPBIE paHee BXOMWIU
B cTtpyktypy MUI'D, B HacTosllee BpeMs NepeBeacHbI
B rpyniry I'TD. C ogHOI1 CTOPOHBI, OHU UMEIOT HEKOTOPOE
reHeTUYeCKoe 1 KITMH4YecKoe poacTso ¢ UI'D, ¢ npyroit —
npusHaku DPD. K atum cunapomam I'T'D oTHOCATCS:
1. MUOKJIOHWYECKHU-aTOHNYECKAsT SIICTICHS.
2. Brmiencusi ¢ MUOKJIOHMYECKMU abcaHCaMM.
3. Bmwrencusi ¢ MUOKJIOHHEH BeK.
4. MUOKJIOHWYEeCKasl SIUJICTICHS MJIaJeHIeCTBA (MOXET
COYETaThCH C DHIIeDAIONAaTHE pa3BUTHS).
B momoHeHNE K 3TUM SMIUICHTUICCKUM CUHIPOMaM
I'SDCH ¢ reHepann30BaHHBIMUY MTPUCTYIIAMM TaKXKe MO-
XKeT ObITh oTHeceHa K [ T'D, Ho cienyeT yIuThIBaTh, YTO IIPU

JTAHHOM CHHIIPOME HaJTnare (hOKaJIbHBIX IIPUCTYITOB HE SIB-
JISIETCSl UCKIIIOYEHUEM.

B npouiecce aHanu3a faHHBIX Y 9KCIepToB JIuru Bo3-
HUKAaJIM BOIIPOCHI, KACAIOIIMUECI KPUTEPUEB TUATrHO3a OT-
JIeJIbHBIX 3MUJIENTUYECKUX CUHAPOMOB. B oTHOLIEHUHN
JIETCKOM abCaHCHOM MUIETICUU «HATUYUE YCTOMYMBOIO
YHUJIaTepaJIbHOTO (DOKyca IMUK-BOJTHOBOM aKTUBHOCTW»
ObLIO MEepEeMEILIEHO U3 pa3psiia KPpUTEPUEB UCKIIOUEHUS
B pa3psia HACTOPAXKMBAIOIINX CUMIITOMOB. DTO 00YCIIOB-
JIEHO TeM, YTO HEKOTOPBIE MALMEHTHI C JETCKOI abCaHCHOM
sntenicueid uMeroT Ha DD Takke LIeHTPaTbHO-TEMITO-
paybHBIE CIAalKU (I0OPOKAYECTBEHHBIC SIUICTITUICCKIE
naTTepHbl geTcTBa, ADT1M1).

JI1st Me3raabHOM BUCOYHOW SMMIEIICUU C TUMIIOKAM-
HaJbHBIM CKJIEPO30M YTBEPXKICHUE «TTOJIHBIN U YCTOUYM-
BBIi1 KOHTPOJIb, TOCTUTHYTBI Ha (DOHE MPOTUBOCYAOPOK-
HOI Tepanuun» ObUT yOpaH 13 pa3iesia HaCTOPaXKMBAIOIIIX
IMPU3HAKOB. DTO 00YCIIOBICHO TEM, YTO IOJIHBIM KOHTPOJIb
HaJ MPUCTyNaMu B pe3yJibTaTe MpaBUIbHO MOA00OPaHHBIX
ADII BrioHE BO3MOXKEH ITPU JAHHOM CUHAPOME B TeUeHUE
MHOTHUX JIET, U BHOCUTb 3TO B IIO3UTUBHbIE WJIM HETaTUB-
Hbl€ TMAarHOCTUYECKHUE KPUTEPUU HE UMEET CMBbICIA.

ITpu Bo3pacT3aBUCUMBbIX HEOHATAIbHBIX U MAAIEHYEC-
KUX SOUIENTUYECKUX CUHAPOMAX YTBEPXKIECHUE «HATUYUE
B UICTOPUM OOJIE3HU CBEJAECHUI O TEePEeHECEHHbBIX OCTPhIX

dnunenTuyeckue CMHAPOMbI, BKNIOYEHHbI®
B lpoekT Knaccumkanum 2021 r.

JnunenTuyeckne CMHAPOMDI C 4e6I0TOM B HEOHATaNbHOM
M MnajeH4yeckom Bo3pacre:

« BO3PACT3aBUCMMAA HEOHATaNbHAA INuNencua (cemeiiHas 1 HeceMeiiHas)
(B3H3-Cu B3H3-HC);

+ BO3PACT3aBUCMMaA MNafieHyeckas anunencus (cemeliHas U HecemeliHas)
(B3M3-Cm B3M3-HC);

+ BO3PACT3aBUCMMAA HEOHATANbHAA U MIaZeHueckas snunencus (cemeitHas
1 HecemeiiHan) (B3HM3-C u B3HM3-HC);

« reHeTMyeckasn nunencna ¢ debpunbHbimi cypoporamu ke (MPOCH);

« MIUOKNOHNYeCKaA nunencus mnagenyectaa (MIM);

* paHHAA MNaJeHyeckan sHuedanonatna passutua u snunentuyeckas (P3);

« JMUNENCcUa MNafeHYecTBa C MUTPUPYIOLLUMI GOKaNIbHBIMU NPUCTYNaMK
(AGMMon);

* CUHAPOM MHdAHTUBHBIX cna3moB (CUC);

« (uHapom [Jipase;

« JHUedanonaTiA pa3BuUTUA 1 INUNENTUYECKaA, (BA3aHHAA C MyTaLueil B reHe
KCNQ2;

* MPUAOKCUH-/ NupupokcanbocdaTsaBuciman HLedanonatna passutua
W INUNenTHYecKas;

« JHLlehanonaTua pa3BUTMA U SNUNENTUYECKasn, (BA3aHHAA C MyTalueil B reHe
(DKL5 (CDKL5-3P3);

+ PCDH19-3nunencua ¢ cepuitHbIMM NpUCTynamu;

« JHLehanonaTua pa3BUTUA U NUNENTUYECKasA, (BA3AHHAA C HEAOCTATOUHOCTbIO
TpaHcnoptepa rtoko3bl 1-ro Tuna (GLUTT-3P3);

« cunapom LUtypre—Bebepa;

« renacTinyeckie NpUCTyrbl C FUNOTaNamnyeckoi ramapTomoii.

JnunenTuyeckue CUHAPOMbI ¢ Ae610TOM B A€TCKOM BO3pacTe:

« BO3PACT3aBUCUMAA INUNENCAA C LIEHTPaNbHO-TEMNOPabHbIMK CNaiikamu
(B33-LTO);

+ BO3PACT3aBUCMMasn INUNENcuA ¢ BeretaTueHbIMM npuctynamu (B33-Bi);

« IETCKaA 3aTbIN0YHaA SNUNENcUa o 3puTenbHbIMU npuctynamu (433-3M);

« GOTOCEHCUTUBHAA 3aTbINOYHasA 3nunencua (033);

« INUNENcUs ¢ MUOKNOHNYECKUMM abcaHcamu (SIMA);

« INURencus ¢ MUOKNoHuel ek (OMB);

« MUOKNOHNYecKn-aToHuueckas snunencua (MAJ);

« cunpom JleHHokca—lacto (CIr);

« SHLepanonaTiA pa3BUTMA 1 ANUNENTUYECKAA CO CNAIAK-BONHOBON aKTMBaLMeil
B0 cHe (P3-(BAC);

« ANUNENTUYECKMl CUHAPOM, (BA3aHHbIIi ¢ pebpunbHoil nHdekuueii (FIRES);

* ANUNENCUA C FeMUKOHBYAbCUBHBIMM NpUcTynamu u remunnerneii (HHE).

dnunenTuYeckue CMHAPOMbI C Ae6I0TOM B pa3nuyHble BO3pacTHble
nepuoAbl, BKN0Yas NoAPOCTKOBbI 1 B3pOCNblil Bo3pacT:

« Me3vanbHaA BIUCOYHAA INUNENcUA ¢ runnokamnanbHbiM ckneposom (MB3-1C);

« TUNEPMOTOPHAA 3nunencua, (BAzanHas co cHom (MC);

« (emeliHaA dokanbHas nunencua ¢ sapuabenbHbim Gokycom (CO3-BO);

« 3NUNeNcua Co CYXOBbIMYU NPUCTyNaMu;

« 3NUNeNCUA C NPUCTYNami, BbI3BaHHbIMM yTeHnem (3Y);

« 3HUeanuT PacmycceHa (3Huedanut KoxeBHukoBa—Pacmyccena, IKP);

« porpeccupytoLme MUoKsIoHnyeckue snunencun (MM3).

Wpvonatnyeckne renepanusoBanHble anunencun (UN3):
« JleTckas abcancHas snunencusa (DAJ);
« loHoLecKan abcaHcHas anunencus (K0A3);
« IOHOLLeCKaA MUOKNOHUYeckas snunencua (OM3);
« ANUNENCUA C M30NPOBAHHBIMY FeHEPanN30BaHHBIMU CYAOPOXHBIMM
npucrynamu (1CM).

11
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COCTOSTHUSIX, TAKMX KaK BHYTPUMO3TOBasi MTH(MEKIINS, UIIIe-
MHWYECKUI MM TeMOpparndecKuii MHCYJIBT, IepUHATAIb-
HOE TUITOKCUIECKH-UIIEMIYECKOE TTOPaKEHIE TOJIOBHOTO
MO3Ta, BEIpAaXKeHHBIC META0OIMYECKIE HAPYILIEHUST» ObLIO
MepeHECEHO U3 KPUTEePHEB UCKIIOYCHHST B HACTOPaXKIBa-
OIIMe TIPU3HAKU, TaK KaK 3TU (DAKTOPHI B OTAEIBHBIX CIIy-
Yastx BCTPEYaloTCs TP TaHHBIX CUHApPOMaXx. Takke oTMede-

HO, YTO B «CTpaHaX C OrPaHMYEHHBIMU TUATHOCTUYECKUMM
BO3MOXKHOCTSIMU» TUATHO3 BO3PACT3aBUCUMBbIX HEOHATAIb-
HBIX ¥ MJIAIEHYECKUX AMICTITUICCKIX CHHIPOMOB MOXET
OBITH ycTaHOBJIEH 0e3 mpoBeacHus DO u MPT mnipu ycno-
BUU, YTO JIPYTHE TUATHOCTUUYECKNE KPUTEPUM COOMIONEHBI
1 YCTAHOBJIEHA ITOJIOXKUTE/IbHASI CEMeTHAS. UCTOPUST KIIMHU -
YECKU CXOXKUX IPOSIBJIEHUI Y POICTBEHHUKOB.

3nunenTuyeckne CAHAPOMBI, BKNioueHHbie B IpoekT Knaccupukaumun
2021 r., cuctemaT3upoBaHHbie B 3aBUCMMOCTY OT GOpPMbI SNuAencum

JnunenTuyeckne CUHAPOMBbI ¢ e6I0TOM B HeOHaTaNIbHOM
M MNIaieHYecKoM Bo3pacTe
Jnunencus dpokanbHas:
+ BO3PACT3aBUCMMAA HEOHATabHAA INUNENCUA (ceMeiiHas 1 HecemeliHas)
(B3H3-Cu B3H3-HO);
« BO3PACT3aBUCMMaA MIafieHYecKas InNuencua (cemeiiHas 1 HecemeitHan)
(B3M3-C  B3M3-HC);
+ BO3PACT3aBUCMMaA HEOHATabHAA 1 MIaJIEHUeCKas dnunencua (cemeliHas
1 HecemeitHas) (B3HM3-C u B3HM3-HC).

Jnunencus, umelowas YepTbl GoKaNbHON 1 reHepany30BaHHOI:
« TeHeTMYeckas anunencua ¢ pebpunbHbiMm cygoporamu nioc (MROC+).

Jnunencua reHepan3oBaHHas:
 MUOKNOHWYECKas nunencua mnaaeHyectsa (MIM).

CvHAPOMbI 3HUehANoNaTII Pa3BUTUA U INUAENTUYECKOI:
« paHHAA MNaJieHyeckan dHuedanonaTna pasBuTUA 1 SNUNENTUYECKas;
« JNUNEencua MAaZeHyecTBa C MUTPUPYHLLMMI GOKanbHBIMI NPUCTYNamu
(OMMmon);
« CUHAPOM MHOAHTUABHBIX cna3moB (CUC);
« cuHppom [lpase.

3P cneyudpuyeckoli smuonoauu:

« KCNQ2-3P3 (3Huedanonatia pa3suTiA 1 SNuNenTuyeckas, (BA3aHHasA
C myTauueii B reHe KCNQ2);

* MPUAOKCUH-/ NupupokcanbocdarsaBucuman IP3;

« (DKL5-5P3 (3Huedanonatua pa3BuTIAA 1 INUNENTUYECKAA, (BA3AHHAA
C MyTauueii B reHe (DKLS);

+ PCDH19-3nunencus ¢ cepuitHbIMM NpUCTynamu;

« GLUTT-3P3 (3Huedanonatua pa3BuTUA 1 INUNENTYECKaA, (BA3aHHAA
C HeZ0CTAaTOYHOCTbIO TPAHCMOPTEPA NI0KO3bI 1-r0 TUNA);

« cunppom Lltypre—Bebepa;

« renacTuyeckue NpUCTynbl C runoTanamnyeckoi ramapTomoii.

JnunenTuyeckue CUHAPOMBbI ¢ 4e6I0TOM B eTCKOM BO3pacTe
Jnunencua dpokanbHas:

Bo3pacm3asucumeoie hokaneHele snunencuu demckozo so3pacma (B3034):
+ BO3paCT3aBUCVIMan ANUNENCUA C LEHTPabHO-TemnopanbHbIMI cnaitkamu (B33-LITC);
+ BO3pacT3aBUCUMasA INunencus ¢ BeretTatuBHbIMM npuctynamu (B33-BN);
+ ieTcKas 3aTbI0YHaA INUNeNcua co 3putenbHbIMI npuctynamu ([33-3M).
Jnunencua, umeloas Yeptbl GokasbHOiA U reHepanu30BaHHO:
+ GOTOCEHCUTUBHAA 3aTbINoyHaA anunencua (033).
Jnunencua reHepanyu3oBaHHas:
* INANENCUA C MUOKNOHMYeCKuMI abcancammn (AMA);
* 3NANENCUA C MUOKNOHMeN BeK (IMB).
CvHapombl JHUedanonatvi pa3suTua v snunentuyeckoi (IP3):
* MOKNOHNYECKI-aToHMYecKkan snunencua (MAJ);
« cunapom JlenHokca—Tacto (CIN);
« JHLehanonaTua pa3BUTMA U SNUNENTUYECKaA CO CMaitk-BONHOBOI aKTUBaLVeN
B0 cHe (3P3-CBAC);
* ANUNENTUYECKNIA CUHAPOM, (BA3aHHbIN ¢ pebpunbHoii uHdekumeli (FIRES);
* AMANENCUA C FeMUKOHBYNbCMBHBIMM NpUcTynamin u remunnerueit (HHE).

JnunenTuyeckue MHAPOMbI ¢ Ae6i0TOM B pa3nnyHbie BO3pacTHbie Nepuofbl
Jnunencua dpokanbHan:
+ Me31anbHaA BICOYHAA INUAeNcUs C runnokamnanbHbiM ckneposom (MB3-1C);
* TUNEpMOTOPHas 3nunencus, cBA3anHaa co ciom (MC);
- (emeiiHaA poKanbHas nunencua ¢ BapuabenbHbim dpokycom ((03-BD);
* 3nUnencua co aryxoBbimu npuctynamu (CM).

Jnunencis, UMeroLLas YepTbl GOKANbHOI U FeHepanu30BaHHOIA:
« JNUNENCUA C NPUCTYNAMMU, BbI3BaHHbIMI uTeHneMm (34).

CvHApOMbI JHUedanonaTvi pa3suTha v anunentuyeckoid (3P3):
« 3HUedanut Pacmyccena (3Huedanut KoxesHukoBa—Pacmyccena, IKP);
« NporpeccupyoLLre MUOKIoHMYeckue snunencuu (MM3).

Nauonarnyeckue reHepanusoBaHHble snunencuu (UN3)
Jnunencus reHepanin3oBaHHas:
- JIeTcKas abcaHcHas anunencua (JA3);
- loHOLLecKas abcaHcHan snunencus (H0A);
- lOHOLLeCKas MUOKNOHMYecKas anunencua (OM3);
« AMNUIENCUA C M30NMPOBAHHBIMM FeHePanu30BaHHbIMM CYROPOXKHBIMM
npuctynamu (MCM).
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Yacte II. Knaccudukauua u pepmHuuyma

aNunenTUYeCKUx CUHAPOMOB B HeOHaTabHOM

M MnageH4YecKoM Bo3pacre

B atom paspene Ilpoexra KinaccupuKalmy SMAIETI-
TUYeCKUX cuHIpoMoB 2021 I. paccMaTpUBAIOTCS STUIIETI-
TUYECKHNE CUHIPOMEI C Ie0I0TOM B HEOHATATILHOM TICPH-
one (BKJIIOYasl KaK JOHOIIEHHBIX, TAK M HEAOHOIIIEHHBIX
neTeit) m MiaageHIeckoM Bospacte (1o 2 sret) (R.M. Pressler
U coaBT., 2021; S.M. Zuberi u coasnr., 2021).

JlocTaTo4HO BBICOKAs 9YacTOTa SIMIJICTICUM U PacIipo-
CTPAaHEHHOE €€ COYETAaHMUE C TSXKEJIOM COMYyTCTBYIOIIEH
MaTOJIOTUEH Y BBICOKOM CMEPTHOCTBIO B TAHHOM BO3PaCT-
HOM TpyIIie o0yCIOBINBACT aKTyaJIbHOCTh IEPecMOTpa
MIPUHITUIIOB KJIaCCU(UKAIINU M Te(OUHULIUNA STUAJICIITH-
YeCKUX CMHIPOMOB HAa OCHOBAHUU COYECTAHUS IJIEKTPO-
KIMHUYECKUX IIPU3HAKOB U 3TUOJIOTHH. MOIITHOM MOTH-
BallMeil K BKIIIOUCHMIO ATUOJOTMYECCKHMX IPUHIIMIIOB
B OCHOBY KJTacCH(DMKAITY CITyXKaT IePCIeKTUBA TaTbHEel-
IIeTO Pa3BUTHUS TapreTHBIX METOMXOB T€HHOW Teparuu
¥ 0J00peHrEe Ha OCHOBAaHWH PAaHIOMU3UPOBAHHBIX KJIIH-
HU4YecKnx uccienoBanuii ADI, cnenm@UIHbIX 11 Jieue-
HUSI OIIpeACICHHBIX CHHIPOMOB MJIAZCHYECTBA.

XOTS y MallMeHTOB C SIMMJICTICUE CYIIeCTBYET JOCTa-
TOYHO CJIOXKHAST B3aMOCBSI3b MEXKITY STHOJIOTUEH 1 KITH -
HUYECKUMM IIPOSIBICHUSAMU (OIHA IPUIMHA MOXET IIPO-
SIBJIATBCS PA3IMUHBIMU SIUJICIITUYCCKUMI CHHAPOMAM,
a OIMH SOUJICIITUYECKUI CUHIPOM MOXET OBITh CBsI3aH
C pa3HoOil ATHOJIOTHEI), B psAle CilyyaeB creruduieckas
STHUOJIOTHS IIPOSIBIIIETCST YHUKAIBHBIM 3JIeKTPOKIMHIIEC-
KUM CUHAPOMOM; U JAHHbIE OCOOEHHOCTU TPEOYIOT TOTO,
YTOOBI 3JIEKTPOKIMHUIECKIN CHHIPOM U €TI0 STHOJIOTHS
paccMaTpUBAIIMCh BMECTE TP pa3pabOTKe TUTaHAa JICUYCHUST
Y BCEX MAIlEHTOB.

C y4eTOM COBpeMEHHBIX HAyYHBIX 3HAHUI ITePECMOT-
PeHBI Je(UHUIIAY XOPOIIO M3BECTHBIX 3JICKTPOKIUNHU-
YeCKUX SMICTITUICCKIX CHHAPOMOB M IIPEIIOKEeHA KOH-
LIETIIHST IeTePMUHUPOBAHUS SIICTITUYECKIX CUHIPOMOB
B 3aBUCHMOCTH OT 3THUOJIOTUM (B TEX CIIydasx, KOrja I1a-
TOT€HHBIC MyTallM B Pa3JIMIHBIX TeHAX WU CTPYKTYPHBIC
M3MEHEHMS UMEIOT YETKYIO KOPPEIISIIIUIO C OIIPeIeIeHHBIM
9JICKTPOKIMHIYECKIM CHHIPOMOM). [1pemcTaBineH HOBbII
KJIacC SMWISIITUYECKNX CMHIPOMOB CO CIIelMDUIecKoit
STHOJIOTHEH (KOTOpasi BKIIIOUAET TeHETUICCKIE, TCHETH -
YeCKM-METa00IMIECKIE, CTPYKTYPHBIE Y TeHETUICCKM -
CTPYKTYPHBIE IPUUUHBI), UMEIOLIUX OTpeIeIeHHbIE TIO/ -
XOJIBI K Teparnuu 1 rporHo3 [1-3].

YacToTa BCTpeuaeMOCTH SIIJISTICHH 3aBHUCHUT OT BO3pac-
Ta, IIPY 3TOM CaMble BbICOKHe noka3aresu (>60 Ha 100 ThIC.)
HaOII0Ia0TCs y AeTel Milaliie 5 JIeT U y NaleHTOB cTap-
ure 65 ner [4]. Mo manaeim E.C. Wirrell 1 coast. (2011)
M IPYTUX aBTOPOB, HECKOJIBKO ITOITY/ISTIIMOHHBIX UCCIIEIO-
BaHUIA OTMETUJIU Topa3ao 00Jjiee BLICOKYIO 3a00J1€BaeMOCTh
SIUJIETICUEN y AeTeil 1-ro rona XKu3Hu, 4eM y aeteit crap-
LIKX BO3pacTHBIX rpymi (82,1—118,0 mo cpaBHeHMIO ¢ 46
Ha 100 TeIC. 9enmoBeK B ron) [5—7]. 1o maHHBIM HemaBHO

3aBEPIICHHOTO IIPOCIEKTUBHOIO MOIMYJISIIMOHHOTO HC-
clIe0BaHMSI, 3a00JIEBAaEMOCTb COCTaBIsAeT 195 cirydaeB
Ha 100 ThIC. pOIMBIINXCS XKUBBIMHU B CTPaHAX C BBICOKUM
YPOBHEM KM3HU, U MOXET 0Ka3aThCs ellle 00JIee BHICOKOM
B CTpaHax ¢ orpaHMYeHHBIMM pecypcamu [8§—11].

Jletu ¢ n1eG0TOM 3IUJIEIICUM B paHHEM BO3pacTe He-
PEIKO MMEIOT TSDKEJTYIO COIYTCTBYIOIIYIO IATOJIOTHIO 1 KO-
THUTUBHBIE HapyuieHus [12], 6ojee BBICOKYIO 4acTOTY
PE3UCTEHTHOCTY K aHTUAMWIETITUYECKOM Tepanuu [13]
u cMmeptHocTH [14], ipu 3ToM v 50 % mauneHTOB BBHISIB-
JIIeTCs TsDKeqiast 3aIepkKKa IICUXOPEIeBOr0 Pa3BUTHS Yepe3
2 roma nocJe ae6iora 3a6oneBanus [8]. ComyTcTByloIIEe
HapYILICHMS Yallle BCTPEYaAIOTCs y IETe C pe3UCTEHTHOM
K Teparnuu amnuierncueii [13] 1 BBICOKOI YacTOTOM 3IMu-
JIENTUYECKUX ITpUCTynoB [15, 16].

TpannIIOHHO 3MUICITUYECKHE CHHIPOMBI B IIEPBYIO
odepenb ONpPeaeIsSIACh SJIEKTPOKINHUIECKIMHU OCOOEH-
HocTssMu. OmHAKo 3a IMOCIeIHNE 2 HeCATUICTHS] ObUIH
OTKPBITHI TEHBI, OTBETCTBEHHBIC 332 PA3BUTHE HEKOTOPHIX
¢opm smmmtenicun. Beutn oncaHbI 3IEKTPOKIMHAYECKIE
(peHOTUIIBI, CBSI3aHHBIE ¢ MyTalsaMu B reHax CDKL5 [17],
MeCP2[18, 19], PCDH19[20-22], STXBPI1 [23] n 11pu nH-
BepCcUU-AyIIUKaum 15-i1 xpomocomsl [24]. Kpome Toro,
OBUIM YCTaHOBJIEHBI HEKOTOPHIE XapaKTEePHBIC 3JIEKTPO-
KIMHAYECKHE (DEHOTUITBI IIPH SITIJICTICUSIX C Pa3INIHBIMU
CTPYKTYPHBIMH, META0OIMICCKUMM, MMMYHHBIMU U UH-
(GeKIIMOHHBIMU TTpUYMHaAMU [3]. YCTaHOBUTD SMUJICIITH -
YeCKUU CMHIPOM Y ITallMeHTOB PaHHETO IETCKOTO BO3-
pacTta MOXHO B 41—42 % ciydaeB, a BBISIBUTh STUOJIOTHIO
IpU IIPUMEHEHUH HOBEMIIIMX METOIOB HEPOBU3yan3a-
LINY, META0OIMIECKUX U TEHETUIECKIX UCCIICIOBaAHMIT —
y 54 % nauuenToB [6, 8]. [y cpaBHEHUsI, Y MIaJcHLIEB
C HaYaJIOM 3IWJICIICUM B Bo3pacTe 10 18 mec ¢ Tsokenoit
SIWICTICHUEN MOXKHO YCTAHOBUTD SIMWICITUYECKUI CUHIPOM
B 64 % ciy4aeB, a STUOJIOTUs BHIABIsAETCA Yy 67 % maru-
eHToB [25].

Tak Kak 3nMWIenTUYECKUEe CUHIPOMBI YaCTO MMEIOT
OIpene/ICHHBIM BO3pacT Ae0I0Ta M sl CIIeIIM(UIeCKIX
COITyTCTBYIOIINX CUMITTOMOB [ 3], CHHIPOMBI HOBOPOXKIECH-
HBIX U IeTeil paHHETO Bo3pacTa OBLIM MOApa3aesieHbI
Ha BO3PacT3aBUCHUMBIC, IIPU KOTOPBIX BEPOSITHA CITOHTaH-
Has peMuccHs, a Takke Ha DPD — 3aboneBaHus, TIpU KO-
TOPBIX MMEETCSI HAapyIICHUE Pa3BUTHUSI, CBSI3aHHOE KaK
C OCHOBHOM 3THUOJIOTUEM, HE 3aBUCSIICU OT SMUJICIITU-
(GOpPMHOIT aKTUBHOCTH, TaK U C MEPCUCTUPYIOLIEH IITH-
JenTOPMHOM aKTUBHOCTBIO Ha DI (anmienTudecKoi
suauedanonarueii) (I.E. Scheffer u coasrt., 2017) [1].

[Ipu Bo3pacT3aBUCUMBIX SIMAICHITUYCCKIX CHHIPOMAX,
HAYMHAIOIINXCS B BO3pacTe 10 2 JIET, CKIIOHHOCTbD K IIpH-
CTymmaM OrpaHHMYeHa BO3PACcTOM, SIMJICITUICCKUE TIPH-
CTYITBI OOBIYHO XOPOIIIO OTBEYAIOT Ha (papMaKOTeparuio,
HEPBHO-TICUXMIECKOE Pa3BUTHE B HOPME MJI OTMEUYAIOT-
Csl He3HAYNTEIbHbIC KOTHUTUBHBIC HapyIIeHus. B rpymie
BO3PAaCT3aBUCUMBIX SMWICITUISCKIX CHHIPOMOB €CTh KaK
CITy4au C BBISIRIIEHHBIMU de Hovo MyTallUsIMU, TAK U CEMENHBIE

13
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CJIyJau ¢ yHacJieIOBaHHBIMU IaTOTCHHBIMHU BapyaHTaMH,
KOTOpHIE B 1IEJIOM UMEIOT CXOIHBIE JIEKTPOKIMHUICCKIE
CHMIITOMEL.

DHuedanonaTi pa3BUTHUS U SIWIETITUYECKHE pa3-
JIeJICHBI B 3aBUCHMMOCTH OT BO3pacTa Je0l0Ta Ha paHHUE
MJIafieHYeCcKHe (C HaJaJloM B BO3pacTe 0 3 Mec, 0e3 BBI-
IeJICHUSI OTHCIBHO (hOPM C JIeOI0TOM B HEOHATAJIBHOM
Ieproe) U CHHAPOMBI C HAYaJIOM Mocje 3 MeC XKM3HH WU
B BO3PaCTHOM Maria30He, BKIIIOYAIOIIeM KaK paHHUI, TaK
M TIO3IHWI MJTafieHYeCcKUit Bo3pacT. OTCYyTCTBYeT pasjelie-
HUe paHHel MaaneH4Yeckoir DPD Ha HeoHaraabHyI0 DPD
u Ha DP3D ¢ Goiee MO3THUM 1eOIOTOM, TTOCKOJIBKY IPHU
3TUX (hopMax AeOI0T BO3MOXKEH B pa3HOE BPeMsI OT POXKIE-
HUSI 10 BO3pacTa HECKOJBKUX MeCSIeB. BoabIMHCTBO
cnenupUISCKUX MO ITUOJOTUHM CUHIPOMOB, KOTOPHIE
HAYMHAIOTCS B HEOHATAJIBHOM WJIM MJIaIICHIECKOM BO3pac-
Te, MPEACTABIIIIOT cO00i DPD.

Bo3pacT3aBucuMble 3MujenTHIYECKHE CHHIPOMBI.
1. Bozpacm3asucumas HeOHAMAAbHAS INUACHCUS, CeMelHAS
(B3H9-C) u necemeiinas (B3H3-HC). B3HD-Cu B3HB-HC
MMEIOT CXOMHbIe KIIMHUKO-3JIeKTpodHIehanorpapuye-
CKV€ XapaKTePUCTHKH 1 MOTYT OBITh pa3rpaHNICHBI Ha OC-
HOBaHMM CeEMEHOro aHaMHe3a [27—29]; UMEIOT B OCHOBE
eIVMHYI0 TEHeTUIECKYIO THOJIOTHUIO, OTHAKO IIpH Hece-
MEWHBIX CIIy4YasiX BBISIBJISIOTCS ITAaTOT€HHBIC MyTallUH
de novo. YTouHeHNe HACJICACTBEHHOTO aHAMHe3a IIOMOTaeT
B YCTAaHOBJICHUM IMarHo3a, BbIOOpE TaKTUKU 00CIem0-
BaHMS U JICUCHHUS, a TaKXKe ONpeAcIeHUM IPOTHO3a.
B3HS-C panee 6bL1a M3BeCTHA KaK «I100POKAYECTBEHHBIE
ceMeliHbIe HeOHaTaIbHBIE cymoporu». [IpucTyImsl Haun-
HAIOTCS MEXOY 2-M U 7-M IHSIMHM XW3HU M YaCTO HOCST
(OKaNbHBIN KIIOHUYECKUI WM TOHUYECKUI XapakKTep.
®oKanbHBIC TIPUCTYIIBI MOTYT MEHSTh CTOPOHY OT IIPHCTY-
ma K npucTyIry. [IprcTyIipl MOBTOPSIIOTCS B TeYCHHUE He-
CKOJIbKMX YacoB win maHei. [IcuxomoTopHOEe pa3BuTHE
00BIYHO B HOpME [29].

Anudemuonoeus. Yactora BCTpeuaeMOCTH BO3pacT3a-
BUCUMO# HEOHATAJILHON SMUJICTICUM COCTaBJsAeT 5,3 Ha
100 TBIC. HOBOPOXKAEHHBIX, POAVUBIINXCS XXUBBIMU [8].

Knunuueckas kapmuna. I1puctynsl, Kak IIpaBWiIoO, Ha-
YUHAIOTCS MEXKIy 2-M 1 7-M THSIMHU XU3HH [27—29]. Y He-
MOHOIIEHHBIX IEeOIOT IMPUCTYIIOB BO3MOXEH B TCUCHUE
HECKOJIBKMX THE T0CIe CKOPPEKTUPOBAHHOIO F'eCTAIIIOH-
Horo Bo3pacTa 40 Hen. [IpeobnagaHue 10 IOy HE BBISIB-
seHo. TeyeHre OepeMEHHOCTU U POIOB — 6€3 0COOEHHOCTEI.
PazBuTre HOBOPOXKIEHHBIX COOTBETCTBYET I€CTAIIMOHHO-
My Bo3pacTy. PasMep OKpy>KHOCTH TOJIOBBI M HEBPOJIOTH-
YEeCKMI CTaTyC B HOPME.

Teuenue 3a6onesanus. ITpucTybl OOBIYHO TIpEKpala-
J0TCS K 6 Mec, B OOJIBIIMHCTBE CJIy4aeB — K 6 Hell KU3HMU.
B cnyuasx, ecinu aHTURIIMIENITUYECKAs Teparusl ObLia Ha-
3HauYeHa, JeYCHNE MOXHO IIPEKPaTUTh Yepe3 HECKOIBKO
Heneb. [IcnxoMoTopHOE pa3BUTHE, KaK IIPABWIO, B HOP-
Me, XOTs1 Y HeOOJIbIIOro Yrciia NallueHTOB MOT'yT Ha0JI10-
JIaThCSI TPYAHOCTU B OOYYEHUU WJIU JIETKUE HAPYIICHUS

Moropuku. McciaemoBanus moKa3pIBawoT, 4yTo B 1/3 ciy-
yaeB B 0OoJiee TTO3MHEM BO3PAaCcTe BOSHUKAIOT SITMJICIITH -
yecKue MpUCTYIIB [28], BKIItouyas (heOpuIbHBIE TTPUCTYIIHI,
cepuiiHbIe (DOKATTbHBIC TIPUCTYITHI, N30JIMPOBAaHHEIC TeHepa-
JIN30BaHHBIE TOHUKO-KIIOHMYECKHE TIPUCTYIIhI, a TaKXKe
BO3PacT3aBUCUMYIO SIWICIICHIO C IICHTPATbHO-TEMITOPaJIb-
HBIMM CIIalikaMy — Y HeOOJIBIIIOTO YKcia TTalueHToB [27, 28,
30]. ITpu ompenesieHHBIX TATOTeHHBIX TCHETUISCKIX MyTa-
LIVSIX TIO3THEE, B MIAICHISCKOM IIEPHOIE, MOXKET IOSIBIISTh-
¢ MMOKMMUS (TTOCTOSTHHASI MBIIIIEYHAs] aKTUBHOCTD, BBI3bI-
BaIOIas CKOBAHHOCTh U JIETKHE TTonepruBaHus) [31].
Inunsenmuyeckue npucmynst. XapakrepHbl (pOKaTbHEBIE
KJIOHWYECKHNE Y TOHMYECKUE IIPUCTYIIBI C BOBJICYCHUEM
JIMLIEBOI MYCKYJIaTyphl U KOHeUHocTel [27, 28, 32]. I1pn-
CTYIBI MOTYT IIPOSIBJISITHCS ITOCJIEI0BATEIFHOM CMEHOM
TOHMYECKOI0, KJIOHNIECKOT0, MUOKJIOHMYECKOTO 1 BeTe-
TaTUBHOT'O KOMITIOHEHTA, CJICIYIOIIMX IPYT 3a IPYroM 0e3
KaKoii-mbo mmpeobdamarorieii ¢a3el. YacTo HabmogaeTCs
CMEHa JaTepaln3auy B CTPYKTYpe OTHOTO IIPUCTYIIA WU
OT IIPUCTYTIA K TIPUCTYITY. MOTYT OTMEUYaThCs BOKAIU3MBI
1/WIY aBTOMAaTU3Mbl. BereratnBHBIC IPOSIBJICHMST, TAKUE
Kak aIltHO3 ¥ LIMaHO3, PETUCTPUPYIOTCS B 1/3 TprcTynoB
M MOTYT OBITh Ipeo0iagaoinuMy mpu3Hakamu. [Tpuctynsl
MOTYT JJIMThCSI HECKOJIbKO MUHYT 1 OOBIYHO 0o0Jiee Tpo-
JTOJDKUTENIBHBI, YeM CUMITTOMATHYECKIE CYTOPOTH, BEI3BAH-
HBIE OCTPHIMU IPUYUHAMU, TAKUMHU KaK MHCYJIBT 1 TUITOK-
CUUYECKU-UIIeMHUUYecKoe MoBpexaeHue. Bo3MoxHO
CepHUifHOe TeUeHNE TIPHCTYIIOB Ha IIPOTSIKEHUN HECKOJIb-
KUX 9acoB win gHei. [1pu 3ToM cocTosTHIEe HOBOPOXKIEH-
HOTO B IIPOMEKYTKAX MEXIY IIPUCTYIIAMHU B HOpME; B MEX-
IIPUCTYITHOM IIepHOJe KIMHUICCKOE OOCIeIOBaHUE HE
BBISBIIICT HAPYILIEHM (32 NCKITIOYCHEM TIOCTUKTAIEHOTO
Ieproa B CIIydasiX BBEACHMS CENaTUBHBIX IIPEIIapaToB).
Dnexmposnuepanroepaguyexoe uccredosarue (III-uc-
cnedosarue). OCHOBHASI aKTUBHOCTD (pOHA: HOpMa MJIU He-
3HAYUTEJbHBIC HecIenduIecKrne HapyIIeH!s, TaKue
Kak HeboJbioe 3ameieHue [32]. @okanbHyo MHTEPUK-
TaJIPHYIO SMWICHITU(OPMHYIO aKTUBHOCTb MOXHO BBISIBUTD
IIpUMEPHO B 2/3 cilydaeB, 4allle BCETO B IICHTPAJIbHBIX,
LIEHTPAIbHO-BUCOYHBIX WJIM JIOOHO-BUCOYHBIX 00JIACTSIX
[32]. TTaTTepH «ansrepHUpYIONIas TeTa-BOJHA» PErUCTPH-
pYyeTCS MPUMEPHO B IIOJIOBUHE CJIydyaeB U IIPEACTaBIICH
mpoderaMu TeTa-aKTUBHOCTH aJIbTepHATUBHOM JIaTepaIH-
3allMM B COYCTAHUM C OCTPHIMU BOJTHAMM, KOTOPBIC PETH-
CTPUPYIOTCSI BO CHE M B COCTOSTHUM OOAPCTBOBAHUS M HE
MEHSIIOTCS B OTBET Ha pa3IMYHbIC CTUMYJBI, TaKue KakK
3BYK, TAKTWJIbHBIN pa3apakuTenb WK cBeT [33, 34]. DroT
IMaTTePH MOXET COXPAHSTHCS B TEUCHHE 2 HEll IIOCIIe TIpe-
KpallleHUs TIPUCTYIIOB; OH HecIenbrIeH ISl JTaHHOTO
CHMHIpOMa U MOXET HaOJI0IaThCs IIPU HEOHATaJIbHBIX
IIPUCTYIAX, BBI3BAHHBIX PALOM IPYrUX NpUYMH. Takxke
MOTYT PETUCTPUPOBATHCS PETUOHAIBHBIC VTN MYJIBTHPE-
TMOHAaJIbHBIE OCTPhIe BOHBI. Hapymenus Ha 331 moryt
YCHIIMBAThCS BO CHe. B mepuomsl yJareHusT IIprCTyIIOB
MOXET HaOMI0OaThCs peruoHajpHOe Wianu nuddysHoe
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3aMelljIeHre, OMHAKO B OTJIMYUE OT SMUICITUYECKOMN 9H-
edaaonaT, acCOMUPOBaHHON ¢ TeHoM KCNQ2, nat-
TEpHa «pa3psii—yrHeTeHWE» WM IIPOJOJIKEHHOIO 3aMe/i-
JIeHUs1 He HabJonaeTcsl.

TUNWYHBII UKMAAbHbLE nammepH TIPEACTaBIICH yILIO-
IIEHNEM OMO3JIEKTPUYECKOI aKTUBHOCTH [UTUTEIEHOCTHIO
110 20 ¢ 1 TToCTIeAYIOLIIMMU TTOBTOPSTIOIIUMUCS CTIaK-BOJI-
HOBBIMU pa3psiaaMu (IIPEeUMYIIECTBEHHO B IICHTPaJbHO-
BHICOYHBIX OTBECHUSIX, XOTSI MOTYT ObITh 3aTPOHYTHI U IPYTUe
00J1aCTH), KOTOPhbIE YacTo OMIaTepaibHbIe, HO AaCUHXPOHHEIE,
¢ u3MeHeHueM natepanusanuu [32, 34]. Jlokanuzauus
MOXET MEHSThCS OT IIPUCTYIIA K IIPUCTYITY.

JlaHHbIE Heliposu3yaruzayuu B HOPME.

Tenemuueckue uccaedosanus. JJaHHbIE CEMEMHOIO
aHaMHe3a YKa3bIBalOT Ha ayTOCOMHO-IOMUHAHTHBII TUII
HacJiemoBaHUs (MHOIIA C HEIIOJHOM IEHEeTPAHTHOCTBIO).
B3HD-HC moxeT ObITh BEI3BaHA MTATOTEHHBIMU MYTALIUSIMUA
de novo B Tex xe reHax (KCNQ2u KCNQ3), yro u B3H3-C.
Iensr KCNQ2 u KCNQ3 KopupyioT CyObeTMHUIIBI Kalu-
eBbIX KaHanoB [35—37].

ITpu B3HD-C B cemeitHOM aHaMHe3¢ 00s13aTeIbHO
€CTb CJIy4au BO3PACT3aBUCUMBbIX HEOHATAIBHbBIX IIPUCTY-
noB. [1pogo/IKNTEIBHOCTD SMWICINICUU Y YICHOB CEMbU
yacTo ObIBaeT pa3Hoii. bonee ueM B 90 % cemeil BbISBIISI-
I0TCsI IIATOTE€HHbIE MYTALIMM B COOTBETCTBYIOILMX T€HAX
[28]. ITaTorennbie BapuaHThl B KCNQ2 — Hanbosee yacTast
MPUYKMHA CUHIPOMa, BEISBIISIOTCS O0osiee yem B 80 % ciry-

4yaeB U BKIIIOYAIOT MyTaLlMU CO CTOI-KOAOHOM, AeJICLINI
M MyTallMX CABUIA pAMKM CYMTHIBAHUS, a TAKXKE OIpe/e-
JIEHHbIE MUCCEHC-BapUAaHThI, KOTOPHIE BbI3bIBAIOT JIETKYIO
I YMEPEHHYIO IToTepro pyHKImu KaHaina [38, 39]. Topa-
3[10 pexe BCTPEYaloTCsl MaTOTeHHbIE BapMAaHThl B TeHAX
KCNQ3u SCN2A.

Hughgpepenyuansroiii duaenos:

* HEOHAMAAbHbE NPUCMYNbL, BbI36AHHbIE OCIPOI NAMOA0-
eueli, BKJIIOYasi TMIIOKCUYECKU-UIIEMUYECKOe Topa-
JKeHue, MH(EKINIO, MHCYJIBT WIK MeTaboIMYeCcKye 3a-
0OoJieBaHUs;

* [pU IOBTOPHBIX OMHOTUITHBIX (POKAIBHBIX IIPUCTYIIAX
ClleayeT UCKIIIOUUTD UX CIPYKMYPHYIO IMUOA0UIO;

* HednuAenmuvecKue cocmostus, Takue Kak 100pokade-
CTBEHHbI MUOKJIOHYC CHA Y HOBOPOXKIE€HHBIX.

2. Bo3pacmsaeucumasn HeOHAMAAbHAA U MAadeHYec-
Kas 3nuaencus, cemeiinasa u Hecemeiinas (B3HMO9-C
u B3HM3-HC), — ayTOCOMHO-IOMUHAHTHOE 3a00JIe-
BaHUE C HAYaJlOM B HEOHATAJbHOM WJIM MJIaJEHYECKOM
BO3pacTe, MPOSIBIISIIONIEeCs Y WIEHOB ogHOM cembu [40].
CunapoM cBsi3aH ¢ mytauusiMu B reHe SCN2A4 [41]. Pexe
MPUYKMHOM 3a00JI€BaHUsI MOTYT OBITb MYTallMU B TeHe
KCNQ2 [42]. ITpn HeceMeMHBIX cTydasix 0OHapyK1UBaIOTCS
MaTOreHHbIe MYTALIMK de novo B JaHHBIX TeHaX. CeMeilHbIi
aHaMHe3 IOMOraeT B Bepu(HUKaLIMU TMarHo3a, a TaKxe
B BBIOOpE TAKTUKU 0OCICAOBAHMSI U JICUSHUS], ONpeAeIeHUN
rnporHo3a. ITpucTynbl HaYMHAIOTCS B BO3pacTe OT 2 JHEH

[lnarHocTuyeckne KpuTepun BO3pacT3aBUCMMOI HeOHaTaNbHOM
anunencum (cemeiiHoii u HecemeiiHoit) no MpoeKTy Knaccudpukavum
anunenTuyeckux cuigpomoB 2021 r. (ILAE Guidelines, 2021)

0643aTenbHble KpuTepumn

Jnunentuyeckine NPUCTYnbl: GoKanbHbIe KNOHUYECKUe UM GOKaNbHble
TOHUYECKUE, CTOPOHA MOKET MEHATLCA NP PasHbIX NPUCTYNax, BO3MOXHA
TpaHchopmaya B 6unaTepanbHble TOHUKO-KIIOHUYECKUE NPUCTYMbI.

HacropaxuBaroLyme npusHaku

JnunenTuyeckine NPUCTYMbl: NOAO3PEHME HA NPUCTYTbI BO BHYTPUYTPOOGHOM
nepu1oze no AaHHbIM aHaMHe3a.

J3[: HebonbLLIOE 3amMe/NeHNe OCHOBHO aKTUBHOCTH.

HeBponoruyeckmii CTaTyc: BbIpaxKeHHbIe HApYLUEHNS B HEBPONOTUYECKOM CTATYCE,
32 UCKNKYEHMEM CNTyYaliHbIX HAXOAOK.

Opyrue nccnefosanua (B TOM YnCAe reHeTUYECKME): OTCYTCTBIE NATOrEHHbIX
MyTaLWil B reHax, CBA3aHHbIX C 3TUM CUHAPOMOM, yatwe KCNQ2 unu KCNQ3.
Vinu oTcyTCTBUE CeMeiiHOro aHaMHe3a, NOATBEPXAIOLLLEr0 yTOCOMHO-
AOMVHAHTHbIA TUN HACNEA0BAHIA C HEMOJHOI NEHETPAHTHOCTbIO.

Teyenue 3aboneBaHus: nerkas 3afepKa ncuXoMOTOPHOTO pasBUTHA.

[y KaTaMHeCTUYeCkoM HabntoZieHINK: OTCYTCTBIE PEMUCCAM SNUNIENCUM Noce
6 MEC KM3HN; papmaKope3nCTeHTHaA Inunencus.

Kputepum uckniouexus

JnunenTuyeckue NPUCTYMbi: SMUENTUYECKIE CNa3Mbl; MUOKNOHMYECKHe
npUCTynbl;

TeHepanu30BaHHbIE TOHUYECKIE NPUCTYNbI; TeHePanu30BaHHbIE TOHUKO-
KIIOHUYECKuE NPUCTYMbI,

93I: cToiiKoe pernoHanbHoe 3aMeaseHie; yMepeHHoe Ui Gonee BbIpaxeHHoe
3aMefIeHIe 0CHOBHOI aKTUBHOCTU, HE OTPAHUYEHHOE MOCTUKTAbHbIM

NepUofiOM; NaTTEPH «pa3pAL—yrHeTeHNe; TUNCapuUTMis; oTcyTcTeue I3M-Kop-
PENATOB KNUHUYECKMX COOBITHIA.

Bo3pacr nebiota: nocne 1 mec.

Pa3BuTue B fiebloTe: HLedanonarus Nto6oii CTENeHN THKECTH.
HelipoBu3yanu3auus: BbisBNeHHbIe HapyLLIEHNS, YKa3bBaIOLLME HA NPUUNHY
3ab0neBaHus.

[lpyrue uccneioBanus (B TOM YNCTIE TEHETUYECKME): 0CTPAA NaTONOrus,
ABNALLAACA NPUYMHOIA CAMNTOMATUYECKUX NPUCTYNOB HOBOPOXAEHHDIX,
BKJII0YA BHYTPUYEPENHYI0 NHOEKLIMIO, MLLIEMUYECKMIi UIW reMoppariyeckuii
WHCYNBT, TUMOKCUYECKU-ULLIEMUYECKOE OPaXKeHHe FONIOBHOTO MO3ra,
BbIpaKeHHble MeTabonyeckue HapyLLeHus.

TeueHue 3aboneaHuA: HapyLLeHUe NCUXOMOTOPHOTO Pa3BUTUA CPefHeit

WUV TAKENOI CTENeHN.

[ina noaTBepXAeHNA AaHHOro cuHApPoma Ha MPT BoMKHbI 0TCYTCTBOBATH
CTPYKTYpPHblE INUNENTOreHHble HapyLLeHNA.

VkTanbHas 331 He TpebyeTca ANA yCTaHOBNEHWUA AUArHo3a.

CuHzpom 6e3 nabopaTopHOro NOATBEPXAEHUA: B CUTYaLMAX, KOTAA BO3MOXHOCT
NPUMeHeHIA ApYTUX METOZI0B MAarHOCTUKI OrpaHNyeHbl (B CTpaHax

C OTPaHIYEHHbIMMU IMArHOCTNYECKUMIN BO3MOMXHOCTAMM), BO3PACT3aBUCUMYI
CeMeiiHYI0 HeOHaTaNbHYI0 INUAENCUI MOXHO AMarHocTuposarth 6e3 331 u MPT

¥ HOBOPOX/IEHHOTO C OTATOLLEHHBIM CeMeliHbIM aHaMHEe30M 110 IAHHOMY
CHApoMmY. MaLMeHT JoNeH C00TBETCTBOBATb BCeM 003aTeNIbHbIM KIMHUYECKUM
KpUTEPUAM, He JOMKHO BLIABNATLCA KNUHUUECKUX KDUTEPUEB UCKIHOYEHMA

UNI HACTOpaXKBaIOLLIX NPU3HAKOB. TeueHue 3a60n1eBaHIA y UNEHOB cemMbi
LOMKHO COOTBETCTBOBATb 0XMAEMOMY TeUeHUI0 JaHHOT0 CUHAPOMA.
Heobxoammo TwatensHoe HabntopeHme 3a naumueHToM, uTobbl yoeauTbCa,

uTo TeyeHue 3a60N1eBaHINA COTNACYeTCA € TUM CUHAPOMOM.
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1o 7 MEC ¥ UMEIOT CXOIHYIO CEMUOJIOTHUIO C BO3PACT3aBU -
CHMOI HeOHATaJIbHOM 3Imienicueit ((poKaabHbIE KIIOHH-
YecKue Win (hOKaIbHBIE TOHMYECKUE IIPUCTYIIBI, KOTOPBIC
4acTO BO3HMKAIOT cepuifHO). Cymoporu MOTyT ITIOBTOPUTE-
¢S B TeUeHHME HECKOJIbKMX 9acoB i qHeil. [IcrxomoropHoe
pa3BUTHE, KaK IPABUJIO, B HOPME.

BDnudemuonoeus. PactipocTpaHeHHOCTb HEM3BECTHA.

Kaunuueckas kapmuna. J1e610T IPUCTYIIOB B BO3pacTe
ot 1 ¢yt 1o 23 mec (cpemHuii Bo3pact aeorora — 11—13 Hem)
[43]. TIpeobnamanue 1Mo Moty He BoIsiBJIeHO. [lepuHaTanb-
HBII aHaMHe3 He oTsaroiieH. [IcuxoMoTopHOe pa3BUTHE
IETe, HEBPOJOTUYECKUA CTATyC, OKPY>KHOCTh T'OJIOBBI
B HOpMe. JIBUTaTeIbHBIC HAPYIICHUS 1 IPYTHe HEBPOJIO-
TUYECKHUE PACCTPOMCTBA OTCYTCTBYIOT.

Teuenue 3ab6oaeéanus. YacTora IPUCTYIIOB BAPbUPYET
OT eIMHUYHBIX IIPUCTYIIOB, HE TPEOYIOIINX JICUCHUSI, 10
€XeTHEBHBIX MHOTOKPATHBIX CEpUUHBIX. [1puCTyIIBI IIpe-
Kpamaioresd K 12—24 Mec 3KU3HU, 6e3 pelluIuBOB B Oosiee
ITO3THEM BO3pacTe. DIIWICTICHSI XOPOIIIO MOAIACTCS KOHTP-
0JII0 ¢ ToMo1IbI0 ADII.

Inusenmuueckue npucmynst. OTMEIAIOTCS TIPECUMYIIIE-
CTBeHHO aeOpuabHbIe (hOKATBbHBIE TPUCTYIIBI C IIEPEXO0-
JIOM B OMJIaTepaIbHbIe TOHUKO-KJIOHUYEeCKe. B TUITIHBIX
CIIyJasix IIPUCTYN HAUMHAETCS C IeBUAIINK TOJIOBHI U IJ1a3
C TIOCJICAYIOIINM MPUCOSIMHEHUEM TOHMYECKOM U KJIO-
HUYEeCKOU ha3bl. Y HEKOTOPHIX MAllMEHTOB BO3ZHUKAIOT
MIPENMYIIEeCTBEHHO IIPHUCTYIIBI alTHOS W IIPUCTYITBI 3aMU-
paHMS ¢ OCTaHOBKOI B3opa (“staring”). IIpomomkuTensb-
HOCTb IpUCcTyNnoB BapbupyeT oT 20 ¢ 1o 4 muH. [Tpuctynbl
Ha (hOHE JTUXOPAIKHA OTMEYAIOTCSI PEAKO.

DIrI-uccaedosanue. OcHOBHAsI aKTUBHOCTD (DOHA, KaK
MIpaBUJIO, B HOpMe. B Iiepromsl MpUCTYIIOB MOXKET BBISIB-
JISSTBCSI PeTHMOHAIbHAS SIMIUICTTA(GOPMHAsT aKTUBHOCTb,
MIPEeUMYIIEeCTBEHHO B 3aIHUX OTAeNax, uiu auddysHoe
3ameienne. Ha narepukranbHoit DD MoOXKeT perucTpu-
POBAaThCS PETMOHATbHAS STTMISITH(DOPMHAS aKTUBHOCTD
B 3aThUIOYHOI WJIM LIEHTPaAbHOM 001aCTH, HO UHTEPUK-
TasbHasg DDI MoxkeT ObITh U B HOpMe [44].

JlaHHbIE Heliposu3yaruzayuu B HOPME.

lenemuueckue uccaedosanus. Tun HacienoBaHUS —
ayTOCOMHO-JIOMWHAHTHBIN C BBICOKOM IEHETPAHTHOCTBIO,
IIPY 3TOM Y Y4JICHOB OTHOM CEMbH BO3MOXEH JIeOIOT KaK
B HEOHATAJIbHOM, TaK ¥ B MJIalecHIeCKOM Bo3pacTte. Ha-
nboJjiee yacTast TeHeTHYecKass IpUIMHa — IaTOTe¢HHBIS
MyTalli{ B TeHe CyObeIMHUIIBI HaTpreBoro KaHana SCN2A.
B HEKOTOPBIX CEMBSIX C BO3PACT3aBUCHUMOI (CEeMEHOM)
HEOHATaJIbHOM 1 MJIAACHYECCKOM SMUIIETICUEN, CBSI3aHHOM
¢ MytauusMu B reHe KCNQ2, MOTYT BCTpeuaThes Ciydan
¢ IeOI0TOM IIPUCTYIOB II0CJIe HEOHATAJIIBHOIO Mepruoaa
[40, 42].

OrmcaHbI CIyday ¢ MaTOTeHHBIMUA MYTaLIMSIMU de novo.

Hughgpepenyuansroiii duaenos:

* 603PACM3ABUCUMASL HEOHAMANbHASA FNUNENCUS (ceMeliHas
U HecemellHas) VI 603pACM3A8UCUMASL MAAOeHHeCKasl SnU-
saencust (cemelinas u Hecemelinas): pa3INdms B TIEPBYIO
odepenb CBI3aHBI C BO3PACTOM JIe0I0Ta;

* HeOHamanbHvle UAU MAadeHHecKue 0Cmpble CUMNIMOMA-
muueckue cyoopoeu, BBI3BaHHbBIC TUTIOKCUIECKH-HIIIe-
MIYECKHMM ITOpakeHUEM, MHMEKIINe, MHCYIETOM WA
MeTa00IMICCKUMY HapYIIICHUSIMU;

[lnarHocTnyeckmne Kputepun Bo3pacT3aBUCMMOI HeOHaTaNbHON

1 MaAeHYeckoi anunencuu (cemeiiHoi 1 HecemeiiHoii) no MpoekTy
KnaccuduKaLum snunenTUYeckux cunapomos 2021r.

(ILAE Guidelines, 2021)

06s3aTenbHble KpuTepun

Jnunentuyeckie NpuCTynbl: GokanbHble KNOHMYECKNe K GoKaNbHble
TOHUYECKMe MPUCTYMbI; BO3MOXHO N3MeHeHIe CTOPOHDBI NpY Pa3HbIX NPUCTYNaX;
MOryT TpaHchOPMUPOBATHCA B BunatepanbHble TOHUKO-KNOHUYECKINe NPUCTYMbI.
Bo3pact sebrota: ot 1 4HA A0 23 Mec.

HacropaxuBatowme npusHakm

Jnunentuyeckie NPUCTYNbI: NPUCTYNbI CIOXKHOTO TUNA, COCTOALLIME U3 HECKONbKIX
Pa3nNyHbIX KOMMOHEHTOB, YepenyHoLLIXCA B CTPYKTYPe 0BHOTO MpUCTyna
(sequence seizures).

I3[ nerkoe 3ame/IneHne OCHOBHOM aKTUBHOCTH.

HeBponornyeckuii cTaTyc: BbipaxeHHble HapyLUeH!A B HEBPONOTMYECKOM CTaTyCe,
33 MCKNIOYEHNEM CTYYaliHbIX HAXOJOK.

[lpyrvie uccneioBaHua (B TOM YnciIe reHETUYECKME): B aHAMHE3e 0CTpble
CMMNTOMATINYeCKe MPUCTYNbI HA GOHE HEAPONHPEKLMI, ULLIEMUYECKOTO

NV FeMOpparuyeckoro MHCynbTa, IMNoKCUYECKU-NLLIEMUYECKOr0 NopaKeHus
TONIOBHOTO MO3Ta, BbIPaXeHHbIX MeTabonnueckux HapylweHuii. 0TcyTcTBue
MaToreHHbIX MyTaLNii B reHax, CBA3aHHBIX € STUM CUHAPOMOM (06b1uHo SCN2A).
Teuenue 3aboneBaHus: nerkan 3afiepxka NCUXOMOTOPHOTO pa3BUTHA.

[Tpu KaTamHeCTNYecKoM HabnoeHNI: OTCYTCTBUE PEMUCCUN SNUNENCUN NoCe

2 NeT XM3HU; papmaKope3UCTeHTHaA INunencus.

Kputepum uckniouenus

Jnunentuyecke NPUCTYNbI: SMANENTYECKVE CNa3Mbl; MUOKIOHINYECKIE NPUCTYMb.
I cToiiKkoe pernoHanbHoe 3amefeHme; yMepeHHoe Uk bonee BbipaxeHHoe
3aMefieHue 0CHOBHOIA aKTUBHOCTM, He OTPaHnYeHHOe NOCTUKTANbHbIM
NepuofoM; NaTTepH «paspAL—yrHeTeHe; TUNCapUTMUS; 0TCYTCTBUE
IIM-KOpPENATOB KAUHUYECKUX COBBITHIA.

Pa3BuTue B febiote: JHUedanonaTys.

HelipoBu3yanu3auns: BbiABReHHbIe HapyLLEHNs, YKa3blBaloLLye Ha NPUUNHY
3aboneBaHus.

TeueHue 3aboneBanuA: HapyLLeHWe NCUXOMOTOPHOTO Pa3BUTUA CPefHeit

UMW TAXENO CTeneHu.

[Ins noATBepXAeHUs JaHHOTO CMHAPOMa Ha MPT J0MKHbI 0TCYTCTBOBATH
CTPYKTYpPHbIE ANUENTOreHHble HapyLLIeHNs.

WkTanbHas I He TpebyeTca AN yCTaHOBNEHNA AUarHo3a.

CuHapom 6e3 nabopatopHOro NOATBEPXAEHNA: B CUTYALMAX, KOTAA BOIMOXHOCTH
MpPUMeHEHIA APYTUX METOZI0B MAarHOCTUKM OrpaHMYeHbl (B CTpaHax

C OTPaHNYEHHBIMY JIMAarHOCTNYECKUMIN BO3MOXKHOCTAMM), BO3PACT3aBUCUMYH
(cemeiiHyto) HeOHATaNbHYI M MNIaAEHUECKYH INUIENCUI0 MOXKHO
AnarHoctuposarb 6e3 331 1 MPT y HOBOPOXAEHHOTO C OTATOLLEHHBIM CEMElHbIM
aHaMHE30M N0 JaHHOMY CUHAPOMY; NALMEHT JOMKEH COOTBETCTBOBATL BCEM
0093aTeNbHbIM KIIMHUYECKUM KPUTEPUAM, HE IOMKHO BbIABAATLCA KNUHUYECKINX
KpUTEPUEB UCKMKOYEHNA UMM HACTOPAXKMBAKLLYX NPU3HAKOB. TeueHme
3a601eBaHuA Y UNEHOB CeMbU JOMKHO COOTBETCTBOBATb 0XMAAEMOMY TEUEHUID
JaHHOTO CUHAPOMA; HEOOXOANMO TLATeNbHOE HAONIOAEHME 33 MALUEHTOM, UTOObI
y6enuTbCs, uTo TeueHue 3a60eBaHNA COMNACYETCA € 3TUM CUHAPOMOM.
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* IIpY MIOBTOPHBIX OMHOTUITHBIX (POKATBHBIX IIPUCTYIIAX
cJIenyeT NCKITIOUUTD UX CIMPYKMYPHYH IMU0A02UIO.

3. Bospacm3aeucumas mMaadeH4ecKasn 3nuiencus
(B3MD3D) (cemeiinas u necemeiinas), paHee U3BECTHAsI
ITOJ, Ha3BaHUEM «I0OpPOKAaYECTBEHHAS SIMICIICUS MJIa-
MIEHYECKOTO BO3pacTa», — SMUJICITUIYCCKUN CHHIPOM
¢ 1e010TOM IIPUCTYIIOB B MJlafieHYeCKOM Iepuoae. [1pu-
CTYITBI HEPEIKO MMEIOT BEICOKYIO YACTOTY M MOTYT TPYIHO
IMOIIaBaThCS Tepaluy B Hadaje 3a00JIeBaHUS, OMHAKO
XapaKTepHa CTIIOHTaHHas1 peMuccus. [IcrxoMoTopHOe pa3-
BUTHE JIeTEH B HOPME. DTOT CHHAPOM BIIEPBBIE ObLT OITH-
CaH B CEMbsIX C HaCIeIyeMBIMH 10 JOMUHAHTHOMY THUITY
MianeHdyeckumu npucrynamu [45]. [To3nHee B maHHYIO
KaTeropuIo ObUT BKIIIOUCH CHHIPOM «CeMEMHBIC MJIaIeH-
YecKue CyIOpOTH U IMapOKCHU3MAaTIbHBI XOPeoaTeTo3»,
KOTOPBIM XapaKTepU3yeTCs HAIUUYMEM Y YICHOB OJHOM
CEeMbH IBUTATEJIbHBIX HAPYIICHUI B BUIE TTAPOKCU3MAaIIb-
HOI KMHE3UTCHHOM NMCKUHE3UH /IUCTOHUN, a TAKXKE CY-
JMIOPOXKHBIX MPUCTYIIOB. [Ipy 3TOM y pa3HBIX IAIlMEHTOB
MOTYT OTMEYaThCsI U30JIMPOBAaHHBIC IBUTATEIbHBIC HAPY-
IICHUS WJIM CYIOPOXHBIC IIPUCTYIIH, a TAKXKE UX COYeTa-
Hue [46].

CemeliHas 1 HeceMeliHass B3MD nMeroT cxoxXyo K-
HUYECKYIO KapTHUHY, 3 UCKJIIOUCHUEM OTSITOLIEHHOTO Ce-
MeitHOro aHaMHe3a (mpu ceMeliHoi (opme). Hambomee
yacrasi TeHeTH4YecKasl IIPUYMHA — ITaTOTeHHBIC MYyTalluy
B reHe PRRT2. B ceMeliHBIX cllydasix HaOII0JaeTCs ayTo-
COMHO-IOMUHAHTHOE HACJIeAOBaHUE C HETIOJIHOM TIeHe-
TPaHTHOCTBIO.

Anudemuonoeus. BAMD (ceMeitHass u HeceMeliHasT) —
JIOCTaTOYHO PaCIIPOCTpaHEHHOE 3a00JIeBaHIE, TOJISI KOTO-
poro cocrasiisieT 7—9 % Bcex SIMUIETICUI, HAYMHAIOIIMXCSI
B Bo3pacTe 1o 2 jeT [47]. 3aboneBaeMocTh — 14,2 ciryyast
Ha 100 ThIC. X)XMBOPOXIEHHBIX [§].

Kaunuueckasn xapmuna. Bo3pact nedrota BapbupyeT
ot 3 1o 20 Mec ¢ MUKOM B 6 Mec. AHTEHATAJIbHBINI, ITEpU-
HaTaJIbHBIA X1 HEOHATAJIbHBIA aHAMHE3, KaK IPaBUJIO, HE
oTsroiieH. Pasmep oKpyXHOCTH TOJIOBBI M1 HEBPOJIOTHYE-
CKHUI CTaTyC B HOPME.

Teuenue 3abonesanus. B nedrote 3a001eBaHMsT BO3MOXKHbI
YacThIe MMPUCTYIIBI, OMHAKO PEMUCCHUS OOBIYHO TOCTUTA-
ercs B TeueHue 1 roga ¢ MoMeHTa aebrorta. [1pu orcyrcrBumn
JICYSHUST MOTYT HaOJIIOIaThCsl OMMHOYHBIC WA KOPOTKHUE
CepUiTHbIE TIPUCTYITHI B TIEPUO, OT IeOIoTa 10 peMuccun [48].
Y He6oJIbIIOro Yrcia MalyMeHTOB SMWJIENTUYECKUE TTPU-
CTYIIBI MOTYT COXPaHSITLCS M B O0JIee ITO3MHEM BO3pacTe.

VY maumeHTOB C MATOT¢HHBIMU MYTAllMSIMUA B T¢HE
PRRT2 MoxeT pa3BUThCS TApOKCU3MaJIbHAsI KWHE3UTEH-
Hasl OUCKUHE3Ws/OUCTOHUS C IeOI0TOM OT AETCKOTO
IO B3pocC0ro Bo3pacTta [49, 50]. JIBuraTebHbIC HApYyIIIe-
HUSI OOBIYHO KPATKOBPEMEHHBIE (HECKOJIbKO CEKYHI)
1 MOTYT OCTaBaThCS HEAUMATHOCTUPOBAHHBIMU (HYXHO
MIPUIICIFHO aKIIEHTUPOBAaTh BHUMAaHME Ha BBISIBICHUU
JMaHHBIX HAPYIICHU Ipy cOOpe aHaMHe3a); OHU JIETKO
IMOITAOTCSI KOHTPOJIIO ¢ TIOMOIIBI0 KapbamMa3enHa.

Dnusenmuueckue npucmynst. DoKaabHBIC TIPUCTYIIBI —
00s13aTeIBHBINA KPUTSPUIA 71 YCTAHOBIICHUSI TarHo3a —
Kak IIPaBUJIO, XapaKTePU3YIOTCSI OCTAHOBKOI aKTUBHOCTH,
HapyIIeHUEM CO3HAHUSI, aBTOMaTU3MaMU, BepCHUE TOJI0-
BbI/TJ1a3 U KJIOHUYecKMU noaepruBanusiMu. DokanbHbie
KJIOHMYECKHE TIPUCTYITBI MOTYT MEHSTD JIaTepaIn3alInio
¥ TpaHC(HOPMHUPOBATHCS B OMIaTepabHBII TOHUKO-KJIO-
HUYECKUM TpUCTy. I1prucTymsl, Kak IpaBUIIO, KOPOTKHUE
(<3 MuH), HO MOTYT OBITh YacTBIMU (Hampumep, 5—10
B IcHb B TeueHUe 1—3 mHeit ¢ MOMeHTa 1e0roTa 3a00IeBa-
Hus). Y 1/3 manMeHToB OTMEeYaeTCsl eIMHUIHBIN M30JIH -
poBaHHBIN npuctyn 3a 10—15 gHeit 1o mepuoaa Y4acThIX
MpUCTYIIOB. Penko MOryT Bo3HMKATh 0oJiee MIUTeIbHBIC
npuctynbl. [Ipuctynbl npekpainatorcst, HO yepe3 1—3 mec
peunauBUpyIOT y 1/3 maumeHTos [S1].

DoxanpHbIE TEMUKIOHUYECKHE TPUCTYIIBI IIPOIOI-
XKUTEIBLHOCTBIO 00s1ee 10 MUH IIpY 3TOM CMHIpOME He Ha-
OJIIOAIOTCS; IIPU MTPUCTYIIAX 3TOTO THUIIa, 0COOEHHO Ha (o-
He JINXOPaaKW WM TOCJIe MePeHECEHHOM BaKIIMHAIINH,
HY>KHO MCKJTIIoYaTh CUHApoM JIpaBe. Murpupyouumii nat-
TEpH B paMKaxX OTHOTO M TOTO XK€ MPUCTYIIa, 0OCOOCHHO
y MALIMEHTOB ¢ AIMJIETITUYECKO# dHIIeanonaTueil u pe-
IPECCOM pPa3BUTHS, YKa3bIBaeT Ha SITMICIICHIO MJIaIdcH-
YeCTBa C MUTPUPYIOIINMU (DOKATIBHBIMU ITPUCTYTIAMH.

DHuIenTUIeCKue CIIa3Mbl U/ WIK MUOKIOHUYECKIE
MPUCTYIHI UCKJTIOYAIOT nuarHo3 B3M 3.

DII-uccredosanue. OCHOBHAST aKTUBHOCTb OOBIYHO
B HOpME, BO3MOXKHO PETMOHAJIBHOE 3aMeIJICHUE B IIOCT-
nKragbHOM nepuone [52]. Croiikoe permoHaIbHOE 3aMe/I-
JIEHUE B OJIHOU 001acTu TpeOyeT UCKITIOYEHUSI CTPYKTYP-
HBIX HapyllIeHU# TonoBHOTO Mo3ra. Croiikoe nuddy3Hoe
3aMeICHHE TIPearojaracT ajJlbTepHATUBHBINA THArHO3.
HNutepukranbHasg DO o0bIYHO 63 HapylLIeHU I, OMHAKO
B JIMTepaType OIMMCaHbl IMHUYHBIC CIIydald PeTUCTPaLINI
SNUIENTU(GOPMHOI AKTUBHOCTH B BUJIE CITATKOB I10 Cpe/I-
Hel TMHUY (B BEPTEKCHBIX OTIEIaX) BO BPeMsI MEIJICHHO-
ro cHa [53, 54].

WxranbHag DI xapakrepusyeTcsl perioHaIbHBIMU
paspsimaMu SIIICITU(DOPMHON aKTMBHOCTH, KaK IIpaBU-
JIO B BUCOYHBIX WJIM 3aTBUIOYHBIX OT/IE/IaX, KOTOPBIE MOTYT
pacrpocTpaHIThbcs Ha 00e remMucdeps! [52]. 3oHa Havana
MIPUCTYIIA MOXET MEHATHCS (TO B OMHOM, TO B APYTOM IO~
JIyIIApWH, B pa3HbIX OTAEJIaX) Y OMHOTO ITAlIMEeHTa IIPH Pa3-
HBIX IMpHUCTyIax. OgHAKO MKTAJbHBIA MaTTepH B paMKax
OIIHOTO IIPHUCTYITa HUKOTAA HE MUTPHUPYET.

Heiposuzyaauzayus. Jannpeie MPT 6e3 HapylleHUI.
IIpu xapaKTepHBIX 3NEKTPOKIMHUYESCKNX U3MEHECHUSIX,
OTSATOILICHHOM CEeMEHHOM aHaMHe3¢ M/VUIM IIPU BBISIB-
JICHUU TIaTOTeHHOI MyTaiiuu B reHe PRRT2 npoBeneHue
MPT ronoBHOro Mo3ra Heo0s13aTeJIbHO.

ITenemuueckue uccaedosanus. IeHeTHIECKAS STUOJIOTUS
obHapyxkuBaetcs mpruMepHo B 80 % citydaes [8]. Haubonee
yacras TeHeTu4ecKasl MpuYnHa — MyTauuu B reHe PRRT2
[8, 38, 50]. Takxxe mipu 3TOi1 (pOopMe BCTpeUyaroTCS MyTa-
1 B TeHe SCNEA, 4TO Takke MOKET COIMPOBOXIATHCS
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pa3BUTHEM ABUraTesibHbIX HapyieHuii [55]. IIpu myra-
nusx B reHe SCN2A (HanboJiee 4acTo NpuBOIAT K (popMu-
poBaHMIO (DEHOTHUIIAa BO3PACT3aBUCUMONM HEOHATAJILHOMN
1 MJIAIEHYSCKOM SIMICTICHM) TaKKe BO3MOXEH JIeOIOT
B MJIaJeHYeCcKoM Bo3pacte (¢ pazButueM B3MD3). B ce-
MEMHBIX CTyJasiX TUII HacJIeIOBaHUS — ayTOCOMHO-TOMHU-
HAHTHBIA C BBICOKOM IIEHETPAHTHOCTHIO.
Hughgpepenyuanvholit duaeros:

603DACM3ABUCUMAS HEOHAMANbHAS U MAAOCHHeCKasl SNU-
nencus (cemeilHas U HecemeliHas): pa3IndaeTcs Ipe-
MMYILLIEeCTBEHHO BO3pacToM Jie01oTa 3a00JieBaHuS;
cumMnmomamu4ecKue NPUCMynsl y MAa0eHyeq, BbI3BaH-
HBIE OCTPBIMU IIPUYMHAMM (TAKMMU KaK, HaIIpuMep,
KPOBOU3NIUSHNE, MHGEKIUS, TUTIOTJINKEMMUST);
CMpYKmYypHble HapyuleHus 20106H020 M032a, TaK1e KakK
ITOPOKHU Pa3BUTHS KOPBI WJIN TPABMBI TOJIOBHOTO MO3I4;
SNUNENCUS MAAOCHYECMBA C MUSPUPYIOUWUMU (POKANbHBI-
MU npucmynamu: 3aepxKKa ICMXOMOTOPHOTO Pa3BUTHS
Y1 MUTPUPYIONINI TTaTTepH Ha DI, pernctpupyrommii-
CsI BO BpeMsI OTHOTO IIPUCTYITa — XapaKTePHbIC OTJIM -
YUTEJIbHBIC IPU3HAKU TAHHOTO CUHIPOMA;

cundpom Jlpase: 6oJe€e XapaKTepHBI IIPOIO/LKUTEILHBIC
TeMUKJIOHUYECKHE ITPUCTYIIHL;

MemaboauuecKue 3a001e6aHUs: TIPOTPECCUPYIOIIAs SHIIE-
¢dayomarus u/Uay BOBJICUEHNE IPYTUX OPTAaHOB U CH-
cTeM TpeOyIOT UCKITII0UEHU ST 3a001eBaHUIA U3 TPYIIIIbI
HapylIeHUii 0OMeHa BelleCTB.

4. Ienemuueckas snuaencus c gebpuibHvimu cyodo-
poeamu naroc (I'DDC+) usHavanbHO ObLIA OMKCAHA
KaK «ayTOCOMHO-IOMWHAHTHAs CeMeilHas SIIICIICUS
¢ BapuabeIbHOM ITeHeTPaHTHOCThIO» [56]. TDM®C+ — 3T0
CITEKTP Pa3IMIHBIX (DEHOTHUIIOB SIWICTICUM, BKITIOYAsk MHAO-
KJIOHWYECKU-aTOHNYECKYIO STUJIETICUIO, CUHIpoM JlpaBe
[57], cuHAPOMBI TEHETUYECKOI Fr€HePAIM30BAaHHON 2K~
sericuu [58] u (poKaIbHBIE AIMIIETICHE [59], BBISBIISIOIIM -
ecsl Y WICHOB ofgHOi cembu. PeOpIbHBIE TTPUCTYIBI —
otnuuuTtenbHasg yepta [DOC+ — BO3HMKAIOT Y MHOTHUX
YJICHOB OJHOM CEMBH, XOTsI Y HEKOTOPHIX MALIIEHTOB OHU
MOTYT OTCyTCTBOBaTh. 'DMC+ mMeeT reTeporeHHyIo re-
HETHYECKYIO STHOJIOTHUIO, O0YCIOBICHHYIO ITATOT¢HHBIMU
MYTaISIMK B HECKOJIBKMX TeHaXx.

Hawnb6onee pacripoctpanenHslit penorur ['DOC+ —
Kaccuuyeckue GpedpuiibHble mpucTyIbl. Clieayommii mo
pacrpoCcTpaHeHHOCTU (DeHOTUIT — (PeOPMITbHBIE CYTOPOTH
wuoc (PC+). Y nereit ¢ ®C+ Bo3MOXHO HECKOJILKO pa3-
JIMYHBIX posiBiieHUl. Hanbosee yacTo BCTpeyaroTCs TU-
IMMYHBIe (heOPMIIBHBIC TTPUCTYIIBI, IIPOIOJIKAIOIIIECS IOCIIe
6 jieT (T. €. B TOM BO3pacTe, KOraa Kjaaccuiyeckre (heopmib-
HBIE€ TIPUCTYIIBI IIPEKpAIIaIoTCcs). Y MJIaAeHIIEB HaTuIne
OTATOILIIEHHOTO ceMeiftHoro aHamMHe3a o 'DPC+ mpen-
I1oJ1araeT 3TOT IMarHo3, HO B IOCJICIHEe BpeMsI ObLIIN OITH-
caHbl HeceMeltHbIe ciydau ¢ peHoTunamMu 'DDC+, cBg-
3aHHBIE C MMATOT€HHBIMU MYTalUsIMU de novo B TE€HaX,
OTBETCTBEHHBIX 3a passutue ['DDC+ [60].

[lnarHocTyeckne KpuTepun BO3pacT3aBUCMMON MNafieHYecKon
anunencum (cemeiiHoii n HecemeiiHoit) no MpoeKTy Knaccudpukauum
anunenTuyeckux cuigpomoB 2021 r. (ILAE Guidelines, 2021)

00643aTenbHble KpuTepum

Jnunentuyeckie NPUCTYnbl: GoKanbHbIe NPUCTYNbI C OCTAHOBKOI aKTUBHOCTH,
HapyLUeHeM CO3HAHMUA, aBTOMATU3MaMK, BepPCUeli FON0BbI/ a3 1 KNOHWYECKUMM
MofepruBaHNAMY (4acTo NepexoAALIMMI C OfHOI CTOPOHDI Ha APYTYio

1 C TpaHcopMaLMeil B reMIUKNOHUYECKNIA NPUCTYN AN C NPOTPeccMpoBaHieM
DOKanbHbIX B bunatepanbHble TOHUKO-KNOHNYecke npuctynbl). Mpuctynbl
06b14HO KOpOTKME (<3 MUH).

HacropaxuBarowue npusHaku

JnunenTuyeckie NPUCTYNbI: ANUTENbHbIE GOKANbHBIE UMM reMUKIOHIYeCKIe
npuctynbl (>10 MitH).

I3[ nerkoe 3ameNeHme 0CHOBHOI aKTUBHOCT.

Bo3pacr pebiora: 18-36 mec.

Pa3BuTue B fieblote: nerkas 3apepxka pazButua.

HeBponoruyeckiuii Cratyc: BblpaxeHHble HapyLUeH!A B HEBPONIOTHYECKOM CTaTyCe,
33 UCKNKYEHMEM CNTyYaliHbIX HAXOAOK.

Lpyrue nccnenoBayA (B Tom Ymcnie reHeTYeCKMe): 0TCYTCTBUE NaToreHHbIX
MyTawwit B reHax PRRT2, SCN2A, KCNQ2 wnn KCNQ3. nw oTcyTcTBUE CEMeitHOro
aHaMHes3a, NoATBePKAALLLEro ayTOCOMHO-AOMUHAHTHbIN TUN HACNeA0BAHNA
C HEMOMHOM NeHETPaHTHOCTbIO.

Teueue 3abonesaHua: 0TCyTCTBUE PEMUCCUIN B CTapLUEM LETCKOM BO3pacTe.

Kputepuu uckniouenus

JnunenTuyeckue NPUCTyNbI: INUNENTUYECKUE CNasmbl. MUOKNOHUYECKIe
npUcTynbl. MPUCTYNbI CNOKHOTO TUNA, COCTOALLME U3 HECKONIbKX Pa3MUHbIX
KOMMOHEHTOB, YepezyloLLyXCs B CTPYKTYpE OAHOTO NpUCTyNa (sequence seizures).

ToHnueckie npuctynb

II: cToiiKoe pervoHanbHoe 3ameaneHue; ymepeHHoe uin bonee BbpaxeHHoe
3ame/i/IeHIne OCHOBHOI aKTUBHOCTY, He OrPaHUYeHHOE NOCTUKTANbHBIM
nepuogom. [uncaputmua.

Bo3pacr aebtota: 10 1 Mec unm nocne 36 mec.

Pa3Butue B fiebtoTe: 0TCTaBaHMe B pa3BUTUI yMEPEHHOI NN TAXENOIA CTeNeHu.
HelipokorHuTuBHbIi perpecc.

HeiipoBu3yanu3auua: BbIABNEHHbIE CTPYKTYPHblE HapyLLEHNS, ABNAIOLLMECA
MpUYNHON NPUCTYNOB.

Teuenue 3a6oneBaHuA: perpecc NCUXOMOTOPHOTO Pa3BUTKA B COUETaHUN

C MUOKNOHIYECKUMI NPUCTYNaMK, aTaKCuei, CacTYHOCTbIO.

[lnA noaTBEpXAEHUA arH03a aHHoro cuHApoma Ha MPT ronoBHoro Mo3ra

He JI0MKHO BbITb BbIABNEHO CTPYKTYPHDBIX INUNENTOreHHbIX HapYLUEHWi.
VikTanbHas 33T He TpebyeTcA ANA YCTAHOBAEHNA AUArHo3a.

CuHapom 6e3 nabopaTopHoro NoATBepMAeHNA: B CUTYaLUAX, KOFAA BO3MOXHOCTY
NPUMEHEHUA APYriAX METOA0B AMArHOCTUKM OrpaHuyeHbl

(B CTPaHax € OrpaHMYeHHbIMI AUArHOCTUYECKUMU BO3MOXKHOCTAMM),
BO3PACT3aBUCUMYHO (CeMeiiHyt0) MaeHYeCKYI0 SMUNeNcUio MOXHO
AunarHocTupoBatb 6e3 331 n MPT y pebeHka MnageHueckoro Bopacta

C OTATOLLIEHHbIM CeMeliHbIM aHaMHe30M N0 AaHHOMY CUHAPOMY; NaLVeHT OMKeH
C00TBETCTBOBATb BCeM 00413aTeNIbHbIM KIMHUYECKUM KPUTEPUAM, He AOMKHO
BbIABNATLCA KIMHUYECKMX KPUTEPUEB UCKMHOUEHUA UMM HACTOPAXKMBAKOLLMX
NpU3HaKoB. TeueHue 3a60n1eBaHA Y UNEHOB CeMbl JOMKHO COOTBETCTBOBATL
0XK1AaeMOMY TeUeHMH0 IAHHOTO CUHAPOMA; Heo6X0ZUMO TLLATeNbHoe
HabniofieHve 3a nauyeHTom, 4Tobbl yBeauTbCA, uTo TeueHue 3aboneBanuA
CONACYeTCA C TUM CUHAPOMOM.
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Dnudemuonocus. I'DOC+ — pacripocTpaHeHHBIN ce-
MEWHBIA CUHAPOM, OTHAKO STMUIEMUAOIOTUYECKNE TAaHHBIE
0 3a00JIeBaEMOCTHU OTCYTCTBYIOT.

Kaunuueckas kapmuna. B aTOM paznene onuvcan ¢e-
HOTUIT (PeOPWITBLHBIX TIPUCTYIIOB ILTIOC. JIpyrue cneuudu-
YeCKHe CUHAPOMBI OITUCAHBI B APYTHMX pas3iesiax.

MebpuabHBIE TPUCTYIB Y MaeHTOB ¢ [ DD C+ Mmo-
I'yT HAYMHAThCSI B BO3pacTe A0 6 Mec, B OTJIMYKE OT TUIIMY-
HBIX (peOPUIbHBIX IIPUCTYIIOB (HAYMHAIOTCS ITOCIIE 6 Mec),
1 MOTYT COXpaHAThCs mmociie 6 jiet [56, 61]. Moryr BcTpe-
YaThCs U IPyTre TUTTBI aheOPUITHLHBIX TTPUCTYTIOB C Ae0I0-
TOM B pa3HOM Bo3pacTe. JIMTeIbHbIe TeMUKIOHUYIEC-
Kue /HoKarbHbIe KIIOHUMYECKHNE CyIOPOTH B COYETAHUM
¢ JINXOPAAKOH B BO3pacTe 10 9 Mec, 0COOEHHO IIPU MX MO0~
BTOPCHUM B JTaJTbHEUIIIEM, HACTOPAXKMBAIOT B OTHOIIICHUH
cunapomMa [pase.

HeBponorunyeckuii cTaTyc 1 KOTHUTUBHBIE (DYHKIIVH,
KaK IIpaBWJIO, B HOPME.

Teuenue 3a6onesanus. ®C+ 0OBIYHO XOPOIIO KOHT-
pomupyiotcs ADII, XoTsa He BceM malMeHTaM TpedyeTcs
sedeHue. [Ipu ;aHHOM CUHIPOME MPUCTYIbI OOBIYHO UME-
0T CaMOJIMMHUTHUPYIOIINI XapakKTep W IPpeKpallarTcs
K nmyoepTraTHoMYy Tiepuony [56].

Anunenmuueckue npucmynst. DeOPIIIbHBIC TIPUCTYIIBI
(MOTYT OBITH TeHEPATU30BAaHHBIMU WUIM (DOKATTbHBIMM) —
00s13aTeIbHBIN KpUTepuii AuarHosa. Takke MoryT HabI10-
JIaThCS Pa3IMYHbIE APYTUE BULBI TeHEPATU30BAHHBIX WA
dokanbHBIX aheOpMIBHBIX TPUCTYIIOB [56, 58, 59, 61, 62].

DIAI-uccnedosarue. OCHOBHASI aKTUBHOCTh (DOHA B HOP-
Me. B HEKOTOpPBIX ciIydasix MOXKET PeTUCTPUPOBATHCS SITH-
JenTudopMHasi aKTUBHOCTb B BUIIE PETMOHATBHBIX WA
TreHepaJIM30BaHHBIX CITAliK-BOJHOBBIX KOMILIEKCOB. UK~
TanbHasg DD 3aBUCUT OT TUITIA IPUCTYTIA.

Heiposuzyanuzayus. MPT rojoBHoro Mosra y namu-
eHTOB ¢ cuHapoMamu 'DPOC+ He BBIABISIET HAPYILIEHUA.

Tenemuueckue uccaedosanus. Turl HacienOBaHUS —
ayTOCOMHO-JOMUHAHTHBIN ¢ BapuabeJlbHOI IMeHETPaHT-
HOCTBIO [56, 58, 61]. 3aGoneBaHnEe MOXKET MPOSBISATHCS
pa3IMYHBIMUA BUAAMMU IIPUCTYIIOB WM I TUYECKUMU
cuHIpoMaMu (KOTOphIe He BCeraa aCCOLMMPOBAHbI C JIM-
XOpaaKoil uin GpeOPUIbHBIMU IIPUCTYIIAMK) Y Pa3HBIX
OOJIBHBIX B cembe [56, 61, 62].

Xortd ripu faHHOM cuHapome TeH SCN 1B Obl1 uneH-
TU(ULMPOBAH MepBbIM [63], 3TO He caMblil pacrpocTpa-
HEHHBIN reH, cBsa3aHHblii ¢ [OPC+. [Tpumepro B 10 %
cemeii ¢ F'DMOC+ 00HapyKMBAIOTCS MMaTOTeHHBIE BapUaH-
T B TeHe SCN 1A [58, 64]. I1py 1TaHHOM 3ITMIENTUYECKOM
CUHIPOME TaKKe ObLIM OIMCaHbl MyTALIMKU B TeHAX, KO-
PYIOLIMX ITOTeHIMAI3aBUCUMbIE HATPUEBBIE, KAIbLIUEBhIE
M KajiMeBble KaHaJbl, U JUraHA-yIIpaBIseMble NUOHHBIE
KaHaJIbl, BKJII0Yasl CyObeIMHMLIbI HUKOTMHOBBIX XOJIMHEP-
TMYECKUX PELIEIITOPOB, PELIENTOP TaMMa-aMUHOMACIISTHOM
KUCI0ThI A u cuHtakcuH 1B (STXIB) [65, 66].

Hughgpepenyuansroiii duaenos:

* hebpunbible npucmynvl, He ACCOUUUPOBAHHbBIE C OMS-
20UICHHbIM CeMEUHbIM AHAMHe30M, XapaKTePHBIM I
Irsoc+;

CUMNMOMamuvecKiie nPUChynsl y MJIAIEHLIEB, BbI3BaH-
HbIE OCTPHIMU IIPUYMHAMU (HAIIPUMEP, UILIEMUS, UH-
(bek1mst, TUTIOTINKEMUSI);

CMPYKMYPHble HAPYULeHUS 20108H020 M032d, TAKIE KaK
IMOPOKU Pa3BUTUSI KOPBI WIM IIPEAIIECTBYIOLIAS TPAB-
Ma T'OJIOBHOIO MO3ra;

cundpom Jlpase cienyeT UCKIIOYATh MIPU IIPOIOJIKM -
TeJIbHBIX TEMUKJIOHMYECKUX IIPUCTYIAX y AeTeil MJia-
uie 1 roaa;

MUOKAOHUMECKU-AMOHUMECKAs SNUAencls T0JKHA pac-
CMaTpUBaThCd B KauecTBe JuddepeHIINaTbLHOTO Y-
arHo3a, eCJIM HaOJIIoIaI0TCI MUOKIIOHMYECKU-aTOHM -
YECKUE IMPUCTYIIHL.

[lnarHocTnyeckne KpuTepun reHeTUYeCKoii Snunencum ¢ Ge6punbHbIMU
cypoporamu nntoc no lpoeKkTy Knaccudpnkaumuu snunenTUYECKUX
cunppomoB 2021 r. (ILAE Guidelines, 2021)

00643aTenbHble KpuTepum

Jnunentuyeckie npUCTynbl: GebpunbHble NPUCTYMbI, NPOLOIKALLLMECA NOCTe
6 11eT B coueTaHu  apebpUNbHBIMU NPUCTYNaMK UK 63 HuX.

I3[ HopmanbHas aKTUBHOCTb (oHa (OCHOBHOI pUTM).

HacropaxuBarowue npusHaku

JnunenTuyeckie NPUCTYNbI: ANUTENbHbIE GebpUNbHbIE NPUCTYMbI.

Bo3pacr sebiora: o 6 mec.

Pa3BuTue B fieblote: HapyLeHue pa3BuTIA B ebioTe 3aboneBaHuA.
HeBponoruyeckuii CTatyc: 3HaunMble HeBPONOTNYeCKIe HapyLLeHNs,

32 UCKMKYEHNeM CNTyYaliHbIX HaXOAOK.

[lpyrue nccnefoaxua (B ToM Yncne reHeTUYeCKIe): OTCYTCTBIE OTATOLLEHHOTO
cemeitHoro aHamHe3a o [IOC+ (XoTA B HEKOTOPBIX CyYaAX YTOUHEHNe
CeMeliHOr0 aHaMHe3a MOXeT ObITb 3aTpyAHEHO).

Teueue 3abonesanna: papmakopesncTeHTHble NpUCTybl. OTCYTCTBUE pemMuccim
K nepvozy NonoBoro co3pesaHuA.

Kputepumn nckniouenna

Jnunentuyeckine NPUCTYNbl: SMMAENTYECKNE CNa3Mbl.
HeiipoBu3yanu3auua: BbIABNEHHbIE HAPYLUEHNA, YKa3biBaKOLLME HA NPUYNHY
3abonesaHua.

[llpyrue nccnegoanma (B TOM YUCTe FeHETUYECKNE): CYAOPOTHA, BbI3BaHHblE
ApYrMI OCTPbIMYU NPUYNHAMIA, TAKUMM KaK MHOEKLNA, HapyLueHe 0bmeHa
BeLLeCTB.

Teyenue 3a60neBaHUA: KOTHUTUBHbIIA perpecc.

MPT He ABnAeTCA 0643aTeNbHBIM METOZOM ANA NOATBEPKACHNA AMArHO3a.
VikTanbHas 330 He TpebyeTca ANA YCTaHOBNEHNA AUarHo3a.

CuHapom 6e3 nabopatopHoro NoATBEPXAEHNA: B CUTYALMAX, KOTA BOIMOXHOCTH
npuMeHeHIA Apyrux MeTo0B ANArHOCTUKY OrpaHuueHbl (B CTpaHax

C OrpaHNyYeHHbIMM ANATHOCTUYECKUMIN BOSMOXHOCTAMM), GebpunbHble cynoporn
MAOC MOXHO AnarHocTupoBarth 6e3 331 u MPT, ecv naumeHT cooTBeTCTBYET

BCeM 06A3aTeNbHbIM KNUHUYECKIM KpUTEpUAM, PY OTCYTCTBUN KNMHINYECKUX
KpUTepUEB UCKMKOUEHNA U HACTOPAXKUBAKLLMX NPU3HAKOB.
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5. Muoxaonuueckasn 3nuiencus MaiadeH4ecmea
(M3M). 310T CUHAPOM B Ae0IOTE MPOSBIISIETCS MUOKJIO-
HUYECKUMM IIPUCTYIIaMU, KOTOPBIE MOTYT OBITh CIIPOBO-
LIMPOBAaHbI BHE3AITHBIM IIIyMOM, MCITYTOM MJIU IIPUKOCHO-
BEHUEM, pexe — oTocTumysinueii. Hekoropsie aBTOpHI
IpeajiaraloT IIPUMEHATh TEPMUH «pedIeKTopHasT MHO-
KJIOHWYECKasl SIUJICTICHS MIaIcHIeCTBa» , €CJIA MUOKJIIO-
HUYECKHE IIPUCTYIIBI BEI3BIBAIOTCS OIPeAeIEHHBIMU ITPO-
BOLIMPYIOIIUMHU (paKTOpaMM, M IPEIIOoJIaraioT, 4To ACTH
C 3TUM CHHIPOMOM MMEIOT HEMHOTO 00Jiee paHHUI1 BO3-
pacT Hayvajia, Jy4dlliuii oTBeT Ha Tepanuio ADII, Ooiee
BBICOKYIO BEPOSITHOCTD JTOCTIDKCHUSI PEMUCCHU 1 OoJiee
0JIarompUSITHBIM MCXOI B OTHOIICHUM KOTHUTUBHBIX
dbyHkumii [67]. OnHAKO 3TOT CUHAPOM CJIeAyeT paccMa-
TPUBATh KaK MOATPYIITY MUOKIOHUICCKON SMIICTICUI
MilaneH4yecTBa. B O0JIbIIMHCTBE CilyyaeB MPUCTYIbI IIPO-
XOOSAT caMocTosATeNnbHO. Bumeo-D9I ¢ nmpumMeHeHueMm
MHUOIpaUUIECKUX DJIEKTPOIOB — HEOOXOMMMBII METOM
MUAaTHOCTUKM JJIST TTONTBEPKACHYS SIMMICIITUYCCKOM TTPH -
POIBI MIOKIIOHYCA 1 UCKITIOUCHSI CUHAPOMA MH(PaHTUIIb-
HBIX CTIa3MOB, KOTOPKBIi BCTpeYaeTCs Topas3io Jallie 1 Ipo-
TeKaeT Tskesee, yeM MOM.

IAnudemuonoeus. MOM — peakoe 3aboneBaHNe, BCTpe-
yatoreecs y 0,8 % neteil ¢ snuiIencueii, TpoXoAsiuX
JIeYeHHUe B CITeLIMaIM3MpPOBaHHbIX LIeHTpax [68]. Ha ero
npoo npuxoautcs 1,1 % Bcex ciyyaeB SIMJICIICUM C Ha-
yaJioM B Bo3pacte 10 36 mec [8].

Kaunuueckasn kapmuna. ITpuctynbl 0OObIYHO HAYMHA-
I0TCsI B Bo3pacTe oT 4 Mec 110 3 JIET, ¢ MMKOM B 6—18 Mec.
Yare 3a001€BalOT MaJIbUUKX, COOTHOILLIEHUE TTAIllMEHTOB
MYKCKOTO M KE€HCKOTo 1noJia — npuMepHo 2:1 [68]. Tlcu-
XOMOTOPHOE pa3BUTHE O Havaja IMPUCTYIIOB OOBIYHO
B HOpMe. KOrHUTUBHBIE, TTOBEIEHYECKIE U MOTOPHBIC
COITyTCTBYIOIIIME HAPYIICHUS MOTYT OTMEYAThCs B Ie0I0TE
IIPUCTYITOB, OMHAKO HE CBSA3aHBI C JaHHBIM 3a00JIeBAaHEM.
Hesponoruueckuii ctatyc 6e3 HapylleHUA.

Teuenue 3aboaeéanus. MUOKIOHNIECKUE TTPUCTYITHI
IIPEKPAIIAIOTCS IIOYTH BO BCEX CIIyJasiX, OOBIYHO B TEUCHIE
6 Mec — 5 J1leT ¢ MOMeHTa e0roTa 3a00J1eBaHusI, U 'y 00JIb-
murHcTBa aeteil mpueM ADIT MoxXeT OBITh MpeKpalleH.
B penkux ciaydasix B 0oJiee cTapileM Bo3pacTe MOTYT Ha-
O1I0MaThCs TeHEpaaIn30BaHHbBIE TOHUKO-KIOHNMIECKHE
npuctynsl. [IpubnusurensHo y 10 % nauueHToB B 60J1ee
cTapIiieM IeTCKOM WJIM B IIOAPOCTKOBOM BO3pacTe pas-
BUBAIOTCS IpyTHe (hOPMBI IMWJICTICUM, B OCHOBHOM IOM B
[68]. ¥ maumeHTOB ¢ (POTOCEHCUTUBHOCTBLIO MOTYT BO3-
HUKAaTb [PUCTYIbI, KOTOPbIE TPYIHEE KOHTPOIUPOBATH
¢ moMoibio ADII. B mimTenbHBIX KaTaMHECTUIECKUX
HUCCIeN0BaHUAX Y 63—85 % mauueHTOB ¢ JaHHBIM CHUH-
IPOMOM TICUXOMOTOPHOE Pa3BUTHE COOTBETCTBOBAJIO
HopMe [68—73]. B peakux ciaydasix B Oosiee crapiiem
BO3pacTe OTMEUYAIOTCs JIeTKask YMCTBEHHAsI OTCTAJIOCTh,
CHIDXEHME IIIKOJIbHOM YCIIeBaeMOCTH M HApYIIIEHUE BHU-
MaHMA. Y eIMHUYHBIX IMAlIMEHTOB HAOIIOMACTCSI YMCT-
BEHHAas OTCTAJIOCTh OT YMEPEHHOM 0 TSLKEJION CTeTICHM,

KOTOpasi He 00s13aTeJIbHO KOPPEIUPYET C YACTOTOM IIpU-
CTYTIOB.

Dnunenmuueckue npucmynst. MUOKIIOHNIECKIE TIPU-
CTYIIbl — 00sI3aTeJIbHbIA KPUTEPUl JAaHHOTO CUHIApPOMA,
KaK MPaBUJI0, BOBJIEKAIOTCS MBIIIIIBI IIIEU 1 IIPEAILICUHIA.
OOBIYHO ITPUCTYITBI BO3HUKAIOT MHOTOKPATHO B TEUCHHE CY-
TOK, KaK B 0OIpPCTBOBAaHUM, TaK ¥ BO CHe. OHM MOI'YT BO3HU-
KaTb B BUJIE KJIACTEPOB U MPUBOAUTD K MANECHUIO MALMEHTA.
PednexropHO-MHAYLIMPOBaHHBIE MUOKIIOHUTIECKIE ITPHUCTY-
IThI HAOJTIOMAIOTCS IIPUMEPHO B 1/3 cTydaeB 1 BEI3BaHBI BHE-
3aITHBIM [IIYMOM, IIPMKOCHOBEHHUEM WJIN UCITyToM [68].

DeOprIbHBIE TIPUCTYIIBI OTMEUYAIOTCS HPUMEPHO
y 1/3 nauueHToB [68] 1 MOI'YT NpeAIleCTBOBATH MUOKIIO-
HUYECKUM TIPUCTYTIAM UJIU CIEN0BATh 32 HUMU. DTUJIETI -
TUYECKHE CIIa3Mbl, TOHUYECKHE, (DOKAIbHBIC ITPUCTYITBI
U abCaHChl — KpUTEpUU UCKITIoUeHUs1. [eHepain30BaHHbIE
TOHUKO-KIIOHNYECKHE WINM KJIOHWYECKNE IIPUCTYIIHI He
JIOJKHBI BOBHUKATh B 1€010Te 3a00/1€BaHusI.

DITl-uccaedosanue. OCHOBHASI aKTUBHOCTH (hoHa
B 00apcTBOBAaHMU — B HOpMe. MHOorma MoryT HabJtoaaTh-
Cs1 TEHEPAJIM30BAHHBIE CITAK-BOJTHOBBIE WU TTOJIUCITANK-
BOJTHOBBIE (peXe) pa3psiabl, KOTOPHIC Yallle BCTPEYalOTCs
B ITOBEPXHOCTHBIX CTaIMSIX CHA.

DoTtocTUMYIISILINS HE BBI3BIBa€T IIPOBOKAIIMN CITAiTK-
BOJTHOBBIX Pa3psiioB 0€3 COMYTCTBYIOIIETO MUOKJIOHYCA,
OIHAKO Y HEOOJIBIIIOTO YKCJIa IMMaIlMeHTOB (DOTOIIAPOKCHU3-
MaJIbHasI peaKiMsl MOXKET OTMEUaThCsI IOCIe TIPEKPAIICHUST
MHMOKJIIOHNYECKHUX IIPHCTYIIOB.

Ha nxransHoit DOI B MOMEHT MUOKJIOHYCA PETUCTPH -
PYIOTCS KOPOTKME TeHepaaIu30BaHHBIC Pa3psAbl ITOJIH-
CIIAaiKOB, CMAaMK- W MOJNCHANAK-BOJHOBBIE pa3psiabl 4a-
croroii okojio 3 Ii1. MuoKJIoHNYecKue TIPUCTYIIbI Yalle
PETUCTPUPYIOTCS BO CHE ¥ MOTYT OBITh BBHI3BaHBI BHE3aII-
HBIM IIIYMOM, IIPUKOCHOBCHHUEM WJIM MCITYTOM, a MHOTIA
u POC [69, 74]. [1apanienbHast 3a[I1Ch 3JIEKTPOMUOIrpa-
¢dum (BMI) obaeryaeT IMarHOCTUKY.

Heiposuzyaauzayusa. Jlanusie MPT rosoBHoro mosra
B HOpME.

Tenemuueckue uccaedosanus. Ipumepno B 10 % ciy-
4aeB OTMEYAETCH OTATOLIEHHBIN HACIIEICTBEHHBI aHAM-
HE3 IO SITWIENCUM Wi (peOpUIbHBIM IIprcTynaM [68].
I&HbI, KOTOpBbIE MOIJIU ObI OBITh OTBETCTBEHHLI 32 PA3BUTHE
JMTAHHOTO CUHIPOMa, HE BBISIBJICHBI.

Hughgpepenyuanvroiii duaenos:

1. Jlpyeue snunenmuueckue CUHOPOMbL:

CUHOPOM UHAHMUABHBIX CNA3MO8: XapPAKTEPHBI CEPUIi-
HBIE SMIWICTITUYECKIE CITa3Mbl, a HE MUOKJIOHUIECKIE
npucTtymbl. Cra3Mbl Yalie BO3HHUKAIOT BCKOPE ITOCIIe
MPOOYKIEHUS, B OTJIMYME OT MUOKJIOHYca TTpyu MOM —
OH MOXET HabJoaaThcsl Kak B 00IpCTBOBAHUU, TaK
1 BO cHe. MH(paHTUIIbHBIE CITa3Mbl OOBIYHO IJISITCS
nonbire 1 ¢c. Ha 33T npu cuHapoMe nHGaHTUILHBIX
CITa3MOB B OOJIBIIIMHCTBE CIyYaeB PErHCTPUPYIOTCS
3HAYMMBIC HAPYIIIEHMS B BUIE TMIICAPUTMUM WIIA MYJTb-
TUPETUOHAILHOMN SMUAETITU(MOPMHOI aKTUBHOCTH,
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Ipu curdpome Jlpase, KaxK IIPaBIIO, OTMEYAIOTCS [T -
TeIbHBIE (peOPMITLHBIE IIPUCTYITHI M1 BO3MOXHO pa3BHU-
THE SMUJIENTUYECKOTO cTaTyca. MUOKJIOHYC OOBIYHO
IIPUCOCIUHSCTCS TTO3IHEE;

pu curdpome Jlennokca—Ilacmo (CJII) oTrmedaroTcs
MIPEMYIIECTBEHHO aTOHNIECKIE, TOHMYECKIUE U TIPH-
CTYIIbI aTUIIMIHBIX a0CAHCOB, KOTOPHIE HE XapaKTePHBI
st MOM. Kpome toro, CJIT" nebroTrpyeT mosgHee,
B JIOIIIKOJILHOM BO3pacTe;
MUOKAOHUHECKU-AMOHUHECKAs SNUANCUsL TIPOSIBIISIETCS
MUOKJIOHIIEeCKN-aTOHNYECKIMU ITPUCTYIIAMM, aTUITNI-
HBIMU abCaHCaMM, TeHEPATM30BaHHBIMI TOHMKO-KJIO-
HIYEeCKVMM ITPUCTYIIAMU U SITA30IaMH OeCCYI0POXKHOTO
SIIJIETITUIECKOTO CTaTyca, KOTOPBIE He HAOMIOOAI0TCS
IIPY MUOKJIOHIYIECKOM SIIICTICHH MJIafaeHYecTBa. Muo-
KJIOHWYECKN-aTOHNIECKAasl STTUJICTICHS TAKKE ITPOSIB-
JISIeTCST B 00JIee TTO3THEM JOIITKOJIBHOM BO3pacCTe;

* paHHUe Maadenueckue 3H14eqba/zonamuu paszeumus

U snusenmuueckiie OTJINYAIOTCS COYETAHNEM MHOXECT-
Ba TUIIOB 3IMJIEITUYECKUX IIPUCTYIIOB B JOMOIHEHME
K MUOKJIOHYCY, 33€P>KKOI IICUXOMOTOPHOTO Pa3BU-
TUSI ¥ BBIpaXXeHHBIMUY HapylmeHusMu Ha DO
pasIndHbIe Helipomemaboauueckue HapyueHus, Mumo-
XOHOpuanvible 3a00ae6anusi U 00Ae3HU HAKONACHUs
MOTYT IPOSIBISATHCSI MUOKJIOHUYECKMMU IIPUCTYIIAMU
B paHHeM Bo3pacTe. OObIYHO OHM aCCOLMHUPOBAHbI
C IIPOrPeCCUPYIOIIUMU HEBPOJIOTMYECKUMU CUMIITO-
MaMHM 1 HapylueHrueM GyHKIMI APYTuX OPraHOB U CH-
CTEM;

degpuyum mpancnopmepa enroxoszvl (GLUT1-DP3D) or-
JINYAETCSI OTHOCUTEIbHOM MUKpOLedaaneit, ApyrumMu

TUIIAMM TIPUCTYIIOB B IOIIOJHEHNWE K MUOKJIOHYCY,
HU3KUM YPOBHEM ITIOKO3HI B CITMHHOMO3TOBOM XK1 -
koctu (CM2XK) 1 HU3KMM COOTHOIIIEHHEM TTIOKO3BI
B JIMKBOPE IO OTHOILIEHUIO K TUTa3Me;
npoepeccupyroujue MUOKAOHUYEeCKUe SNUAeNCUU XapaK-
TEPUIYIOTCS BBIPAXKEHHOM 3aI€PKKOM PeYeBOr0 WK
MOTOPHOTO Pa3BUTHSI, HEPESIKO aCCOIIMUPOBAHEI C IPY-
TUMH TUTIAMU SIMICTITHICCKUX IIPUCTYIIOB, IOMUMO
MMOKJIOHYCA, YaCTBIM BBISIBJICHUEM aTpodu Ha CHIM-
kax MPT ronoBHOro Mo3ra, a Takxke (hOTOnapoKCH3-
MaJIbHOW peakuueid Ha HU3KUE YACTOTHI CBETOBOTO
cTMyJa (ITO yKa3bIBaeT HAa HEMPOHAIBHBIN LIEPOUI-
=1 munodycauuo3 (HIJT) 2-ro tuma).
2. Hesnunenmuueckue cocmosuus:
006poKauecmeer blil MUOKAOHYC MAAOeHYecmea OTII-
yaeTcsl OTCyTCTBHEM Ha DDT marTrepHOB MUOKIIOHU-
YeCKHUX IIPUCTYIIOB;
2unepaKnaexclsi TIPOSIBIISIETCS ITATOJIOTUIECKOM CTapTiI-
peakinueit, Koropast He UMeeT DD -KoppesiToB;
630pazueanUst npu 3aCbINAHUL (<CUNHAR02UHECKUI PbIGOK» ),
npucmynst dpodxcanus (shuddering attacks) corpoBo-
KIAIOTCS TIOBTOPSIONIUMUCS OBICTPBIMU SMU30JaMHI
JIPOXKaHUSI, YaCTO IPOBOLIMPYEMBIMH BO30YXKICHUEM.
DB -KoppeaThl MPUCTYIIOB OTCYTCTBYIOT.
DHnedanonaTin pa3BuTHd u Snwientuieckue (DPD).
1. Pannsasa maadenueckasn 3uuegaronamus pazeumus
U 3nusenmuyveckas — CUHIPOM, XapaKTePUIYIOITUICS
CEeIYIOIMMY MPU3HAKAMU:

1. Hauano snmnericuu B riepBbIe 3 MeC KU3HM € YaCTHIMU

MIPUCTYIIaMH, KOTOPBIE, KaK IIPAaBWIO, PE3UCTEHTHBI
K Teparuu.

[lnarHocTyeckue KpuTepUn MMOKNOHMYECKON INUNENcUn MnajeHYecTBa
no MpoeKTy KnaccudpukaLum snunenTUYeckux cuiapomo 2021r.
(ILAE Guidelines, 2021)

06a3aTenbHble KpUTepUM

JnunenTuyeckme NPUCTYMbl: MAOKMOHWYECKUeE NPUCTYMbI.

I3 0CHOBHAA aKTUBHOCTb (OHA B HOPMe.

HacropaxuBatowme npusHakm

Jnunentuyeckine npucTynbl: ahebpunbHble reHepanu30BaHHble TOHMKO-
KNOHMYeCKMe NPUCTYMbl MW reHepan30BaHHbIe KNOHUYeCKNe NPUCTYNbI
B fie6toTe 3nunencuu.

I hoTonapokcuamanbHas peakwua npu GoToCTUMYNALIM HUZKON YacToTbI
(xapakTepHa ana HLJ 2-ro Tuna). OTCyTCTBME reHepanu30BaHHbIX Cnaik-
BOJTHOBbIX Pa3pAA0B BO CHe.

PazBuTie B fiebioTe: 3afieprkKka peyeBoro pa3BuTiA Ha MOMeEHT AebloTa
3a60/1eBaHmA. YMCTBEHHAA OTCTANOCTb CPeAHER N TAXKENON CTeNeHu.
HeBponornyeckuii craTyc: 3HauMMble HEBPONOTUYECKME HapyLLeHUs,

3ad UCKNIOYEHNEM cnyqaﬁublx Haxo40kK.

Kputepumn uckniouenns

Jnunentuyeckie NpuCTynbl: N1o60ii M3 CleaytoLLMX TUNOB NPUCTYNOB: abCaHCb;
aTOHMYeCKMe NPUCTYNb; SMMNENTUYECKNe CNa3mbl; GOKanbHbIe NPUCTYMbI

C HapyLLeHueM CO3HaHUA; reMUKOHBYNbCMBHbIE NPUCTYMbI; MUOKNOHNYECKHE
abCaHCbl; TOHYECKI MPUCTYMbI.

I3 3aperucTpupoBaHHblil MuoknoHyc 6e3 I3l-koppenarta. funcaputmusa.
[eHepanu30BaHHble MefneHHble CNaiik-BOHOBbIE KoMMeKChI (<2,5 ).
Bo3pacr sebtota: Bo3pacT Hauana MUOKNOHUYECKIX MPUCTYNOB <4 Mec

u >3 ner.

HeBponoruyeckuii cratyc: AM3mopduU3M Uam Apyrue BpOXKAeHHbIE aHOManuu
(MpennonaraeT XpoOMOCOMHYI0 MaTonoryio).

HeiipoBu3yanu3auma: 3HaunTenbHble CTPYKTYPHble HapyLLEeHKs

Mpu HeiipoBu3yanu3avumu.

[lpyrue nccnefoBaxua (B ToM Yncne reHeTUYECKNE): HU3KNIA YPOBEHD FTHOKO3bI
8 CMX wnu natoreHHble MyTawum B rede SLC2AT.

TeueHue 3a6oneBaHnA: KOrHUTUBHbIN perpecc.

[lnA ycTaHoBNeHMA AnarHo3a HeobXoANMO OTCYTCTBIE CTPYKTYPHBIX
MUNENTOTeHHbIX HapyLWeHWi Ha MPT.

3anucb ukTanbHoii I He TpebyeTca, HO NPU OTCYTCTBUN reHepanu30BaHHOI
Cnaiik-BONHOBOI aKTUBHOCTI BO CHe HeOOX0AMMbI ybenuTeNbHble
JLL0Ka3aTeNbCTBa, UTO MUOKIOHYC ABNAETCA SMUNENTUYECKUM.

Cunzpom 6e3 nabopatopHoro NoATBePXAEHNA: B CUTYALUAX, KOTAA BO3MOXHOCTM
MpUMEHEHIA ApYTiAX METOZI0B AMArHOCTUKM OrpaHuyeHbl (B CTpaHax

C OTPaHNYEHHDBIMU UArHOCTUYECKUMIA BO3MOXKHOCTAMM), ANA YCTaHOBNEHUA
[AnarHo3a Tpe6yetca Kak MUHUMYM npoBefeHie 33N cHa, AeMOHCTPUPpYIOLLEit
reHepanu30BaHHyIo CMaiik-BONHOBYH aKTUBHOCTb.
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2. Hapymienust B HeBpOJIOTUYECKOM CTaTyce, BKIIOYasI,
HaIlpyuMep, HapylIeHWe IT03bI, MBIIICYHOIO TOHYycCa
U IBUXKEHUMN.

3. HapyieHue pa3BUTHsI CpeHEN VI TSKEIIOM CTEIIeH!,
KOTOpPOE CTAHOBUTCSI OUEBUIHBIM 10 MEPE Pa3BUTHUS
3a00JIeBaHUSI.

4. HapymeHus Ha MHTepUKTainbHOU DD B Bume mart-
TepHa «pa3psii—yrHeTeHne», TudPdy3Horo 3amee-
HUS WX MYJIBTUPETUOHATBHOM 3MMMIenTUMOPMHOM
AKTHUBHOCTHU.

5. HelipoBusyanuzauusi, MeTab0JIMYECKUE U TEHETU-
YeCKHe MCCIIeIOBaHMSI IIO3BOJISIIOT TOYHO YCTAHOBUTH
3THONOruI0 IpuMepHo B 80 % ciyyaes [8, 25].
IIpeobnagaroniye TANBI MPUCTYIIOB BKIIIOYAIOT (PO-

KaJIbHBbIe TOHUYECKIE, TeHEePAIN30BaHHbIC TOHUYECKHE,
MHOKJIOHNYECKHUE, (hOKATbHBIE KIIOHUISCKIE U SITMJICII-
THYECKHE CITa3Mbl. MOIYT PeTUCTPUPOBATHCS IIPUCTYITHI
«CJIOKHOTO THUIIA, COCTOSIINE U3 HECKOJBKMX Pa3IMIHBIX
KOMIIOHEHTOB» [75, 76].

Panngsa mnagenueckass DPD ¢ meboToM y HOBOPOXK-
MIEHHBIX 1 MJIAJICHIICB paHee MoApa3aesiiach Ha CHHIPOM
Oraxapa 1 paHHIOI0O MUOKJIOHMYECKYIO dHIIe(aIonaTuio
[76, 77]. CuHOPOM MOXKET OBITH BBI3BAH MHOXKECTBOM pa3-
JIMYHBIX TCHETUIECKUX, META0OIMICCKNX U CTPYKTYPHBIX
mpuunH. [TepBbie onmcaHms JIEKTPOKIMHUISCKIX XapaK-
TepucTukK cuHapoMa Oraxapa (DDI-maTTepH «pa3psia—
YTHETECHME» M TOHMYECKIUE IIPUCTYIIBI) ¥ paHHEH MUOKIIO-
HUYeCKOM 3H1Ie(amonaTui (MUOKJIOHUYECKUE TTPUCTYITBI
B COYETAHUH C ITATTEPHOM «Pa3psii YTHETEHUE» UJIH C IPYy-
TMMU BBIpaXXeHHBIMU HapymeHusMu Ha DOl urpamm
BaXKHYIO POJIb B U3YYEHNH IIPUUMH, UCXOIOB, OTIPEICICHIN
IIPOTHO3a 1 MOIXOIO0B K Tepalny TSLKEIOUW SIMIICTICUT
C paHHMM HadajJoM B HEOHATAJIbHOM M MJIaJcHYECKOM
Bo3pacTe. OQHAKO 3THOJIOTUS U 3JIEKTPOKIMHUYECKIE
XapaKTEPUCTUKU STUX 2 CHHIPOMOB B 3HAYMTEIIBHOM CTe-
neHu cosmagawoT [77—81]. [Tostomy JIura npemoxuia
0oJee He pa3rpaHU4YMBaTh PaHHIOI MiIageH4YecKyio DPD
Ha cuHapoM OTaxapa M paHHIOI0 MUOKJIOHUYECKYIO H-
1edayonaTo, Tak KaK 3TO pa3le/IcHUe He UTPACT CYIIIECT-
BEHHOI POJIM B TAKTHUKE BEICHUS MAllMCHTOB 1 HE OIIpe-
TIeJISIeT IIPOTHO3.

IAnudemuonoeusn. 3a001eBaeMOCTb paHHE MIIageHYeC-
KO 3HLIe(aIONaTUN Pa3BUTUS U STTUJICTITUYECKOM COCTaB-
nget 10 cmydaeB Ha 100 ThIC. poaUBIIMXCS KUBBIMU [8].

Kaunuueckas kapmuna. JIedG10T B paHHEM MJaAeHYe-
ckoM niepuoae (oT poxaeHus 1o 3 mec). [Ipeobramanue
T10 TIOJIY He BBISIBIICHO. [1py HEeBpOJIOTMYECKOM HCCIIeI0-
BaHUM YacTO BBISBIISIOTCS BBIpaXKCHHBIC HAPYIICHMS,
BKJTIOUAsi I3MEHEHME MBIIIIEYHOIO TOHYca (Jale BCero —
TUIIOTOHUSI LICHTPAIBLHOTO TeHE3a), MATOJIOTUICCKIE TTO3HI,
HapyIlleHHe MOTOPUKH, KOPKOBOE HapyIIICHHUE 3PCHUSL.

HacnenctBeHHbIN aHAaMHE3, TeUeHUE OEPEMEHHOCTU
M POMIOB, KaK IpaBujio, 6e3 ocodeHHocTeil. PazaMep okpyx-
HOCTH TOJIOBBI 3aBUCUT OT 3TUOJOTUHM, HO MOXET OBITh
B HOpMe TIpH POXKICHUU.

Teuenue 3a6one6arnus. ITpuCTyIIbI OOBIYHO PE3UCTEHT-
HBI K ADII. UckiroueHre cOCTaBIISTIOT MeTa00INIeCKIe
WIY reHeTu4ecKue 3a0oyieBaHus, IJIsl KOTOPbIX pa3pabo-
TaHa MaTOTeHEeTUYECKasl TepaIns, a TAKXKE SIMJICIITOICH-
HBIE CTPYKTYpPHBIC HAPYIIEHMS, TIPU KOTOPBIX MOXKET OBITH
3((HEKTUBHBIM XUPYprudecKoe JeUeHMe SUIencum [82,
83]. Y MHOTHX ITaliieHTOB OTMEYaEeTCsT XOPOIIUIi TepareB-
TUYECKUI OTBET IIPY Ha3HAYCHUH 0JIOKATOPOB HATPHEBHIX
KaHaJIOB, HEPEIKO — B BHICOKMX H03ax [84—86]. Panuss
MageH4Yeckas DPD, He3aBUCUMO OT TOTO, COITPOBOXKIA-
€TCs JIM OHA TIPUCTYIaMHU SIMICTITUISCKUX CTIIa3MOB, MO-
XKeT TpaHC(OPMHUPOBATHCSI B CUHAPOM MHMAHTUILHBIX
CIIa3MOB C IMATTEPHOM «pa3psii—yrHETeHME» WM MYJIETH -
PErMOHAIBHOM SNUIEITU(MOPMHOM aKTUBHOCTEIO Ha DO
C MCXOIOM B TMIICAPUTMHUIO. 3amepKKa IICUXOMOTOPHOTO
Pa3BUTUS HEPEIKO IPEIIIeCTBYeT NeOI0TY IIPUCTYIIOB,
HO ee OBIBaeT CIIOKHO PacIo3HATh M3-3a YPE3BBIYAHO paH-
Hero Havasia 3a001eBaHusl (MOXET OBbITh IOJIE3eH ITPOCMOTP
paHHUX BUJIEO3aIKCei). Y OOJIbIIMHCTBA IETe OTMEeYaeTCst
OTCTaBaHUE B Pa3BUTUU OT YMEPEHHOI 10 TJIyOOKOM cTe-
reHu. VICKTI09eHNS COCTaBIISIIOT HEKOTOPBIC CITyYan ITUPH-
JTOKCUH3aBUCUMOM SIMIICTICUY ¥ HEAOCTAaTOYHOCTH TTAPH-
JIoKcallb-5-ocdara ¢ paHHUM HadajioM 3G (GEeKTUBHOM
Teparnuu [87].

et MiameHIeCKOro Bo3pacTa ¢ paHHEW MaJeH-
yeckoit OPD yacTo MMEIOT COMyTCTBYIOIINE IBUTATEILHBIE
HapyILIeHMSI, BKIIOYass MUOKJIOHYC, XOpel0, TUCTOHUIO
u TpeMop. JlaHHBIe HapyIIIEeHUST MOTYT OTMEYaThCs €IIle 10
HavaJjia IIPUCTYIIOB MJIU IIPUCOSINHSITLCS B JaTbHEHUIIIEM.
OTIMYUTD TTapOKCU3MAaJIbHBIC ITBUTATEIbHBIC PAacCTPOIi-
CTBa OT AMWJICTITHYECKIX ITPUCTYIIOB MOXKET OBITh CIIOXKHO,
0COOCHHO B KOHTEKCTE BBIPAXKEHHBIX U3MEHEHUI HA MH-
TepuKTaibHOM DI B Takmx citydyasix cienyeT pacCMOTPETh
BO3MOXHOCTb PETUCTPAIINM ITAPOKCU3MAIBHBIX COOBITHI
BO BpeMs IIPOJIOJLKEHHOTO BUIe0-DDI-MOHUTOpHHTA
¢ MpUMeHEeHUeM MHUOTpacdrIecKoro syiekTpoaa [83].

CunapoM paHHel MiageH4Yeckoir DPD Hepenko co-
IIPOBOXKIAETCS BBIPAaXXCHHBIMM WHBAJUIN3UPYIOIINMHA
HEBPOJIOTMICCKMH HAPYIIICHUSIMU, BKITFOUAIOIIMMU KO-
KOBO€ HapyIllIeHUE 3pEHUs, IBUTATeIbHBIC PACCTPOMCTBA,
OpTOIeIMYECKIE TTPOOIEMBI, TOBEACHICCKIIE HAPYIIICHMS,
TPYIHOCTHU IMPU KOPMJIEHUHU, a TAKXKE BBICOKO CMEPTHOC-
ThIO B paHHEM Bo3pacTe [88].

Dnunenmuyeckue npucmynst. J11s1 yCTAHOBICHYS IUATHO-
3a paHHeN MiIageHdeckoi DPD TpebyeTcss HAIMYME OTHOTO
TN HECKOJIBKMX 13 HIDKETIePEeUMCIICHHBIX TUITOB IPUCTYIIOB:

1. ToHUYECKME TIPUCTYIIHI.

2. MUOKJIOHUYECKHE ITPUCTYIIHI.

3. DmwIenTu4IeCcKue Cra3Mel.

4. I[IpuCTYIIBI «CIIOKHOTO TUTIA, COCTOSIIIINE M3 HECKOJIb-
KX pa3IMYHBIX KOMITOHEHTOB, KOTOPHIE MOTYT BKJIIO-
YaTh TOHWYECKUI, KITIOHUICSCKUI 1/ WY BeTeTaTUBHBIIN
KOMITOHEHTBI, & TAKXKe aBTOMaTU3Mbl 0€3 KaKOro-a10o
OITHOTO ITPe00IagaIoIIero TUIIA IIPUCTYIIa» (sequence
seizures).
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ToHnYeckne MPUCTYIHI, KaK MPaBWIO, UMEIOT BbI-
COKYIO YaCTOTY M MOI'YT BO3HMKAaTh M30JMPOBAHHO WA
cepusamu o 10—20 nmpuctynos B AeHb. CepuifHbIe TOHU -
YeCKUE IIPUCTYIIBI UMEIOT CJICAYIOIINE OTIMYMS OT MH(paH-
TWJIBHBIX CITa3MOB: 1) 0OBIYHO BO3HUKAIOT HE3aBUCHUMO
OT LIMKJIA CHA, B OTJIMYME OT SIUJICIITUYECKUX CITAa3MOB,;
2) TOHUYIECKME TIPUCTYIIBI IUISITCS, KaK IIPaBMIIo, OoJee 5 ¢,
TOrJa KakK SMICTITUISCKUE CTIa3Mbl OOBITHO UMEIOT IIPO-
TIOJDKUTETbHOCTh MeHee 3 ¢. ToHnIecKue IMpUCTYIIbI B HEO-
HaTaJIbHOM MEePUOAE MOTYT OBITh (POKATbHBIMM MJIH ACUM-
METPUYHBIMU.

DoxanbHBIN MY MYIETU(DOKATHHBI MUOKIIOHYC MO-
XeT OBbITh MpeobiagaloluM TUIIOM NpUcTynoB. Yacrora
MMOKJIOHYCA BapbUpPYeT OT CAMHUYHBIX 0 ITOYTH ITOCTO-
SIHHBIX TIPUCTYHOB. MHMOKIIOHYC MOXKET OBITh (DparMeH-
TapHBIM 1 OuyaTepanbHbIM. DparMeHTapHBIN MUOKIIOHYC
00OBIYHO HOCUT aCMHXPOHHBIM aCUMMETPUYHBIN XapaKTep
1 BO3HUKACT B PA3IMYHBIX rpyrmnax MbImil. OH MOXET
PETUCTPUPOBATHCS B JIMIICBOI MYCKYJIaType WJIM B MBIIIIIIAX
KOHEYHOCTE! UJIM OrpaHUYMBAThCS TOJIBKO OpOBbIO, TyOOi1
wid najbieM. @parMeHTapHbBIA MUOKIIOHYC PETUCTPUPY-
eTcs KaK B OOAPCTBOBAHMU, TAK U BO BPeMsI CHA, U Yallle
BCEro MMEET B CBOCH OCHOBE META0OIMYECKYIO STHOJIOTHIO.

YV HEKOTOPBIX IMALIMEHTOB BOSHUKAIOT SIIMJICITUIECKIE
cna3Mmpl. OHHM 4alle HabJromaloTes Imocie 1-ro Mecsiia
Xu3HU. OOBIYHO OHY BO3HUKAIOT CEPUITHO, YacTO B OOIP-
CTBOBaHUM.

IIpuCTYyIBI «CIIOKHOTO TUIIA, COCTOSIINE W3 HECKOIIb-

KUX Pa3IMYHBIX KOMIIOHEHTOB, XapaKTepHU3YIOTCS code-
TaHUEM HECKOJIPKMX TUIIOB IIPUCTYIIOB, KOTOPBIE ITOCTIE-

MIOBAaTeJIbHO CMEHSIOT NPYr Opyra BO BpPeMS OJHOIO
SIWJICTITUYECKOTO MpUCTyHa» (sequence seizures) [75].
Hanpumep, Hayaso ¢ pokaabHO TOHUYECKOI (ha3bl, Ja-
Jiee — hoKaJibHasI KJIOHMYecKas da3a, a 3aTeM — DIUJIETI-
Tuyeckue cnasmol. [1pu aToM He oTMeuaeTcst mpeo0bJiaaa-
HUSI KaKOTO-JIM0O OTHOTO THUTIA TIPUCTYIIOB.

I[ToMuMoO BhINIETIEPEYNCICHHBIX TUTIOB IIPUCTYIIOB,
TaKKe MOT'YT BOBHMKATD (DOKAIEHBIE MOTOPHBIC IPUCTYITHI.

DIT-uccredosanue. OCHOBHAS aKTUBHOCTH (poHa
HE COOTBETCTBYET HOpMe. BEISIBIIAIOTCS IMATTEpH «pa3psia—
YTHETEeHUE», MYJIBTHPETHOHAIbHAS SMIUICTITU(OPMHAS
aKTUBHOCTb B BUJIE CITAIKOB, KOMILIEKCOB CTIIaliK—BOJIHA,
OCTPBIX BOJIH C HATMYMEM WJI OTCYTCTBUEM 3aMEUICHUSI,
VIUTIOLIEHNE OMOAJIEKTPUIECKOM aKTUBHOCTH /TN T -
¢y3HOe 3amemieHre. B penkux ciayyasx B nedioTe 3a00J1e-
BaHUS (poHOBasE aKTUBHOCTb MOXKET OBITh B Mpelesax
HOPMBI, HO C YBEJIMYEHNEM JaCTOTHI IIPUCTYIIOB BCKOPE
oTMevaeTcs ee 3ameyieHue. [larTepH «paspsin—yraere-
HUE» TIPENCTaBJICH pa3psmgaMy BBICOKOAMILIUTYIHBIX
(150—300 mMxB) cmaiikoB, OCTpPBIX BOJH B COUYETAaHUU
C MeIJICHHBIMU BOJIHAMU IPOIOJIKUTEIbHOCThIO 1—5 ¢,
YepeayIoInXcs ¢ IepruogaMy IOIaBICHUS OMO3IEKTPH -
YyecKoil akTMBHOCTH (<5 MKB) IpogoKuTeIbHOCTBIO
3—10 ¢ (omHaKo MpUHUMaeMBbIe TIpeIapaThbl MOTYT BIIMSITh
Ha IIPOAOKUTEIbHOCTD). JIaHHBII aTTepH PETUCTPUPY-

eTcs KaK B 00IPCTBOBAaHUM, TaK W BO CHE M HE pearnupyer
Ha pa3InyHbIe CTUMYJBL. [1aTTepH «pa3psg—yrHeTeHue»
OOBIYHO OTMEUaeTcsl OunaTepaibHO, HO MOXET ObITh aCUM-
METPUYIHBIM, ACHUHXPOHHBIM W JaXe YHIIATePATbHBIM.
HMHornma perucTpupyroTcsl perMOHATbHBIC SITM30bI YTHE-
TeHUsI OMO3JIEKTPUUECKON aKTUBHOCTU. Y HEKOTOPBIX
nereit n3aMeHeHue (POHOBOM aKTUBHOCTU Ha DOI" MoXeT
HaOJI0IaThCsI O Havyaja IIPUCTYIIOB, IIPU 3TOM IaTTepH
«pa3psI—yrHETEHNE» CTAHOBUTCS BBIPAKEHHBIM TOJBKO
ITOCJIe TIOSIBJIICHUSI TIPUCTYIIOB.

[laTtTepH «pa3psAa—yrHeTeHHEe» MOXET MCUYE3HYTh
¢ Bo3pacToM, HO Ha DBI coxpaHSAI0TCS HapylIeHUS.
VY MitameHIeB, y KOTOPBIX pa3BUBAETCS CUHIPOM HMH-
(GaHTIWIBHBIX CITa3MOB, C BO3PACTOM MOXKET ITOSIBUTHCS
runicaputmus. [Ipu KypabenbHBIX 3a00JeBaHUSIX (Me-
Tabonuueckue 3a00eBaHUS C NOCTYITHOI TapreTHou
Tepanueil WIK CTPYKTYPHOE STIWIEITOTeHHOE TTOpakKeHUeE,
Ipu KOTOPOM 3P GEeKTUBHO XUPYPTUIECKOE JICUYCHUE)
D3OI MoXeT B JaJbHEHIIIEM YIydIIaThCsI WX JaxKe HOP-
MaJn30BaThCA.

HxkranpHas KapTHHA 3aBUCUT OT TUIIA IIPUCTYIIA.

[Tpu TOHMYECKUX IPUCTYIIAX MATTEPH «pa3psii—yTrHe-
TeHHE» 0CJabeBacT ¢ MOSIBICHUEM HU3KOAMILIMTYIHOM
OBICTPOBOTHOBOM aKTUBHOCTH (fast activity). B HeoHarab-
HOM IIepUOJIe NKTAIbHBIE MAaTTePHBI OBIBAIOT PETHOHAIb-
HBIMU UJIM aCUMMETPUIHBIMU.

MuOKIIOHNYEeCKIE IPUCTYITBI MOTYT UMETh KOPPEIsi-
THI B BUIE CITaiiK-BOJHOBBIX KOMILIEKCOB. PparmMeHTap-
HBII MUOKJIOHYC MOXKET HE MMETh MKTAJIbHOTO IaTTepHa.

dokanbHbIE TIPUCTYITH ACCOLMMPOBAHBI C (POKATEHBIM
HUKTaJbHBIM PEKPYUTHHT-PUTMOM (recruiting rhythm).

HMKTanbHbIl NAaTTepH NPUCTYIOB «CJIOXHOIO THUIIA,
COCTOSIIIINX U3 HECKOJbKMX Pa3IMIHBIX KOMIIOHEHTOB»
(sequence seizures), OymIeT MEHSITBCS BO BpeMsI IIPHCTYyIIa
10 Mepe U3MEHEHUS KITMHUIYECKUX ITPOSIBICHUIA.

DUWIeNTAYECKNE CITa3Mbl COIPOBOXIAIOTCS TTOSIB-
JIECHMEM BBICOKOAMIUIMTYIHOM re€HEpaJIu30BaHHOM WU
pPETMOHAIBHOM OCTPOU WJIM MEIJIEHHOM BOJIHBI C IIOCTIEe-
NyIolleld HU3KOAMILIUTYIHOU ObICTPOBOJIHOBOM aKTUB-
HOCTBIO M YyTHETEHHEM OMO3JIEKTPUIECKONM aKTUBHOCTH.
Taxoke MOTyT perMcTpUpOBaThCs CYOKIIMHUYECKIE UKTaJIb-
HBIE TTATTEPHBI IIPUCTYTIOB.

Heiiposusyaruzayus. CTpyKTypHBIE STIMJICTITOTeHHEBIE
HapyLICHMS TOJIOBHOIO MO3ra SIBJISIIOTCS BAXXHOM 1 YaCTOM
MMPUIMHON paHHEH MiameH4YecKoil DPD, u ux ciemyer
HUCKIII0YATh Y BceX MalneHToB. Eciu mpucTynbl pe3u-
cTeHTHBI K ADII 1 BBIIBIAIOTCS O4aroBble M3MEHCHUS
B HEBPOJIOTUYECKOM CTaTyce, HEOOXOIUMO IIPUMEHSTh
JOTIOJIHUTEJIFHBIE METOIBI HEHPOBU3YaIU3aIM, YTOOBI
HUCKJIIOYUTh CTPYKTYPHYIO aHOMAJIMIO, MO4IAIOIIYIOCS
Xupypruyeckomy jedeHuio. [Ipu HekKoTopsix 3a0071eBa-
HUSIX, CBSI3aHHBIX C TCHETUYECKOM STUOJIOTHEH, 110 JaH-
HbiM MPT B HauaJibHO# cTanuu 3a00€BaHUS HE BbISIB-
JIsIeTCsI KAKMX-JIM0O HapyIIeHUI, OMHAKO BIIOCICICTBUN
MOXET OTMEeYaThCsI YMEHbBIIIEHNE 00beMa WIIN IIPU3HAKHI
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TUIIO- /TUCMUCTMHU3ALMY 0€JIOTO BEIeCTBAa TOJIOBHOTO
Mo3ra. Co BpeMeHeM MOXET pa3BUThCS liepeOpaibHast
arpodus.

lenemuueckue uccaedosanus. PekoMeHIOBaHO IIPOBe-
JIEHUE CIIeAYIONINX TeHETUIECKIX NCCIICIOBaHMIA:

* XpOMOCOMHBI MUKPOMATPUYHBIN aHAIN3, KAPUOTH -
IMIpoBaHMe (HAIIpUMED, IUISI BBISIBIICHUS KOJIBIIEBOM
14-i1 XxpOMOCOMBI);

* TeHHBIC ITaHEIM, CEeKBEeHMPOBaHME 3K30Ma WJIU Te-
HOMa.

[laToreHHBIC MyTallMX B OTBETCTBEHHBIX 32 PA3BUTHE
3a00JIeBaHUIi TeHAX MOTYT OBITh MAEHTU(PUIIMPOBAHBI 00-
JIee YeM y TTIOJIOBUHBI ITAIIMEHTOB ¢ PAHHUMHM MJIafeHYeC-
kumu DPD [8, 81]. C TeueHreM BpeMeHU BBISIBIISIETCST BCE
0O0JIBIIIE TEHOB M IIATOTEeHHBIX MYTALIMIA TIPY 3TOM CUHIPOME.

[laToreHHbIe MyTallUM B HEKOTOPHBIX T€HAX UMECIOT
cnenupuyecKre KIMHUKO-3JEeKTpodHIehanorpapuye-
CKHE OCOOEHHOCTH:

* KCNQ2: xapakTepHBbI TIPUCTYITHI CJIOKHOTO THUTIA, CO-
CTOSIIIINE M3 HECKOJBKUX Pa3IUIHBIX KOMIIOHEHTOB
(c IpeobiIanaHreM TOHMYECKOTO KOMIIOHEHTa, HO TaK-
K€ ¢ KIOHMYECKNM, MUOKJIOHTYECKIM KOMITOHEHTOM,
SOWJICTITUYESCKUMHU CTIa3MaMM WJIM BeTeTaTUBHBIMU
prcTynamMu) (sequence seizures). BoamoxkHo Hamame
HUCKIIIOUNTEIBHO TOHMYECKUX IIPUCTYIIOB, ACCOLM-
MPOBAaHHBIX C MATTEPHOM «pa3psii—yrHETEHUE» WU
MYJIBTUPETUOHAIBHOMN SIMIENTU(OPMHOI aKTUBHO-
cthio Ha DI CeMeliHbII aHAMHE3 MOXET BBISIBIIITh
CJIy4yau BO3pacT3aBUCUMOM CEMEMHOU MJIaICHYECKOM
snuerncuu [84, 89—94];

SCN2A: BO3MOXHBI MIPUCTYIIBI CJIIOKHOTO TUIIA, CO-
CTOSIIIINE U3 HECKOJIBKUX Pa3IMYHBIX KOMIIOHEHTOB,
C MPENMYIIECTBEHHO TOHMYECKUM M BEreTaTUBHBIM
KOMITOHEHTOM [86, 95];

SCNE8A: xapakTepHbI (POKAIBHBIE IPUCTYITHI [96];
STXBPI: HabmonaloTcst aCUMMETPUIHBIE TOHUYECKHE
WIN TIPUCTYIHI CIOKHOTO THUITA, COCTOSIIIMNE U3 HEC-

KOJIBKMX Pa3JIMYHBIX KOMITOHEHTOB (TOHHMYECKUE,
BereTaTUBHBIC, KJIOHMUECKUE 1 IMIICIITHYSCKHE CIIa3-
MBI) [97, 98];
CDKL5: xapakTepHbl TOHUYECKME TTPUCTYITLI U IIPU-
CTYITBI ¢ (PEHOTUIIOM «THIIEPMOTOPHBIE — TOHUYEC-
Kue — crnasmbl» [17, 99];
KCNTI: xapaktepHbl (poKaabHble TOHMYECKUE TPU-
CTYIIBI C BET€TaTUBHBIMU cUMITTOMaMu [99];
UBAS: MOTyT pOSIBISITBCSI B OCHOBHOM MMWOKJIOHU -
yeckuMu npuctymamu [100].
Memaboauueckue uccaedosanus. CiemnyeT IIpOBOIUTH
TIIATEJIbHBINA TTOMCK MeTa00JIMYECKMX HapyIlIeHU, 0Co-
OCHHO TP OTCYTCTBUM SIBHBIX CTPYKTYPHBIX SIIJICTITO-
reHHbIX HapymeHnuii Ha MPT [82]. U3MeHeHus npu Heil-
pPOBU3YaIU3aY UK OTpeAeeHHbIe oco0eHHOCT DO
MOTYT YKa3bIBaTh Ha KOHKPETHYIO METa0OINIECKYIO 3THO-
noruto. Helipomerabonnueckoe TeCTUpPOBaHUE JIOJIKHO
BKJTFOUATh MCCJICIOBAHNE OPTaHMYECKIUX KUCIOT (BKITIOYAsT
S-CyIb(OITUCTENH) 1 aJIb(ha-aMIHOATUITMTHOBOTO ITOTyajlb-
JIeTHAa B MOYe, UCCIIeIOBAaHME CITEKTpa aMUHOKMCIIOT, JIaK-
TaTa, MOYEBOM KVCJIOTHI, MEITU/TIepyJIOIIa3MIHA, aMMUaKa,
AlWIKApHUTUHOB, M303JICKTPUYECKOTO (POKYCHUPOBAHMUS
TpaHC(HEPPUHOB, OIPENCICHIE XUPHBIX KACIOT C OYCHb
JJIMHHOM LIETIBIO B IUIa3Me, a TAKXKE MCCIIEIOBAHUE YPOBHEN
[JIIOKO3BI, JIAKTaTa, IMpyBaTa, aMIMHOKHCIIOT 1 HEelipoMe-
nuraropoB B CM2K.

ugpghepenyuanvrolii duasHo3: cumnmomamu4ecKue npu-
cmynsl, CBSI3aHHBIE ¢ TMITOKCUYECKU-UIIEeMIIECKOM IH-
nedanonatueit, HGeKUMeir, OCTPEIMU O0OPaTUMBIMU
MeTa00IMICCKUMY HAPYIICHUSIMU, MHCYJIBTOM WJIM BHY-
TPpUIEPEITHBIM KPOBOU3IUSIHUEM, TIPU KOTOPBIX MOTYT
OTMEYaThCsl MUOKJIOHMYECKIE, (hOKAIbHBIC KIIOHMYECKIE
1 (poKaIbHBIE TOHNYECKME IPUCTYITBI. MoKeT HabmonaTh-
s TSDKeJas SHIIe(aomaThs M MaTTepH «pa3psa—yTrHeTe-
Hue» Ha DI, CumMnToMaTM4ecKue MPUCTYIThI BCTpeya-
I0TCS 3HAYUTEJIbHO Yallle, YeM IPUCTYIIbI, CBSI3aHHBIC
C paHHel MuageHYeckoir DPD, mosTroMy HEOOXOIUMO

JlnarHocTiueckue KpuTepUK paHHeil MnageH4eckoil SHLedanonaTum
pa3BuTMA M dnUNeNnTUYECKoi no MpoeKTy KNaccudukaumm
anunenTuyeckux cuigpomoB 2021 r. (ILAE Guidelines, 2021)

06sa3aTenbHble KpuTepumn

Jnunentuyeckne NPUCTYNbl: TOHUYECKNE W/ WK MAOKNIOHUYECKIE NPUCTYMbI.
93 naTTepH «pa3pAa—yrHeTEHUe WU MyNIbTUPETUOHANbHbIE Pa3pAfbI.
DnddysHoe 3ameanenme.

Bo3pact nebiota: ot poxaeHus 10 3 Mec (C NoNpaBKoil Ha HEJOHOLUEHHOCTD).
PaHHue conyTCTBYIOWLIE HAPYLIEHNA: HAPYLLEHIe Pa3BUTUA NPUCYTCTBYET
[0 ie610Ta W BbIABNAETCA BCKOPE NOCNE Hauana NpucTynoB.

TeueHue 3aboneBaHIA: HapyLUeHe NCUXOMOTOPHOTO Pa3BUTIA, BKMOUAsA
YMCTBEHHYI0 OTCTANOCTb.

HacropaxuBatowme npusHaku

Pa3BuTue B nebtote: HopmanbHoe pa3BuTHe HA MOMEHT AebioTa 3aboneBaHua
(0ZHaKO 3T0 MOXeT ObITb TPYAHO OLEHUTb PETPOCNEKTUBHO, NO AAHHBIM
aHaMHe3a).

HeBponoruyeckuii CTaTyc: B HOPME, OFHAKO OLIEHKA MOXET ObITb 3aTpyAHeHa
PETPOCNEKTUBHO (MO AaHHBIM aHaMHe3a) WK Y JeTeii C YaCTbIMI NPUCTYNaMu
u/unu Ha doHe npuema A3, Tak KaK 311 GaKTopbl MOrYT MOBAMATL Ha COCTOAHME
pebeHKa Bo BpeMs HEBPONOTYECKOT0 0CMOTPa.

KPVITEPVWI UCKNI0YEHUA 0TCYTCTBYIOT.

MPT ronoBHoro mo3ra He TpebyeTca AnA yCTaHOBNEHUA ANarH03a, 0HAKO
HaCTOATENbHO PEKOMEHZYETCA NA UCKIKUEHNA CTPYKTYPHOI NpUumHbI 3aboneBaHus.
VikTanbHas 331 He TpebyeTca ANA YCTaHOBNEHNA MArHo3a y AeTeil ¢ XapaKTepHoii
KNVHUYECKON KapTVHON 1 BbIABNIEHMEM Ha MHTEPUKTaNbHOIl 33T naTTepHa
«pa3pAA—YyrHETEHME, MyNbTUPETOHANbHBIX Pa3pAaoB U auddy3Horo
3aMefLNIEHNA.

CuHapom 6e3 nabopatopHoro NoATBEPXAEHNA: B CUTYALMAX, KOTAA BOIMOXHOCTH
npuMeHeHINA Apyrvx METO0B ANArHOCTUKY OrpaHuyeHbl (B CTpaHax

C OrpaHNYEeHHbIMM ANATHOCTUYECKUMI BOSMOXHOCTAMY), ANArHO3 He MOXET ObITb
YCTaHOBNEH 663 MHTepUKTaNbHOI 33
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IIPOBECTH COOTBETCTBYIOILINE MCCIICIOBAHUS IJIST UCKITIO-
YeHUSI OCTPBIX NprIrH. OIHAKO HEKOTOPHIE TEHETUIECKIIC
¢dopmbl paHHeH MitageHYeckoir DPD, Bkitouas neumur
MOJIOIEHOBOTO KO(haKTOpa M HEAOCTATOYHOCTD CYJIb(UT-
oKcMa3bl, UMeT MP-KapTHHY, CXOIHYIO C TAKOBOW MpU
TUITIOKCHYECKOM ITOBPEXICHNH TOJIOBHOTO MO3Ta.

2. Drmiencus MIaIeHYecTBa ¢ METPHPYIOIMH (POKAIb-
HeivH npuctynamMu (DMM®II) — penkas DPD, koTopast
HauMHAETCS Ha 1-M rofy >KU3HU C Pe3UCTEHTHBIX (DOKATh-
HBIX IIPUCTYIIOB, COITPOBOXKIAIOIINXCS PA3BUTUEM TsKE-
Jioii sH1edanomatu. MokaabHbIE IPUCTYITBI MOTYT UMETh
Hayajo B 000X IOIYIIApUSIX 1 MUTPUPOBATh U3 OMHOI
001aCTH KOpPHI B APYTYI0. [IpUCTyIIBI YacTO MpOaOKEHHBIS
U MOTYT ITepeXoauTh B armientideckuii cratyc [101]. ITpo-
THO3 HEOJIArONPUSATHBIN 1 COIMPOBOXIACTCS TSKEIBIMU
HEBPOJIOTMIECKIMU HapyLICHUSIMUA, MTHBAJTUIU3ALICH U CO-
KpallleHUeM IPOIOKUTEILHOCTH XKU3HM, YTO OTYACTH
MOXeT OBITh CBS3aHO CO CielM(PHUUIECKON TeHeTUIeCKOi
mytaumeit [101, 102], XOT y OTACIBHBIX ITAIIUEHTOB OBLIO
OIMCcaHo OoJiee MIATKOE TeueHHe. 3a00IeBaHe UMEET Te-
HETUYECKYIO IIPUPOIY U CBSI3aHO B OOJIBIIMHCTBE CIIyJacB
¢ myraumsimu B reHe KCNT1[103], a Takske B 6oJiee ueM 25
npyrux reHax [104].

Dnudemuonoeus. SMMDII BcTpeuaeTcst penko, pac-
npocTpaHeHHOCTh — okouio 0,11 Ha 100 Teic. meteit [105].

Knunuueckasn kapmuna. CAHIPOM OOBIYHO AEOIOTHUPY-
€T B IepBbie 6 MeC (B CpelIHEM B 3 MeC), B PEIKHUX CIIyda-
X — BO 2-M nosyroguu xku3Hu [101, 102, 106]. ITpeo6aa-
IlaHWEe II0 TOJYy He BBHIIBIeHO. PaszMep OKpyXHOCTH
roJ0BbI U HEBPOJIOTMYECKUI CTaTyC B J1e0I0Te 3a00j1eBa-
HHsI, KaK TIPaBWJIO, B HOPME; ITO3IHEE BBISIBIISIOTCS TS-
JXeJible HEBpPOJIOTUYECKHE HapylleHUs1. Y OOJIbLIMHCTBA
MMALIMEHTOB K KOHITY 1-T0 Toma XXu3H1 (DOPMHUPYETCS] MUKPO-
uedammst [106, 107]. IlcuxoMOTOpHOE pa3BUTHE MOXET OBITH
110 BO3pacTy B AeO0Te 3a00JieBaHUSI, OMHAKO XapaKTEePHbI
perpecc 1 rocieayomas Tsekeas 3amepxka [101].

Teuenue 3a6oneéanus. I1porHo3 HeOIATOIIPUATHBIN
U COIIPOBOXKIAETCS PE3UCTEHTHBIMU IIPUCTYIIAMHM, BBIpa-
KEHHBIMU HEBPOJIOTHICCKUMU HAPYIICHUSIMU, THBAJIM -
IU3alued ¥ COKpaIleHUEM MPOIOJIKUTEIbHOCTH XKU3HI
[101, 106], omHaKoO y OTOE/IbHBIX HALMEHTOB ObLIO OIKCA-
HO 60Jiee MsITKOE TeueHue. ¥ HEKOTOPbIX MallMEHTOB OT-
MEYarTCI TUCHYHKIIMS MOTOPUKYU KUIIIETHUKA 1 TBUTA-
TeJIbHBIe HapymeHus [105], 4To BcTpedyaeTcs 4acTo Mpu
MHOTHUX reHeTn4YecKux DPD.

Dnunenmuueckue npucmynst. PoKaabHbIE MOTOPHBIC
KJIOHUYECKYE WIN TOHMYECKIE TIPUCTYITBI — 00s13aTeIbHbII
KpUTepuii [aHHOTO cuHApoMa. [lepBoHAYaIbHO OHU HOCST
CIIOpaIMYeCKU XapaKTep, HO MX YacTOTa OBICTPO YBEIIH-
YUBAETCSl B TEUCHNE HECKOJBKMX HEIEeIb WIM MECSIIeB
nocie aebtora. IIpuctynbl Takke MOTYT ObITh MEHEE KM~
HUYECKH BBIPAXEHHBIMU («CTEPTHIE» IPUCTYIIHI, subtle
seizures) v IPOSIBIISITHCS AMTU30IaMU OCTAHOBKU aKTUBHO-
CTU C IIeBHALIME TOJIOBHI U I1a3 WK 03 Hee, a TAKKe C Be-
reTaTUBHLIMU TIposiBieHussMu [101, 108].

Ha B3I perucrpupyeTcst maTTepH MUTpaluu oxab-
HBIX IIPUCTYIIOB, KOTOPHIN MOXET OCTaBaThCSI He3aMEUeH-
HBIM, €CJIM He TTIPOBOIUTCS MPOJOKEHHBIN BUAco-DOT -
MmouuTopuHT [102, 108, 109]. KitmHMYecK1 MUTpamus
XapaKTepHU3yeTCsI OMHOCTOPOHHUM (POKaTbHBIM TOHUYEC-
KUM WIA KIIOHNYECKUM IIPUCTYIIOM, KOTOPBIM 3aTeM ITe-
PEXOAUT B KOHTpaJIaTepaJbHbIN (DOKAIbHBIM TOHNYECKUIA
WY KJIOHMYECKUI IMPUCTYI B TEYSHME OMHOTO ITAPOKCHU3-
Ma. Hepenko y ImanmeHToB pa3BUBaeTCS SIUICTITHICCKIUI
craryc [108].

B muteparype onmcaHbl e TUHUYHBIE TAITUEHTHI C ST -
JIENTUYECKMMU clta3MaMu B aHaMHe3e [105, 110—112].

Hanmyre MUOKIOHMYECKHUX IIPUCTYIIOB MCKIIIOYaeT
JIHAaTHO3.

DIrl-uccnedosanue. OcCHOBHASI aKTUBHOCTH (DOHA B Jie-
Oro0Te 3a00JIeBaHUSI MOXKET ObITh B HOpME; OJHAKO CO Bpe-
MeHeM oTtMmedaercs nuddysHoe 3amemnenue [101, 105,
108]. ITo Mepe mporpeccupoBaHus 3a00JIeBaHUS BO BCEX
CIy4asix MOSIBISICTCSI MYJBTUPETUOHAbHAS SIMJICTITH-
¢dopmHast akTuBHOCTh. MI3MeHeHus Ha DD ycunmBaioTcs
BO BpeMs CHa, a TaKxXe MU JelpuBaliuy cHa. B penkux
cliy4dasx peructpupyercs ruricapurmud [105, 111].

HkranpHas DD KoppeaupyeT ¢ KITMHUYECKOM ceMu-
OJIOTHEH TIPUCTYIA, U BO BPEMSI OTHOIO M TOTO Xe IIpH-
CTYyIIa TIOCJIEOBATEILHO 3aICICTBOBAHO HECKOJIBKO HEe3a-
BUCHMBIX 00JIacTeil KOpsl rosioBHoro mosra [108, 109].
HxkranbHasg D3I xapakrepu3syeTcss pUTMUYHOM aKTUBHOC-
ThIO B mrarta3oHe 4—10 [i1 B BUCOYHO-3aTBIJIOYHOI 00.1a-
CTH C TIOCJICTYIOIINM BOZHUKHOBEHHEM CIICITM(HIESCKOTO
IMTATOTHOMOHWYHOTO ITATTepHA PacIIPOCTPAHEHMS, HA3bI-
Baemoro murpanmeii [108, 109]. HemaBHO ObLI0 BEISIBIIEHO
2 DBI'-Mapkepa, XapaKTepHBIX AJIsI TIPUCTYITOB ITpyu DM M-
®I1, cBsazanHoi ¢ MyTaumeii B rene KCNTI: unaexkc Bpe-
MEeHHOI 3anepxXKu (time delay index) 1 mHIEKC KOppesi-
uuu a3 (phase correlation index) [109].

Heiiposusyaauzayus. Caumku MPT rojgoBHoro mosra
B Ae0l0Te 3a00JieBaHMsI, KaK MPaBUI0, 0€3 BhIPaXKEHHbIX
HapyumieHuii. BcTpeuaroTcs omucaHusi HeOOJbIIOTO
WM YMEPEHHOTO PaCIIMPEeHUS Cy0apaxHOUIAIbHBIX IIPO-
CTPaHCTB U XEIYIOYKOB roJIOBHOro Mo3ra. [1o mepe mpo-
IrpecCUpoBaHMs 3a00JI€BaHUS Y HEKOTOPBIX MAIIMEHTOB
OTMeJaeTcsl HapacTaHKe aTpOo(UU TOJIOBHOTO MO3Ta, TIpe-
MMYIIECTBEHHO B 00J1aCTU MO3Xeuka. B nureparype yacto
BCTPEYAIOTCS OMUCAHUS 3aIePKKU MUCITMHU3AINN C TH-
IIEPUHTEHCUBHBIM CUTHAJIOM OT OEJIOr0 BellecTBa II0
naHHbIM MPT rojioBHOro Mo3sra, a Takxke CHIXKEHHUE YPOB-
Hs N-alleTwiacrapraTa, BRISIBISIEMOE TP IIPOBEACHUU
MP-criekrpockonuu [103, 105, 106].

lenemuueckoe uccaedosanue. CeMeiHBII aHaMHE3
JIVIITh B PEIKUX CIIy4Yassx BBIABIISIET BApraOeIbHOCTD TeUe-
HUA 3a00J1¢BaHUs BHYTPU OTHOM ceMbU (JIETKUE IIPOSIB-
JICHUs] y POOUTENeH, NeTH KOTOPBIX CTpagaloT 3TUM 3a00-
neBanueM) [113, 114]. Yare Bcero BeISBISIIOTCS MyTalluA
de novo. KCNT1 — oCHOBHOI4 TeH, OTBETCTBEHHBII 3a pa3-
BUTHE 3a00JIEBAHNS; MyTallUU B TAHHOM T€HE BbISIBIISIIOTCS
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B TToJioBUHE Bcex ciydaeB [103, 104, 115]. JIpyrue reHsl,
CBI3aHHBIE ¢ 3TUM cuHApoMoMm, — SCNIA, SCN2A,
SLC1245, BRAT1 v TBC1D24[104].

Memaboauueckue uccredosanus. Y HEKOTOPBIX AeTeit
C MUTPUPYIOIUMHU (POKATBHBIMU IIPUCTYIIAMU OBUTH BBI-
SIBJICHBI 3200JIeBaHVS M3 TPYIIITHI BPOXKIEHHBIX HAPYIIICHUH
mKo3uanpoBanus [116].

Hughgpepenyuansroiii duaenos:

* go3pacmsaasucumole cemeiiHble U HeceMeilHble Heo-
HamanvHble U MaadeHyeckue snusencul OTIMIAIOTCS
HOPMAaJIbHBIM IICUXOMOTOPHBIM Pa3BUTUEM M OTCYT-
CTBMEM MUTPUPYIONLIETO MaTTepHa Ha UKTaIbHOI DT
cmpyKkmypHble (hoKanbHble opMmbL INUAENCUU C PAHHUM
debromom OTIIMYAIOTCSI HAJTMYMEM CTEPEOTUITHBIX TTPH-
CTYIIOB, YacTO C 1 MOCTOSTHHBIM (DOKYCOM 0€3 MUTPHU-
pytoiero narrepHa Ha D3I
dpyeue eeHemu4ecKue snusenmuieckue sHyegaronamuu
C PAHHUM HAYAA0M MOTYT TIPOSIBIIATHCS MYJIBTU(OKAITb-
HBIMY 1/ WIN TeHEepaTN30BaHHBIMU IIPUCTYIIAMU C TSI-
KEJI0M 3aIeP>KKOM ICUXOMOTOPHOIO Pa3BUTHSI, HO IIpU
5TOoM Ha DDI He BBIIBIISETCS XapaKTepHBI MaTTepH
MuTpanun ¢poKyca B paMKax OTHOIO M TOTO XK€ IPH-
cryma. Y MHOTHX M3 3THX JIEeTei TaKKe MOTYT pa3BU-
BaThCS IBUTATEJbHBIC HAPYIIICHMS,
dpyeue 8podicOeHHble HapyuleHUss 0OMeHa 8elecmas;
cunopom Jlpase oTIMYACTCS IUINTSTBHBIMU TEMUKIIO-
HUYECKUMU IPUCTYIIaMU, KOTOPBIE MOTYT MEHSITB Jia-
TepaTM3aIIO OT IPUCTYIIA K IPUCTYITY. OMHAKO OTCYTCT-
BYeT IAaTTepH MUTPAIIMN B paMKaxX OTHOTO ITPUCTYIIA.

3. «Cundpom uHpaAHmMuUAbHLIX CRAZMO6» — TEPMUH,
npeajaraeMblii il 0003HaYeHUsT Kak cuHapoma Becra,
TaK ¥ SIMIICIITUYECKUX CTIIa3MOB C IE0I0TOM B MJIaJicHYEC-
KOM BO3pacTe, KOTOPhIe HE COOTBETCTBYIOT BCEM KPHTE-

pusim cuHapoma Becra. Kinaccuyeckuii cunapom Becra
XapaKTepU3YeTCs TPUAI0i CUMIITOMOB: SITMICITUICCKIE
crna3Mbl, runcaputMust Ha DDT 1 3agepkKka I perpecc
TICUXOMOTOpHOTO pa3Butud [117]. OgHako y MageHIIEB
C CHHIPOMOM MH(PaHTWIBHBIX CITA3MOB 9aCTO OTCYTCTBY-
eT 1 u3 atux 3 kputepueB. Hanmpumep, 3amepxka 1cuxo-
MOTOPHOT'O Pa3BUTHSI MOXET OBITh HEOUCBUIHOM, MITH MO-
JKeT OTCYTCTBOBATh TUITMYHAS TUTICApUTMUSL. MI3MeHeH1e
B KJ1acCH(UKALIMK ITOAYCPKUBACT BaXKHOCTh paHHEH M1~
arHOCTMKM CUHIpOMa MHMAHTUIBHBIX CITA3MOB ¥ MHUIIHA-
allMM Tepaluu, TaK KaK IIpU paHHEM Hayaje JeYeHUs
oTMeuaeTcst bosiee OJaronpusATHLIN mporHo3 [118]. Cun-
JIpoM MH(MAHTIWIBHBIX CIIa3MOB XapaKTepHU3yeTCsl HA4aJIoM
SOUJICTITUYECKUX CITa3MOB B Bo3pacTe oT 3 10 12 mec, Xo-
TsI OHM MOTYT BO3HUKHYTH 1 ITO3aHEee. TiaTeIbHbIi COOp
aHaMHe3a B HEKOTOPBIX CIy4Jastx ITO3BOJISICT BBISIBUTD ITPH-
YUHY 3a00JieBaHMs (HaIpuMep, yKa3aHUe Ha IIPUOOpeTeH-
HYIO CTPYKTYPHYIO IIaTOJIOTHIO TOJIOBHOTO Mo3ra). OmHaKo
B IPYTHX CJIydasiX B aHAMHE3¢ KaK1e-JIM00 OTATOIIAIOIIIE
(hakTOpBI OTCYTCTBYIOT. B HEKOTOPBIX CITydastx IETH C paH-
Hell MnafgeH4YecKoi DPD unm apyruMum sHuIeTICUsIMUA
C paHHUM JIe0I0TOM (OOBIYHO C (POKATBEHBIMU HPUCTYIIAMI)
MOTYT JEMOHCTPUPOBATh KIIMHNYeCKue 1 DD -npu3Haku
cHHIpoMa MH(PAHTUIIBHBIX CITa3MOB nocie 3—4 Mec XKu3-
Hu [119].

Dnudemuonoeus. IpenonaracMast yacTota CUHAPOMA
MHGAHTWIBHBIX c1ta3MoB coctasistieT 30 Ha 100 ThIc. po-
JMWBIINXCS XKUBBIMU, TIPX 3TOM HEKOTOPHIE MCCIICTOBAHUS
MpearoaratoT 0osiee BHICOKKE IOKa3aTeu 3a00J1eBaeMO-
CTH B ceBepHBIX reorpaduyeckux mmuporax (IlBenms,
Ounnaamus, danus) [8, 120—122]. TonyasammuoHHasI KO-
ropTa rokasajia, 9YTo Ha CHHIPOM MH(paHTWIBHBIX CTIa3MOB
npuxonutcst 10 % smnuierncuii, KOTopble HAUMHAIOTCS

[JluarHocTnyeckue KpUTepUn SNUNENCUM MIaeHYeCcTBa C MUTPUPYIOLLMMU
¢pokanbHbiMu npuctynamu no MpoekTy Knaccudpukaumm snunenTUYECKUX
cuippomoB 2021 r. (ILAE Guidelines, 2021)

00643aTenbHble KpuTepumn

Jnunentuyeckine NpuCTynbl: GoKanbHble/MyabTUGOKaNbHbIE TOHUYECKMe

NN KNOHUYECKMe NPUCTYNbI B YaCTU CyYaeB B COUETAHINM C NIETKOI OCTAHOBKOIA
AKTUBHOCTY M BbIPaXeHHbIMIN BereTaTUBHbIMM NpoABReHNAMY. KnuHuuecku
MpPUCTYNbl NePeXoAAT (MUrpUPYHOT) U3 OZHOTO MONYLLIAPUA UIN JONM TONIOBHOFO
Mo3ra B Apyrue. Yactota npucTynoB 6bICTpo YBENUYMBAETCA B NEPBbIE Hefenu

1 MeCALLbI, YaCTo Pa3BUBALTCA INUAENTUYECKNIA CTATYC.

31 Ha MKTanbHoii I perncTpupyeTca MUrpUpYHOLLIAA NaTTepH (ANA perncTpauum
naTTepHa MOXeT noTpe6oBaTbCA AnuTeNbHaA 3anuch Buaeo-I3r).
MynbTupervoHanbHble pa3pagbl.

Bo3pacr nebtora: o 12 mec.

ConyTCTBYIOWME HAPYLIEHNA: 3a/iePXKKa UM PErpecc NCUXOMOTOPHOro pa3BuTUA
Ha GOHe YaCTbIX MPUCTYNOB.

TeueHue 3aboneBaHnA: 3afepKa NCUXOMOTOPHOTO Pa3BUTUA.

HacropaxuBatowue npusHaku
I3[ naTTepH «pa3pAf—yrHeteHue» Ao Hayana Tepanun A3NN. EAUHNYHBIN CTORKKA
anunenTuyeckuit pokyc Ha I3I. Tuncaputmus.

Bo3pact pebrota: 6-12 mec.

Pa3BuTue B fiebioTe: BbipaxkeHHas 3adepKa NCUXOMOTOPHOTO Pa3BUTUA

[0 Hauana npucTynos.

HeBponoruyeckuii CTaTyC: BbipaxeHHble HapyLUEeHA B HEBPONOTUYECKOM CTaTyCe
[0 Hauana npucTynos.

Teuenwe 3aboneBanua: pemuccua npuctynos. OTcyTcTBIE aTPOGUN FONOBHOTO
mo3ra Ha MPT.

Kputepum uckniouenns

JnunenTuyeckie NPUCTYNbl: MUOKIOHUYECKMe NPUCTYNbI.
HeipoBu3yanu3auma: cTpyKTypHble INUAeNToreHHble HapyLUeHNs, ABNAILLMECA
npuyMHoii 3aboneBaHna.

[pu ycTaHoBNEHUN auarHo3a Tpebyetca npoeseHne MPT ronoBHoro mosra

ANA UCKNKYEHNA CTPYKTYPHOIA NPUYNHBI.

3anucb ukTanbHoii I He TpebyeTca AnA YCTaHOBNEHUA AUArHo3a, eI MUrpaLms
MPUCTYNOB OTMEYAETCA KNMHUYECKM, O/HAKO HACTOATENIbHO peKOMeHAYeTcA

IS perncTpaLmn nattepHa Mirpawim.

CuHapom 6e3 nabopatopHoro noATBePMXAEHNA: B CUTYALMAX, KOTA BOIMOXHOCTH
npuMeHeHA Apyrux MeTof0B ANArHOCTUKY OrpaHuyeHbl (B CTpaHax

C OrpaHNYEHHbIMI MATHOCTUYECKNMIA BO3MOXKHOCTAMM), AnarHo3 IMMOT moxet
ObITb YCTAHOBNEH Ha 0CHOBAHUY KAMHUYECKOI KapTUHbI MUTPALMN NPUCTYNOB

6€3 331 n MPT; nauyeHT JOMKeH COOTBETCTBOBATH BCEM 0043aTeNbHbIM
KNVHUYECKUM KpUTEPUAM NPU OTCYTCTBUI KINHUYECKUX KPUTEPUEB CKMIOYEHWA.
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B Bo3pacTe 10 36 Mec [8, 38]. OTMeueHO HEKOTOPOE TIpe-
00JIagaHye MalMeHTOB MYXKCKOTO T10J1a.

Kaunuueckas kapmuna. CuaapoM MHOPAHTUIBHBIX
cra3MoB OOBIYHO HauMHAaeTcs B repuon oT 3 1o 12 mec,
¢ nuarma3oHoM ot 1 no 24 mec. Ecim 3aboneBanue nedro-
TUPYET paHbllle 3 Mec, CIeIyeT UCKITIoUaTh Apyrue DP3.
ITcuxoMoTOpHOE pa3BUTUE N0 HAavYasa 3a00IeBaHUSI MOXET
OBITH B HOPME, OJHAKO YaCTO PETPOCIICKTUBHO BBISIBIISI-
eTCs 3alepKKa pa3BUTHS. 3aepkKa, OCTAHOBKA MJIU per-
pecc IICUXOMOTOPHOT'O Pa3BUTHS, KaK IIPaBUIIO, BOSHUKA-
0T ¢ HayaJoM cna3moB. Pomutenn Moryt cooOlarh
00 M30JIMPOBAaHHOM PErpecce 3pUTEIbHOr0 KOHTaKTa WiIn
U3MEHEHUSIX B PeaKIIMy Ha OKPYXKAIOIINe CTUMYJIbI, BO3-
HUKAIOIINX B TeUCHNE HECKOJIBKUX THEN WU HEOeNHb 10
IMOSIBJIeHUs cna3MoB. Eciu Tepamms He MHULIMMpPOBaHA
HE3aMEIUTENIbHO, OTMEYAIOTCS OCTAHOBKA U NATBHEWIINIA
YCYTYOJISTIOIIMIACS. perpecc ICUXOMOTOPHOTO Pa3BUTHSI.

TimaTenbHbI HEBPOJIOTUYECKU OCMOTpP, BKJIIOUA-
IOIIUI U3MEPEHNE OKPYKHOCTH T'OJIOBBI, MHOT/IA ITO3BO-
JISIET YCTAHOBUTH STHOJIOTUIO 3a00JIeBaHMS, OMHAKO MO-
XKET He BBISBISITh KaKMX-I100 HapymeHuil. [Tomomib
B OIIpenesICHUM IIPUYMHBI 3a00JICBaHNUSI MOTYT OKa3aThb
JIepMaTOJIOTMYeCcKoe 00cenoBaH e (IIPY HATMYNK CAMII-
TOMOB, YKa3bIBAIOIIMX HA HEHPOKOXKHOE 3a00JIeBaHUE,
HaIlpUMep TyOSPO3HBIH CKIIEP03), OPTaTbMOJIOTHIECKOE
00cIenoBaHMe U MCCIeA0BaHNE TU3MOP(PUUESCKIX 0CO-
OeHHOCTE.

Teuenue 3a6oneéanus. CUHAPOM MH(PAHTUIIBHBIX CIIa3-
MOB 9aCTO TpaHC(hOPMUPYETCS B APYTHE SMIICIITUYSCKIC
cuanpomsl, HarpuMep B CJII uimm pe3ncTeHTHBIE (POKaIh-
Hble snuiencuu. [IpumepHo y 1/2—1/3 malmeHTOB ¢ CUH-
IPpOMOM MH(pAHTWIBHBIX CITAa3MOB BITOCJEACTBUAM Pa3BU-
Baetcs CJIT [123, 124]. Y HeKOTOpPBIX AeTeil OTMedaeTCs
IIeOrOT (hOKATEHOM SIIIIETICUM, KOTOPAs TIEPEXOIUT B CHH-
IpoM MHGpAHTWIBHBIX CIIa3MOB, a 3aTeM, KOTaa peOeHOK
CTAHOBUTCSI CTapIlle WU IT0J BIMSHUEM TepaIruu, SIH-
JIETICUSI BHOBb IpUOOpeTaeT YepThl (hoKaabHOU. B Takux
ciydasix Ha D31 yacTo BUAHBI perMOHaIbHbIE U3BMEHEHMS,
a TUIIMYHAST TUTICAPUTMMST MOXET OTCYTCTBOBaTh. Codue-
TaHWe Y HaryeHTa (DOKATBHBIX IIPUCTYIIOB, ACUMMETPHYHBIX
SOWICNTUYECKUX CIIa3MOB M YCTOMUMBBIX PETMOHAIBHBIX
n3MeHeHu Ha DT TpeOyIOT UCKITIOUEHUS CTPYKTYPHBIX
SIUJICTITOT¢HHBIX HAPYIIICHUIA.

B omHmx ciaydasix cria3Mmbl JUTMTEIBHO COXPaHSIIOTCS,
0COOEHHO TP OTIPENEICHHBIX TeHETUYECKUX MU CTPYK-
TYPHBIX SHLE(DATONATUAX, B IPYTUX — CIIA3MBbI IIPOXOAAT
Ha (poHe 3(p(PpeKTUBHOI Tepanuu, U B TaJIbHEIIIIEM 31T -
JICNTUIECKUE TIPUCTYIIBI OTCYTCTBYIOT.

Jertn, KaK IIpaBWIO, UMEIOT BEIPAXKCHHYIO 3aIePKKY
IICUXOMOTOPHOTO Pa3BUTHUS HE3aBUCHMO OT MCXO/Ia IIpH-
CTyToB. TsSoKeCTh 3aIepXKKY pa3BUTHS CBSI3aHA B OCHOBHOM
C 3THOJIOTHEH 3a00J1eBaHKSI M1 CBOEBPEMEHHOCTBIO Havaja
Teparmu.

Inunsenmuueckue npucmynst. DTTAICIITUICCKIE CIIa3-
MBI — 00s13aTeIbHbBIN KpuTepuii nnartHo3a. Cra3Mbl COCTO-

SIT M3 KOPOTKUX TOHUYECKHNX COKPAIICHUN aKCHUaTbHBIX
MBIIIIII IIPOIOJIKUTEIEHOCTRIO 10 3 C, KOTOPHIE MOTYT OBITh
(bIEeKCOPHBIMH, 3KCTEH30PHBIMU WJIM CMEIIaHHBIMH.
OOBIYHO OHM BO3HUKAIOT CEPUSIMU, C YBEINICHUEM BBI-
PaXXeHHOCTH IBHMTATEIbHBIX IIPOSIBIICHUI B CEPUH, TIPO-
JIOJDKAIOTCSI B T€UEHHE HECKOJbKUX MUHYT (XOTSI Cepuu
MOTYT IINTHCS 30 MUH WIIM JOJIBIIIE) K YACTO BO3HUKAIOT
npu npoOyxaeHuu. [1puctyrsl MOTyT OBITH CUMMETPUY-
HBIMU WJIA aCUMMETPUYHBIMHU, TAKXKE MOTYT OTMEUYaThCsI
«CTepThie» MPUCTYIIHI (subtle seizures), MPOSBIISIONIAECS
HEe3HAYNUTEIbHBIMUA KUBKAMHM TOJIOBOI, 3aBEICHUSIMU IJ1a3
WIN ABVDKEHUSMU ITOA00POIKA.

MoryT HabmonaThCA (DOKATBbHBIE TIPUCTYIILI B COYE-
TaHUHM CO CIIa3MaMM, OCOOCHHO IIPU CTPYKTYPHOM 3THO-
Jjioruu 3abojieBaHUs, HAIpUMEpP B ciiyyae TyOEepO3HOTO
CKJIepo3a Ui (hoKaIbHOM KOPKOBOit auctiia3un. Mokaib-
HBIC IIPUCTYIIBI MOTYT BO3HUKATh HE3aBCHUMO OT CITa3MOB
JIMOO TIPENIIeCTBOBAaTh UM, PETUCTPUPOBATHCS BO BPEMSI
WY Cpa3y 3a TPYIIION SMIISIITUISCKIX CITa3MOB, WM Ja-
K€ BO3HUKATh Ha IPOTSKCHUU BCEH CepUM BIUJICIITH -
YeCKHUX CIa3MoB. Hanmyare TOHMYeCKUX IIPUCTYIIOB B I¢-
OroTe 3a00JieBaHMSI HE TUIIMYHO U yKa3blBaeT Ha APYIYIO
paHHIOI DPD.

DII-uccredosanue. UHTEpUKTAIbHO, KaK IIPaBUIIO,
peructpupyetcs ruricaputMus (mud@y3Hoe BEICOKOAM-
IUTUTYIHOE apUTMUIHOE 3aMEeJICHNE B COUETAHNUN C MYJTh-
THPETUOHAIBHBIMU SIIICIITU(MOPMHBIMU pa3psiaaMm),
1 BEPOSITHOCTH €€ OOHApYyKeHUsT Hanbosee BhIcOKa B (pa-
3¢ MeIJIeHHOro cHa. OmHaKO y HEKOTOPHIX IMAllMEHTOB
¢ MH(AHTWIBHBIMY CITa3MaMM TUIICAPUTMUS OTCYTCTBYET,
HO Ha D3I oTMedaloTcs 3HAYMTEIbHBIE OTKIOHEHUS
OT HOpMBI. MOXKET perucTprupOBaThCs MAaTTepH MOIU (U~
LIMPOBAHHON TUIICAPUTMUHM, IIPU KOTOPOM OTMEYaeTCsl
BBIpAXXKCHHASI MEXITOIyIIapHasl TUIIEPCUHXPOHMS, VTN
YCTOMUYMBEIE PETMOHAJIBbHBIC M3MEHEHMSI, BKIIIOUYAIOIIIIE
MMaTTepHBI (POKATBLHBIX cIa3MoB. Hammure pernoHaabHbBIX
SIWICHTUMOPMHBIX Pa3psIIOB WIM PETHOHATBHOM HU3KO-
AMIUIMTYOIHON OBICTPOBOJHOBOM aKTUBHOCTU HOJDKHO
YKa3bIBaTh Ha JICXKAIIYI0 B OCHOBE CTPYKTYPHYIO ITaTOJIO-
TUIO TOJIOBHOI'O MO3Ta. Y HEKOTOPHIX ITAIIEHTOB MOXKET
PErUCTPUPOBATHCS BBIpaxkeHHAsT MYJIBTHPETHOHATbHAS
snIenTU(OPMHAST aKTUBHOCTL Ha DI 6e3 IIpu3HaKoB
M3MEHEHMSI OCHOBHOI1 aKTUBHOCTH, XapaKTePHBIX [IsI TUIIC-
aputMuu. B nebrore 3a0oeBaHMs WK Y AeTeil cTapiiero
BO3pacTa TUIICAPUTMUS TAKXKE MOXET OTCYTCTBOBATb.

HkranbHag ODI° Bo Bpems cria3Ma XapaKTepU3yeTcs
BO3HMKHOBEHMEM BBICOKOAMILIATYIHOU T€HEPATIM30BAHHOM
aKTMBHOCTHU «OCTpasi—MeIJICHHAsI BOJTHA» C TIOCIICIYIOIICH
HU3KOAMIUIUTYIHOM OBICTPOBOJIHOBOI aKTUBHOCTBIO, KOTO-
past MOXET ITPOSBIIATHCS B BUIIE KPaTKOBPEMEHHOTO 2JIEK-
TpoaekpemeHTa. [umcapuTMusi oObIYHO HUBEIMPYETCS
WJIU TTOJTHOCTBIO TIPEKpaIaeTCsl BO BpeMsI CEpUH SIIICTITH-
YeCKUX cria3MoB. M cItonb3oBaHe MUOTPaUecKOro JIeKT-
pOIa IOMOTaeT OTIMIUTD SMICITHYECKIE CIIa3Mbl OT MHO-
KJIOHMYECKMX ¥ TOHMYECKUX ITPUCTYIIOB [125].
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IMaTTepH «pa3psa—yraereHue» Ha DB — mpusHaK
paHHel MIageH4YecKoit DP3.

Heiposuzyanuzayus. TlpoBeneHue HelipoBu3yanusa-
LIMY Ha paHHE# cTaguy 3a00JieBaHUSI HACTOSITEJILHO pe-
KOMEHIYEeTCS UTSI BRISICHEHUSI STUOJIOTUM U OTIPEIeICHIS
TaKTUKU JieueHus. iamMeHeHus1 no naHnHeiM MPT ronos-
HOTO MO3TI'a BBISIBJISTIOTCS B 1/2—2/3 cydaeB y neTeii ¢ MH-
daHTUABHBIMU ciazMaMu [8, 126—130] u Moryr umeThb
MPUOOPETEHHBIN WM BPOXIECHHBIA O4arOBbIi, MYJIbTH-
¢okanbHbIi nn gud@y3HbII XapakTep. HeitpoBusyanu-
3alUI0 CJIEAYET IOBTOPUTH Mocie 2 JieT XXU3HU (TTocie
3aBEpIICHUS MIPOILIECCOB MUCTMHU3ALINMT ), TIPU TTOI03pPe-
HHMH Ha 09aroBOE CTPYKTYPHOE MOPaXKeHUE WM TIPH PE3UC-
TEHTHBIX K Tepariy MH(GAHTIBHBIX CITa3MaX HEM3BECTHOM
stuonoruu. Ilpu HopMmanbHOM pesyisrate MPT mMoxer
MMOTPeOOBAThCS CIIELMATN3UPOBAHHOE BBICOKOpa3pe-
matomiee MP-uccienoBaHue no 3nuaenToJ0rnuecKoin
MporpamMMme JIjist 00HAPYKEHUS «CKPBITBIX» 04arOBBIX KOp-
THUKaJIBHBIX AUCIUIA3MIA, a TAKKE ITPOBEICHIE TTO3UTPOHHO-
amuccronHoit tomorpadun (IAT) ¢ 1BF-ne3okcurioko-
30ii. TakMe malueHTHl JOJKHBI OBITh HAIIpaBJICHHBI Ha
paHHee npexupyprudeckoe oobciaegosanue. Kpome toro,
HaJIM4ue orpeaeeHHbIX aHoMaui 1o gaHHeiM MPT ro-
JIOBHOT'O MO3Ta MOXET YKa3bIBaTh Ha HEKOTOPBIE 3a00J1¢-
BaHWS M3 IPYIIIBEI HAPYIICHU 0OMeHa BEeIIeCTB.

Ilenemuueckue uccredosanus. Eciv mociie mpoBeneHUsT
KIMHUYecKoro ocMotpa u MPT rosoBHOro mMosra 3TMos0orust
3a00J1eBaHUSI HE YCTAaHOBJIEHA, HEOOXOAMMO IIpOBEAeHUE
TeHEeTUYECKMX MCCIIe0BaHMIA. [eHeTIecKoe ncceroBaHre
TaKKe PEKOMEHIIOBAHO MPY BHISIBICHUH XapaKTEPHBIX CTPYK-
TYPHBIX HAPYIIIEHMI1, KOTOPBIE MOTYT OBITh CBSI3aHBI C OIIpe-
JIeJICHHBIMH T€HETUIECKUMU IIPUINHAMU.

ITpu cuHapoMe MHGAHTUILHBIX CIIa3MOB OBIJIN OITH -
CaHBI MyTalld BO MHOTHMX FeHaX, ¥ OHU YaCTO MOSBIISTIOTCS
de novo. [eHeTMYECKAST OTHOJIOTUST MOXET OBITh YCTAHOB-
neHa y 41 % nanueHToB [8]. DTHOJIOTUS BKIIOYAET TPU-
coMuIo 21-i xpomocoMbl, MyTauuu B reHax ARX, CDKLS5,
STXBPI1, IOSEC2, TSCI1, TSC2 n mHorue npyrue. IeHe-
TUYECKast MyTaIlis MOXET OBITh YHACJIEIOBaHA OT OTHOIO
W3 pOOUTENeHt C JISTKMM TeUyeHHeM 3a00JIeBaHUsI WM OT
0eccMMNTOMHOro poaurensi. KpoMe Toro, CMHAPOM MH-
(haHTUIILHBIX CITA3MOB HAOJIIOAAETCS IIPU Pa3TMIHBIX XPO-
MOCOMHBIX aHOMAJIMSIX, IT03TOMY TaKXKe 1I1eJIeco00pa3HO
HCCIIeI0BaHNE KApMOTHIIA U IIPOBEICHNE XPOMOCOMHOTIO
MHMKPOMATPUIHOTO aHAaJIM3a.

Memaboauueckue u dpyeue rabopamopHbie uccaedosa-
Husg. MeTtaboauyeckasi 3TUOJAOIUSI — peaKasi, HO OUYeHb
BaXkKHasl MPUYMHA CMHIPOMAa MHMAHTWILHBIX CITA3MOB.
Bormpoc 0 MeTaboinyecKkoM TECTUPOBAaHUM CIEAYET pac-
CMOTpPETh, €CJIM IIPU KIMHUIESCKOM OOCIeHOBAHUU WA
npu npoeaeH MPT roioBHoro Mo3ra npuumHa 3a00-
JICBaHMSI HE BBISIBJICHA.

Heob6xoauMo MCKIIOYUTh MUPUIOKCUH3ABUCUMbIE
cynoporu. Eciu naGopaTopHasi nMarHOCTUKA MUPUIOK-
CHH3aBHCUMBIX CyIOPOT HEOCTYITHA, C IIEIbI0 OBICTPOTO
HUCKJTIOYCHUSI 9TOTO TMAarH03a BO3MOXKEH MPOOHBII IIpreM
mupugokKcuHa B go3e 100 mr/cyT B TedeHne 3—7 mHEIA.
OmHako, YIUTHIBas pEIKOCTh 3TOTO 3a00JIeBaHMS, ITUPH-
JIOKCMH HeoOX0IMMO Ha3HayaTh OJHOBpeMeHHO ¢ ADII
1-i1 TMHUK.

Hughgpepenyuansroiii duaenos:

1. Dnunrenmuueckue CUHOPOMbL:

* DAHHASA MAGOeHYecKas SHueparonamus pazeumus u dnu-

JAenmuteckas OTIMYAIOTCS NeOIOTOM B BO3pacTe IO

[lnarHocTnyeckue Kputepum CMHApPOMa MHGAHTUNbHBIX (Na3MoB
no MpoeKTy KnaccudpukaLum snunenTUYeckux cuiapomos 2021r.
(ILAE Guidelines, 2021)

00643aTenbHble KpuTepum

JnunenTuyeckie NPUCTYNbI: CepuitHble GreKCopHbIe, IKCTEH30pHble

WK CMeLLAHHbIe SMUnenTyeckue Casmbl.

I runcapuTMuA, MynbTUPEruoHanbHble UK GOKaNbHble nunenTUdopMHble
paspAdbl.

Bo3pacr gebiora: 1-24 mec (xoa 3nunenTuyeckme Cna3mbl MOryT HaUMHATLCA
no3Hee, HO 3TN CyYan He PacLieHNBAKTCA Kak CUHAPOM UHOAHTUNBHBIX
(na3moB).

ConyTCTBYIOWME HAPYLLIEHNA: 3a/iepXKa pa3BUTIA Moce AebloTa CNa3moB.

HacropaxmuBatowme npusHakm

31 HopmanbHas uHTepuKTanbHaa 33I. laTTepH «pa3pAs—yrHeTeHue.
Bospacr pebiora: 1-2 mec.

Kputepumn uckniouenns

I3I: HopmanbHaa 33 B0 Bpema 3aperucTpupoBaHHbIX KNUHYECKUX COBbITHIA,
MOXOXMX Ha CNa3mbl.

MPT ronoBHoro mo3ra He Tpe6yeTcn [ANA YCTAaHOBNIEHNA iNarH03a, 04HaKo
HaCTOATENbHO PeKOMEHAYETCA 1A UCKITIOYEHIA CTPYKTYPHOM NpUYMHbI 3aboneBanmA.

3anuc ukTanbHoi I He TpebyeTca, en Ha MHTepUKTanbHoil 3N BbIABAAETCA
rUncapuTMuA. B ciyyae oTCyTCTBUA MINCAPUTMIAN ANA YCTAHOBIIEHUA MAarHo3a
HeobXoaMMa uKTanbHas J3I.

BepoATHOCTb pa3BUTUS CUHAPOMA («<CMHAPOM B Pa3BUTUM»): AETH

C MIPEALLECTBYHOLLMM NOPAXKEHNEM TOTIOBHOTO MO3Ta, IOPOKaMI1 Pa3BUTUA
FOJI0BHOTO MO3Ta UMW CELNUUECKAMIU TEHETUYECKAMIU COCTOAHUAMMY,
BKJIIOUAIOLLMMI PaHHIOK MiafieHueckyto IPI, y KoTopbix HabnioaaloTca
BbIPaXKeHHbIE MHTEPUKTaNbHble M3MeHeHna Ha I3 (BbICOKOAMNAMTYLHOE
3aMezNIeHue 0CHOBHOI aKTUBHOCTY /AW MyNIbTUPEroHanbHas
INMUNENTUPOPMHAA AKTUBHOCTD), LOMKHBI HAXOANTBCSA NOJ TLLATENbHBIM
HabnioeHeM Ha NpeIMET Pa3BUTUA dMINENTUYECKUX CMa3moB. OZIHAKO AMarHo3
CMHAPOMA MHGAHTUMbHBIX CMa3MOB He MOXET ObITb YCTaHOBMEH 0 NOABNEHNA
00:13aTeNbHOr0 TUNa NPUCTYNOB (MHYAHTUNBHBIX CNA3MOB).

(uHzpom 6e3 nabopaTopHOro NOATBEPXKIEHUSA: B CUTYALMAX, KOTAA BO3MOXHOCT
NPUMeHEHIA APYTUX METOZI0B IMAarHOCTUKIA OTPaHNYEHbl (B CTPaHax

C OrPaHNYEHHbIMI ANATHOCTUYECKAMI BO3MOXHOCTAMM), NPOBEEHNE UKTANbHOI
33I HacToATenbHO pekomenpyetca. Ecnu npoesenue 331 HeROCTYMHO, AMArHo3
MOXET BbITb YCTAHOBMEH OMbITHBIM BPAuoM Ha OCHOBAHIM XapaKTepHoil
KNUHNYECKOIT KapTUHbI TAMMYHBIX CEPUIHBIX SMUNENTUYECKUX CNa3MOB
(3aperncTpupoBaHHbIX NPY OCMOTPE UK Ha BIUAEO3aNNCH) Y MALMEHTA, KOTOPbIi
COOTBETCTBYET BCeM 06:3aTeNIbHbIM KIIMHUYECKUM KPUTEPUAM, PU OTCYTCTBUM
KNUHUYECKUX KPUTEPUEB UCKTIIOYEHNA.
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3 mec. XOTS SMUWICTITUYECKUE CTIa3MbI MOTYT IIPUCYT-

CTBOBATh, 0OJIee XapaKTePHBI APYTUE TUTIHI IPUCTYTIOB

(TOHMYECKUE, MUOKJIOHMYECKHE 1 CIIOKHBIE IIPUCTY-

ITbI, COCTOSTHAE M3 HECKOJIBKHUX ITOCICIOBATEIbHBIX

KOMITOHEHTOB);
* MUOKAOHUYeCKasi 3NuAencus MaadeHyecmeda TIPOSIB-
JISIETCSI MUOKJIOHMYECKMMM TIPUCTYIIAMU, a HEe 3ITH-
JnentudeckuMu crnazMamu. D3I u OMI nmosBosgior
OTJIMIUTH MUOKJIOHYC OT SIUJICIITUYESCKHNX CITAa3MOB.
®oHOBas aKTMBHOCTh B HOPME 1 COYETAETCS C TeHEe-
paM30BaHHBIMU MUK-BOJTHOBBIMU pa3psigamMu Ha DOT.
2. Hesnusrenmuueckue cocmossHus:
dobpokauecmeenHblil MUOKAOHYC cHa. BamparmBaHus
IIPY 3aChIIIAaHUU («TUITHATOTUICCKU PHIBOK») — Ba-
pUAaHT HOPMBI,
000poKauecmeeHHblil MUOKAOHYC MAAOCHHECK020 803DAC-
ma TIPOSIBIISICTCSI MUOKJIOHYCOM M HOPMAaJIbHOM MHTE-
PUKTAILHON U UKTaJbHOU DT,
* MaadeHyecKue KOAUKU TIPOSIBIISTIOTCS IIEPUOTMISCKIMU
IIPOIOJCKUTEILHBIMU IIPUCTYIIAMM IIIa9a 1 HATIPSTKe -
Hug Tena. DDI B HOpMeE;
0obpoKauecmeeHHble NPUCMYNbL OPOJCAHUS Y MAAOeHUe8
(benign shuddering of infancy);
dobpokauecmeenHble HeInUAenmu4ecKue cna3mol Mad-
denyee (benign infantile head drops): 9acTble KUBKU TO-
JIOBOJ C HaYaJIoM B Bo3pacTe 3—6 Mec. DTO COCTOSTHIE
MIPOXOJIUT CaMOCTOSITEIbHO. DD B HOpMe.
4. Cundpom Jlpase (paHee U3BECTHBIN KaK TsIKeIAsT
MUOKJIOHMYECKAsl SIUJICIICUS MJIaJeH4YeCTBa) OOBIYHO
JIe0TUpyeT Ha 1-M rofay XXU3HU y AeTell C MpeaiecTBy-
IOIIMM HOPMAJIbHBIM Pa3BUTUEM U IIPOSIBIISICTCS ITATEIb-
HBIMH, (PeOpUIBLHBIMUA U adeOpMIIBHBIMU, (POKATEHBIMU
(0OBIYHO TEeMUKIOHUYECCKUMHU) W TeHEepaIn30BaHHBIMU
TOHUKO-KJIOHNYeCKMMMU npucTyriamu [131]. dpyrue Turisl
IIPUCTYIIOB, BKJIIOYasi MUOKJIOHMYECKNE U aTUIINIHBIC
abcaHChI, BO3HMKAIOT B Bo3pacte oT 1 10 4 neT. [Tpuctymnbl
OOBIYHO TPYTHO IMOAMAIOTCS KOHTPOJIO, M CO 2-TO Trofa
KM3HM Y JCTeH MOSIBIISTIOTCS. KOTHUTHUBHBIE U TTOBEICHYEC-
kue HapymeHus [131]. Hapyirenue moxoaku, BKIIIo4as
XapaKTePHYIO ITOXOIKY Ha IMOJTYCOTHYTHIX HOTaX, KaK Ipa-
BUJIO, HAbJI0maeTcsl B Oojiee cTaplieM JeTCKOM BO3pacTe
[132]. JlnarHo3 moaTBepXKaaeTcsl MISHTU(MUKAITAEH TTaTo-
TeHHBIX MyTaIlvii B TeHe HaTpueBoro KaHajna SCNIA (00-
HapyxuBaioTcs 6ojiee yeM B 80 % ciydaes) [133].

Dnudemuonoeus. Cunapom JIpaBe BcTpedaeTcs mpu-
MepHO B 6,5 ciyyas Ha 100 ThIC. pOIMBIIMXCS KUBBIMU
[8, 38, 134].
Knunuueckas kapmuna. IpyucTynibl HAUMHAIOTCS OObIY-

HO B Bo3pacTe oT 3 1o 9 Mec, cpemHuii BO3pacT AeOoTa —
6 mec [131, 135, 136]. B peaxux ciydasix IpyUCTYITBl MOTYT
MIPOSIBJISITHCSI B Bo3pacTe | Mec XKM3HU WM B BO3pacTe
20 mec. B Havaste 3a0071€BaHMSI TICUXOMOTOPHOE Pa3BUTHE
[135—137] 1 HeBpOJOTUYECKUI CTATYC COOTBETCTBYIOT
HopMme. JleTn, KaK MpaBUjIo, M03Xe HAYMHAIOT XOIUTH
(B cpenHeM B 16—18 Mec), MOXKET OTMEUYAThCSI HEYCTOMYM -

BOCTbH ITOXOOKHU. Pazmep OKpyXHOCTH TOJIOBHI B IIEPBHIE
TOJbI KM3HM B HOpMe. BeIpaskeHHasI 3amep:kKa IICUXOMO-
TOPHOT'O Pa3BUTHS, I3MECHEHUS B HEBPOJIOTMUYECKOM CTa-
Tyce, IBUTATEJIbHBIC HAPYIICHUS WA MHUKpoIledamus
B HavaJie 3a00jieBaHUS YKa3bIBAIOT Ha ajJbTepHATUBHBIN
JIHaTHO3.

Teuenue 3abo0nesanus. I1puCTyIbl PE3UCTEHTHHI K TE-
panuy ¥ COXPaHSIOTCS Ha IIPOTSDKEHMH BCE KU3HU. DITH-
JICTITUYECKUI CTaTyc dYalle pa3BUBAeTCSI B BO3pacTe
IO 5 JIeT, OMHAKO MOXET BO3ZHMKHYTH IIO3IHEE, Maxe
BO B3pOCJION XKU3HU, 0COOCHHO Ha (hOHE MHTEPKYPPEHT-
HOTO 3a00JIeBaHMs Mau auxopanku [135].

B moapocTkoBOM/paHHEM B3POCIOM BO3pacTe SITH-
JISTITUYECKUI CTaTyC ¥ aTUIIMYHBIC A0CAHCHI BCTPEYAIOTCST
PEeIKo, OTMEYAIOTCS ITPENMYIIIECTBEHHO HOYHBIE KOPOTKIE
TOHWYECKUE IIPUCTYITbI M TeHePAIM30BaHHEIC CYTOPOXKHBIC
(Tonuko-kinoHnveckue) npuctynsl (I'CIT) [138, 139].

C TeueHreM 3a00JIeBaHUS IIPOTPECCUPYET HAPYIIICHIE
IICUXOMOTOPHOTO Pa3BUTHSI, U 3alepKKa Pa3BUTHUS CTa-
HOBUTCS OYeBMIHON B Bo3pacTte 12—60 mec [140—142].
IIpeobGnamaeT oTcTaBaHUE B peYEBOM Pa3BUTUU, Y O0JIb-
IIMHCTBA MMAIIMEHTOB TMAaTHOCTUPYETCS YMCTBEHHASI OT-
CTaJIOCTh, Bapbupyiolias oT Tskenoit (50 %) no nerkoit
[137, 140]. Y MHOIMX IMMalIEHTOB Pa3BUBAIOTCS ITOBEACH-
YeCKHE U JIBUTATCIbHBIC PACCTPOMCTBA, a Y HEKOTOPHBIX
HaOII0MAI0TCSI HEBHUMATEIBHOCTD Y TUIIEPAKTUBHOCTD
[135, 142, 143]. Penko oTMeuaeTcst perpecc pa3BUTHS O~
cJie 3MU30/10B SMUJIENITUYECKOTO cTaTyca. Y 00JbIIMHCTBA
MMAllMEHTOB, OMHAKO, HAOMIOAAETCS IIPEUMYIIeCTBEHHO
OTCTaBaHHUE B Pa3BUTHH M, KaK CJICICTBUE, MHTCIUICKTY-
anbHBbIe HapyieHud [140].

Co BpeMeHeM Yy OOJIBIIMHCTBA MAIIMEHTOB ITOSIBIISIIOT-
s JIETKHE TTMPaMUIHBIC HAPYIICHUS M N3MEHEHUE TIOXO-
KU, B CTaplIeM JAeTCKOM M ITOAPOCTKOBOM BO3pacTe Io-
CTeTieHHO (DOPMHUPYETCSI TIOXOIKA Ha ITOJIYCOTHYTHIX HOTaxX
[132].

Inunrenmuueckue npucmynst. XapaKTepHbI PELIUIABH -
PYIOIINE TeMUKJIOHNUYECKNE MPUCTYIB (KIOHNYECKIE
IMOJePrUBaHKSI HAa OMHON ITOJIOBHUHE Tela), (poKalIbHBIC
C TIIepexoIoM B OwmiaTepajabHble TOHMKO-KIOHNYECKHE
npuctynsl (BCII) niu reHepanm3oBaHHBIE TOHMKO-KIIO-
Huyeckue npuctynsl (I'CIT), KoTopsle 9acTO HOCIT IPo-
JIOJDKEHHBIM XapakTep W IPOBOLUMPYIOTCS JTUXOPAIKOM,
ITOBBIIIIEHUEM TeMITePaTyphl OKPYKAFOIIIEH CpeIbl MJIM BaK-
muHanuei [131, 136]. IIpogoKkuTeabHBIA TeMUKIOHN-
YECKUI IPUCTYII, COIMPOBOXIAIOIIMICS JIMXOPATKOM (0CO-
0eHHO cy0(heOpmIbHOIT), B Bo3pacTe 10 9 Mec XKM3HU,
IIPY OTCYTCTBUM MH(EKITNHU WJIN CTPYKTYPHOTO TIOPAKESHIMS
TOJIOBHOT'O MO3ra, Y paHee 3[I0pOBOro peOeHKa ¢ 00IbLLIOMN
BEPOSTHOCTBIO YKA3bIBaeT HA pa3BUTHE cUHApoMa JlpaBe
[135]. K 1,5—5 rogam MOTYT BO3HUKATh JOTIOJTHUTEIbHEIE
TUIIBI IPUCTYIIOB (OJHAKO He BO Beex ciaydasx) [135, 136]:
1) MuOKIIOHNYECKHE; 2) (pOKaAIbHBIE MPUCTYIIBI C HApYIIIe-
HHMEM CO3HaHUS; 3) aTUIIMIHbIC a0CAaHCHI; 4) aTOHUYECKIE;
5) HEKOHBY/ILCUBHBIN (0€CCYIOPOXKHBIN) SMUICHTAYECKUN
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cratyc (IIepBOHAYAIPHO HA3BIBABIIIUIACS «CTaTyCOM OTJIY-
LIEHUST» WIN «CTaTyCOM 3aTOPMOXXEHHOCTH» (obtundation
status); 6) TOHMYECKHE ¥ TOHUKO-KJIOHNYECKUE IIPUCTYIIbI
(TIpenMyIIECTBEHHO BO CHE, XapaKTePU3YIOTCSI CEPUAHBIM
TedeHHeM). B 3ToM Bo3pacTe, MOMUMO JIMXOPAaTOIHBIX
3a00JIeBaHUIA, TIPUCTYIIbI TaKXKe MOTYT OBITh CIIPOBOLIM-
pOBaHBI (GU3NYECKOI aKTUBHOCTHIO, U3MECHEHNEM TEMIIC-
paTypsl OKpYKaloIIeil Cpenpbl, 3pUTEIbHBIMY ITATTEPHAMU
(penko), horoctumysisiuyeii (15 % nmauyueHTOB) ¥ BO30YXK-
nmenueM [127, 135, 141].

ToHMYECKIME ¥ TOHMKO-KJIOHUYECKUE ITPUCTYITH, BO3-
HUKAFOII1E B OCHOBHOM BO CHE M ITPOTEKAOIIINE CEPHUITHO,
MOT'YT MOSIBUTHCS TIO3IHEE C TEUSHUEM 3a00JICBaHMS, TIPH-
MEPHO B Bo3pacTe 4—5 JieT, u IpeobaagaloT BO B3POCIOM
Bospacte [138, 139, 144].

DNUNIENTUYECKHE CITa3MBbl UCKITIOYAIOT JUArHO3 CUH-
npoma pase.

IIpucTtynbl OOBIYHO yYalllaloTCs Py Ha3HAYEHUU OJ10-
KaTOPOB HATPHMEBBIX KAHAJIOB (YTO MOXKET ITOCITY>KUTh BaXK-
HBIM JUATHOCTUYECKUM IIPM3HAKOM), TaKMX KaK Kapoa-
MasenuH, OKcKapbasenuH 1 ¢peHuTonH. CrenyeT n3oeraThb
MMPUMEHEHUS JJaMOTPUIKMHA Y MAJICHBKUX OETEH, ITO-
CKOJIBKY 3TOT IIperapaT TaksKe MOXKET arrpaBUPOBaTh IIPH-
ctynsl [145], omHaKo TaMOTPUIKMH MOKET OBITh 3 deK-
THBEH y MALMEHTOB 0oJiee cTapiero Bo3pacra [146].

DIrI-uccaedosanue. OcCHOBHAS aKTUBHOCTH (pOHA MO-
XKeT OBITh B HOPME WJIM 3aMeljieHa B Bo3pacTe J0 2 JIeT,
OTHAKO 3aMeJICHHEe OCHOBOI aKTMBHOCTH 0oJiee Xapak-
TepHoO noce 2 et xku3Hu [136, 141, 147]. UnTepuKTannb-
Hasl 3ImIeNTUOOPMHAsT aKTUBHOCTh YaCTO HOCUT (pOKaJTb-
HbII, MYJIbTUPETMOHAJbHBIA M Te€HEpaJM30BAHHBIA
XapakTep U TosIBJIsIeTCsl OOBIYHO noce 2 et [147].

doronapokcu3MaabHas peakiust orMeyaerca y 15 %
MMAIlMeHTOB U Yallle BCTPEUYaeTCs Y AeTeil MJIaIIIero Bo3-
pacra [147].

HxkranbHble n3MeHeHNs Ha DT 3aBUCAT OT TUIIA TIPU-
cryma. Y MaldeHTOB ¢ CepUIHBIMU IPUCTYIIAMU BO CHE
4acTO HAOJIOAAIOTCSI MHTEPUKTAIbHBIC Pa3psiabl B IOOHBIX
otnenax [144, 147].

Heitiposusyaauzayus. B niepruon nediota mMpucCTyIoB
MPT ronosHoro mo3ra o6srdHO B HopMme [148]. Co Bpe-
MEHEM MOXET Pa3BUBAThCS JIeTKas aTpodus TOJIOBHOIO
Mo3ra 1 Mo3xXeuka. B 1/3 ciydaeB oTMedaeTcst CKIepo3
rurmokama [ 148, 149], omHako Xupyprudeckoe JeueHue
SIUJICTICUY HE TT0Ka3aHo.

ITenemuueckue uccaedoganus. Mytanust SCN 1A BbISIB-
sisieTcst 6osee yeM B 80—85 % ciydaes [133]. BonbimmHeT-
BO MyTallMii BO3HUKAIOT de novo. OMHAKO IIPU MyTalllH,
paclieHeHHOI KaK BO3HUKIIAs de novo y peoeHKa, Ipu-
MepHO B 10 % ciiyyaeB MOXKET ObITh OOHApPYKEH MO3a-
WIIM3M Y OMHOTO u3 ponutesneii [150]. DTo mMmeet 3HaYCHUE
IIJIST METUKO-TeHETUYECKOTO KOHCYJIBTUPOBAHUS CEMBH.
CunnpomM [IpaBe MOXET BOSHUKHYThH Y OHOTO M3 WICHOB
cembu ¢ 'DOC+. Mytaum B reHe SCNIA MOTyT OBITH
OOHAapyXEHbI MIPU APYTUX SMUIENTAYECKAX CUHAPOMAX,

HarpuMep ripu 'DOC+ nim npu paHHEel MiIageHYIeCKOn

sHuedanonatun SCNIA. Ilnarnos cuaapoma JIpase Tpe-

OyeT TUIMMMYHBIX KIMHUYECKNX IIPU3HAKOB M HE MOXKET

OBITh YCTAaHOBJICH TOJBbKO Ha OCHOBAHWM I¢HETUYECKOTO

ananu3a [143]. I1pu ycTaHOBAEHUN KJIIMHUYECKOTO Avar-

HO3a JICUCHHE CJIeAyeT HAaUMHATh He3aMeUTUTEIBHO.

JebroT mo 3 Mec, BbIpaxkeHHasT 3a7ep>kKKa IICUXOMO-
TOPHOTO Pa3BUTHSI, IPEIIIECTBYIONIAS HAYATY TTPUCTYIIOB,
U JBUTaTeIbHBIC HapYIICHMS ITOCIe Ae00Ta IIPUCTYIIOB
yKka3biBaloT Ha SCNIA-DPD, a He Ha cuHapoMm JlpaBe.
JlanHoe 3a00J1eBaHNE MOXET OBITH CBSI3aHO CO criel(u-
YeCKMM TeHOTUIIOM (Hampumep, myrauueit Thr226Met
BreHe SCNIA) [151]. HexoTopsle cirydan paHHEro Hada-
na SCN1A-3aBucumMoii paHHel MiageHIecKoit DP3D cBs-
3aHBI C MyTalUSIMU, TIPUBOISIINMU K aHOMAJIBHOMY YCH-
JICHUIO aKTUBHOCTH OestKa (MyTanuu “gain-of-function”),
U TIPOBOLIMPYIOTCS BO3IECUCTBHEM OJIOKATOPOB HATPUEBHIX
KaHajoB [152].

Hpyrue reHbl, OTBETCTBEHHBIC 3a pa3BUTHE CUHIPOMA
JlpaBe, BcTpeyaloTcsl 3HaUUTeIbHO pexe. K HuM oTHoCAT-
cst GABRG2, GABRA1, STXBP1 (c TOMAHAaHTHBIM TUIIOM
HacienoBaHus), SCN 1B (¢ perieCCMBHBIM HaCJIeIOBAaHUEM)
[153].

®eOpuiibHbIE PUCTYIIBI WK ApYrue GopMbl AMUIIer -
CHH B ceMeITHOM aHamHe3e Berpevatores y 30—50 % ma-
LIMEHTOB, ¥ KJIMHNYeCKasi KAPTUHA B 3TUX CIYIasIX MOXET
HaAITOMUHATH TaKoBYI0 pu 'DDC+.

Memaboauueckue u dpyeue 1ad60pamopHbie Uccae008anHus
HE BBISIBJISTIOT HAPYIIICHUIA.

Hughgpepenyuansrolii duaenos:

1. Dnunrenmuueckue cUHOPOMbL:

@C+ TakKe MOTYT IPOSBIATLCS (PeOPUITBHBIMU MTPU-

CTyIIaMU B paHHEM JCTCKOM BO3pacTe, OMHAKO HaJIM-

Y1e MOBTOPSIONINXCS MMPOXOJIKUTEIbHBIX TeMHUKIIO-

HUYECKUX IIPUCTYIIOB TOJDKHO YKA3bIBATh HA CUHIPOM

Hpase;

CJIT MOXHO JIETKO OTIMYUTHL OT cUHApoma JIpase,

ITOCKOJIbKY TOHMYECKUE IPUCTYIHI ITOSBIISIOTCS Ha

paHHEeU cTaguM 3a00JIeBaHUs, a JINTEJIbHBIC TeMM-

KOHBYJIbCUBHBIE TIPUCTYIIBI HexapakKTepHB. Kpome

toro, Ha DT nipu CJIT" oTmMeuaeTcs 3aMeieHe OC-

HOBHOM AaKTHUBHOCTU C PETUCTpaLIMEld MEIJIEHHBIX

CITaliK-BOJIHOBBIX KOMILIEKCOB (<2,5 Iir) mpenmyiie-

CTBEHHO B JIOOHBIX OT/e/IaX B COUCTAHNU C TeHEPaIH-

30BaHHOI IMapOKCU3MaIbHOU OBICTPOBOJIHOBOM aK-

tuBHOCTBIO (GPFA) BO CcHe;

* BRUAencus ¢ MUOKAOHUYECKU-AMOHUYECKUMU NPUCTY -
namu umMmeeT OoJjiee MO3MHUK AEOIOT, YeM CHUHIPOM
JlpaBe; 0ObIYHO NPUCTYIBl HAYMHAKOTCS B JOLLIKOIb-
HOM Bo3pacTe. XOTS B HEKOTOPBIX CIIy4Jasx B aHAMHE-
3¢ MOTYT OBITh (DEOPUTBLHBIE TPUCTYIIBI, IIPOJOIKI-
TEBHBIX TEMUKIIOHUYIESCKUX ITPUCTYITOB M (DOKATBHBIX
MPUCTYNOB He Habmwoaaercs. TUNMMYHbBI MUOKJIOHU-
YeCKU-aTOHMYECKHE IIPUCTYIIBL. Y IeTeil MOXeT pa3-
BUTbCSI OeCcCydOpPOXKHBIM MUOKJIOHUYECKUIA CTaTyC;
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CYIOOpPOXHBIN SMUWICNTAYECKUMA CTAaTyC BCTPEYAECTCS
pexe;

MaadenyecKas SHueparonamus, C8A3aHHASI C Mymayu-
amu 6 eene PCDH 19, 00bI9HO TIPOSIBIISIETCST KJIaCTEP-
HBIMU IPUCTYIIAMH, B OTJIMYNE OT [UTUTSIIBHBIX TeMM-
KOHBYJIbCUBHBIX IIPUCTYIOB IpU cuHIpoMme JlpaBe.
Kaxk u npu cunapome JIpaBe, MPUCTYIILI IPOBOLIUPY-
10TCs Tuxopankoil. Dmuerncus pu PCDH 19-3Hi1e-
(asonaTy MpeUMyYIIIECTBEHHO BCTPEYACTCsI Y TAIlUCH-
TOB XEHCKOTO T10JIa 1 HACJIEAYEeTCsI 110 X-CICTUICHHOMY
THILY;

SCNI1A-9P3 otnnuaercs ot cuHapoMa JlpaBe Gonee
paHHUM 1e010TOM (<3 Mec), IMPEIIIeCTBYIOIIEH 3amepK-
KOM TICUXOMOTOPHOTO Pa3BUTUS M BBIPAXKCHHBIMU
JIBUTATCJILHBIMMA HapylieHusIMH. [laToreHHBIE My-
tauuu npu SCNIA-DPD, kak mpaBujiao, MPUBOAAT
K aHOMaJIbHOMY YCUJICHUIO aKTUBHOCTH OelKa (MyTa-
miu “gain-of-function”);

CMpYKmMYypHas YoKarbHas 3nuaencusi MOXeET JTeOI0TH-
POBATh C IUTUTEIBHBIX (DOKATbHBIX IIPUCTYIIOB, BBI3BAH-
HBIX JIMXOPAIKOM, OMHAKO ITOCIEAYIONINE TTPUCTYIIBI
BCeTIa BOBJIEKAIOT OIHY U Ty e CTOPOHY WJIM KOHEU-
HOCTB, B OTVIMYME OT CMHIpoMa [IpaBe, mpy KOTOPOM
TeMUKJIIOHMYECKHE MPUCTYITHI YACTO MEHSIIOT CTOPOHY.
MuoKkJIOHUYECKIE 1 TIPUCTYIILI ATUITMYHBIX a0CaHCOB
BcTpeuarorcst peako. Ha MPT yacTo BBISIBISIIOTCSE
SIUJICTITOICHHBIC HAPYIIIEHUS, SIBJISTIOIIACCS TIPUIH -
HOW 3a00yieBaHUS;

MUMOXOHOPUANbHYLE 3a001e6aHUA. Y NETEI C MUTOXOH/I -
PUATBHBIMH 3200JIEBAHUSIMU TAKKE MOTYT OTMEYAThCS
noauMopdHBIe IPUCTYITBI B paHHEM Bo3pacte. Og-

HaKO OOBIYHO CYIIECTBYIOT U IPYTve MPU3HAKUA MU-

TOXOHIPUAJIBLHOTO 3a00JeBaHMSI, TaKME KakK IINC-

(bYHKIUIMS IPYTUX OPTraHOB U CHCTEM, ITOBBIIIICHHBIN

YPOBEHB JIAKTaTa, XapaKTepHbIC N3MEHEHMS HA CHUM-

kax MPT.

2. Hesnunenmuueckue cocmosnus: HeponH(MEKIINNT
(MEHUHTUT WIN 3HIIE(hATNUT) TPEOYIOT NCKIIOYCHUS IIPU
HAJIMYMU IJIATEIbHBIX (PeOPHIIBHBIX IPUCTYIIOB.

5. Dnusenmuueckue cunopomut co cneuupuueckoii
amuoaoeueil. B HacTosi1Liee BpeMsl BCe yallie yaaeTcsl AeH-
TU(PUIIUPOBATh YCTOMYMBBIN JIEKTPOKIMHUYECKUI (he-
HOTHUII, aCCOLMMPOBAHHBINA C KOHKPETHOU 3THUOJIOTUEN.
HexkoTtopbie n3BeCTHBIE CHHAPOMBI MMEIOT CITeuduyec-
KyI0 3THOJIOTHIO (HAIlpuMep, IaTOTeHHbIE BapHaHTHI
SCNIA tipu cunapome dpaBe), Ipu APYTUX CHHIPOMAaX
OIMMCHIBAIOTCS HOBBIE XapaKTepHbIe (heHOTUITEL. B Heko-
TOPBIX CIIyJasiX STUOJIOTUSI UMEET TOJIbKO OMUH (heHOTHII,
B TO BpeMs KaK B APYTUX, OCOOEHHO MPU OMPENEIEHHBIX
TeHEeTUYECKUX 3a00JieBaHUAX, (PEHOTUI MOXET BapbUpPO-
BaTh B 3aBUCUMOCTH OT BO3pacTa Ae0I0Ta 1 THIIa MyTaLINH.
Pab6ouas rpynmna JIuru He cTaBua 11€J1bI0 BbISIBUTD U OIU-
caTh BCE ATUOJOTUYECKHE CMHIPOMBI, OTHAKO IIPEACTa-
BWJIA OMIpeAeIICHUE VIS OTPAaHMICHHOTO YKCiIa CHHIPOMOB,
BKIIIo4ast DPD, cBa3anHbIe ¢ MmyTauussMu B reHax KCNQ2,
CDKLS5, PCDH19, SCL2A1, mupumoKCUH- 1 TUPUIOKCATb-
5-ocdar-3aBucumeie cymoporu, cuaapom Lltypre—Be-
Oepa 1 reJacTUISCKUe IIPUCTYITBI TP TaMapTOMe TUTIO-
Tajamyca.

1. Danedanonarus pa3BUTHA ¥ SNMJIENTHIECKAS, CBS-

3annad ¢ myrauueii B rene KCNQ2 (KCNQ2-DPD), xapak-
Tepu3yeTcs SH1eDaNONaThe ¢ 1e0I0TOM B HEOHATAILHOM

DuarHocTnyeckue Kputepuu cniapoma Jipase no lpoekTy knaccupukauyum
anunenTuyeckux cuigpomoB 2021 r. (ILAE Guidelines, 2021)

06a3aTenbHble KpuTepumn

Jnunentuyeckue NPUCTYNbl: IOBTOPHbIE reMUKNOHNYECKMe NPUCTYMbI

(4acTo ¢ M3MeHeHMeM CTOPOHbI 0T NPUCTYNa K NpUcTyny), GokanbHble C Nepexoaom
B bunatepanbHble TOHUKO-KNOHIYECKHE W/ UK reHepanu30BaHHble TOHUKO-
KNOHNYeCKIe NpucTynbl.

Bo3pacr aebiota: 1-20 mec.

Teuenue 3aboneBaHnA: hapmakope3nCTeHTHad INUnencus. YMCTBEHHaA OTCTaNoCTb.
HacropaxwuBatowme npusHaku

Jnunentuyeckine NPUCTYNbl: OTCYTCTBIE B aHAMHE3e ANUTENbHbIX NPUCTYNOB
(>10 mun). OTcyTCTBME GeOPUNLHOI NPOBOKALMM NPUCTYNOB.

3I: HopmanbHas 0CHOBHaA aKTUBHOCTb GoHa Ha I3 1 OTCYTCTBME
WHTEPUKTANbHON INUNENTUHOPMHOI aKTUBHOCTU NOCAE 2 NET XKM3HU.

Bo3pact gebiora: 1-2 mec unu 16—-20 mec.

Pa3BuTue B febioTe: 3aaepxka pa3BuTUA B AebloTe NPUCTYNOB.
HeBponoruyeckuii CTaTyc: 04aroBble HEBPONOTUYECKHE HapYLLIEHNA

(3a uckntoueHuem napesa Togaa).

[llpyrve nccnegoBanma (B ToM YUCNe FeHETUYECKNE): OTCYTCTBINE MATOreHHbIX

MyTawuii B reve SCNTA unu Apyrux reHax (KoTopble MOryT 6bITb NPUYUHOI
cunapoma [lpase).

Teyenue 3a6oneBaHua: xopoLumii 3pdeKT 6710KaTOPOB HATPUEBBIX KaHANOB
(kap6amazenuH, okckap6azenuH 1 eHUTonH).

Kpurepum nckniouenmna

JnunenTuyeckme NPUCTYNbL: INUNENTYecKine cnasmbl. PaHHAA MnafeHyeckasn
SCNTA-3P3.

HeiipoBu3yanu3auna: CTpyKTypHble SNUNenToreHHble HapyLUIeHNA N0 AaHHbIM
MPT, ABnatoLLmecs npuumHoii 3aboneBaHus.

MPT ronoBHoro Mo3ra He TpebyeTca AnA yCTaHOBNEHIA AMArH03a, 04HaKo
HaCTOATENbHO PEeKOMEHLYeTCA ANA UCKIIoUeHNA APYruX NpUUMH 3aboneBanus.
VikTanbHas 33T He TpebyeTcA ANA YCTaHOBAEHNA AMArHO3a.

BepoATHOCTb pa3BUTA CUHADOMA (KCUHAPOM B Pa3BUTUN»): BOIMOXKHOCTb
pa3suTiA cuHapoma [ipase crieayeT npeanonaratb Y pebeHka ¢ AnTeNbHbIM
TeMUKNOHUYECKUM U GunatepanbHbIM TOHUKO-KIOHUYECKUM NpUCTYMOM,
BO3HUKLLIM Ha GOHe uXxopazky B Bo3pacTe A0 12 Mec, Npu OTCYTCTBUM

Zpyroii npuunHbl 3a6onesanua. MoBTopeHue CyLOPOXHbIX MPUCTYNOB (YacTo

Ha GoHe NMXopadKn), HOCALLMX NPOJOMKUTENbHBIA UK FeMUKNOHNYECKMiA
XapakTep, 6onee 0CTOBEPHO YKa3blBaeT Ha cuHApoM [lpase. [luarHo3 moxet
ObITb NOATBEPAEH NPY NOMOLLM MONEKYNAPHO-TEHETUYECKOT0 aHanN3a,
06HapyuBLUero natoreHHble MyTaLum B reHe SCNTA.

CuHapom 6e3 nabopatopHoro NOATBEPKAEHNA: B CUTYALMAX, KOTAA BOIMOXKHOCTH
MpUMEHEHIA APYTiAX METOI0B AUArHOCTUKM OrpaHuyeHbl (B CTpaHax

C OrPaHNYEHHbBIMI AUArHOCTUYECKUMI BO3MOXKHOCTAMM), CUHAPOM [paBe MoxeT
6bITb AMarHocTupoBaH 6e3 pesynstatos I3, MPT u reHeTUyeckux 0bcnenoBanmii
y AieTeli, KOTOpble COOTBETCTBYHOT BCeM 06:3aTeNIbHbIM KIMHUYECKUM KpUTepuam
CUHAPOM, NPM OTCYTCTBIAM HACTOPAXMBAOLLIX NPU3HAKOB 1 KPUTEPUEB UCKTHOUEHNA.
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IePUOae U BO3HMUKAET BCICICTBUE MMCCEHC-MYTalluit
de novo B reHe KCNQ2, KOTOpbIE BBI3BIBAIOT CUMIITOMATH -
Ky, OTIMYAIONIYIO JaHHOE 3a00JIeBaHMEe OT BO3paCT3aBU-
CUMOM HeoHaTaJIbHO aruiernicuu. biiokaropbsl HaTpUEBBIX
KaHAJIOB MOTYT OBITh 3(P(eKTUBHBI B JICUCHUH SITICIITH-
YECKHUX ITPUCTYIIOB.

Dnudemuonoeus. Yacrora BctpeyaeMoct DPD, cBsI-
3aHHOI ¢ myTtanueit KCNQ2, Hen3BecTHa.

Knunuveckasn kapmuna. ITpuctynbl 1e610TUPYIOT B IIEP-
BbI€ JTHU XW3HU B KOHTEKCTE TSAXKEJIOW HEOHATAIBbHOU
SHIIe(AIOIaTUN B COYETAHUM C BBIPAXKEHHBIMU HEBPOJIO-
TUICCKUMU HapylieHUsIMU [89, 93, 154—159]. denobap-
ouTan 1 JeBeTUpaneTaM 00bIYHO He 3¢ GeKTUBHEL. bio-
KaToOpbl HATPMEBBIX KaHAJIOB, TaKWe KaK KapOama3enmuH
1 (PeHUTOMH, CIedyeT paccCMaTpuBaTh KaK IpernapaThl
BuIOOpa [84].

Teuenue 3a6onesanus. IIpUCTYIIBI MOTYT YACTUYHO WIIA
ITOJTHOCTBIO KOHTPOJIMPOBATHCS OJIOKATOpaMU HATPUEBHIX
KaHaj10B. Bo MHOTHMX CITydasix SIMICTITUYECKIE TTPHCTYITHI
MIPEeKPaIIaOTCs, OTHAKO COXPAHSIETCS YMEPEHHOE WJIU TS~
XeJjloe OTCTaBaHWEe B MCUXOMOTOPHOM pa3Butuu [157].
Boee yem B moIOBMHE CiIydaeB IMPUCTYIIBI KyITMPYIOTCS
B BO3pacTe OT HECKOJBKMX MECSIEB 10 HECKOJBKHUX JIET
[157]. ITo Mmepe Toro Kak reHeTU4eCKOoe TECTUPOBAHUE CTa-
HOBUTCSI 00JIee TOCTYITHBIM, BEPOSITHO, OYIET BBISIBJICHO
OoJIBIIIE CTy9aeB ¢ IPOMEKYTOUHBIM MCXOIOM MEXIY BO3-
pacT3aBUCUMMOM HeOHATaJIbHOI snumiericueir u OP3D, cBs-
3aHHOM ¢ Mytanueii KCNQZ2. bonee Msarkoe TeueHue 3a00-
JIEBAHUS MOXKET HAOJTIOMAThCS Y MALIMEHTOB C MO3aUIIM3MOM
110 MyTaIlM{ B JaHHOM T¢HE.

Inusenmuyeckue npucmynsi. Hanbosee yacto Ha0II0-
IarTCs (POKATbHBIE TOHMYECKHE IIPUCTYIIBI, XOTSI BCTPE-
YalOTCS U APYTUE TUTIHI IIPUCTYIIOB, BKJIOYast (pOKaTbHBIC
KJIOHWYECKMEe M MUOKIIoHnIeckue [93, 155, 157]. Bo Bpe-
MSI TIPUCTYIIAa MOTYT OTMEYaThCsI BETeTATUBHBIC TIPOSIBIIC-
HUS, alTHO3 U MKTAJIBHBIN IJ1a4. Y HEKOTOPBIX MALIMEHTOB
OBUIM 3apErUCTPUPOBAHBI SIUICIITUYCCKHIE CIIa3MBbl, OfI-
HaKO pa3BUTHE CHHAPOMA MH(MAHTUIBHBIX CIIa3MOB P
KCNQ2-DP3 nabmionaercst pexe, 4eM IIpU APYrux TSKe-
JIBIX PAaHHUX MJIafeHIeCKUX cuHapoMax OPD. Cemuonorus

IIPHUCTYIIOB Y HOBOPOKICHHBIX aHAJOTUYHA TOM, YTO Ha-
OogaeTcs Mpy BO3pacT3aBUCUMOM ceMeHOM HeoHaTalb-
HOM 3IMIETICKY, OMHAKO YacTOTa MPUCTYIIOB, M3MEHEHMUS
OCHOBHOIT aKTUBHOCTH Ha DI 1 U3MeHEeHUS B HEBPOJIO-
ruyeckoM cratyce rmpu KCNQ2-DPD no3BosisioT pasrpa-
HUYUTb JaHHbIE CUHAPOMBI [157].

DOI-uccnedosanue. Bonee ueM B 60 % cirydaes Ha DOI
PETUCTPUPYETCS MATTEPH «Pa3PSAA—yTrHETEHNE» , KOTOPBIA
MOXeET ObITh aCUMMETPUYHBIM [92, 156]. B apyrux ciayua-
SIX MOXET PETUCTPUPOBATHCS MYJIBTUPETMOHAIBHAS JITH -
JrenrtiopMHasi aKTUBHOCTb B BUIE CITAAKOB, OCTPBIX BOJTH
U CYIIPECCUY PUTMOB B OJJHOM TOJYIIAPUN.

Heiiposuzyaruzauus. B HeoHaTaIbHOM NEPUOIE MOXET
OTMeyYaTbCs U3MeHeHue curHajia Ha MPT B 6a3zaibHbIX
TaHTJIMSIX WUIA TaJlamyce. B HEKOTOPBIX ClTydasx TUIIEPUH-
TEHCUBHBII cUrHaji B pexume T1 B obiactu GiaeaqHOro
1apa co BpeMeHeM MOXKET MCUYe3HYTh. B uTeparype onm-
CaHBI CJIy4Yau JierkKou aTpoduu JOOHOM! J0IU U UCTOHYE-
HUs Mo3osmcTtoro Tena [90, 92].

ITenemuueckue uccaedosanus. MucceHc-MyTaliu de no-
VO B OIpelNeeHHBIX peruoHax («ropsidMx TOYKax») reHa
KCNQZ2 BBI3BIBAIOT JOMWHAHT-HETaTUBHYIO, 00JIee BhIpa-
XKEHHYIO TTOoTepo (PYHKIIUM KaHaJIoB, YeM HabJomaeTcs
IPY BO3PACT3aBUCUMOM HEOHATAIbHON anuierncuu [156,
158, 159].

2. Ilupunokcun-/mmpuaokcanbgocdarzapucumas HPD.
OP3, cBa3aHHBIE ¢ AeDUIUTOM MUPUAOKCUHA U TTUPU-
JIoKcanb-5-docdarta, 00yCIOBICHBI TeHETUYECKU AETEP-
MHHHPOBAaHHBIM META0OJIMYECKUM HapyIICHUEM ITyTH
nmerpagauny gusuHa [160]. KoHTposns Ham nmpucTyramMmu
MOXET OBITh JOCTUTHYT MPAKTUUECKU BO BCEX CAydasx
IIpY Ha3HAYCHUN MUPUIOKCHHA U TUPUIOKCATh-5-(hoc-
¢daTa COOTBETCTBEHHO, YTO MMOAYCPKHUBACT BaXKHOCTD paH-
Hell TMarHOCTUKU. ¥ HEKOTOPHIX AeTel ¢ MUPUI0KCATb-
docdarzaBucumoit DPD monayyeH YACTUUHBIN WU
MOJIHBIM TEPpAIeBTUYECCKUI OTBET HA T€PAIIMIO IIUPUIO-
kcuHoM [160].

Dnudemuonoeus. Yactora BCTpeuaeMOCTH TTUPUTIOK-
crH3aBucuMoi DPD BapeupyeT oT 1 Ha 65 ThIC. HOBOPOX-
JIeHHBIX, 1 Ha 273 ThIC. HOBOPOXIEHHBIX 10 1 Ha 783 THIC.

DnarHoctuyeckue kputepun KCNQ2-3P3 no Mpoekty Knaccudpukaumm
anunenTuyeckux cuiapomos 2021 r. (ILAE Guidelines, 2021)

06a3aTenbHble KpuTepum

JnunenTuyeckme NPUCTYNbl: TOHUYECKUE, MIAOKTIOHINYECKIE /il GOKanbHbIe
npUcTynbl.

3[: natTepH «pa3pAa—yrHeTeHne» UaN MynbTUPernoHanbHaa anunenTudopmHasn
aKTUBHOCTb; ANdPy3HOE 3amenneHue.

Bo3pacr gebrora: Ao 3 mec.

ConyTcTBYtOLIME HApYLLIEHNA: 3a/iePXKKa ICUXOMOTOPHOTO pa3BuTUA/
3HUedanonaTina 04eBMAHbI Ha MOMEHT AebioTa MPUCTYNoB.

[lpyrve nccnenoBanma (BKNI0YAA reHeTUYECKNe): natoreHHble MyTaumi B reHe KCNQ2.
Teyenue 3a6oneBaHuA: HapyLUeHe NCUXOMOTOPHOTO Pa3BUTIA TAXENON

UNI CPeSiHeit cTeneHu.

Hactopaxusarowme npusHakm

Bo3pacr aebrota: nocne 1-i Hefen Xu3Hu (CKOPPEKTMPOBAHHDIIA FeCTaLMOHHbII
BO3pacT).

HeBponornyeckuit Cratyc: HopManbHbIil HEBPONOTUYECKNI CTATYC.

Kputepuu ucknioueHus otcyTcTayioT.

MPT ronoBHoro mo3ra He TpebyeTca AnA yCTaHOBNEHUA ANArHO3a, 0HAKO
HaCTOATENbHO PEKOMEHZYeTCA ANA UCKIoUeHNa Apyrux NpuumH 3a6oneBaHua.
WkTanbHaa I3[ He TpebyeTca AN yCTaHOBNEHNA AUarHo3a.

CuHapom 6e3 nabopatopHOro NOATBEPXAEHMA: B CUTYALMAX, KOTAA BOIMOXHOCTH
MpUMeHeHNA ApYrux METOZI0B ANArHOCTUKM OrpaHnyeHbl (B CTpaHax

C OrPaHNYEHHbBIMU IMATHOCTUYECKUMIU BO3MOXKHOCTAMN), cuiapom KCNQ2-3P3
He MOXeT ObITb AUArHOCTUPOBAH 6e3 reHeTYECKOro MCCe0BaHNA.
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HOBOPOXAEeHHBIX [161—163]. 3a601eBaeMOCTh IUPUIOK-
canbdocdaTzaBucumoii PO HenszBecTHA.

Kaunuueckas xapmuna. Y GONBIIMHCTBA MALIMEHTOB
¢ MUPUIOKCUH-TIMpUAOKcaabdochaTdaBucuMoit HPD
IIPUCTYIIBI OOBIYHO BO3HMKAIOT BCKOPE ITOC/IE POKICHUS
WJIY BHYTPUYTPOOHO. Y 25 % MalueHTOB ¢ MUPUIOKCHH-
3aBUCUMOit DPD mpucTynbl MOryT neGlOTUPOBATL BHE
Ieprona HOBOPOXIEHHOCTH, B OCHOBHOM B IepBhIC 3 Tona
JKM3HU, TaKKe ObLI OIKCAH CIy4aii e0roTa IpUCTYIIOB B BO3-
pacrte 17 ner [164, 165]. IIpn mupunokcansdocdarzaBrcu-
Moii DPD pebeHOK HepeaKo poxkmaeTcss HEJOHOIIECHHBIM.
I1pu 3TOM KaK y MaliMeHTOB ¢ MMMPUIOKCUH3aBUCUMO DPD,
TaK ¥ y MALIMEHTOB ¢ MUpUIoKcaabdochar3aBUCUMO
DPD MOTYT NposBIATHCS MPU3HAKKU HEOHATAIbHOTO
IUCTPECC-CUHAPOMA, TUMNEPBO30YIMMOCTH M PBOTHI,
WHOTA B COYETAHUMU C AllUI030M U HU3KOM OLIEHKOM MO
IKajie Arrap, YTo HepeaKo IMPUBOAUT K OITMOOYHOMY
JIMarHO3y TUIIOKCHYECKM-UIIIEMIYECKO SHIIedaronaTun
[165, 166]. B cemeitHOM aHaMHE3€ MOTYT BBISIBIISITHCS
cllyyau paHHe# mianeH4eckoit DPD, becruiogue u rubenb
cu6coB [167]. I1pucTynsl pe3uCTEHTHBI K CTaHAAPTHBIM
ADII.

Teuenue 3abo0ne6anus. OnMcaHusT HEOOIBIINX CEPUIA
cIy9aeB ¥ 00CepBallMOHHBIC UCCIICIOBaHNS TIOKA3BIBAIOT,
YTO METOMBI JICYCHUS, HalIpaBJICHHbIC HAa CHIDKEHUE YPOB-
HSI TM3WHA, BKIIIOYast TUETy C OTpaHUICHUEM JIM3MHA U Te-
pamuio L-apruHUHOM, MOTYT BHECTU JOIOJTHUTEIbHBIN
BKJIaJ B KOHTPOJIb HAJI IIPUCTYIIAMH U YIIyYIIUTH UCXOIBI
B OTHOILIEHUY KOTHUTUBHBIX (pyHKIimi [168]. HecmoTps
Ha afeKBaTHBIM KOHTPOJIb HAI IIPUCTYIIAMH, Y OOJIBIITNH-
CTBa ITAIIMEHTOB COXPAHSETCS YMCTBEHHAsI OTCTAIOCTD
Pa3INYHOM CTEIEHM TSDKECTU — OT JIETKOM 0 TSIKEJION
[169, 170]. Bonee mo3aHee Ha4yaao MPUCTYIIOB aCCOLIM-
MPOBAHO ¢ OoJiee 61aronpUSTHHIM MCXOI0OM B OTHOILIEHUM
KOTHUTUBHBIX (yHKUMA. OJHAKO HOPMATbHBIA MUCXOM
B OTHOIICHWY KOTHUTUBHBIX (PYHKIMI (B CIIydasix paH-
HeTro Hayajia cIielu@UuIecKoro JiedeHHusI) BO3MOXEH
py HavaJjie 3a00JieBaHMS B J1I0OOM BO3pacTe KaK Mpu M-
PUIOKCHH3aBUCHUMOM, TaK U IIPU NUpUIOKcaIbhochar-
3aBUCUMOI DP3D, 4To MMomuepKuBaeT BaXKHOCTb paHHEN
nuarHoctuku [171]. PeuuausB mpucTymnoB BO3MOXEH
Ha (hOoHE MHTePKYPPEHTHBIX 3a00JIeBaHMI, COITPOBOXKIA-
IOIIUXCST TUXOPAIKOM, 9YTO MOXET ITOTpeOOBaTh YBEIU-
YeHUS M03bl MMPUIOKCHHA Ha Meproa MH(PEKIIMOHHBIX
3aboneBanuii [168]. OTMeHa MUPUIOKCUHA ITPUBOIUT
K peLMINUBY IIPUCTYIIOB, IIO3TOMY JICYEHHUE CIIETyeT IIPO-
JIOJIKATh B TEUEHUE BCEM XKM3HU C KOPPEKTUPOBKOM 103bI
Mo Mepe HEOOXOAUMOCTHU. JTuTeIbHOE IPUMEHEHUE M-
PUIOKCHHA MOXET BBI3BaTh pa3BUTHE ITepUdepUIecKOit
HeBponaTuu. JJaHHOe OCIIOXHEHUE TPAKTUIECKH He BO3-
HUKaeT Npu mpuMeHeHnH 10361 <200 MTI/CyT, 1 €ro MOX-
HO KOHTPOJIMPOBATH C TIOMOIIIBIO UCCIICIOBAHNS TITyOOKIX
CYXOXWJIBHBIX pedIeKCOB M HEPBHON IPOBOAMMOCTH
[172]. [TaumnenTs ¢ TupupokcaabdocdaTiaBucumoit DPD
MOTYT OBITH UPE3BBIYAMHO YYBCTBUTEJIBHBI K 03¢

M 4acToTe MmpueMa MUpuIoKcanb-5-docdara, 1 B HEKO-
TOPBIX CIyJasx HEOOXOMUMO YBEIMINBATh KPATHOCTD IIPH-
eMa IIperapara.

IMockonbKy nipu mupuaoKcanbdocharzaBucumoii SPD
OBLIIM 3apEruCTPUPOBAHBI CIyYau LAPPO3a IeueHU, Heo0-
XOIVM KOHTPOJIb (DYHKIIMU TIEYESHH B IIpOlIecce JTeUCHMS
[173].

Dnunenmuueckue npucmyns MOTyT HAUMHATHCS B aH-
TEHATAJIbHOM ITePHOJE B BUIE TOBBIIICHHOM IBATATEIIEHOM
AKTMBHOCTH IIJI0AA M OOBIYHO IIPOSIBIISIIOTCS B IICPBHIC
Yachl WIN THU KU3HU. Y HOBOPOXIECHHBIX MOXKET OTME-
YaThCs allUI03, XapaKTepHa TUIIOTOHUSI, OMHAKO IIPUCTY-
ITBI MOTYT MIPOSIBIIATECS KaK YacThle, MHOTIA HETIPEePHIB-
HBIE€, MYJBTUPETHOHAILHBIC MUOKJIOHNH, BOBJICKAOIIIIE
MBIIIIE KOHEYHOCTE, TYJIOBUIIA, IJIa3 U JTULIEBYIO MyC-
Ky/1atypy. MoryT BOBHMKATb pa3IMnIHbIC TUITHI IIPUCTYIIOB,
BKJTI0YasT (DOKAIBHBIE, SIICTITUYECKIE CTIa3Mbl, TeHEpa-
JIN30BaHHbIE TOHNMYECKKE U KIIOHMYECKIE IPUCTYIIHI [168].
Takue cMMITOMBI, KaK MOBBIIIEHHASI HEPBHO-PEDIECKTOP-
Hasl BO30YIMMOCTb, BO30YXXIECHHE B COUCTAHNH C MYJIBTH-
(oKaTbHBIM MIOKJIOHYCOM U SIWJICITUICCKIMU CTIa3Ma-
MM, JOJIKHBI BBI3BaTh HACTOPOXXKEHHOCTh B OTHOIICHUH
MUPUIOKCUH3aBUCUMOM WU MMUPUIOKCTaIbhochaT3an-
ncumoiit OPD. B peakux cnydasx B 0ojiee MO3IHEM MJla-
JMIEHIECKOM BO3pacTe 3a00JIeBaHNE MOXKET IIPOSIBIISITHCS
¢GeOpUIBHBIMH TIPUCTYIIAMU WJIM TeHEepPaIN30BaHHBIMU
TOHUYECKUMU 1 KJIOHNYECKUMU IIPUCTYIIAMU B COUYCTAHUH
¢ (beOPMILHOIM TeMITepaTypoii, SIMISHTUIECKIM CTaTYCOM
WIN CEPUMHBIMU (POKATBLHBIMU MPUCTYyIaMH. B ciydae
MPOITycKa J03bI epuIoKcab-5-(ocdara WM HapyleH s
YCBOEHUS IIperaparta Bo BpeMs 3a00JieBaHUI, COIIPOBO-
XKIAIOIINXCS PBOTOM, y TTAIIMEHTOB ¢ MMPUIOKCATb(OC-
daTt3aBucuMoit DPD MoOryt nposBiasSITbCSI CUMIITOMBI,
IIPEATIoJIararoIre BOBICUYCHNE 3aThIOYHOM KOPBI, BKITIO-
Yas IIBETHBIC BCIIBIIIIKY CBETa, MKTAJIBLHYIO CIETIOTY M CaK-
KaIm4decKre IBMKCHMS I71a3. B OTIeIbHBIX CITyJasix onmcaH
ne0oT MH(paHTUIIBHBIX CIIa3MOB B 00Jiee MO3IHEM Mla-
JIEeHYECKOM BO3pacTe IpHU MUPUAOKCUH3aBUCUMOI DPD
[174]. B cBs131 ¢ O0ABIINM pa3HOOOpa3ueM SITUJIETITUYEC-
KMX IIPUCTYIIOB B 1e0r0Te 3a001€BaHUS IMAarH03 MUPUIOK-
CHH- U IMpunokcairbdocdarzapucuMoit PO mommkeH
OBITh MCKJTIOUCH Y BCEX AeTel ¢ (hapMaKOpPe3UCTEHTHBIMU
IIPUCTYIIAMH B MJIaicHIeCKOM Bo3pacte. HekoToprie metu
¢ MUPUIOKCUH3aBUCUMOI DPD MoryT yacTMYHO pearu-
poBathb Ha ADII.

DIT-uccaedosanue. Y HOBOPOXKIEHHBIX C TSKEOMN
sHIIedaonaTreil Ha (hoOHE MUPUIOKCHH- 1 IIMPUIOKCATb-
docdarzaBucumoii DPD no Havana neuennst Ha DI mo-
KT BBISIBJISIThCS MATTEPH «pa3psii—yrHeTeHune». B mpyrux
CIIyJasiX MOTYT HaOJIIONaThCsI PeTHOHATBHBIC VTN MYJIBTH-
pPEeTMOHAIBHBIC Pa3PsIbl SIMICHTU(DOPMHON aKTUBHOCTH
Ha (poHe 3amMeyIeHsI OCHOBHOI akTuBHOCTH. [1py BBenmeHrm
MMMPUIOKCHHA BHYTPUBEHHO €CTh PMCK Pa3BUTHS aITHO?,
ITO3TOMY TIPOLIeaypa JOJIKHA IPOBOIMTECS B YCJIOBHSIX, KOTIA
pebGeHKa MOXHO MHTYOMPOBATH C LIEJIbIO PECITMPATOPHOMI
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nonaepxku. ITocne BBeneHms mupumaokcrHa Ha D1 Ha-
omonpaeTcs nuddy3HOe TTOIABIeHIE BhISIBISIEMO KAPTUHBI
«pa3psiI—yTHETEHE» B COYCTAHUH C MYJIBTUPETMOHAILHOM
CIIaliK-BOJIHOBOU aKTMBHOCTBIO. [IJIs1 BOCCTaHOBIECHMUS
HOpPMaJIbHOM (pOHOBOI aKTUBHOCTU MOXKET IOTPeOOBaTh-
Csl HECKOJIBKO 9acoB win nHelt. [1o maHHBIM OTHOTO HC-
crnenoBanus, y 1 n3 30 manmeHTOB HabII0IAIach TUTIC-
aputmus [164].

Heiiposusyanuzayus MOXET HE BBISIBJISITh HAPYIIICHUIA,
OHAKO KaK IpY MUPUIOKCUH3aBUCUMOM, TaK U TP ITH-
punoxcanbdocdarzaBucumoir PO boiree yeM B IOJIOBU-
HE CJIy4yaeB BBISIBJISIOTCSI aHOMAaIUU 110 JaHHBIM MPT
TOJIOBHOTO MO3r'a, BKJIIOUas IOSIBJICHNE OTeKa OeI0To Be-
LIECTBA B CIIydasix TsKeJIoi sHuedanonatuu [164, 166].
BryTpumkerymoukoBoe KpOBOUBIMSIHUE, TWIATAIINS Ke-
JIyIOYKOB Y TUIIOILIA3KSI MO3OJIMCTOIO Tejla MOTYT ITPUBEC-
TH K HEBEPHOM MHTEPIIPETAIIUN CTPYKTYPHOI STUOJIOTUU
KakK pUYMHBI dnuiercuu [164].

ITenemuueckue uccaedosanus. Y OONBITMHCTBA TAI-
€HTOB C TUPUIOKCUH3aBUCHUMOI1 DPD BBIABIISIIOTCS OUa-
JIeJIbHbIe MyTaluu B reHe ALDH7A 1, Takke N3BECTHOM KakK
AHTUKBUTHUH (mupuaokcuH3aBucumast OPD-ALDHT7AI),
Y OCTaBIIMXCS IMAIIMEHTOB MOTYT BBISIBIISITHCS OMALIeThb-
Hble MyTalmu B reHe PLBP (panee uzBectHoM Kak PROSC)
[167, 170, 175]. Jeduut nupuaokcaib-S-docdara cBs-
3aH ¢ OuMa/eabHBIMU MyTauusMu B reHe PNPO [175].
Dnuiencus, cBsI3aHHas ¢ 1eUIuToM (POTMHOBOM KHC-
JIOTBI, KOTOpAsl paHEE CUUTANIACH OTIECIbHON HO30JI0TUEH,
npencTaBisieT co0oit ¢popMy MUPUIOKCUH3ABUCUMOMN
SIWJICTICHH, AaCCOLIMUPOBAHHYIO C OIIPEAeACHHBIMU MY-

TarusMu B reHe ALDH7A 1, v nydiiie pearupyeT Ha Tepa-
MU0 MTMPUIOKCUHOM B KOMOMHAIINY C (POTMHOBOM KHC-
Jotoii [87]. YV mammeHToB ¢ XapaKTepHON KIMHUIECKOM
KapTUHOM, Y KOTOPBIX HaiiieHa TOJIbKO 1 MyTamus, cie-
IIyeT TIPOBOIUTD JATBHEHIITYIO TMarHOCTUKY ITOCPEICTBOM
Metona MLPA (MynsTuruieKcHasI aMIUIMUKAIIAS 30Ha,
3aBUCSIIAS OT JUTUPOBAHUS) M XPOMOCOMHBIN MUKPO-
MAaTPUYIHBINA aHAIN3 15T BBISIBJICHUS JCJICIIVI VUTHA TyTUTHA-
KallMii Ha Apyrom ajuiejie COOTBETCTBYIoIIeTo reHa. Eciun
BBISIBJICHBI MYTallMM ¢ HEOIpeneJeHHOM 3HAYMMOCTHIO,
BO3MOXKHO IIPOBEICHIE META0OINMUSCKIX UCCIICTIOBAHMI
C LIEJIBIO OIIEHKHY UX MaToreHHOCTU. [1pu mocnemyrommx
OEpPEMEHHOCTSIX CIEAyeT PACCMOTPETh BO3MOXHOCTh aH-
TeHATAJIbHOM TUATHOCTUKH, a TAKXKE TEPAITNIO TAPUI0K-
CHUHOM BO BpeMs1 06 peMeHHOCTHU.

Memaboauueckue uccaedosarnus. buomapkepamu 3a-
OoJIeBaHUSI SIBIISTIOTCS 0-aMUHOAIUTTMHOBBI TIOJTyab/ie-
i (tAASA) ¥ TMIIEKOIMHOBAS KMCIIOTAa, KOHLIEHTPALIMHI
KOTOPBIX ITOBHIIIIEHEI B MOYE, TUTa3Me U LIepeOpOCIIMHATb-
HOM XXMIKOCTH MaueHToB [168]. OGpa3ibsl MOYM U I1J1a3-
MBI CJIemyeT OpaTh OO0 Hadaua JeYCHUS MUPUIOKCHUHOM,
OTHAKO TMATHOCTHKA He JTOJDKHA IIPUBOIUTH K OTCPOUKE
WHUIIMAIMY TePaIuy Y BCeX MAlIMEHTOB C MTOI03PECHUEM
Ha MMPUIOKCUH3aBUCHMYIO snuiencuio [172]. Ha ¢one
JIe4eHUs1 JaHHble OMOMapKephl MOTYT CHIKAThCsI, HO OOBIYHO
OCTalOTCS Ha YpoBHe Bhlllie HOpMbL. Hanbosee HanexXHbIM
TecToM cunTaercst cAASA. C mosiBIieHeM OMOMapKepoB
1 TEHETUYECKOTO TECTUPOBAaHMS MCIIOIh30BABIIIASICS paHee
B Ka4eCTBE IMArHOCTUYECKOIO TeCTa OTMEHA TepaITiy B Ha-
cTosiIee BpeMsl He IPUMEHSIETCS.

[lnarHoctuyeckue Kputepun NUPMAOKCUH-/
nupupokcanbpocdarsasucumoii 3P no MpoekTy Knaccupukauum
anunentuyeckux cuiapomo 2021 r. (ILAE Guidelines, 2021)

06a3aTenbHble KpuTepun
JnunenTuyeckine NPUCTYMbl: PaNNYHbIE TUMbI NPUCTYMOB, KOTOPbIE MOTYT
BKIIOYaTh:

« hoKanbHble/MynbTUdOKaNbHbIe NPUCTYMbI;

« 3MUNENTIAYECKHe CNasMbl;

« FeHepanu30BaHHbIE TOHUYECKIE NPUCTYMbI;

« [eHepanu30BaHHbIE KNOHUYECKHE NPUCTYMb.
TpUCTyNbl PE3NCTEHTHBI K aHTUINUNENTIYECKOIA TEPaniM, XapaKTepHa UX BbICOKaA
yactoTa (HepezKo Pa3BMBAETCA IMUNENTUYECKNIA CTATYC), 0AHAKO BBEAEHNE
NUPUAOKCUHA (MUPUAOKCUH3aBUCUMAA IP3) unn npuaoKcans-5-gocdata
(nupupokcanbdocdarsaBucumasn 3P3) NpUBOZUT K ObICTPOMY AOCTIXEHNIO
TepaneBTUYECKOro OTBETa.
31 HapyweHuA Ha 33T B BUAe 3aMefiIeHNA U pervoHanbHoi/
MyNLTUPErMOHANbHOI INUNENTUGOPMHOI aKTUBHOCTI UK NaTTEPHA
«pa3pAA—YyrHeTeHNey,
[lpyrvie nccnefoBanmA (B ToM YKCTIe reHeTUYeckme): nabopatopble
MeTofibl NOATBEPXKEHNA ANarHo3a MoryT BKAlouath: 1) MeTabonuueckue
HapYLUEHWA: NOBbILUEHHOE COfeprKaHHe d-aMUHOAANMNHOBOTO
nonyanbaeraa u/unu nUneKonMHoBOi KUCNOTI B Moye, nnasme u/unu (MK
(nupupokcun3asucuman IP3) uan HU3KII ypoBeHb NUPUAOKCanb-5-docdara
8 CMX (nupugokcanbdocharsasucumasn 3P3), unu:

2) MoneKynApHO-TeHeTUYeCKoe TeCTUPOBAHUE: NaToreHHble MyTaLun

B reHax ALDH7AT wnu PLBP (nupnpgokcun3asucuman IP3) unu B reqe PNPO
(nupuaokcanbdocparsasncuman IP3).

TeueHne 3aboneBaHuA: NPUCTYNbI NONHOCTHH NPEKPALLIAIOTCA WY WX YacToTa
3HaUNTENbHO YMEHDBLUAETCA Ha OHE NOXKIU3HEHHOTO NPUeMa MUPUAOKCUHA
WIN NUpUAOKCanb-5-gocdara.

Hacropaxusaiowwue npusHakm

Bo3pacr gebtota: nocne 3 neT (onucaHbl pekue Cyvau NUpUAOKCUH3aBUCUMOI
IP3 c no3aHuMm febiotom).

HeBponoruyeckuii CTaTyc: 0TCyTCTBIE JHLEGANONATUH 1 runepBo36yAUMOCTH.
TeueHue 3aboneBaHNA: HOPMaNbHOE NCUXOMOTOPHOE Pa3BUTHE B KaTaMHe3e,

KPMTEPMM UCKNIOYEHUA OTCYTCTBYIOT.

MPT ronoBHoro mo3ra He TpebyeTca AnA yCTaHOBNEHWUA AMArH03a, 0iHaKo
HaCTOATENbHO PeKOMEHLYeTCA ANA UCKIIoUeHUA APYrux NpuuMH 3abonesaHua.
UkTanbHas 331 He TpebyeTca AnA YCTaHOBNEHMA UarHo3a.

CuHapom 6e3 nabopaTopHOro NOATBEPXEHNA: B CUTYaLUAX, KOTAA BO3MOMXHOCTH
MpUMeHeHIA ApYTiX METOZI0B AUArHOCTUKM OrpaHuyeHbl (B CTpaHax

C OTPaHINYEHHBIMMU IMarHOCTYECKUMIN BO3MOXKHOCTAMI), IMArHO3 MOXeT
6bITb YCTAHOBNIEH KNMHUYECKM Y [ieTel, KOTopble COOTBETCTBYIOT BCEM ApYrim
00643aTeNbHbIM KNMHUYECKUM KPUTEPUAM, NPI OTCYTCTBIAM HACTOPAXMBAKOLLMX
MPU3HAKOB U KpUTEPUEB UCKMIOYEHNA, eCTIN NPUCTYMbI NPEKPALLAITCA Ha GOHe
BBEJEHNA NUPUAOKCUHA UM NUPUAOKCANb-5-pocdaTa, BO306HOBAAKTCA

MY NpeKpaLLEHH ero npuema 1 CHOBa 0CTaHaBANBAIOTCA NP BO306HOBEHNN
3aMeCTUTeNbHOIA Tepanim.
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3. DHnedanonaTus pa3BUTHS W INMIIENTHIECKAS, CBSI-
3annas ¢ rekoM CDKL5 (CDKL5-DPD), TaxKe U3BECTHAS
Kak cuHapoM neduiura CDKLS, — DPD, pasBuBaiomascs
B pe3yJIbTaTe MyTalliii B TeHE IIMKIMH3aBUCUMOM KMHA3HI
5-ro tuna (CDKLJ5). Bro BaxHasl MpUIMHA SIWICTICUI
C OYEeHb PaHHUM HayajoM (CpeaHMI BO3pacT — 6 Hem)
Y NALIMEHTOB C BBIPAXCHHOM MBIIIEYHOU TMIOTOHUEH.
XapaKTepHO CoUeTaHNE CePUMHBIX MH(PAHTUIBHBIX CIIa3-
MOB ¥ TOHUYECKHX IIPUCTYIIOB B IIEPBBIE HECKOJIBKO Me-
CSILICB XKM3HM, OMHAKO MOTYT OTMEUAThCS pa3IMIHbIC TH-
I IPUCTYTIOB. [IpUCTYITBI YaCTO MMEIOT HECKOJIBKO (ha3
C KJIACCUYECKOM TTOCIeI0BATEIBHOCTHIO TUTIICPMOTOPHBIX,
TOHMYECKUX IPYCTYIIOB M 3IMJICITHUECKUX cria3MoB. [1pa-
KTUYECKHU BO BCEX CIy4asiX IMMPUCYTCTBYET BBIpaxkKeHHasI
3a/IepKKa IICUXOMOTOPHOTO Pa3BUTHSI.

Anudemuonoeus. DPD, cBa3anHas ¢ reHom CDKLS,
BCTPEYACTCS PEAKO, C IIpeArIojiaraeMoi 3a00J1eBAEMOCTBIO
ot 1 ciydas Ha 40 000—60 000 pomUBILIMXCS XXKUBBIMH |38,
176, 177]. 3aboneBaHune nMeeT X-CLEIIEHHbBIA JOMUHAHT-
HBII TUIT HacJedOBaHUS, M IMAIlMEHTHI XXCHCKOTO I10JIa
mpeobamaT B cooTHomneHnu 4:1 [178, 179].

Kaunuyeckas kapmuna. CpeIHMIA Bo3pacT 1e0ioTa Ipu-
CTYNOB — 6 HeJl >kn3HU, 1 B 90 % citydaeB MPUCTYITbI HAYMHA-
torest 1o 3 mec [180, 181]. Kak mmpaBuiio, B 1e0I0TE TIPUCTYIIOB
YK€ OTMedJaeTcs 3amepxKKa IICMXOMOTOPHOTO DPa3BUTHS,
¥ CO BpeMEHEM OHa CTAaHOBUTCsI OoJ1ee BbIpaxkeHHOI. Perpecc
TICUXOMOTOPHOTO pa3BUTHS Habmomaercs peako [178].

B HeBposornueckom cratyce — nud@y3Has MbIIey-
Hasl TUIIOTOHUSI; OKPY>KHOCTh I'OJIOBBI B Je010Te 3a001e-
BaHus B HopMe [17, 178]. HacTo HabmonaloTcst KOPKOBOE
HapyleHUe 3peHUs], II0X0M 3pUTENbHbII KOHTAKT, pede-
HOK He cienuT 3a mpeameramu [178]. OTmedaroTcst Herpy-
Oble Tu3MOp(GUYHbBIE YepPThl: INIyOOKO MOCaXXeHHBIE IJ1a3a,
BBICOKUIA JIOO, TyXJIbIe TYOBI, YIJIMHEHHBINH (QUIBTPYM,
MyxJible, cyxKaloluecs K KOHLIaM IaJiblbl [178].

Teuenue 3a601e6anus. DNMIWICTITUICCKHAE TTPUCTYITBI
HOCSIT PE3UCTCHTHBIN XapaKTep, M B OOJIBITNHCTBE CIyJa-
€B OTMEYaEeTCs TSDKeasi YMCTBEHHAs! OTCTAIOCTh. Y 00Jib-
IIMHCTBA ITALIMEHTOB IIPUCTYITH HAOIOOAIOTCS €KeTHEBHO,
XOTSI MEHEE YeM B TIOJIOBUHE CJTy9aeB BOZMOXKHBI TTEPUOIBI
OTCYTCTBUS IIPUCTYTIOB ITPOIOIKUTEIEHOCTBIO 10 2 MecC 1 00-
nee [178]. Tombko B 1/4 ciaydaeB maleHThI CIIOCOOHBI ca-
MOCTOSITEIbHO XOAUTh Y TOBOPUTH OTIE/IbHBIE ciioBa [178].
Y HeOO0IbIIIOro YMciia NallMEHTOB HAOIIOMAIOTCS JBUTATE b~
HBIC HapyIICHUS B BUIE XOPE0aTeTo3a, akaTU3ni, JMCTOHNI
¥ mapKuHcoHn3Ma [178]. 3aboneBaHue y malieHTOB MYyX-
CKOTO M0JIa ITPOTEKAeT, KaK MPaBUJIO, 00JIee TSTKEIIO.

Dnurenmuueckue npucmynsi. B ne6iore 3a001eBaHMS
MOTYT HaOJIOMATHCS PA3IMIHBIC TUTIHI TSI THYSCKIX
MPUCTYIIOB, HO YaIlle BCETO BO3HUKAIOT TOHUYECKUE ITPH-
CTYIBI, SMUJCITUYECKHE CITa3MBbl, TeHEePaIN30BaHHbIC
TOHUKO-KJIOHMYeCKMe Man (poKaJbHbIe TIPUCTYIIHI [179].

Co BpeMeHEeM MOTYT MPUCOSANHSITLCS APYTHUE TUITBI
OpUCTYNOB. Y OOJIBLIMHCTBA NMallMEHTOB IIpeod/aaaloT
SMUJICTITUYECKUE CIIa3Mbl M/ JIX TOHUYECKUE TIPUCTYIIBL.

OnuH XapaKTepHBII TUIT TIPUCTYITOB, HAaOJII0IaeMBbIiA
BO MHOTHX, HO HE BO BCEX CTyJasix, — CJIOXHBIN IMPUCTYII,
cocToSIMi M3 3 TOCIemoBaTeIbHBIX (a3 (sequence
seizures): TUIIEPMOTOPHOII — TOHMYECKON — SIUJICIITH-
yecknx crnasmoB [182]. IlepBast yacTh 3TOro MpucTyna
HaYMHAaeTCs ¢ TUIIEPMOTOPHOI (ha3bl B BUIE pacKaynBa-
HUsI, IBIDKCHWI HOTaMH I10 TUITY IIMHKOB, BOKAJIN3AIlN;
mnuteasHocTh 10—60 ¢. 3aTeM ciemyeT ToHMYecKas dasa
C pa3rubaHueM BceX KOHEUHOCTE WIn pa3rubaHueM Bepx-
HUX KOHEYHOCTEH M Cru0aHMEM HMXHUX KOHEYHOCTEM
MPOAOIKUTENBHOCTRIO 20—45 c. [Tpuctyn repexonur B ce-
PUIO 3KCTEH30PHBIX CIa3MOB, KOTOPBIC ITPOIOJIKAIOTCS
1—15 muH. Takke xapakTepHbl IIPUCTYIIbI, BKJIIOYAIOIIE
HECKOJIBKO (ha3 CepUITHBIX TOHMYECKUX ITPUCTYITOB M SITH-
JINTUIECKUX CIIa3MOB, KOTOPBIE OTMEYAIOTCSI B pa3HOO-
OGpa3Hoii rocaenoBaTebHOCTH [179]. Bo BpeMs nmpuctymnon
HepeaKo HaOII0NaI0TCsI BeTeTaTUBHEBIE ITPOSIBIICHUSI B BU-
IIe TUIIEPEMUM KOXKH JINIIAa, MUApHa3a U AUCITHOS.

Co BpeMeHEM MOTYT MPUCOEANHITHCS MUOKIIOHNYE-
CKHMe, KITOHMYECKUE, aTOHMIECKIE MIPUCTYITBI K aOCaHCHI.

Teuenue snuiericuu, cBsizaHHoOU ¢ reHoM CDKLS,
MPOXoIuT 3 TmocaeaoBaTesibHble cTaguu [183]:

* cragus [: paHHee HaYajaO SMIWICTICUM C KOPOTKUMU
TOHUYECKUMU IIPUCTYIIaMU, 9aCTO B COYCTAHUM C TH-
NepeMUEN KOXM JINLIA;

 cragus II: stmnenTraeckas sHIedazonaTus ¢ TOHU-
YECKMMU IPUCTYIIAMHU 1 MH(GAHTUILHBIMU CTIa3MaMU;

» cragug I1I: mo3mHAsT MynbTH(GOKAIbHAS U MUOKJIIO-
HUYECKas SIMWICTICUS] ¢ TOHUYSCKUMU MPUCTYIIaAMU,
MMOKJIOHYCOM, abcaHCaMU WJIU MYJIBTH(OKATbHBIMHI
IIPUCTYIIAMMU.

DIl-uccnedosanue. B 1 cramnu 3aboneBaHus MHTEP-
nKTaabHas DT, Kak npaBwio, B HopMme. [1pu perucrpaunu
WKTaJIbHBIX COOBITHI OTMedaeTcs nuddy3Hoe yILToIeHe
KPHBOI1, 32 KOTOPBIM CJIEIYeT OBICTPOBOJIHOBAS SITHJICII-
TU(OpPMHAsT aKTUBHOCThH B JIOOHBIX MM LIEHTPAJIBHBIX
OTHeJIaX KOPHI TOJJOBHOTO MO3Ta BO BpeMsI TOHUUECKUX
npuctynoB [183]. Ha aTom atane marrepHa «pa3psii—yr-
HeTeHue» He HAOII01aeTCsl.

Bo II ctagum 3a60oneBaHNsI HAa UHTEPUKTAIbHOI DDT
PETUCTPUPYIOTCS BRIPAXKEHHBIC HAPYIICHSI B BUAEC MOMIM-
GULIMPOBAHHON TUIICAPUTMUHU 100 B BUIE TUPPy3HOTO
3aMeJIEHUSI B COYETAHUM CO CMaKaMy WU TMOJMCIIan-
Kamu [183]. B penkux cirydasix Ha 3TOM CTagyuU PETUCTPH-
pyeTcs TaTTepH «pa3psia—yraereHue» [184].

B I1I craguu 3a0071eBaHMs HA MHTEPUKTAIbHON DO
peructpupyetcs 1 Gy3HOE BEICOKOAMITIUTYIHOE JeITb-
Ta-3aMeJICHUE C TIEPUOIMYECKIMU BCTIBIIIKAMY CTIAKOB,
MOJUCIIAaKOB 1 KOMILJIEKCOB CIailK—BOJIHA, C Ipeoba-
JIAaHWEM B LICHTPAJIbHOI, BUCOYHOM WJIM BUCOYHO-3aThI-
JIOYHOI obyacTax [183].

ITenemuueckue uccaedosanus. JInarHo3 ycraHaBIWBa-
eTcsI Ha OCHOBAaHUM BBISIBJICHHBIX ITATOTCHHBIX WJIN BEPO-
STHO MaTOreHHBIX MyTanuii B reHe CDKL5. Y malimeHToB
OIMMCaHO OOJIbIIIOe KOJUYECTBO MYTAILIMiA B JTAHHOM T'eHE.
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IIETCKOM
HEBPOAOT UM

DmarHoctuyeckue kputepuun (DKL5-3P3 no MpoekTy Knaccupukaun
anunenTuyeckux cuigpomoB 2021 r. (ILAE Guidelines, 2021)

06sa3aTenbHble KpuTepumn

Jnunentuyeckine NPUCTYNbl: MOTYT PEruCTPUPOBATLCA TOHNYECKUE MPUCTYMbI,
3NUNENTUYECKIe CNAa3Mbl, FeHepani30BaHHble TOHUKO-KIOHNYeCKHe

1/wnun $pokanbHble NPUCTYNbl. XapakTepHbI NPUCTYMbI COXKHOIO TUNA,
COCTOALLME M3 HECKONBKIX Pa3NINYHbIX KOMMOHEHTOB (sequence seizures) B Buze
TpaHchopMmaLm pasnnyHbIX KOMMOHEHTOB (rUNEPMOTOPHbIE — TOHMYECKMe —
3NUNeNTYeCKHe CNa3Mbl) B CTPYKTYpe 0HOro npuctyna. OfHaKo oHu
HabnioAITCA He BO BCeX CNyuasx.

[llpyrue nccnenoBanuna (BkNioYas reHeTYeCKME): NaToreHHas

myTauma B reHe (DKLS (X-cuenneHHblil TUN HaCefoBaHWA, OAHAKO 3a6oneBaHue
yalLle BCTPeYAETCA Y JIALL XKEHCKOTO N0A1a, YEM Y MYXKUUH,

B COOTHOLLEHUN 4:1).

Teuenue 3a6oneBaHua: rnybokas unn TAXeNaAa yMCTBEHHAA 0TCTaNOCTb.
(apmakope3ncTeHTHas anunencua.

Hactopaxusarowme npusHakm

Jnunentuyeckue NPUCTYNbl: OTCYTCTBIAE SMUNENTUYECKIX CNA3MOB Ha 1-M rofy KM3HI.
3[: HopmanbHasA 0CHOBHAA AKTUBHOCTb YOHA U OTCYTCTBIE UHTEPUKTANbHON
INUNENTUPOPMHOI aKTUBHOCTYU Ha I nocne 4 MeC KU3HM.

Bo3pacr aebrora: Aebiot anunencum nocne 3 Mec.

Pa3BuTue B febioTe: HopmanbHoe NCMXOMOTOPHOE pa3BuTHe A0 AebioTa NpUCTYNOB.
HeBponornyeckmit Cratyc: HOPMaNbHbI MbILLEYHbIA TOHYC.

prrepvwl NCKTIOYEHNA 0TCYTCTBYHOT.

MPT ronoBHoro mo3ra He TpebyeTca AnA yCTaHOBNEHUA ANArHO3a, OHAKO
HaCTOATENbHO PEKOMEHZYeTCA ANA UCKIIoUeHNa ApYrix npuumH 3abonesaHua.
WkTanbHas I3[ He TpebyeTca ANA yCTaHOBNEHUA MarHo3a.

CuHapom 6e3 nabopatopHOro NOATBEPXAEHMA: B CUTYaLMAX, KOTAA BOIMOXHOCTY
MpPUMeHeHA ApYriX METOLOB AUArHOCTUKIA OTPaHUYeHbI (B CTPaHaX C OrpaHinyeHHbIMIA
AVarHOCTUYECKIMI BO3MOXKHOCTAMM), AvarHo3 (DKL5-3P3 He MoxeT ObITb ycTaHOBNEH
KSMHUYeCKM 663 NoATBEPXK AHUA NPY TeHETYECKOM UCCIeZI0BaHII.

JlaHHBIX 0 KOPPEJISAIIUY TeHOTUI—(hEHOTHUIT HEA0CTaTOU -
HO, OTHAKO YCTAHOBJICHO, YTO MUCCEHC-MYTallli MOTYT
KOPPEIMPOBaTh C MEHEE TSLKEIbIM TeUSHUEM 3200 e BaHUS
110 CPaBHEHMIO CO CTOIT-KOAOH-MyTalusmMu [178].

4. PCDH19-3mmnencus ¢ cepHiiHBIMA NPUCTYIIAMHA —
3a00JIeBaHMe, CBSI3aHHOE C X-XPOMOCOMOI, KOTOpPOE TIpe-
MMYIIECTBEHHO HAOJI0MaeTCs Y XKeHIIMH 1 BI3BaHO IT1a-
TOTeHHBIMU MyTauusgMmu B reHe PCDHI19. Dnunencus
Je0I0TUPYET, KaK IMPaBUjIo, B BO3pacTe 0K0JIO 1 roma xKu3-
HU (IIPEUMYIIIECCTBEHHO B IIEPBBIC 3 TOHA) W MPOSIBIISIETCS
CEePUMHBIMY ITPUCTYITAMH, OOBIYHO CIIPOBOLIMPOBAHHBIMHU
JINXOPAAKOW. YMCTBEHHAs OTCTAJIOCTh M HApYIIICHUE TICH -
XUYECKOTO Pa3BUTHSI OTMEUAIOTCS IIPUMEPHO B 2/3 ciny-
yaeB. TskecTh (DeHOTUIIA, TIO-BUOMMOMY, KOPPEINPYeT
€ BO3pacToM Havaja snuierncuu [21, 185].

Dnudemuonoeusn. CBeeHUS O YaCTOTE BCTPEUaEeMOCTU
JIAHHOTO 3a00JIeBaHsI OTPAHNICHBI, OMHAKO B eIMHUIHBIX
nyO0JMKaUsIX COOOLIAETCS, YTO 3a00J1€BaeMOCThb COCTaB-
et 1 ciyvait Ha 42 ThIC. pOAMBIIUXCS XKUBBIMU [38].
B Gosb111x Koroprax naliMeHTOB XXEHCKOTO I10J1a ¢ CEpUii-
HBIMU (peOPMILHBIMY MPUCTYIIAMHI YaCTOTa MyTaIIWii B Te-
He PCDH 19 Bapbupyer ot 2 10 20 % [21].

Kaunuueckasn kapmuna. ITpyuctynbl 0OObIYHO HAYMHA-
I0TCSl B Bo3pacTe A0 1 roga, cpegHuii Bo3pacT aedrora —
10 mec (1,5—60,0 Mec — y MaLIMEHTOB XEHCKOTO I0Jia,
5—96 Mec — y maLMeHTOB MyxcKoro 1oa) [20, 186]. Pa3-
BUTHE U HEBPOJIOTMYECKUIA CTaTyC B Havajie 3a00JIeBaHys],
Kak MpaBuJio, 6e3 HapylleHuil. Pazmep oKpy>XHOCTHU TO-
JIOBBI B HOPME.

Teuenue 3a6oneéanus. ITpucTyIisl BO3HUKAIOT CEPUITHO,
KaK IpaBUJIO, CIIPOBOIIMPOBAHBI JIUXOPAIKON U HOCST
dapmakope3ncTeHTHBIN XapakTtep. I[Tocie 10 neT, BHe 3a-
BUCHMOCTH OT Tepariy, OTMEYaeTCs CHIDKEHUE 9aCTOTHI
CEePUITHBIX IIPUCTYIOB, U Y 1/4 maneHTOB MOXET HACTy-
ITUTh PEMUCCHS B ITIOAPOCTKOBOM WJIM CPEIHEM BO3pACTe
[20, 21, 186—188].

Ha 2-m romy xusHu y 70 % manneHTOB BBISBIISIOTCS
AyTUCTUYECKHME pACCTPOMCTBA XU CTAHOBUTCS OYEBUIHOM

YMCTBEHHAasI OTCTAJIOCTb, JTaHHBIC CUMIITOMBI JOMUHUPY-
10T TocJie 1-ro mecsarwierys xku3Hu. HapyireHus mosene-
HUSI C BBIPAXKEHHOM TUIIEPAKTUBHOCTHIO M BO3MOXHBIM
pa3BUTHEM 3IM300B IICUX03a OTMEYaloTcs y 25 % XKeH-
IIIMH ¥ 4aCTO CTAHOBSATCS OOJbIION MpobjeMoii B MO~
POCTKOBOM BO3pacTe M y B3pOCJIBIX ITaleHToB [189].

Dnunenmuyeckue npucmynst. B nedrore 3ad01eBaHUS
B ITOJIOBUHE CJIy4aeB IIPUCTYITBI HOCAT (DOKAIBHBIN XapaK-
Tep, COMPOBOXOAIOTCS TOHMYSCKUM pa3TUOaHUEM PYK,
BepCHeil TOJIOBBI M IJ1a3, TOOJeTHEHMEM JINIIA, BEIpaXe-
HUEM cTpaxa, Bokanu3sauueii [20, 186]. Takke MOryT Ha-
oromaTbesl aTUMYHble adcaHchl [186]. Ilpuctymbl Bo3-
HUKAIOT CepMItHO, 9acTO Ha (DOHE JIMXOPAIKH, U MOTYT
TpaHCHOPMHUPOBATLCA B ANUICIITUYECKUit ctatyc [190].

DIrI-uccaedosanue. Ha nntepukranbHoii DOI peru-
CTpHUpPYETCs 3aMeIJIEHNe OCHOBHOM aKTMBHOCTH (hOHA
C PEIKMMHU PETMOHAJIBHBIMU CITAaiKaMW ¥ MeIJICHHBIMU
BOJTHAMH, YaCTOTAa KOTOPBIX YBEIMIMBACTCS] BO BPEMsI TIPH-
ctynoB. C Bo3pacToM (poHOBast aKTUBHOCTh MOXKET HOpMaJIU-
3oBatkcs. B 1/3 ciydaeB HabmonaeTcst (hoTonapoKcu3MaibHast
peakIIusI, 1 B HEKOTOPBIX CITyJasx PerUCTPUPYIOTCS TeHepa-
JIN30BaHHbBIE CITaliK-BOTHOBBIE pas3psiabl [20, 186].

IIpuctymsl, perucTpupyeMble Ha MKTaabHOI DT, ya-
CTO MCXOIST U3 BUCOUYHBIX OTHCJIOB, HO TAKXKe MOTYT Ha-
OJIFOIATHCST TTPUCTYITBI, HCXOISIINE M3 TEMEHHO-3aThUIOY-
HBIX, JIOOHBIX WIX LIEHTPaJIbHBIX 00jacTeii. B monoBuHe
cllydyaeB IIPUCTYNBI HOCSAT (OKAJIbHBIM XapakTep,
HO HE UMEIOT JOCTOBEPHOI JIaTepaM3alliy VI JTOKaJIH-
3aumu Ha DT [20].

Heiposuzyanuzayus. B nebiote 3a001€BaHUS TaHHbIE
MPT 00BIYHO B HOpME.

lenemuueckue uccaedosanus. IlepBoHayaabHO ITATO-
reHHble Mmytauuu B reHe PCDH 19 6bUIn BBISIBIEHBI B Ce-
MBSIX MTAIIMEHTOK KEHCKOTO T10J1a C SIMWICTICUE U YMCT-
BEHHOI OTCTaJIOCTBHIO. B Hacrosiee BpeMsl MpUMepHO
B ITOJIOBMHE 3aPETUCTPUPOBAHHBIX CIyJaeB MyTallMU BbI-
siBiieHBI de novo [21]. Xots ren PCDH19 pacnonoxeH
Ha X-XpoMocoMme, 3a0oJieBaHUE HMMEET HEeOOBIUHBIMI



IETCKOM
HEBPOAOT UM

DnarHoctnyeckue kputepun PCDHT9-anunencun ¢ cepuitHbiMmn
npucrynamu no MpoekTy Knaccudpukauum snunenTUYeCKUX CMHAPOMOB
2021 r. (ILAE Guidelines, 2021)

06s3aTenbHble KpuTepumn

Jnunentuyeckine NpUCTynbl: GokanbHble NPUCTYNbI (TUMMYHBI NPUCTYMbI

C <KPUKOM y>Kaca») ! TOHUKO-KNOHUYECKIe NPUCTYNbI, KaK NPaBWI0 KNacTepHble;
MOrYT NPOBOLMPOBATLCA NNXOPASKOIA.

Bo3pact pebiora: 1,5-60 mec y feouek, 5-96 MeC y ManbyuukoB.

Opyrue nccnefosanua (BkAKYaA reHeTMYeCKNe): NaToreHHan MyTaums

B reHe PCDH19.

HacropaxuBatowue npusHaku

JnunenTuyeckine NPUCTYNbI: ANUTENbHBIE FeMUKNOHIYECKIe NPUCTYMbI
MAafieHyecTBa (CnegyeT ncknioyatb cuHapom fipase). OTCyTCTBME CepuitHoro
TeueHuA NpuCTynoB.

I3[ oTcyTCTBME INMNENTUPOPMHBIX Pa3pALOB (KoTopble Mpu 3Tom 3aboneBaHum
00bIYHO PErvoHaNbHbIe, HO B PEKIX CNTyYanX MOTYT ObITb reHepanu30BaHHbIMY).

prrepuu UCKNIOYE€HNA OTCYTCTBYIOT.

MPT ronoBHOro Mo3ra He TpebyeTca nA yCTaHOBNEHA AMArH03a, 04HKo
HaCTOATENbHO PeKOMEHLYeTCA ANA UCKIIoUeHNA APYruX NPUYMH 3a6oneBaHus.
VkTanbHas 33T He TpebyeTca ANA YCTaHOBAEHNA AUArHo3a.

BepoATHOCTb pa3BuTMA CUHAPOMA (KCUHAPOM B Pa3BUTUI»): 3TOT CUHAPOM
JOMKeH ObITb 3aN0J03PeH Y AEBOUKIN MJIaIEHYECKOT0 BO3pacTa Npu pasBUTAN
MepBOro 3NM30a KNAcTepHOro TeueHa GebpUNbHbIX NPUCTYNoB.

Cunzpom 6e3 nabopatopHoro NoATBEPAEHNA: B CUTYaLMAX, KOTAa
BO3MOXHOCTY MPUMEHEHNA APYTUX METOZIOB ANArHOCTUKM OFpaHuyeHbl

(B CTpaHaX C OrpaHNYEHHBIMI ANATHOCTUYECKAMM BO3MOXHOCTAMM), ANATHO3
PCDH19-3nunencum ¢ cepuitHbIM1 NPUCTYNamn MoXeT ObiTb

npeABapUTENbHO yCTaHOBIEH 63 NOATBEPXKAEHIUA C NOMOLLbIO
TeHETUYECKOTO NCCIEZI0BAHNSA, 0CODEHHO B CNyuasX C NONOKUTENBHBIM CEMEliHbIM
aHaMHe30M, NPEANOsaratoLLm X-cLienieHHbli JOMUHAHTHII

TUN HACNEA0BAHNA, NIPY OTCYTCTBUN B CEMbe CNyyaeB 3aboneBaHuA

¥ ManbyuKoB.

X-CIIeTIJIEHHBIH CcIToco0 HacenoBaHusl. 3a00JieBaHuE MPO-
SIBJISIETCST Y TETEPO3UTOTHBIX MAIIMEHTOK XKEHCKOTO TMoja
¥ MaJIbYMKOB, MMEIOIINX MO3aUIIA3M IT0 MyTallH B JaH-
HOM TeHe. ITarmeHThl My>KCKOTO I10jla UMEIOT CXOIHBII
(enoTun (B 1uTepatype onucaHo 9 ciaydaes) [185, 191].

DHuedaronaTs pa3BUTHS U SIMIEITUYECKAs], CBSI3aH-
Has ¢ reHoM SMCIA, moxet nmutupoBats PCDH 19-31m-
JICTICUIO W TIPOSIBISATHCS IIUTEIbHBIMU CEPUIAHBIMU T10-
JTUMOP(PHBIMU (OKAJTbHBIMUA U T'e€HEPaJIM30BaAaHHBIMU
MPUCTyIIaMU, pe3UCTeHTHBIMU K ADII, nHorma nmpomoJ-
XKalOLMMMCSI HECKOJIBKO THEM. Y neTe ¢ 3TuM 3aboJ1eBa-
HHueM (opMUpYyeTcs TsLKeas SHIedanonaTus pa3BUTHS
U OTMEYaloTC JIETKKE TTposIBAcHuUS qu3Mopdusma [192].

Memaboauueckue u dpyeue rabopamopHbie uccaedo8anus.
Kakux-n160 6uomapkepoB 3a001eBaHUS HE BBISIBJICHO.

5. HemocTaToyHOCTHh TPAHCHOPTEPA IIIOKO35I 1-T0 THIA
(GLUT1) (GLUT1-DP3) — clio;kHOEe HEeBPOJOTMYeCKOe
PacCTPOICTBO, IIPOSIBIISIONIEECS LIETBIM PSIIIOM HEBPOJIO-
TUYECKUX CUMIITOMOB, BKJTIOUAsl SITMJICIICUIO C JeOI0TOM
B MJIQICHYECKOM BO3pacTe, ABUTATeIbHBIC HapYLICHUS
U YMCTBEHHYIO OTCTaIOCTh [193, 194]. Bmutenicus — Han-
boutee yactoe nmposiBineHune nepunura GLUTI1. Kak npa-
BWJIO, SMIICHTUICCKIUE TIPUCTYIIBI PE3UCTEHTHHI K Tepa-
MM1U, 32 UCKJTIOYEHEM KeTOreHHOI nuetsl [195—197]. 3a
pa3BUTHE TAHHOTO CUHAPOMA OTBETCTBeHEH reH SLC2A1,
KOTOPBII KOOUPYeT MepeHOCUYHNK TTIOKO3HI 1-T0 THITa, OCy-
IIECTBJISIONINI TPAHCIIOPT TJIIOKO3bI Yepe3 TeMaTOHIIe-
dammyeckuii 6aprep [193].

BDnudemuonoeus. IpenmnonaracMast 4acToTa CHHAPOMA
GLUT]1, mposBisiolerocst amwiericueit Ha 1-M romay xm3-
HU, cocTaBiseT 1 cirydait Ha 24 ThIC. pOAMBIINUXCS KUBbI -
Mu. OIHAKO PacIpoOCTPaHEHHOCTh JAHHOIO CHHApPOMA
MOXKET OBITh BHIIIE, ITOCKOJIBKY Y HEKOTOPBIX ITAIlUEHTOB
3a00j1eBaHME MOXET Ae0I0TUPOBATh B 00Jiee CTapllieM JIeT-
CKOM BO3pacTe M IPOSIBIISITHCS HE TOJBKO IMIJICTICUCH,
HO U ApyruMu cumnrtomami [38].

Kaunuueckas kapmuna. Y nerei 1-ro roga Xu3Hu
BO3MOXKHO Pa3BUTHE Pa3HBIX THIIOB IIPUCTYIIOB, HO TIPH-

CTYIIBI C TEHePAIM30BAHHBIM HAYaJIOM BCTPEUAIOTCS Ya-
me, yeM ¢okanabHbIe [195, 198]. ¥V mob6oro pedbeHka
C SOWIETICUEN U IBUTATEJAbHBIM PACCTPOUCTBOM CJIEIYET
rmogo3peBath cuHapoMm GLUT1 [199]. B anamHe3e MoryT
OBITH cynoporu Ha (poHe rojiofia Uiu B YTPEHHUE YacChl.
JpyrumMu xapakTepHBIMU CUMIITOMAMM SIBJISTFOTCS CaK-
Kaau4yeCKHe IBMKCHMS TOJIOBHI U TJ1a3 (OBICTPhIC pa3HoO-
HaIlpaBJICHHBIC IBUKEHUS IJ1a3, COIIPOBOXKIAEMBIC TBU-
KEHMSIMU TOJIOBOI B TOM K¢ HaIlpaBJIICHUM) B paHHEM
MJIafieHYeCTBe ¥ MUKpoLedanus (mpucyrcTyer B 50 % city-
YyaeB) WIM YMEHbIIIEHUE OKPYKHOCTH ToIoBbI [193, 197,
200]. AnarHo3 MoaTBEPKAAETCS ¢ TOMOIIBIO JTIOMOaTh-
HOM MyHKIMM U ucciienoBanuss CM2XK, neMoHcTpUpyio-
IIeTO HU3KUI ypoBeHb TM0K03bl B CM2K B couetaHun
C HOpMaJIbHBIM WJIM HU3KUM cofiepkaHneM Jlakrata B CM2K
rocJje 4—6 4 royiofa Npu HOPMaJbHOM YPOBHE [JIIOKO3bI
B kKpoBu [201]. IIpu Hanmuuy xapakTepHOro ¢peHoTHUIIa
¢ maroreHHbIM BapuaHToM SLC2A1 npoBeneHuEe JTIOM-
0aNbHOM IMyHKUIMU He o0g3aTesibHOo [197]. Y maumeHToB
¢ OoJiee MO3AHUM AEOITOM BIUJICIICUM IIPU CUHAPOME
GLUT1 yposeHb rimoko3sl B CM2K MOKeT ObITh He TAaKUM
Hu3kuMm [202].

Teuenue 3abonesanus. Yactora MpuCTynoB BapbupyeT
OT HECKOJIBKMX B IEHB 10 HECKOIBKUX B rof. [IpucTymsl
pe3ucTeHTHBI K ADII. B 11e;10M yacToTa IpucTynoB UMe-
€T TeHICHIINIO K CHIKEHUIO B 00JIee CTapIlIeM JeTCKOM
BO3pacTe M Yy B3pOCHIbIX, ¥ B KIMHUYECKOM KapTUHE IIpe-
00J1agal0T YMCTBEHHAS OTCTAJIOCTD, IBUTATEIbHBIC HAPY-
meHus u Murpess [197, 203]. Kerorennast nueTa ¢ anexk-
BaTHBIM KETO30M MOXET ITOJJHOCTHhIO KOHTPOJIMPOBATH
mpuctynbl. HecMoTpst Ha TO, 94TO KeTOTeHHas AueTa 3a-
MeEIJIIeT HaJbHeHIee CHIKEHNE KOTHUTUBHBIX (DYHK-
LKA, Y MHOTHX ITAIII€HTOB OTMEYaeTCsI yMCTBEHHAsI OT-
CTaJIOCTh pa3JIMYHOM CTCICHMU.

Dnurenmuveckue npucmyns. Ins GLUTI1-BPD
XapaKTepHBI TeHePATN30BaHHbIC MUOKJIOHUTYECKHUE, MUO-
KJIOHWYECKM-aTOHMIECKIUE, TeHePaTN30BaHHbBIE TOHMKO-
KJIOHMYECKHE IIPUCTYIIBI WM ATUIIMYHBIE aOCaHCHI

37



38

IIETCKOM
HEBPOAOT UM

Darnoctuyeckue kputepun GLUT1-3P3 no Mpoekty Knaccudukauum
anunenTuyeckux cuiapomoB 2021 r. (ILAE Guidelines, 2021)

06a3aTenbHble KpuTepumn

JnunenTiyeckine NPUCTYMbl: MOTYT PErUCTPUPOBATLCA (GOKaNbHbIE

MU reHepaniu30BaHHbIe SUnenTiAYeckie NPUCTYMbI, BKAKYaA abcaHcbl (Yacto
C Hauanom o 3 ner).

[pyrue nccneioBaHus (B ToM YT FeHETUYECKME): NaTOTeHHbIE MyTaLyui

B reHe SLC2AT unu Hu3Kmil ypoBeHb rioko3bl 8 (MK HaTowwak u HuKoe
cooTHoLLeHve rtoko3bl B CMXK/rnioko3bi B nnasme (ypoBeHb rtoko3bl B CMX
MOET ObITb He TaKIIM HU3KIM NpY ANUNencim, CBA3aHHol ¢ aeduumtom GLUTT,
CN03AHNUM JebioTom).

TeyeHue 3a60N1€BaHNS: UHTENNEKTYANbHbIE HAPYLLEHNA.

HacropaxuBatowme npusHakm

HeBponornyeckiii CTaTyc: 04aroBble HEBPONOTUYECKME HApYLLEHUA

(3a ucknioueHnem napesa Topna).

TeueHue 3aboneBanmA: KOHTPONb INUNENTUYECKIX NPUCTYNOB C MoMoLLbio AT

OtcyTcTBue ynyyLueHna Ha doHe KeToreHHoN AuneTbl. OTCYTCTBUE ABUrATeNbHBIX
HapyLUEeHWiA, TAKIX KaK aTaKCus, NapoKCU3ManbHas ACKIHE3WS, BbI3BaHHAA
dU3nYecKoil Harpy3Koil, AUCTOHA.

Kputepum nckniovenna
[lpyrue nccnefosatua (B ToM Yncne reHeTuyeckue): Apyras NOATBEPX/eHHaA
3TUONOTUA CHIKeHNA YPOBHA rMioko3bl B CMXK.

MPT ronoBHoro mo3ra He TpebyeTca AnA yCTaHOBNEHWA ANarHo3a, 0iHaKo
HaCTOATENbHO PeKOMeH/YeTCA ANA UCKIIOYeHNA APYruX NpUuMH 3abonesanns.
VikTanbHas 33 He TpebyeTca AN YCTaHOBNEHNA AUarHo3a.

CuHapom 6e3 nabopaTopHOro NoATBepMAeHNA: B CUTYaLAX, KOFAA BO3MOMHOCTY
MpUMeHeHIA APYTIX METO/I0B AUArHOCTUKM OrpaHUyeHbl (B CTpaHax

C OrpaHNYEeHHbIMM ANATHOCTUYECKUMI BOSMOXHOCTAMY), AnarHo3 GLUT1-3PJ
MOXeT 6biTb ycTaHoBNeH 63 33T, MPT u reHeTuueckoro uccneaoBanua y fereit,
COOTBETCTBYHOLLMX BCEM APYTM 06A3aTeNbHbIM KpUTEpUAM, NPU OTCYTCTBIAM
HaCTOPaXXBaIOLLIX MPU3HAKOB U KPUTEPHEB UCKITIOYeHUA. [InA ycTaHoBNeHuA
JAnarHo3a Tpebyetca uccneoBaHme ypoBHsA rioko3bl B C(MX.

C paHHUM Ae010TOM. ADCaHCHI B BO3pacTe 110 4 JIeT, Hepe/ -
KO ¢ MUOKJIOHMYECKMM KOMITOHEHTOM, SIBJISIIOTCSI ITATOT'-
HOMOHHWYHBIM CUMIITOMOM, U MAIIMEHTaM C JaHHBIM BH-
JIOM MPUCTYINOB HEOOXOAMMO IIpOBeIeHUE TIOMOATBLHOI
IYHKIIMY ¥ MOJICKYJIIPHO-TEHETHYECKOTO TECTUPOBAHUS
[204]. Kpome Toro, cunapom GLUTI1-DPD noikeH OBITH
HUCKJTIOUCH Y ITAIIMEHTOB ¢ MUOKJIOHNYECKN-aTOHNYECKOM
SNUIEIICHe UK pe3UCTEHTHOM a0CaHCHOM 3MUJIeTICUEN,
0COOEHHO MPY HATMYNY KOTHUTUBHBIX HapylieHui. Pem-
KO OTMEYAIOTCS SIUJICIITUYECKHE CIIa3Mbl, a TAKXKe SITH-
JICITUYECKUI CTAaTyC TeHepaIn30BaHHBIX TOHUKO-KJIOHH -
YyecKux nmpuctynos [38].

DIAI-uccaedosanue. Ha narepuxranbHoit DOT Hepen-
KO He BBISIBIISIETCS HapyleHU. OmicaHbl BO3pacT3aBU-
cuMble n3MeHeHus Ha DDI B BUie perMoHaIbHOTO WU Te-
HepaJn30BaHHOTO 3aMeIJIeHHsS OCHOBHOI'O PHTMa,
WHOTIA B COYCTAHUM C MHTEPMUTTUPYIOIICH peTiOHaIb-
HOU W FeHEepaJIM30BAHHON CHAMK-BOJHOBOM SIIMJICIITU-
(GOpMHOIT aKTUBHOCTBIO B MJIaIcHUECKOM Bo3pacTe. Y 1e-
Teil crapiie 2 JieT HaOMoZaeTcs TeHepaau30BaHHAas
CIalik-BOJIHOBAs SNUJICNITH(OPMHAS aKTUBHOCTH 9aCTO-
Toit 2,5—4,0 Iix [205]. B HEKOTOPBIX CiIydasix U3MEeHEHUS
Ha D3I, 3apernctpupoBaHHbBIE Ha (poHE TOJI0AA, MOTYT
YMEHBIIIAThCS TIOCIE €lIbl, ITIOCKOJIPKY YPOBEHb ITIOKO3BI
B KPOBU Y LICHTPAJIbHO HEPBHOM CUCTEME IOBBIIIIACTCS.
Taxke oTMeJaeTCs YayqIIeHNE YaCTOTHBIX XapaKTePUCTUK
OCHOBHOI'O pUTMa Y ITAIIMEHTOB, HAXOMSIINXCS Ha KETO-
reHHoi aguere [206].

Hetiposuzyanuzayus. IpnbausutenbHo y 25 % naiu-
€HTOB OTMEYEHbl UBMEHEHUS 1O AaHHBIM MPT, BKitoua-
IOIIME TUIIEPUHTEHCUBHOCTD IMMOAKOPKOBBIX U-BOJIOKOH,
pacIMpeHne MepruBacKyISIPHBIX IIpocTpaHCTB Bupxosa
U XeJTITOYKOB TOJIOBHOTO MO3Ta, a TAKXKE 3a0ePXKKY MUCIH-
Huzaumu [193, 207, 208]. Ipu nposenenuu 19T ¢ 8F-ge-
30KCUIII0OKO301 HabmogaeTcs cnenuduueckas KapTuHa
B BUIIE TIOHIDKECHUSI CUTHAJIa OT KOPHI TOJIOBHOTO MO3Ia,

MO3XeUKa 1 TaJaMyca B COYeTaHUHU C ITOBBIIIICHUEM CHUT-
HaJia B rtoj1ocaToM Teie [209].

lenemuueckue u dpyeue uccaedosanusi. MoneKynsipHO-
TeHETUYCCKUIT aHaJIU3 BbISIBJISIET T€TEPO3UTOTHEIE U, PEXKE,
peliecCCUBHBIE MaTOreHHbIe MyTaluu B TeHe SLC2A1B 81—
89 % ciyyaes [193]. B 11—14 % ciy4yaeB BBISBISAIOTCS
JIeJIeIMHY VUTU OyTTMKan B reHe SLC2A 1, KoTopble MOX-
HO UIeHTU(UIMPOBATE ¢ TomoIbio MLPA n xpomocom-
HOT'O MUKpOMaTpruHoro aHammsa [193]. B ciygasix, Korna,
HECMOTPSI Ha XapaKTePHYIO KIIMHUICCKYIO KapTUHY, JTIOM-
OayibHAST ITYHKIUS ¥ MOJIEKYJISIPHO-TeHETUIECKIIT aHAIIN3
HeMH(MOPMATUBHBI, CJIEAYeT PACCMOTPETD TOIIOJTHUTEIb-
HBbIE METOIBI TMAaTHOCTUKM, BKIIFOUAIOIIE TECTHl Ha 10~
[JIOLIEHME TIIIOKO3bI apuTpountamu u naMepenne GLUT1
Ha nmosepxHocTy 3putpouutos [209, 210].

6. Cunnpom ITITypre—Bebepa — HacieICTBEHHBIN HETA-
POKOXKHBIA CUHAPOM, MPOSIBIISIIOIIUIACSI COYECTAHUEM Ka-
MAULIIPHOI MaabdopMalium Juiia (Tak Ha3bIBaeMoe Po-
IUMOE TIATHO IIBeTa MOPTBEeliHA, WM «BUHHOE ITSITHO»)
C UIICWJIaTepaIbHON aHTMOMOM JICIITOMEHUHIeAIbHBIX
000JI0YeK 1 UTICUJIaTePaAIbHOM ITayKoMoii. 3aboaeBaHe
00YCJIOBIIEHO COMAaTUYECKUMHU aKTUBUPYIOIITAMU MyTallH-
sIMA B T€HE TYaHMH-HYKJICOTHI-CBSI3BIBAIOIIETO OejIKa
anbda-q (GNAQ) [211]. IIporuno3 npu cuanpome ITyp-
re—BebGepa BaprabesieH 1 BO MHOTOM 3aBUCUT OT Pa3BUTHSI
COITYTCTBYIOIINX OCJIOXKHEHMIT, KOTOPBIE YaCcTO HabII0ma-
I0TCSI B paHHEM JACTCKOM BO3pAaCTe 1 BKIIIOUAIOT SIUJIEII-
CHIO, 0YaroBbIe HEBPOJIOTMIECCKIE HAPYIIICHUS U TJIayKOMY
[212]. AuarHo3 MOATBEPKAACTCS C IIOMOIIBIO BBISIBJICHUS
JICITOMEHUHT€JIPHON aHTHOMBI IIPSIMBIMU MJI KOCBEH-
HBIMU METOJIAMH TIPU HEMPOBU3YAIN3AIUHU.

Dnudemuonoeus. Y IAIIMEHTOB C ISITHOM 1IBETa ITOPTBEA-
Ha Ha JIO0y 11/ Ha BEpXHEM BeKe PHCK Pa3BUTHSI CHHIpOMA
IItypre—Be6epa cocrasister 20—70 % [213, 214].

Kaunuueckas kapmuna. Anarnos cunapoma HItypre—
BebGepa MoxkeT ObITh 3aII0J03PEH MIPU POXKIECHUU Y AeTeH
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C IISITHOM IIBeTa IOPTBEiHA B 00JIacTH JI0A M/WIN BepX-
Hero Beka. TinareabHbI OCMOTpP KOXU IOJI0BbI 32 TIMHUEH
poCTa BOJIOC BaxXeH IUIST BBISIBICHUSI CKPBITBIX ITOBPEX-
neHuii. MPT ¢ KOHTpaCcTHBIM YCUJIEHUEM MO3BOJISIET 00-
HapyXUTh JICITOMEHUHTEATbHYIO aHTHOMY JaXe B BO3-
pacre 1o 3 Mec xku3Hu [215]. B peakux ciygasix aHrmoma
JIMLAa MOXET OTCYTCTBOBATh [216].

BONUIenTUICCKUE ITPUCTYITBI — OOBIYHO TIEPBBI CHM-
oM 3aboseBaHus. CpeTHUIA BO3pacT Ae0roTa MPUCTYIIOB
y 75—85 % nauueHToB — 6 Mec [217]. B penkux ciaydasx
MPUCTYITEI MOTYT HAYMHATBCS BO B3pOCIOM Bo3pacte [217].

I[Momumo snunencun, y 40—60 % maimeHToB ¢ CUH-
npomoM Ltypre—Bebepa pa3BuBaeTcs Ij1ayKkomMa ¢ pucKOM
paHHeTo HapylieHus 3peHus [217].

Teuenue 3abonesanus. TeuyeHne 3a00eBaHUS Bapu-
a0e1bHO, HO B OOJIBIIMHCTBE CJlydaeB HOCUT IpOTpec-
cupyonuii xapakrep. I1pu 2ToOM HEBPOJIOTMIECKHIE TIPO-
SIBICHUSI B Pa3HOM BO3pacTe MOTYT pasnudarbes. [lpu
nebioTe Ha 1-M romy XXKM3HU OCHOBHBIMM ITPOSIBIICHUSIMU
3a00J1IeBaHUSI MOTYT OBITh SIIWIEIICUS, TeMUNapes, 3a1ep-
2KKa IICUXOMOTOPHOTO pa3BUTHS M UHCYJIBTHL. boiee mo3m-
HHE CUMIITOMBI, TIPOSIBIISIIONINAECS B IITKOJTBHOM BO3pacTe,
BKJIIOYAIOT TOJIOBHBIE OOJIM, TPYZHOCTH OOYYEHMS U T10-
BelleHUeCKMe HapyleHus. Bo B3pociioM Bo3pacTte xapak-
TEPHBI IENIPECCUS U IPYTUE IICUXUYECKME PACCTPOICTBA,
a 3MIWICTICUS] U MHCYJIBTOIIOAO0HBIE AITM30IbI MOTYT IIPO-
JIOJKAThCS B TEUCHUE BCEM KM3HM.

Pannee Havano mpuctymnos (B Bo3pacte 10 12 mec),
BBICOKASI YaCTOTA IIPHUCTYITOB U (hapMaKOPE3UCTEHTHOCTh —
HauboJiee JOCTOBEPHBIE MPEAUKTOPbI HEOJIATONPUSITHOTO
ncxopa [217, 218]. OOmUpHBIE OTHOCTOPOHHUE WU
JIBYCTOPOHHME JICNITOMCHNHI€AJIbHbIC AaHTMOMBI XapaKTe-
pU3YIOTCS 0oJiee paHHUM HadyajoM IIPHUCTYIIOB U MEHee
0JIArOIIPUSITHBIM MCXOIOM B OTHOIIICHUH Pa3BUTHUS U KOT'-
HUTUBHBIX (DYHKIIUI 110 CpaBHEHUIO C OMHOCTOPOHHUM
nmopaxkeHMeM MeHblIero pasmepa [219]. ¥ mauneHTros
C OIHOCTOPOHHE aHTMOMOI MSITKOM MO3TrOBOM 000JI0UKM

1 PEe3UCTCHTHBIMU IIPUCTYIIAMHU CJIEAyeT PACCMOTPETD BO3-
MOXHOCTh XMpyprudeckoro jgedernus [220].

Dnunenmuueckue npucmynst. B nebiote 3a00eBaHMS,
KakK IpaBUJIO, OTMEUYaroTCs (hOKaJIbHBIE MOTOPHBIC TIPH-
crymsl [221]. Hepenko HabmogaoTcss oKaIbHBIE BereTa-
TUBHBIC IIPUCTYIIBI C HAPYIIICHNEM CO3HAHUS Pa3IMIHOMN
creneHu [222]. [TpuCTyIIbI MOTYT OBITh MaJIO3aMETHBIMU,
1 WX BBISIBJICHHE MMEET OOJIBbIIIOEe 3HAUCHHUE, TTOCKOIbKY
BBICOKA BEPOSITHOCTD PA3BUTHS SIUJICIITUYECKOIO CTaTy-
ca [221]. [IpumepHo B 30 % ciyyaeB MPUCTYIIbI 1eOIOTH -
PYIOT Ha (pOHE JIMXOPAIKU, ¥ Y OOJIBPIIMHCTBA MAIIMCHTOB
COXpaHSIETCS BEICOKAsI BEPOSITHOCTD (heOPIIIHbHOI ITPOBO-
Kalyu TIPUCTYIIOB B JIIoO0M Bo3pacte [221]. Moryt Ha-
omonaTbesl MHMAHTWIBHBIE CIIa3Mbl, MAOKJIOHUYECKHU-
aToOHWYeCKUe U rejactTudeckue npuctynsl [223]. Hepeako
MIPUCTYIIB BOZHUKAIOT B BUAE KJIACTEPOB ITOCTIE JUTUTEIb-
Horo nepuoaa ux orcyrctsus (40 % ciydaen) [222, 223].

B cBs131 ¢ BBICOKOI1 YaCTOTOM MPUCTYIIOB C pAHHMUM Ha-
YaJIOM 1 UX IIOTeHIIMAIBHBIM HeOJIarOIpPUSITHBIM BO3IECT-
BHEM Ha Pa3BUBAIOIIMICS MO3T HEOOXOMMMO 3apaHee Ha-
VUIUTb POOUTEIICH paCTIO3HABATD AMWICHTUICCKIE TIPYCTYIIBL.
Kpome Toro, Heodoxoaumo MHMOPMHUPOBATH POXUTENICH
0 TOM, KaK HY>KHO J€CTBOBaTh B CIIy4dae pa3BUTHS IIPHCTY-
I1a, BKJTIOYasl IPUMEHEHNE CKOPOIIOMOIITHBIX CPEACTB KyIIH-
POBaHMS IPUCTYTIA, TAKMX KaK OEH30IMa3eTTUHEI [224].

BDIrI-uccaedosanue. Ha DI 00bIYHO perucTpUPYIOT-
CsI MEXXTTOIyIIapHast aCUMMETPHS 1 IeTIPECCHsi OCHOBHOM
aKTMBHOCTU B TTOpaxkeHHOM Tonymapuu [225]. OgHako
B TeUeHME 1-TO roma XKM3HU OCHOBHASI aKTUBHOCTD MOXET
OBITh B HOpME.

HMHTepuKkTanbHas 3muienTudopMHas aKTUBHOCTD
MOXKET IOSIBUTHCSI TTO3KE U TIPOSIBIISITHCST PETMOHAIBHBIMU
OCTPBIMH BOJTHAMU WJIM YaCTBIMU pa3psimaMu CIIaiK-BOJI-
HOBOIM akTMBHOCTHU [225]. Takue MHTEpPUKTAJIbHBIE 3ITH -
JIenTUOPMHBIE U3MEHEHUS 0 1e0I0Ta IIPUCTYIIOB SIBJISI-
I0TCS BaXKHBIMM MapKepaMy pHCKa pa3BUTHS SITMICTICUN
y manueHToB ¢ cuHapomoM Itypre—Bebepa [226].

JlnarHocTnyeckue kputepun cuiapoma LLitypre—Bebepa no Mpoekty
Knaccudukayum snunentuveckux cuuppomon 2021 r. (ILAE Guidelines, 2021)

06s3aTenbHble KpuTepun

JnunenTuyeckine NPUCTYNbI: GoKanbHble MOTOPHbIE UM BereTaTuBHble
MPUCTYNbI C HapyLLeHem Wi 6e3 HapyLUeH!A CO3HaHWA, KOTopble MOTyT
TpaHchopMUpoBaTbCA B bunatepanbHble TOHUKO-KNOHNYECKe MPUCTYMbl.
HeiipoBu3yanu3auua: no aanHbiM MPT BbIABAAETCA NOBbILLEHNE MHTEHCUBHOCTH
curHana B 06nacTu nenTomeHuHreanbHbIX 06onoyek, npeanonaratlyee
NenTOMEHWHTeabHYI0 aHrMOMY, B COYETaHUM C KOPKOBbIMY KaNlbLitHaTaMu

11 pa3BUBaOLLEIicA CO BpeMEHeM 04aroBoii LiepebpanbHoii atpodueii.

HacropaxuBarowue npusHaku

93 OTCYTCTBME ACUMMETPUU OCHOBHOI AKTUBHOCTY (JOHA CO CHIDKEHMEM
amMNAUTYAbI 1 3aMefIeHNEM Haji OPaXKeHHDBIM NONyLLIapHeM.
HeBponoruyeckuii cTatyc: 0TCyTCTBIE KanUANAPHOI reMaHroMbl L,
CBOBNEYeHeM Aepmatoma V1.

TeueHue 3aboneBaHuA: OTCYTCTBUE HAPYLLIEHNIA B HEBPOIOTNYECKOM CTaTyce
(KoTopble MOryT OrpaHuMBATLCA TONKO HapyLUeHUeM noneit 3penus). OTcyTcTaue
YMCTBEHHOI OTCTaN0CTI, BapbupyloLLieli OT NerKoii 40 TAXENOi.

Kputepuu ucknioueHns otcyTcrsyior.

MPT ronoBHoro mo3ra HeobxoaMMo AnA NOATBEPXKAEHNA ANarHo3a. 3meHenua
MOryT 6bITb Mano3ameTHbIMY UK OTCYTCTBOBATH N0 AaHHLIM MPT, npoBezieHHoiA
B BO3pacTe 0 2 Mec.

VkTanbHas I3 He TpebyeTca ANA yCTaHOBNEHWUA AUArHo3a.

CuHzpom 6e3 nabopaTopHOro NOATBEPXEHNA: B CUTYaLMAX, KOrAa
BO3MOXHOCTM NPUMEHEHNUA APYrvX METOLOB ANarHOCTUKY OFPaHYeHb

(B CTPaHax C orpaHNYeHHbIMU JUArHOCTYECKIMI BO3MOXHOCTAMIA), AUarHO3
cHppoma LUTypre—Bebepa MoxeT ObITb NpeaBapUTESNbHO YcTaHOBNEH 6e3 MPT
1 33T y NaLMeHTOB, 0TBEYAIOLLMX BCEM APYTAM 00A3aTeNbHbIM KpUTEPUAM

MU OTCYTCTBIAM HACTOPAXKMBAIOLLMX PU3HAKOB U KpUTEPUEB UCKNIOYEHNA.
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HxkranpHass aKkTUBHOCTh 3aBUCHUT OT PETHOHA, U3 KO-
TOPOTO UCXOMNT IIPUCTYII.

Heiposuzyanuzayus. MPT ro0oBHOTO MO3ra ¢ KOHT-
pPacTHBIM yYCHJICHHEM ITOATBEPXKIAET TUAarHO3 CMHIpPOMA
ITypre—Beb6epa mmyrem npsiMoil BU3yalin3aluu JeITOMe-
HUHTeaJIbHOM aHTMoMbI. OOHApYXeHMEe aHTHOMBI MOXKET
OBITh CJIOXKHOM 3agaueil y MajieHbKUX AeTeit. [pyrue koc-
BEHHBIC TIPU3HAKM IIPY HEUPOBU3YAIN3AIUNA — UIICHIIA-
TepaJbHOE PACIINPEHUE COCYIUCTOIO CIUICTCHNS, YBEIH -
YeHHE TPAHCMEIYJUISIPHBIX BeH U CHIDKCHHE CHUTHAaJjIa
oT 6enoro BemiecTBa B T2-pexkxume [215]. KopkoBble Kajb-
UKaTHl U LiepedpaibHas aTpodust TOSIBIISIIOTCS C Te-
YeHHEM BPEMEHMU.

lenemuueckue uccaedosanus. U30mmpoBaHHOE TIITHO
1BeTa nopreeiiHa u cuHapom llltypre—Bebepa numeror
OOIIIYI0 TEHETUIECKYIO STHOJIOTHIO 1 CBSI3aHBI C HATUINEM
COMATUYECKON MO3aMYHOM MyTallMX B T€HE TYaHUH-HYK-
JICOTU-CBSA3BIBaOIIETo Oeka anbdha-q (GNAQ) [211].

7. TeaacTuyecKue NMPUCTYNbI C TMNIOTAJAMUYECKOI ra-
Mapromoii. [amMmapToMa rumoTajsaMmyca — O4eHb pEIKOe
HaCJIeICTBEHHOE HE3JIOKaYeCTBEHHOE HOBOOOpa30BaHNUE
TOJIOBHOTO MO3Ta, KOTOPOE OOBIYHO aCCOIIMUPOBAHO C I'e-
JIACTUYIECKUMU IIPUCTYIIaMU (B BUIE UKTAJTBHOTO CMEXa)
WU, pexe, npuctynamu ruiava. [Tpuctymnbl oObIYHO Ha-
YUHAIOTCS B MJIaICHYCCKOM WJIM PaHHEM JETCKOM BO3pa-
cre. MOryT perncTpupoBaThCs U IPYTUe TUIIBI TPUCTYIIOB,
BKJTIOUAs IIPUCTYITBI C HApYIIEHNEM CO3HAHUS WIH pa3-
JIMYHBIC TeHEPaAIM30BaHHBIC TUITHI IIPUCTYHOB. I1o Mepe
pa3BUTHUS 3a00jieBaHUSI HAOMIOHAaeTCsl 3aepKKa WU pe-
rpecc KOTHUTUBHOTO Pa3BUTHUS, a TAKXKE IIPOTPECCUPY-
OIIMeE TTOBEICHYCCKIIE HAPYIIICHNS, TaKKe KaK UMITYJTbCHB-
HOCTb U arpeccusi. B HEKOTOpBIX ciydyasix HaOIogaeTCs
MMpeXIeBPEMEHHOE II0JIOBOE co3peBaHue. [IpucTymbl
HOCAT (hapMaKOPE3UCTEHTHBIN XapaKTep, HO MX 9acToTa
MOXET 3HAYNTEIbHO YMEHBIITUTHCS TTOCIIE XUPYPTUIECKO-
ro BMemareabcTBa. CieayeT pacCMOTPETh BO3MOXHOCTD
PaHHETO XMPYPIUIECKOIO JICYSHUS C ILICJIbI0 KOHTPOJIS
MIPHUCTYIIOB U IIPEIOTBPAIICHYS IIPOrPECCUPYIOIIETO KOT-
HUTHUBHOTO Ie(UIINTA 1 TTOBEACHYSCKIX HapYIICHUA.

Inudemuonoeus. I1o mTaHHBIM UCCICTOBAHUS, TIPOBE-
nerHoro B IlIBennu, pacmpocTpaHEHHOCTh TaMapTOMBI
TUIIOTaJIaMyca C reJIACTUISCKUMM TIPUCTYIIAMU COCTaBIISI-
et 0,5 Ha 100 TBIC. Y meTeil U MOAPOCTKOB B BO3pacTe
1o 20 et [227].

Kaunuueckasn kapmuna. J1e610T 3a60J1eBaHUS TPUXO-
JIUTCS Ha 1-11 To >KU3HU MpUMepHO B 85 % ciyuaes [228].
Y ocTanbHBIX MALMEHTOB AEOIOT MPUCTYIIOB BO3MOXEH
B OoJIee cTapimeM AeTcKoM Bo3dpacte [227, 229]. [Ipeobia-
JIaHWe TI0 IOy He BEIIBIEHO. HeBposormyeckuii ctaTyc
4acTo B HOpME, OJJHAKO MpHU 00ILeM OCMOTPE MOTYT ObITh
BBISIBJICHBI IPU3HAKHU IPEXKIECBPEMEHHOTO TIOJIOBOTO CO-
3peBaHU.

Teuenue 3a60ne6anus. DIWIETICUS, BEI3BAHHASI TaMap-
TOMOI THUITOTajlaMyca, OOBIUHO pe3ucTteHTHa K ADII.
B OGonblIMHCTBE cllydaeB CO BpeMeHeM HaOJroaaeTcs

IIPOTrpeCcCUPOBAHNE SIMWICTICUN C pa3BUTHEM (hOKATBHBIX
MIPYICTYTIOB C HApyILIEHWEM CO3HAHUS ¥ TeHEPaTN30BaHHbBIX
CyIOpOXHBIX IpUCTYIoB [230, 231]. Y HEKOTOPHIX Malu-
€HTOB MOTYT OTMEUYaThCs TOHUICCKHE, ATOHUYECKUE TIPH-
CTYITBI MM aTUIIMYHBIE abcaHchl, TunnuHble g CJIT.
XUpypruueckoe ynajieHre raMapToMbl TUIIOTajlaMmyca MO-
KeT IIPUBECTH K KYITUPOBAHUIO IIPHUCTYIIOB U IIPEIOTBPa-
THUTh UX IIPOIPECCUPOBAHME.

KornutrBHbIe PYHKLIMY B 1€0I0T€ MPUCTYHOB OObIY-
HO HE CTpaJaioT, OMHAKO CO BpeMEHEeM HaOJII0Mar0TCs 3a-
IepXKKa 1 perpecc ICUXUIECKOTo pa3BUTHS. Y OeTeil Tak-
K€ MOTYT OTMEUAThCSI ITPOTPEeCCUPYIONINE TIOBEACHICCKIE
HapyIIeHMS, TAKME KaK arpeccysi, UMITyJIbCUBHOCTbD, TH-
MIepaKTUBHOCTH 1 PACCTPONCTBO ayTHUCTUIECKOTO CIIEKTPA.

Dnunenmuueckue npucmynsi. [enacTuaeckue MpucTy-
bl — CHEUMMOUIHBIN TUIT TIPUCTYIIOB M 00S13aTEIbHBIIN
KpUTepHUii TMarHo3a. [emacTuyeckye MPUCTYIbl OTMEYa-
I0TCS B I€OIOTE SMUICIICUY U UMEIOT KOPOTKYIO TIPOIOJI-
KuTeabHOCTh (<1 MuH). [IpHUCTYIIBI XapaKTepu3yoTCsS
BO3HUKHOBEHHEM MEXaHUIECKOI'O HEECTECTBEHHOI'O CMe-
Xa, He COOTBETCTBYIOIIETO KOHTEKCTY cuTyaru. Co3HaHUe
B OOJIBIIIMHCTBE CIIy4aeB HE HAPYIICHO, ITOCTUKTATbHAS
CIIyTaHHOCTh OTCYTCTBYeT. YacToTa MpUCTYIIOB BEICOKAS],
JMIOCTUTACT HECKOJIBKMX IIPUCTYIIOB B IeHb, KPOME TOTO,
IIPUCTYIIBI MOTYT TPYIIIIUPOBATHCS B KJIACTEPHI.

[Ipuctynel, cCOMpoBOXIAIONINECS BOSHUKHOBEHUEM
M30JIMPOBAHHOM YJIBIOKM 0e3 XapaKTepHOro HEBECEJIOro
(«0e3pamocTHOrO») CMeXa, He SIBJISIIOTCS TeaCTUUSCKUMH.

Takske MOTYT IPUCYTCTBOBATh TAKPUCTUICCKUE TIPH-
CTYIIbl, XapaKTEPU3YIOLIMECS CTEPEOTUITHBIM CJIe30TeYe-
HHUEM U IJIa9eM, TPUMacHUYaHUEM WIX KpUKaMH, He CO-
OTBETCTBYIOILIMMU cUTyali. KoMOMHAaLIMsI reJlacTUYeCKUX
¥ IIPUCTYIIOB IUTaYa yKa3bIBaeT Ha raMapTOMy THIIOTaIa-
myca. Kpome Toro, Mmoryt HabJ1tonaTbes Apyrue BUAbl Ipy-
CTYIOB, HampuMep (OKaJIbHBIE C CEMHMOJIOTHEH, XapaK-
TepHOM JJisI TNPUCTYIIOB, MUCXOASINMX U3 JIOOHOH
WJIX BUCOYHOM JOJIM M, B PEAKMX CIyJasx, SMICIITHIEC-
Kue cra3mbl. B 6osee cTapliieM 1eTCKOM BO3pacTe MOTYT
MIPUCOCINHUTHCS TOHUYECKUE TPUCTYIBI U IIPUCTYIIBI
SIWICNTUYCCKUX TAICHUH, a TAKKE aTUITMYHBIC A0CAHCHI.

DIAT-uccaedosanue. DoHOBasA AKTUBHOCTH OOBIYHO
B HOpMe. MHTepuKTalbHAS SMUICITU(DOPMHAS aKTUB-
HOCTb, KaK IPaBUJIO, MOSIBJISIETCA TTOCIE 1-TO rona XXnu3Hu
U TIEPBOHAYAJILHO Yallle BCETO HAOMIOMACTCS B BUCOYHBIX
001aCTSIX, XOTSI MOTYT IIPUCYTCTBOBATh PETMOHAJIBHBIC CIIaii-
KU B 110001 00;1acTH. Y AeTeii ¢ MHGaHTWIGHBIMU CITa3MaMH
MOKET HaOMI0AaThCs KapTUHA TUIIcapuT™Muu [232].

B Gonee mo3gHeM IeTCKOM BO3pacTe, IOMUMO pPeruo-
HaJIBHBIX WJIA MYJIBTUPETUOHAIBHBIX SIMICTITU(DOPMHBIX
pa3psiioB, MOTYT PETUCTPUPOBATHCS TeHEPATN30BaHHBIC
MeIJICHHBIC KOMIUIEKCHI CITaliK—BOJIHA, TeHEepaIn30BaH-
HBIE CTTAUKU WJIU CITAaiK-BOJTHOBBIE KOMILJICKCHI.

Ha D3I Bo Bpems reaacTUUeCKUX MPUCTYIIOB MOXET
He BBISIBIISIThCSI KAKMX-JIM00 U3MEHEHU OMO3JIeKTpruYec-
KOIf aKTUBHOCTH WJIM MOTYT PETHCTPHPOBATBLCSI CTEPTHIC
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U Hecrenuduieckre M3MEHEHMSI, TaK1e KaK CHIDKCHUE
AMIUTUMTYOBI WJIM YMEHBIIICHNE YaCTOTHI CIIAKOB, PeTH-
CTPUPYIOIIMXCSI MHTepUKTaIbHO. [1py TpoBeAeHUY CKaIb-
noBoit DD mpUCTYIIBI MOTYT UCXOAUTDH U3 BUCOYHOMI
WM T00HOM objacTu Kophl. OQHaKO IIpUMEHEHUEe TIy-
OMHHBIX 3JIEKTPOAOB MOATBEPKAAET, UTO UKTATbHBIN (hO-
KyC MCXOIUT U3 001acTu ramMmapToMbl. Y xupypruyeckoe
JICYeHHE JOJDKHO 3aKJII0YaThCs B YIAJICHUU TaMapTOMBI,
a He B BUCOYHOI M1 (ppoHTANIBbHOM pe3ekiun [228, 233].
B Gonee crapiem Bo3pacTe y MallMEHTOB C TreHepaiu30-
BaHHBIMU TUITAMU TIPUCTYIIOB Ha DD oTMeuaeTcs reHe-
paIM30BaHHOE MKTAJbHOE HAYaJI0 IIPUCTYIIA.
Heiiposusyanuzayus. MPT BbIsSIBISIET HOBOOOPAa30BaHWE
Ha HOXKE WIN C IMMPOKUM OCHOBAaHMEM, HaXOMIIeecs
MEXIy BOPOHKOI THIIOTaJIaMyca CIiepenr M MaMILIsIp-
HBIMM TeaaMu c3agu [234]. Obpa3oBaHue, KaK MPaBUIIo,
MMeeT M30MHTSHCUBHBIN WIIM CJlIerKa TUITOMHTEHCUBHBIN
curHaji Ha T1-B3BellleHHbIX U300paxkeHUSIX, TUIIEPUHTEH -
CUBHBII cUTHAJ Ha T2-B3BelIEHHBIX U300paKeHUSIX U HEe
HaKaIlJIMBaeT KOHTPACTHOE BellecTBO. [Ipu momo3peHun
Ha rejacTuyeckue MpUCTYNbl ciaeayeT mpoBoauts MPT-
CKaHUPOBaHMUE C MPULIETbHBIM HCCIeA0OBAaHUEM 00JIACTH
TUIIOTajJaMyca IIPY ITOMOIIN TOHKUX CPE30B.
ITenemuyeckue uccaedosaruss. BOTBIIMHCTBO CTydaeB HO-
CAT CIIopaguJecKuii xapakrtep. OmMHAaKO IIPUMEPHO B 5 % city-
yaeB HaOmogaercs: cuHapoM Ilannucrepa—Xoiia ¢ mato-
TeHHBIMU MyTauusiMu B reHe GL 13 [235].
Hughgpepenyuansrolii duaenos:

* TeJacTUYEeCKUE IMPUCTYITH He BCETa CBsI3aHbI C TaMap-
TOMOI1 TUITOTaIaMyca, HO MOTYT BO3HUKATD U3 IPYTUX
0YaroB (Yallle BCErO BUCOYHBIX W JJOOHBIX). Y Talu-
€HTOB, Y KOTOPBIX HE BBISIBJICHa TaMapTOMa TMITOTa-
Jnamyca, cieayeT rposectd MPT 1o npoTokoJy amu-
JIEMITUYECKOTO CKAHUPOBAHMUS TSl BBISIBJICHUS APYTUX
CTPYKTYPHBIX U3MEHCHUIA;

* CTePEOTUIINH;

* MJIajeHYecKasi MacTypOaus.

3akimoueHne. XOTsI B HACTOSIIIee BpeMsI JOJIST TTallieH-
TOB C YCTAHOBJICHHOM 3THOJIOTUEH STIUJICTICUN YBEIMIM -
BaeTCsl, BO MHOTHX CJIy4YasiX IIPUYMHA OCTAeTCSI HEM3BECT-
Hoii. TeM He MeHee B 3TUX CITyJasix BO3MOXHO YCTAHOBUTD
INarHO3 Ha OCHOBAaHMU KIMHUYECKUX CHMIITOMOB,
YTO IaeT Bpadyy ¥ CeMbe MH(MOPMAIIIIO OTHOCUTEIIHBHO BbI-
0opa ONTUMAIBHOTIO JICUCHUSI, BOSMOXXHBIX COITYTCTBYIO-
IIUX CUMIITOMOB U TIOMOTAeT OIPEACINTD IIPOTHO3.

KoHuenuust anujienTu4eckoro CMHapoma oblia ycra-
HosiieHa B Kimaccudukaumsax smmnencuii 1985 u 1989 r,
OHAKO CHeIN(PUIECKNE CHHIPOMBI OBUTM OTKPBITHI 3a-
JIonro mo 3Toro. IlepBoHavyabHOE ONMMCAaHUE CUHAPOMA
BecTta 65110 omnydsmkoBaHo B xkypHajie Lancet B 1841 .,
B KOTOPOM OIMCHIBAJINCH XapaKTePHBIE CEpUIHBIC (PIIeK-
COpPHBIE 1 3KCTEH30PHBIC CITa3Mbl 1 KOTHUTUBHBIC HAPY-
LIEHMs] Y COOCTBEHHOTO ChIHa 1oKTOopa Becra [236]. PanHss
MJIafeH4YeCKas SIUJICIITUYecKas HIIehaaonaTus ¢ marT-
TEPHOM «pa3psa—yrHeTeHue» Obuta onucaHa Shunsuke
Ohtahara u coaBT. B 1976 . 1 TakxXe ObUIa Ha3BaHA CHUH-
npomoM Otaxapa [78]. Illapiorra [IpaBe 1 cOaBT. BIIEpBbIC
OIUCAIIN TSCKETYI0 MUOKIIOHMYECKYIO STMICTICHIO MITaIeH-
yecTBa B 1978 1. Teneps 310 3a001€BaHMe HOCUT Ha3BaHUE
cunapoma Jlpase [135] u ssBasteTcs Mpoo6pa3oM MOHOTEH-
HOI1 HIIedaronaTuy pa3BUTHS U STTAJICITUIECKOIA.

PaGouas rpymnna Jiuru xoteya 0TKka3aTbCsl OT SITOHUM-
HBIX HAa3BaHUI, 32 HEKOTOPBIMHU UCKITIOYCHUSIMU. PerieHo
COXPaHUTh HECKOJIBKO SIIOHMMHBIX Ha3BaHUI CUHIPOMOB,
BKJTIOYas cmHApoM JlpaBe, 13-3a TOBCEMECTHOTO IIPUMe-
HEHMS 3TOTO TEPMUHA B TEKYILNX KJIIMHAYECKUX UCCIIENO0-
BaHUSIX, a TAKKE IIPU PETUCTPAalU opdhaHHBIX JeKapCT-
BEHHBIX IIPEITapaToB.

I1o Gonbeit yactu Jlura rpeaiaraet 3aMmeHy SIIOHUM-
HBIX Ha3BaHWI1 HAa TEPMUHBI, XapaKTepU3YIOIINe OCOOCH-
HOCTH KJIIMHUYECKON KapTUHBI, HAIIpUMEP «CUHIAPOM
MH(aHTUIBHBIX CITa3MOB». OnpeaesieHre CUHIpOMa IT0 Xa-
pakTepHOMY TUITY IIPUCTYIIA, II0 MHEHHIO 3KCIIEPTOB, Oy-
JIET CIIOCOOCTBOBATh VIIYUIICHUIO paHHEW TMarHOCTUKU

[lnarHocTuyeckue KpuTepumn renacTYeckux NpucTynoB
crunotanamuyeckoil ramapromoii no lipoekrty Knaccupukaumm
nunenTuyeckux cuiapomos 2021 r. (ILAE Guidelines, 2021)

06sa3aTenbHble KpuTepum

dnunenTuyeckue NPUCTYNbI: reflacTUyeckie NpUCTyMbl MEXaHUYECKOro
«Be3pajlocTHOr0» CMeXa, He COOTBETCTBYIOLLIETO KOHTEKCTY CUTyaLuu.
HelipoBu3yanu3auua: ramaptoma runotanamyca (4ns noaTBepaeHus Moryt
noTpe6oBaTbcA ToHKMe cpe3bl MPT runotanamuyeckoii 0bnacti).

TeueHue 3a6oneBanma: dpapmakope3nCTeHTHaA NUNENCUA.

HacropaxwuBatowye npusHaku

JnunenTiyeckine NPUCTYMbI: YaCTOTa NPUCTYNOB PEXE, YeM eXeHEBHbIE.
I3 reHepanu30BaHHoE UM pernoHanbHoe 3amesneHue GoHoBOIA 3anuc
(McKnioyan nocTUKTanbHbIA nepuop). Mpyu renacTuyeckux NpUCTynax Moxer
0TCYTCTBOBATb MKTaNbHbIiA Koppenat Ha I3l

Bo3pacr gebiora: ebiot nocne 5 net Kusmu.

Pazgutue B geﬁme: ABHbIE€ NPU3HAKK 3a€PXKKN NCUXOMOTOPHOI0 pa3BuUTUA

Ha MOMEHT ,U,EﬁIOTa npucTynos.

HeBpOﬂOfI/Ne(KVIVI CTaTyC: 04aroBble HEBPONOrNyeCKne NU3SMeHEHNA

(3a UCKNOYeHNemM napesa Tonna) W TeHepanin30BaHHaA rMnoToHNA.

TeueHue 3aboneBanms: OTCYTCTBUE NOBEAEHYECKUX Hapymeumﬁ, BKJIK0UaA arpeccuio,
NMNYNbCUBHOCTD M TUNEPAKTUBHOCTD.

Kpurepum uckniouenusa OTCYTCTBYHOT.

MPT ronosHoro mo3ra Heobxoauma AnA NOATBEPXAEHUA AUarHo3a.

WkTanbHas I He TpebyeTca AnA yctaHoBNeHUA auartosa. Kpome toro,
renacTuyeckine NPUCTynbl MOryT He UMeTb UKTabHOro Koppenata Ha 33T,
(unppom 6e3 nabopatopHoro noATBEpXAEHNA: B CTYaLMAX, KOTAA BO3MOXKHOCTH
NpUMeHeHIA ApYTUX METO/I0B AMarHOCTUKM OrpaHNyeHbl (B CTpaHax

C OTPaHINYeHHbIMU MArHOCTYECKUMIN BO3MOMHOCTAMI), MArHO3 renacTuyeckux
MPUCTYNOB C FVNoTanam1yeckoii raMmapTomoii He MoXeT 6bITb ycTaHoBneH 6e3 MPT,
TaK KaK refiacTuyeckue npucTynbl MOryT BO3HNKATb U3 ApYrux obnacrei Kopbl
FOSI0BHOr0 MO3ra.

41



42

IIETCKOM
HEBPOAOT UM

Y1 Ha3HAYEHMIO aieKBaTHOM Tepanuu. Hanpumep, MHOTHE
CJIyJay SIMIISTICHH ¢ MH(PaHTUILHBIMU CIIa3MaMu y IeTeit
MJIaJIEHYECKOTO BO3pacTa HE COOTBETCTBYIOT ITOJTHOM TPU-
ane cuHapoMa Becrta, oCKOJbKY MOXKET OTCYTCTBOBAaTh
TUTICApUTMUS UK perpecc pa3sutusa. CuaapoM Ortaxapa
W paHHSISI MUOKJIOHYECKasl SHIIeDaTonaTs UMEIOT MHO-
TO OOIIIETO MO BJEKTPOKIMHUYECKUM XapaKTEePUCTUKAM,
a TakXke OO0y FTEHETUYECKYIO U CTPYKTYPHYIO 3TUOJIO-
ruto. I[loaTomy pabouas rpynna Jiuru oobeguHuaa ode
ne(MHULIMK B OOUH CUHJIPOM, Ha3BaHHLII paHHEN Miia-
IeHJecKoit OPD.

Pabouas rpynna Jluru corsiacoBaja mpeajiaraemyto
HOMEHKJIATYPY C IPUHIIUIIAMH IIPeIbIAyIIeii Kiraccuhu-
Kauuu [1]. HazBaHus cuHaApOMOB, coaepxkalle Takue
TepMUHBI, KaK «TSKENIbIi» (TsoKesas MUOKJIOHWYECKas
SIUJICTICHUS MIIAJCHYECTBA), «3JI0KaueCTBEHHBIN» (3710Ka-
YEeCTBEHHbIE MUTPUPYIOLIKME MaplUaIbHbIe MPUCTYMbI
MJIAZICHYECTBA) M «I00POKAYECTBEHHBI» (I0OpOKaYeCT-
BEHHBIC HEOHATAJIbHBIC IIPUCTYIIBI), ObUTA M3MEHEHBI. AHA-
JIOTUYHBIM 00Pa30M TEPMUH «ITapLIAAIbHBIC TPUCTYIII» ObLT
3aMeHEH Ha «(OKaJIbHbIC TPUCTYIIBI». UTOOBI M30eKaTh
MyTaHULIbl MEXIY TUIIAMU MPUCTYIIOB W SMUICNTUYECKUM
CUHIPOMOM, TEPMMH «CYIOPOT1» ObLT 3aMEHEH Ha «3MUJIETI-
CHM» B HEKOTOPBIX CHHAPOMAX, TAKMX KaK BO3pacT3aBUCUMAast
HeoHartabHas anuiencus. Kpome Toro, nockosibKy TOJILKO
CEMEMHBIN aHAMHE3 TTO3BOJISIET PAa3rPaHUYUTh CEMEMHYIO
U1 HECEMEWHYIO BO3PACT3aBUCUMYIO HEOHATAJIbHYIO 1 MJla-
JIEHYECKYIO SIWIETICUIO, 2 (POPMBI ObLIT OOBEAMHEHDI C MC-
MOJIb30BAHUEM TEPMMHA «BO3pACT3aBUCHMAs HEOHATAJIbHAS
snuienicus (ceMeitHasi U HeceMeliHas)», «BO3pacT3aBUCH -
Masl HeOHaTaJIbHAas ¥ MJTaleHIeCKasT SIIISTICHSI (CeMeiHast
1 HeceMelHasl)» M «BO3pacT3aBUCUMAsT MJIaleHIeCKast SITH-
JIericus (ceMeitHasi M HeceMeifHas )», YTO IO3BOJISIET MC-
MOJIb30BaTh TEPMUH «CEMEMHAsI» TaM, TAE 3TO YMECTHO.

[IpencrapneHa KOHLEIIINS CHHAPOMOB CO CITeLIM( Y-
HOI TeHETUUECKOI U CTPYKTYPHOI aTrojorreii. OTKphITHE
crienIeCKIX TeHOB TTO3BOJIMIIO BEIIETUTH HOBBIE SJICK-
TPOKJIMHUYECKUE CUHAPOMBI, Takue Kak PCDH 19-3mm-
Jienicus ¢ cepuitHeiMU TipuctynamMu u CDKL5-DP3. Omm-
CaHMEe CHHAPOMOB CO CIeHU(PUUECKON 3TUONIOTHUEH
MO3BOJISIET OBICTPO YCTAHOBUTD AUArHO3, ONTUMU3UPOBATh
MEIULIMHCKYIO TTOMOIIb Y 00€CHEYUTh OCHOBBI 151 MPU-
MEHEHUs CIIeIn(MIECKOM TApreTHOM Teparny. YInuThIBast
pa3pylIMTENbHbIE MOCAEACTBUS MHOTUX MJIAIEHYECKUX
SMUJIETICUI, CBOEBPEMEHHAS 3TUOJIOTMYECKasi AMarHOCTH -
Ka JaeT HaIeXay Ha TO, YTO HOBbIE METOJbl MHAWUBUIY-
IM3APOBAHHON TapreTHOM TE€palvM YIy4llaT JI0JroCpoyd-
HbIM nporHos. IIporpecc B 3T0if 00JacTU 3aBUCUT He
TOJIBKO OT JTOCTVDKEHUI B cpepe TeHETUKU, HEMpOBU3ya-
JIM3allMM M1 UMMYHOJIOTMU, HO TakKXXe TpeOyeT OT KJIu-
HULMCTOB TLIATEJIbHOTO aHAIM3a 2JIEKTPOKIMHUYECKUX
0COOEHHOCTEN U IIUTEJbHOTO KaTaMHECTUYECKOTO Ha-
O10aeHMS 32 MALIMEHTAMMU C STTUJICTICUEN.

Cnucok aumepamypul HaxX00Umcs 6 pedaxKyuu u npedo-
cmaeasemcesi no mpeboeaHu.

Yacrtb II1. Knaccudukauma v pepmunuumna

ANunenTUYeCcCKUx CUHAPOMOB C HaYaIoM

B 1IeTCKOM BO3pacrte

DNWIeNTUIeCKNEe CHMHAPOMBI JETCKOTO BO3pacTa Xa-
pPaKTepU3YIOTCS 1e0I0TOM B BO3pAaCTHOM MHTEpBaJE OT 2
1o 12 et (N. Specchio u coasr., 2021). Ecnu 3a0oeBaHme
HaYMHAEeTCsI, HaIIpUMep, KaK B IETCKOM BO3pacTe, TaK
U B IIOAPOCTKOBOM, TaHHBIE (DOPMBI SIIICTICUN KJIACCH-
uLMpyTCs KaK AMUICHTUISCKIE CHHAPOMBI C 1e0I0TOM
B pa3JIMYHOM BO3pacTe.

DIUIEHTUICCKIE CUHIPOMBI IETCKOTO BO3PACTa MO~
pa3messIoTCs Ha 3 OCHOBHBIC TPYIIIIBL:

1. ®oKanbpHbIC AMIICTICUM HEYCTAHOBJICHHOW 3THOJIO-
MU, OOJIBIIMHCTBO U3 KOTOPBIX MPEACTABISIOT COOOM
BO3PaCT3aBUCUMBbIC CUHIPOMBI.

2. [eHepan30BaHHBIC AIUICTICUM, KOTOPHIE IIPEIITONI0-
KUTEJIPHO NMEIOT TCHETUICCKYIO OCHOBY.

3. BP3, KoTopble B OOJBIIMHCTBE CBOEM MMEIOT B KJI1-
HUYECKON KapTWHE KakK TeHepaJiM30BaHHbBIC, TaK
1 (poKaJIbHBIE TIPUCTYIIHL.

Hanee mpencrapieHa pa3BepHyTast KiaccupuKams
SOUJIETITUYECKUX CUHIPOMOB C IeOI0TOM B IETCKOM BO3-
pacTe ¢ yKazaHUEeM KOHKPETHBIX CHHIPOMOB:

1. Bo3pacT3aBucumeble (poKanbHbIE SITMIECTICUN:

* BO3pacT3aBUCUMAsl SIIIICTICUS C LICHTPAIbHO-TEMIIO-

PAIbHBIMMU CITAiKaMM,

* BO3pacT3aBUCHMAsI SIIWICTICHS C BETeTATUBHBIMU IIPH-

CTyIIaMU;

* IeTCKas 3aThLIOYHAs SIUJICIICHS CO 3PUTEIbHBIMU

MIPUCTYIIAMMU;

* (hOTOCEHCUTHBHAS 3aTbUIOYHAS SITJICTICHSI.

2. [eHepanu3oBaHHbBIE SITMIECTICUU:

* IeTckas abcaHCHasl SITMIICTICHS;
* 3MIWIETICUS ¢ MUOKJIOHMIECKIMHM a0CaHCaMU;
* JMIWIETICUS C MUOKJIOHHEH BEK.

3. DHuedanonaTuy pa3BUTHS U STTWJICIITHICCKUE:

* MUOKJIOHWYECKHU-aTOHNIECKAasl SIICTICHS;
 cunnpom Jleanokca—TIacto (CJIT);

* DPD co cnaiik-BOJIHOBOI aKTUBALIME BO CHE;

* JMWIETICUSI C TeMUKOHBYJIHCUBHBIMM IIPHCTYIIAMHU

u remuruierueit (HHE);

* BMUJENTUYECKUN CUHAPOM, CBSI3aHHBIN ¢ (PeOpUIh-

Hoit mHgpekumeit (FIRES).

JnarHocTrKa IeTCKUX SMICTITUICCKUX CUHIPOMOB
TpeOyeT TIIATEIbHOTO aHAIN3a CEMUOJIOTUN IIPUCTYTIOB,
HX 3BOJIIOLIMY C BO3PACTOM, Pa3BUTHSI peOCHKA B TMHAMMU-
Ke, a Takke AJaHHBIX DI, B HeKOoTOphIX ciaydasx — MPT
U Pe3yIbTaTOB I'eHEeTUUECKUX HccaemoBaHuii. Ciemyer
HWMETH B BUIY, YTO HEKOTOPBIE TETCKHE SITUICTICUN MOTYT
pPa3BUBATHCS U3 SMIUICIITUYECKUX CHHIPOMOB MJIaIdcH-
YeCKOro BO3pacTa, HAIIpUMEP CUHIPOM MH(bAHTUILHBIX
cna3MoB ¢ TpaHcopmaumeii B CJIT. Bo3pacT3aBucumast
SIUWJICTICHUS ¢ HEHTPAIBHO-TEMIIOPATbHBIMU CIIaliKaMH
U CTPYKTYpHas (poKaIbHasI SIUJICTICHSI MOTYT IIEPEXOIUTh
B OPD® co cnailk-BOJIHOBOW aKTWUBAlLIMENl BO CHE.
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dnunenTUYeckne CMHAPOMBI IETCKOTO BO3pacTa (BK/IOYEHbI
MACHTUOULMPOBAHHDBIE CUHAPOMbI JAHHOI BO3PACTHOI FPyNMbl,
HO He Bce Gopmbl Snunencun)

JnunenTuYeckue CMHAPOMBbI ¢ GOKaNbHbIMU NPUCTYNAMK
Bo3pacT3aBucumble dpokanbHble anunencum aetcrea (B303]):

+ BO3PaCT3aBNCMMan SMUNENCUSA C LIEHTPaNbHO-TEMNOPAbHbIMY Cnaiikamu
(B33-UTC) (ponanduueckas snunencus u op.*);

+ BO3PaCT3aBUCMMasn FNKNENcuA ¢ BeretaTusHbIMM npuctynamu (B33-B)
(cundpom MManatiomonynoca u dp.);

« [leTCKaA 3aTbINI0YHaA ANUNeNcua co 3puTenbHbIMU npuctynamu (433-3M)
(0obpokayecmeeHHas 3amol04HAs INUENCUA ¢ NO30HUM 0eBrMoM, CUHOPOM
facmo);

- GoTOCEHCUTUBHAA 3aTblNoYHas 3nunencua (033) (uduonamuyeckas pomocercu-
MUBHASA 3AMbIIOYHAS INUENCUS).

dnunenTUYecK1e CUHAPOMBI C FreHepanu30BaHHbIMU NPUCTYNaMu
[eHeTnueckme reHepanu3oBanHble snunencim ([T3):
« MUOK/OHIYeCKU-aToHMueckasn anunencus (MAJ) (3nuiencus ¢ MUOKIOHUYeCKU-
amoHudeckumu npucmynamu, cunopom Jose);

- neTckan abcancHaa snunencua (JA3) (nukHomencus, snunencus petit mal).
OtHocuTca K rpynne UMD;

« 3Nunencua ¢ MuoknoHuei sek (IMB) (cundpom Jxusorca);

« 3NUNENcuA ¢ MUOKNoHNueckimm abcaxcami (IMA) (cundpom bropo u Taccurapu).

JHuedanonatum pa3BuUTUA U NUnenTudeckue (3P3):

- cunpom JlenHokca—Tacto (CJN) (Hassanue He MeHAnOCb);

« JHUedanonaTA pa3BUTMA U INUNENTUYECKAA CO CNAIK-BONHOBON aKTUBaLMel
B0 cHe (3P3-(BAC) (cunopom Jlanday—KnegppHepa; snunenmuyeckas sHuyeghasno-
namus ¢ NOCMOSHHOL NUK-80HOBOL AKMUBHOCMbIO 80 CHE; AMUNUYHAS
napyuanebHas 3nunencus, wiu cuHopom ncesdo-/leHHokca);

« AMANENTUYECKMIA CUHAPOM, (BA3aHHbIN ¢ pebpunbHoii uHdekuumeii (FIRES)
(ocmpaa 3Hyedanonamus ¢ pegpakmepHoimMu NOBMOPAIOWUMUCS NAPYUATbHbI-
MU npucmynamu; paspywiumessHas nunenmuyeckas sHyegpanonamus y demed
WwKobHo20 803pacma, DESC);

* JNUNENCUA C reMUKOHBYNbCUBHBIMM NpucTynamu 1 remunnereit (HHE-cungpom)
(HazeaHue He MeHSOb).

*Kyp(I/IBOM BblZleNIeHbl NPOLU/bIE Ha3BaHUA CMHAPOMa.

ITpu HEKOTOPBIX APYTUX SMWIENTUYECKUX CUHAPOMAX JIe-
TH, Pa3BUBAIOIINECS COBEPIICHHO HOPMAJIbHO, TIEPEHOCST
OCTPYIO 3HIIE(PATIONATHIO C TTOCIICAYIOIIM MCXOI0M B (bap-
MAaKOPE3UCTECHTHYIO SITIJISIICHIO C KOTHUTUBHBIMM Hapy-
menussmu: cuaapombl HHE 1 FIRES. Kpome Toro, Bo3-
pacTt3aBUcUMbIe (DOPMBI (DOKATBLHOM SIUICIICUM MOTYT
MMETh HEKOTOphbIe ob1re 4yepThl ¢ MI'D u maxe sBomio-
monuposath B UI'D. D10 oTpaxkaeT npoliecchl CoO3peBaHUs
TOJIOBHOTO MO3Ta ¥ TEHETUIECKYIO ITPEIPaCIIOOKEHHOCTD
K npuctyraMm (H. Doose u coast., 2000; C.P. Panayioto-
poulos u coanT., 2012). He y Bcex malMeHTOB JETCKOTO
BO3pacTa yIaeTcsl TOYHO UACHTU(MHUIIMPOBATH KOHKPETHBII
SIMJICTITUYECKUI CUHAPOM, HO 3TO BO3MOXHO HE MEHEe
yeM B 1/3 ciygaes (P. Camfield, C. Camfield, 2015).
BospacT3aBucumble (pokasibHble IMUIETICUU JTETCKOTO
Bo3pacra. PaHee naHHBIe (DOPMBI SIMIUICTICUA HOCHIIM Ha-
3BaHUE «MIMOIATHICCKIE (HI0OpOKaYeCTBEHHbBIC) (hOKATIb-
HbI€ MWJIETICUU IETCKOTo Bo3pacTa». B HacTosiei kiaccu-
¢uKamu 370 Ha3BaHUE YIIPa3AHEHO, U IOTIEPKIUBACTCS
OCHOBHAsI OIIPEIEISIONIAs YePTa JAHHBIX SIS TUICCKIX
CHHAPOMOB: BO3PAaCT3aBUCHUMBII XapaKTep BO3ZHMKHOBE-
HUS ¥ OKOHYAHUS TIPUCTYIIOB, UX CAaMOJIMMUTHUPYIOLIHIA
xapaktep. B3®B]I BO3HUKAIOT 0OBIYHO UMEHHO B IETCKOM
BO3pacTe M MMEIOT YeTKHE KIMHUKO-3JIeKTPO3HIIeda1o-
rpacduueckue xapakTepuctuku (A.T. Berg u coast., 2020)
[9, 10]. TIpeanonaraercs Bemyliasi pojib TeHETUYECKUX
¢axTOpOB, TETEPMUHUPYIOIINX Pa3BUTHE STHUX (DOPM BITH-
nencuu [11]. Hepenko B ceMbsix meteii, 60bHBIX B3O/,
OTMEYaloTCs Cllydau SMUIencun U peOpUIbHbBIX IPUCTY-
OB, a TaKXXe BBICOKAsSI 4yacToTa OOHapyxXeHus Ha DO
BO3pacT3aBUCUMOI (POKATBbHOI 3MMIenTU(OPMHON aK-
tuBHoctH (JIBIII) (H. Doose, 2003). OgHako cienmdu-
YeCKHe TeHEeTUISCKIE MYTaIli1, BBI3BIBAIOIINE PA3BUTHE
B3®3/1, B HacTosIIIIee BpeMs He OTKPHITHL. B e ITMHMYHBIX
CJTy4yasix HEKOTOpbIe crielirIecKre MyTallii MOTYT BbI-
3BIBaTh 0OJIee TSLKeIbIe (POPMBI TaHHBIX CHHAPOMOB, Kak,

HarpuMmep, MyTaumst GRIN2A, koTopast HEpeJIKO acCOLM-
npoBaHa ¢ DPD co cnalik-BOJTHOBOI aKTUBALIME BO CHE
[12—15]. B3®3]] cocrasisior A0 25 % Bcex popM smu-
JIETICUM JETCKOro Bo3pacra [16, 17].

OHU XapaKTepU3yIOTCs CIASAYIOIIMMU OOIIVUMMU TTPU-
3HAKaMU:

1. Bo3pacT3aBUCHUMBIIi JEOIOT ITPUCTYITOB, CIe(UIHBINA
IUJIST KaXKIIOTO CUHIPOMA.

2. OTCYTCTBYIOT 3HAUMMBIE CTPYKTYPHBIE H3MEHCHUS
B MO3Te.

3. HeT 3HAYMMBIX OTKJIOHEHUI B UICTOPpUN OepeMeHHO-
CTH, POJIOB U PAaHHETO Pa3BUTHS ITAIICHTOB.

4. KorHuTHBHBIE (DYHKIIMA COXPAHHBI, U OTCYTCTBYIOT
W3MEHEHMS B HEBPOJIOTMYECKOM CTATyCEe B TUITMYHBIX
caydagx B3O/,

5. IpekpaleHue IpUCTYIIOB OOBIYHO HAOII0AAeTCs B IO~
POCTKOBOM IIEPUOIE.

6. XopollI1ii OTBET Ha TePAIUIO B C/Iy4ae JICYSHUS.

7. Crienududeckue naMeHeHus Ha DDI, ykasbiBatolye
Ha TeHeTHYECKYIO IpeapacIiojoxeHHocTs (JIDI1I).

8. TunmyHast CeMUOJIOTHSI IIPUCTYIIOB, XapaKTepHasT IS
Kaxmoro cuHapoma. Ilpuctymnsl ¢ ¢oKaabHBIM Ha-
YajJJoM MOTOPHBIC WJIM CEHCOPHBIC ¢ HapylIeHUEeM
CO3HAHMS WK 0e3 Hero, KOTOphIe MOTYT TpaHCcdop-
MUPOBAaThCs B OMJIaTepaabHbIC CYyTOPOXHBIE (TOHH-
KO-KJIOHUYECKUE).

9. Crretmdpumyeckue n3mMeHeHnsT Ha DI armenTrdopM-
HBIE TIATTePHBI OTJIMIUTEIFHON MOP(OJIOTMH U JIOKA-
Jmn3anuu (B 3aBUCMMOCTH OT CHHIpPOMA), OOBIYHO
Hapacralomue Bo cHe. OCHOBHast aKTUBHOCTb (POHO-
BOM 3alIMCU B HOPME.

B GonpimmmHCeTBE citydaeB netu ¢ B3MD]] nMeroT Kim-
HUKO-3JIeKTpodHIePpanorpaduyeckyio KapTUHY, TH-
MUYHYIO U1 KaKOro-jimdbo ogHOro cuHapoma. Bmecte
C TeM B HEKOTOPHIX CIy4yasX y IMalleHTa HaOII0gaeTCs
CMelIaHHas KapTUHA HeCKOJIBKUX CUMHApOoMOB B3MD/I.
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JIura Bximouuna B rpyniy B3®B/I psan cnenmguyec-
KHX 3IUICTITUYECKUX CHHAPOMOB, KaXXIbIii M3 KOTOPBIX
YIOBJIETBOPSICT NEPEIUCICHHBIM BBIIIIC KPUTEPHUSIM:

1. Bo3pacr3aBrucumasi Snuiernicus ¢ IeHTPaIbHO-TeMIIO-
paJbHBIMM CHalikaMH (paHHME Ha3BaHUS: IETCKas
SIIWICTICHS C LIEHTPAIBHO-TEMIIOPATEHBIMU CITIAiIKaMI;
JIOOPOKAaYeCTBEHHAS SIMIICIICHS C IIEHTPAIIbHO-TEM-
MMOpaJIbHBIMU CTIaliKaMU;, TOOpOKadYeCTBEHHAs POJIaH-
MYecKasi SIUJICIICHS ).

2. BospacT3aBrcruMasi SIAJICTICHS C BETeTaTUBHBIMU ITPH-
cTynaMu (IIpoliible Ha3BaHMs: cuHapoM IlaHaiioTo-
ITyJioca; T0OpOKadyeCTBEHHAS 3aThUIOYHASI SITMICTICUS
C paHHUM JI€0I0TOM).

3. JleTckasl 3aTbUIOYHAS BIUJICIICHS CO 3PUTCIBHBIMU
npucTynamMu (IpoLUIble Ha3BaHMS: JOOPOKAYECTBEH -
Hasl 3aThIIOYHAs SIICTICUS C MO3THUM IIe0I0TOM;
cuHIpoM [acTo; narmonaTtyeckas qeTcKasi 3aTbTOUHAsT
snuiencus, tui [acro).

4. doTOCEeHCUTUBHAS 3aThUIOYHAS STUJIETICHS (TIPOILIIOE
Ha3BaHUE: MIUOMaTHYecKass GOTOCCHCUTUBHAS 3aThI-
JIOYHASI SITMJICTICHS).

Ienp Takoit THIATEILHOM KitaccuUKaMM BO3pacT-
3aBUCUMBIX (DOKAJIBHBIX SMICHTUICCKUX CUHIPOMOB —
VIIYYIIATh UX TUATHOCTUKY Y OITUMHU3UPOBATH JICUCHHE.

Bospacm3zaeucumas 3nusencus c uenmpaivHo-mem-
nopaavuvimu cnatikamu (B39-I[TC). Ipucrymsl nmpu
9TOU (hopMe SMWISTICUA HAYMHAIOTCS B IETCKOM (MJIaI-
IIeM IIKOJIHLHOM) BO3pacTe. DIMICTICUS UMEEeT CaMOKY-
MMUPYIOIIUIics (BO3pacT3aBUCUMBIN) XapakTep. I1prcTyIibt
OOBIYHO KOPOTKHME KJIIOHMIECKHUE WJIM TOHUYECKHE C BO-
BJICYCHUEM T'OPTAaHU, SI3bIKA, HXKHEW YAaCTHU JIMLIA C OTHOM
CTOPOHBI; MOTYT 3BOJIIOLIMOHUPOBATh B OMJIaTepaIbHBIC
TOHUKO-KJIOHUYECKHE. DTOT SMWICTITUISCKIIN CUHAPOM
BO3HHUKAET y JeTeil ¢ HOPMAJIbHBIM HEBPOJIOTHMICCKUM
CTaTyCOM M KOTHUTHUBHBIM PAa3BUTHUEM IIPU OTCYTCTBUH
Y HUX CTPYKTYPHBIX HapyIIeHui no gaHHbiM MPT (eciu
nccienoBaHue mposeneHo). Ha D3I BeIsgBIsICTCS HOP-
MaJIbHAsi OCHOBHAsI aKTUBHOCTb B COYETAHUU C BHICOKO-
AMITTUTYIHBIMU KOMIUIEKCAMM OCTpast — MeIJICHHAsI BOJTHA
LIEHTPAJTbHO-TEeMITOPAJIBHOM JTOKAIM3alliK, C HapacTaHU-
eM MHIeKca SMIWIeHnTU(GOPMHON aKTUBHOCTHA B IIEPUOI
IPEeMOTHI U CHa. [IpHCTymbl MpeKpamamTcs K cepeanHe
IMOAPOCTKOBOTO Bo3pacTa. OO0Hapy:KeHMe TOJIOXUTETHbHOMN
CceMeHOI UCTOPUM MPUCTYIIOB WJIM HapylleHui Ha DOT
Y POINCTBEHHMKOB IIpo0aHAa IMTOATBEPXKIACT KOHIICTILINIO
TeHETUICCKOM IPeapacIOIOKEHHOCTH B STHOJIOTUY TaH-
HOTO CMHApPOMA.

Dnudemuonoeus. DTOT CUHAPOM — CaMbIN YaCThIN
13 BO3paCcT3aBUCHMBIX Amiiericuii. Ero yacrora cocrasisier
6—7 % Bcex SHUIECNTUYECKMX CHUHIPOMOB Y HAeTeid
(E.C. Wirrell u coaBr., 2011) [23]. 3aboneBaemocts B33-1ITC
nmocturaet okosno 6,1 Ha 100 Teic. meteii no 16 et [24, 25].

Kaunuueckas kapmuna. Bo3pact 1e610Ta NpUCTYIIOB —
ot 4 1o 10 net (MakcumyM — okoJjio 7 jet) y 90 % maum-
eHTOB [26]. OTMedaeTcss HeGObIIOE ITPeOdIagaHe Malb-

yukKoB (0K0J10 60 %). [lepuHaTaabHbIA IEPUO U pAHHEE
pa3BuTHe — 6e3 MaTojorun. Y 5—15 % malueHToB B aHAM-
He3e oTMevaInch (heOpUIbHbIE MPUCTYITHL. Penko B aHaM-
HE3e MOTYT OBITh ITAPOKCU3MBI, XapaKTepHBIC IS BO3-
PacT3aBUCUMO STIIETICUU C BETeTaTUBHBIMU IIPUCTYITAMIU.
HeBponoruyeckuii cratyc, KOTHUTUBHOE pa3BUTHE, OK-
PYXHOCTb IOJIOBBI 10 J€010Ta IMIPUCTYIOB OOBIYHO B HOPME.
B3D-LTC moxeT BO3HUKATh y JeTell ¢ MpeAIeCTBYIO-
LM MOPaXXEHUEM TOJIOBHOTO MO3Ta, HEBPOJIOTUICCKI-
MM 1 MHTEJUICKTYaJIbHBIMU HApYIICHUSIMHU, OMHAKO JaH-
HbIE clly4au NpeacTaBIIsIIOT co00i caydyaiiHOe coueTaHue
1 He 00YCIOBICHBI IPUYNHHO-CISACTBEHHON B3aMO-
CBA3BIO. B HEKOTOPHIX CiIydasx A0 Havaja IIPUCTYIIOB
y IeTeil MOXeT HaOIIomaThCs CHHAPOM Ie(UIINTa BHH-
MaHus ¢ runepaktuBHocTbio (CIBIN) 1 cneumduyeckue
KOTHUTUBHBIC HAPYIIIEHMSI, OOBIMHO CBSI3aHHBIC C PEYCBOI1
IUCHOYHKIMEH U UCTIOJTHUTEIBHBIMUA (DYHKITASIMH.

Teuenue 3a6on1e6anus. ITpuCTyIbI OOBIYHO TIpEKpala-
1oTcd K 13 rogaM, HO B PEIKHUX CIyJasix MOTYT IIPOIOJI-
Xatbes 1o 18 et [31]. B mepuon akTUBHOTO TeYEeHUS 3a-
0oJIeBaHUS Y MTALIMEHTOB MOTYT BOZHMKATDH WJIM HApacTaThb
HEKOTOPBIE ITOBEACHUYECKIE 1 HEHPOIICUXOJIOTMIECKIE TIPO-
0JIeMBI, 0COOECHHO CBSI3aHHBIC C PEYBIO U UCITOJTHATEIBHBIMU
dyaxkumsamu [32, 33]. OOBIMHO 3TH HapYILIEHUS CYILIECTBEH-
HO YJIy4IIIal0TCsT WJTY TTOJTHOCTBIO MCUYE3aI0T C Bo3pacToM [34].
Wcxon 3aboiieBaHsI O4€Hb XOPOILLMIA C BLICOKMM Ka4eCTBOM
KW3HU BO B3pocaoM Bo3pacte [35]. [Tpuctynbl 0OBIYHO XO-
poiio oteevaroT Ha Tepanuio ADII. Ho gaxe B Tex peakux
CIIy4asix, KOrma IPHUCTYITBl M3HAYAIBHO IIOX0 pearupyroT
Ha JIeYeHNEe, UTOTOBbII IMPOTrHO3 OTJIMYHBI [36].

Dnunenmuueckue npucmynst. 17151 yCTAHOBICHUS TH-
ar’Ho3a HeoOXoaMMO Hajaudue (HOKAIbHBIX IMPUCTYIIOB
C THITAYHBIMU JJIOOHO-TEMEHHO-OIEPKYISIPHBIMUA KIIMHU-
YeCKMMM IIPOSIBIICHUSIMU 1/ WIM HOYHBIX OMJIaTepaIbHBIX
TOHMKO-KJIOHNIECKUX MPUCTYIOB. [IprCTyIIBI KOpOTKHE,
OOBIYHO MeHee 2—3 MMH. XapaKTepHa HU3Kas 4acToTa
MPUCTYIIOB; OOJBIIMHCTBO JIeTeil nMeloT MeHee 10 mpu-
CTYIIOB 3a BeCh Iepnof 3a0oeBaHusI. OTHAKO SMIU30I1-
YeCKH MPUCTYIBI MOTYT y4yaIllaThCsl, HAIIPUMEpP 10 He-
CKOJIbKMX pa3 B HEACIIO, a 3aTeM CITOHTAHHO BO3HUKAET
JUTATESTBHBINA TIEPUOJ OTCYTCTBUS IIPUCTYITOB [UITUTEILHOC-
TBIO 10 HECKOJIPKMX MECSIIEB. XapaKTepHask CEMUOJIOTHS
(hoKaIBHBIX TPUCTYIIOB BKIIIOYACT:

1. CoMaTOCEHCOPHBIE CHMIITOMBI C OTHOCTOPOHHUM
OHEeMeHHEeM WU NapecTe3ueil B 001acTH s13bIKa, Iyo,
JleceH U BHYTpEeHHEH MMOBEPXHOCTH LIeKu [27].

2. JIBuratenbHbIe TIPOSIBICHNUS B opodalaibHOi 00-
JIACTH: TOHMYECKOE HAIIPSDKCHUE YUIM KIIOHMYECKUE
MMOACPTUBAHMSI OMHOM ITOJIOBMHBI JINIIA, PTa, SI3BIKA
C pacIpoCcTpaHeHNEM Ha BCIO TIOJIOBUHY JIMIIA.

3. HeBO3MOXHOCTD peun: JeTH HEe MOTYT TOBOPUTH (aH-
apTpusi) WY TOBOPSIT C TPYAOM (AM3apTpust), TIPU STOM
ITOJTHOCTBIO ITOHUMAIOT OOpaIlleHHYIO K HUM peYb.

4. BoIpaxkeHHOE CTIOHOTeYeHHe (crajopest) Kak Xapak-
TepHbIA UKTaNbHBIK cuMmIiiToM. [Ipu 3TOM HesiICHO,
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YyeM OHO BbI3BaHO: U30BITOYHOM MPOAYKIIUEN CIIOHBI,
HapyIIeHUEeM IJIOTaHUS WJIM O00MMH MeXaHM3MaMHU.
B HeKoTOpBIX cirydasix poKaabHBIE MIPUCTYITHI BO CHE
OBICTPO TIEPEXOISAT B TOHMKO-KIIOHIIECKIE C BOBJICUCHUEM
UTICUJIATePaIbHOM PYKH, IIEPEXOIOM B TEMUKIIOHUYECKIE
U OujatepajibHble TOHUKO-KJIOHUYEeCKUE. Bo3MOXHO 1o~
SIBJICHUE TIOCTUKTaJbHOro napes3a Tomga. B ciydyae Bo3-
HUKHOBEHMSI HOYHBIX ITAPOKCHU3MOB (POKAIPHOE HAYAJIO
INpUcTyna MOXET ObIThb He3aMeTHO. Ilo maHHBIM
E.C. Wirrell u coasr. (1995), B 80—90 % ciydaes rpucty-
MBI BO3HUKAIOT BO BpeMsI CHa, X TOJILKO ITpuMepHOo y 20 %
MaleHTOB — UCKIIOUUTEJBbHO B OoapcTBoBaHUM [37].
IIpu cunopome B3D-LITC KorHUTHBHEIE (Hampumep,
BKYCOBBIC TaJUTIOIIMHAIINNT ), SMOIIMOHAIbHBIE (HAIIpUMED,
CcTpax) ¥ BereTaTUBHBIE IIPUCTYITBI OTCYTCTBYIOT. I1o maH-
HeM E.C. Wirrell u coaBrt. (1995), cratyc OuiaTepaibHbBIX
TOHMKO-KJIOHMYIECKUX IIPUCTYIIOB (IIPUCTYIIBI, IJISIIHECS
ooinee 30 muH) HabmomaeTcs mpu B3D-1ITC kpaitHe pexn-
Ko [37]. I[ToaTOMy BO3HUKHOBEHME SMWIETITUIECKOTO CTa-
Tyca TpeOyeT yTouHeHMs auarHo3sa. IlosBieHue aTunuy-
HBIX a0CAaHCOB, aTOHNYECKMX ITPUCTYIOB WX (DOKATBHBIX
MOTOPHBIX IIPUCTYIIOB C HETaTUBHBIM MHUOKJIOHYCOM C BO3-
MOXHOI moTepeit 6ajlaHca U MageHUeM CBUAETEIbLCTBYET
0 TpaHchopMalMU B 0COOBIN cuHapoM: DPD co craiik-
BOJIHOBOM aKTMBALIMEN BO CHE C MPEATIOIaracMbIM KOTHU-
THBHBIM perpeccoM. B ciydae mosiBieHUs y HallMEHTOB
IIPUCTYIIOB C BBIPAKEHHBIMM BET€TATUBHBIMU IIPOSIBIIC-
HUSIMU, OCOOEHHO C MKTaJIbHOM PBOTOM, ClIeayeT MpeaIio-
JoxxuTh Hammure B3MD]] ¢ BereTaTUBHBIMY ITPUCTYITAMU.
[eHepanu3oBaHHBIE TOHUKO-KJIOHUYECKUE ITPUCTYIIHI,
BO3HMKAIOIINE IPU IIPOOYKICHNHU, KpaiflHE CJIIOKHO OT-
JIMYUTH KIIMHUIECKU OT KOPOTKUX (DOKAJBHBIX C TIEPEX0-
JIOM B OmaTepajbHbIe TOHMKO-KIOHUYECKUE.
DIIl-uccaedosanue. OCHOBHASI aKTUBHOCTH B HOP-
Me, KaK U OMoajieKTpuyecKass apXuTeKToHukKa cHa. [1pu
HaJIMIUY PETHOHAIBHOTO 3aMeIJIeHUsT Oe3 LIeHTPaJbHO-
TEMITOPAIBHBIX CTIANKOB WK Auddy3HOTO 3aMeieHus
cliemyeT IMOAyMaTh 00 MHOM AUAarHo3e, MpexXae BCeTo
O CTPYKTYpHOU (hOKaJIbHOM 3rmiericuu. B aTom ciydae
pexkomeHayeTcs nposeaeHre MPT. BeicokoaMIuiuTyaHbie
LIEHTPAIbHO-TEMIIOPAIbHBIE KOMILIEKCHI OCTpast — MeJI-
JICHHAsI BOJIHA, KOTOpPBIe aKTUBUPYIOTCS TIPH IPEMOTE
1 BO CHe, — 00sI3aTeNNbHbIN KpuTepuit quarHosa B3D-1ITC.
B10 TpudaszHbie BeicokoamIuutyaHbie (100—300 MxB)
OCTpBI€ BOJIHBI (HAYaJIbHBIM HU3KOAMIUIATYIHBIA O3M-
TUBHBII KOMITOHEHT, 3aT€M BBICOKOAMILIATYIHBIA Hera-
TUBHBIHM, 3aT€EM HU3KOAMILJIUTYIHBII TO3UTUBHBII) C T10-
IIePEYHBIM TUTIONIEM (JIOOHBIN MO3UTHBHBIN KOMITOHEHT,
BUCOYHO-TEMECHHOU HETaTUBHBII), 32 KOTOPBIM HEPEIKO
clieayeT BBICOKOAMIUIMTYIHAS MeaJIeHHast BojHa [37, 38].
ITaTTepHBI MOTYT OBITH M30JIMPOBAHHBIMY MJI BO3HUKAIOT
B BUJIE IYIUIETOB, TPUILIETOB U 00JIee NJIUTEIbHBIX TPOOe-
roB. PermoHanbHast puTMHYHAsI MeIJICHHASI aKTUBHOCTD
MOXET MHOTAA HaOJIoJaThCs B TeX XK€ OTBEIACHUSIX,
YTO U LIEHTPaJIbHO-TeMITOPAJIbHBIC CITaiiKu. Pa3psiasr Mo-

I'YT OBITh YHUJIATEPAIbHBIMU, OMJIaTepaIbHBIMM M HEe3a-
BUCHMBIMU, a TAKXKE PETUCTPUPOBATLCS 1 BHE LICHTPAIb-
HO-TeMIIOPaJIbHOI 00JacTH (BepTeKCHBIC, TEMEHHEBIC,
JIOOHBIE, 3aThbUIOYHBIE). Ecim BO cCHe KOHCTaTHUPYeTCs
ITOCTOSTHHAS IIPOJOJIKEHHAS ITMK-BOJTHOBASI aKTUBHOCTb,
y peOeHKa TOJLKHBI BEISIBIISITHCS. peUeBbIC I KOTHUTUBHBIE
HapyLIEHWS WIK perpecc TaHHbIX pyHkumii [21, 39]. JaH-
Hble HapyumieHus: Ha DOI B couyeTaHUM C OCTAHOBKOM
WM PEeTPEeCcCOM Pa3BUTUS YKa3bIBAIOT HA cUHApoM DPD
CO CITaiiK-BOTHOBOI akTuBauueii Bo cHe. [1pu B3D-1ITC
O0BbIYHO HAOJII0OAAETCS 3HAYMTEIbHOE HAapacTaHUE M-
JenTu(hOPMHONM aKTUBHOCTU B COCTOSIHUM IPEMOTHI
1 BO cHe. Takke BO CHE MOXKET M3MEHSIThCS CIIelMduaec-
KM TMK-BOJTHOBOM matTepH Ha DDI ¢ 3axBaToMm Gosee
IIIPOKOTO 3JIEKTPUIECKOIO II0JISI 1 BOSHMKHOBEHUEM
OounaTepasibHOM cuHXxpoHu3auuu. [1o nanusiM P. Marco,
C.A. Tassinari (1981), y 10—20 % neteii LeHTpaJIbHO-TEM-
TOpaIbHbIE CHAMKX MOI'YT aKTUBAPOBATHLCS IIPU CEHCOPHOM
CTUMYJISILIMU KOHYMKOB NAJIbLEB PYK WK HOL. [IpucTyrmsl
TIpY JAHHOM CHHIIPOME PEIKKE, B CBSI3U C YeM MKTaJIbHAS
3aIIMCh IIPeICTaBIeHa JIUIIb B HECKOIBKUX IMyOJIMKAIIISIX
[41]. Bo Bpems1 TIpUCTyIIa IIPOUCXOIUT KOPOTKOE TafcHUE
aMIUTUTYOBI (DOHOBOI 3aITMCH C TOCICAYIOIINM ITOSIBIIC-
HUeM MM GY3HBIX OCTPHIX BOJIH HAPACTAIOIICH aMILUIUTY-
JIbI, OOBIYHO C IpeobaagaHueM B LIEHTpalbHO-BUCOYHOM
00J1aCTH YHUJIATepaJIbHO, BCIIE 32 KOTOPHIMU BO3ZHUKAIOT
BBICOKOAMILIUTYIHbIC MEIJICHHBIC BOTHEI, U 1ajie€ — BO3-
BpaT K MHTepUKTaIbHOMY cocTostHMIo [41]. T1pu Tpanc-
dopManmu GoKalbHBIX NPUCTYIIOB B OMIIaTepabHbIE
TOHMKO-KJIOHWYECKNE UKTAIbHAsI PUTMHUKA MOXKET OBITh
npeacTapieHa OMIaTepaIbHO-CHHXPOHHBIMU KOMILIEKCA-
MU IMMK—BOJIHA MJI OCTpasi—MeJIecHHas BojiHa [42, 44].

Heiposuzyaauzayus. Pesynvsratel MPT B HopMme, wiiun
BBISIBJISIIOTCS Hecltendudeckre naMeHeHus. Ecim k-
HUKO-3JeKTpodHIedarorpa¢pniyeckre KpUTEpU 4eTKO
cootBeTcTBYIOT nuarHo3dy B3D-1ITC u HeT mpu3HakoB
aTUMIIMYHOTO TeuyeHus, BbinosHeHue MPT He gBisieTcs
00s13aTeNIbHBIM. Eciii KiTmHMYecKue naHHbIe, Pe3yIbTaThl
DB -uccnenoBaHus He yKiIanpiBaioTes B quarHo3 B39-1ITC,
OTMeYaeTCs HapyIlIeHe Pa3BUTHUsI peOeHKA WU IIpU3Ha-
KM aTUIIMYHOM 3BOJIOLIMY CHHAPOMA, HEOOXOIMMO IIPO-
Benenue MPT. Hecrienndunueckne nsmenenus Ha MPT
B BUIE aCUMMETPHUU TUIIIOKAMIIOB, ITaTOJOTUU 0€JI0T0
BeIIeCTBA MO3Ta, YBEJIMICHUS XKeJTYIT0YKOB He MCKITIOYAoT
munartHo3a B3D-1ITC [45]. I1pu cTpyKTypHOI1 (hOKaTBHOMK
SIIWICTICUY B Pe3yJIbTaTe TaKMX HapyIIeHUH, KaK (hOKaIb-
HbIC KOPTUKAJIbHBIE TVCIUIA3UH, TeTEPOTOIINHY, JOOPOKa-
YEeCTBEHHBIC OIYXOJU TOJOBHOTO MO3Tra, KIIMHUYECKast
KaptuHa MoxeT HanoMuHaTh B3D-1ITC, onHako B 3TUX
CIIyJasiX, KaK IPaBUIO, XapaKTePHBI aTUITMYHOE TCUYCHHE,
onHocTopoHHUE DD -aHOMaNINU U PE3UCTEHTHOCTD IPU-
CTYIIOB K T€paITiu.

lenemuueckue uccaedosanus. Ienetnaeckue (pakTophl
WTPAIOT BAXKHYIO POJIb B 3TUOJIOTN 3a00I€BaHNS, YTO IO -
TBEPKIAECTCSI BBICOKOW YaCTOTOM CEMEWMHBIX CIy4aeB
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SIUJICTICUY WU (heOPUIbHBIX IIPUCTYIIOB, a TAKXKe BO3-
pacT3aBUCUMBIX (DOKaNBbHBIX DI -aHoManuii y poicTBeH-
HukoB mauueHToB ¢ B3D-ILTC. ¥V cubcoB nmpobdbaHI0B
HEpPeIKO KOHCTAaTUPYIOTCSA IEHTPAIbHO-TEMIIOpaJIbHEIE
cnaiiki Ha DOI B meTckoM Bo3pacTe 0e3 KIMHUYECKUX
MPOSIBJIEHUI, YTO MOXET CBUIIETEIBLCTBOBATD O TIEpefaye
0 ayTOCOMHO-IOMMHaHTHOMY Ttuity [22]. Bmecte
¢ TeM cam cuHapoM B3D-1ITC umeer ropaszmo 6oiee ciaox-
HOE HacJIeHOBaHMUE, M CEMbU C MHOTOUMCIICHHBIMU POJI-
CTBEHHUKaMHU, OOJNbHBIMU JAaHHOW MAaTOJIOTUEN, KpaiiHe
penxu [41]. B HacTosiee BpeMs HeT MASHTUDULIMPOBAH-
HBIX MyTaIlMii, KOTOPBbIC MOIJIA OBI IIPUBECTH K Pa3BUTHIO
B33-1LTC y 6onpmHCTBa TALIMEHTOB. [eTepo3UTroTHEIE
naTtoreHHbIe BapuaHThl GRIN2A MOTYT OBITH OOHAPYKEHBI
y HeKoTophiX mauueHToB ¢ B3D-1ITC, koTophie MMEIOT
aTUTNIMYHOE TeYeHure ¢ aBofouneit B OPD co cnaiik-Bon-
HOBOM aKTMBALIEX BO CHE, ACCOLIMMPOBAHHON C PEYEBbI-
MM ¥ KOTHUTUBHBIMY HapymeHusmu [13, 15].

Hughgpepenyuansruiii duaeHo3 BKITIOYAET IPEXIEC BCETO
dpyeue ¢hopmbl dnusencuu:

1. DP3D co cnaiik-6oanosoit axmusayueii 6o cre (IPD-CBAC).
ITpu DPD-CBAC BO3MOXHBI TaK1e Xe THUIIbI TIPUC-
TynoB, Kak u nipu B3D-1LITC, Ho DPD-CBAC otiu-
Ya[TCS IIPUCYTCTBHEM PEUYEBHIX M KOTHUTHBHBIX
HapymeHuit. B penkux caydasx B3D-LITC moxet
TpaHchopmupoBaThes B DPD-CBAC.

2. QokanbHble npUcMynsl, 00YCA06AEHHbIe CIMPYKMYPHIMU
HapyueHUsIMuU 20108H020 MO3ed.

3. lpyeue hopmbl 603pacm3agucumvix nUAeNMUHECKUX
cuHdpomos. BaxkHO OTMETHUTB, YTO SIMICIITH(OPMHBIC
MMaTTePHBI TIPU PA3IUIHBIX BO3PACT3aBUCUMBIX SITH-

JISTICUSX UMEIOT OMMHAKOBYIO MOP(HOJIOTUIO I MOTYT
MMETh ONMHAKOBYIO JTOKAJIM3AIINIO, a XapaKTep IpH-
CTYIIOB MOXET U3MEHSTBCS C TCUCHNEM BPEMEHH, UTO
WHOTJA 3aTPyJHSET TOYHYIO CHHAPOMOJIOTUYECKYIO
IHATHOCTHKY.
4. Cundpom nomkoti X-xpomocombl TOJDKEH OBITh NCKITIOYCH
Y MaJIbYMKOB C MHTEJICKTYaIbHBIMA HapYIICHUSIMH,
TaK Kak u3MeHeHUsT Ha DD MOTYT OBITh CXOXM C Ta-
koBeiMu Tipu B3D-LITC [47, 48]. ITpuctynsl y 6071b-
HBIX CHUHIPOMOM JIOMKOM X-XpOMOCOMBI OOBIYHO
(pokasIbHBIE C HApYIIIEHMEM CO3HAHUS U pexKe — (POKaTb-
HBIE MOTOPHBIE C COXpPaHHBIM CO3HAHMEM WIIH C Tie-
PEXOIOM B OMJIaTepaIbHBIC CYIOPOXKHBIC IIPUCTYIIHI.
Bo3pacm3zaeucumasn 3nuaencus c eecemamusHbviMu
npucmynamu (B339-BII). 3a6oneBanne paHee Ha3bIBa-
Jnock cuHapomoM IlaHaiioronynoca, win g1oO0poKayecT-
BEHHOM 3aThUIOYHOM 3MUJIENICUEN ¢ paHHUM OeOHTOM.
XapakTepusyeTcs 1e0I10TOM B paHHEM AETCKOM BO3pacTe
B BUjie (POKAIBHBIX IIPUCTYIIOB C BETeTATUBHBIMU IIPOSIB-
JICHUSIMU, KOTOPBIC 9aCTO OBIBAIOT IIPOIOKUTSIHHBIMU.
Ha D3I peructpupyioTcst BRICOKOAMIUTUTYIHBIE (hOKaATIb-
Hble cHailku BapuabOeabHON JIoKaau3aluu ¢ TUIIMYHOMN
aKTUBalMei Bo CHe. Y OOJIbIIMHCTBA NALMeHTOB IPUCTY-
bl peakue, a'y 25 % — Bcero 1 mpUCTYII 3a BECh IEPUO
3aboJieBaHus. JlaHHAas SMUJIencusl OTHOCUTCS K BO3pacT-
3aBUCUMBIM CHHIPOMAaM C HACTYIUICHHUEM PEMUCCUH
O00BIYHO B TEUCHUE HECKOJIBKUX JIET ITOCJIC Havaia Ipr-
ctyrioB [49]. CpenHsist IPOIOJDKUTEIBHOCTD 3200 IeBaHUS
okoso 3 net [50].

Dnudemuonoeus. Yacrora B39-BII 3aBucur ot Bo3-
pactHoii rpyniiel. OHa cocTaBisIeT IpUMeEPHO 5 % Bcex

[lnarHocTnyeckne Kputepun Bo3pacT3aBUCMMOI SNunencuu
C leHTpanbHo-TemnopanbHbIMK cnaiikamu no MpoekTy Knaccupukaumuu
anunenTuyeckux cuigpomoB 2021 r. (ILAE Guidelines, 2021)

06s3aTenbHble KpUTEPUM

dnunenTuyeckue NPUCTybi: doKanbHble NPUCTYNbI ¢ AU3apTpueii, cuanopeei,
Avchasmeid; yHUNaTepanbHble KNOHUYECKME U TOHUKO-KIIOHUYECKuEe Cyaopori
nepuopanbHbIX MbILLL B GOAPCTBOBAHUM UM BO CHE 11/ W OKaNbHble
NPUCTYNbI C NEPEXOLOM B BUnaTepanbHble TOHUKO-KNOHUYECKHE, BOHUKAtoLME
UCKIKUUTENBHO BO BPEMS CHa. ECI NpucTynbl HabNioAaIoTCA BO CHe, OHIM
BO3HUKAIOT B TeueHue -2 u nocne 3acbinaHua unm 3a 1-2 4 4o npobyxaeHus.
33I: BbICOKOAMMAUTYAHBIE LEHTPANbHO-TeMNOpaNbHble GUdasHble NUK-BOHOBbIE
NaTTepHbI.

TeueHue 360N1eBaHIA: BO3HUKHOBEHHUE PEMIACCAN K CEPEAMHE U KOHLY
NoApocTKoBoro nepuoga. OTcyTCTBYE perpecca B pa3sutuu.

HactopaxwusatoLyne npusHaku

JnunenTuyeckine NPUCTYNbI: SMUNENTIYECKUI CTaTyC OKaNbHbIX MOTOPHBIX

unu 6unarepanbHbIX TOHUKO-KNOHUYECKUX NPUCTYNOB NPOAOKUTENbHOCTBH
6onee 30 muH. YactoTa npuctynos 6onee 1 pa3a B cyTk. lTpuctynbl ToNbko

B Nepuop 60ApCTBOBAHMSA.

I ycroitumBoe GokanbHoe 3amefisIeHIe, He (BA3AHHOE C NOCTUKTANbHOI da3oil.
YcToitunBbIA yHUNaTepaNbHbIil GOKYC LieHTpanbHO-TeMNOpanbHbIX pa3pAAoB

Ha Heckonbkux 33T OTcyTCTBME aKTUBALMN LIEHTPANbHO-TEMMNOPANbHBIX Pa3pAA0B
BO CHe.

Bospacr gebiora: nocne 12 ner.

Pa3BuTie B f1e0K0TE: UHTENNEKTYaNbHAA HEAOCTaTOUHOCTb YMEPEHHAA WK BbIparKeHHaA.
HeBponornyeckuii CTaTyc: 04aroBble HEBPONOTMYECKNE CUMMTOMbI, BKIIOUas
remunapes (uckntoyas napes Topga).

Kputepun uckniouenna

Jnunentuyeckine NPUCTynbl: reHepann30BaHHble TOHUKO-KIOHMYeCKIe
npucTynbl B 60ApcTBOBaHMY. ATUnuuHble abcancbl. MpucTynbl co BKYcoOBbIMU
ranfioLMHALNAMK, CTPAXOM U BEreTaTUBHbIMI NPOABAEHUAMM.

Bospact pebiora: fo 3 net v nocne 14 ner.

Pa3Buue B fie6toTe: perpecc KOrHUTMBHBIX GYHKLMIA CO CnaiiK-BONHOBOI
aKTuBaumeil Bo cHe (npepnonaraetca 3P3-CBAC).

HeiipoBu3yanu3auua: BbiABAEHHbIE HapyLUEHNA, YKa3biBaIOLLME HA MIPUYNHY
3a6oneBanuA.

TeueHne 3aboneBanuA: perpecc KOTHUTUBHBIX GYHKLMIA C HaNMuMEM NOCTOAHHOI
MUK-BONHOBOI aKTUBHOCTY BO CHe (MpeanonaraeTca TpaHcdopmavua 8 I3P3-(BAC).

MPT He aBnAeTca 06a3aTeNbHbIM UCCEA0BAHUEM, HO €€ ClieayeT NPOBOAUTL

NPV HAMYMN HACTOPAXKMBAIOLLMX MPU3HAKOB.

UkTanbHas I He 06A3aTenbHa ANA YCTaHOBNEHMA MArHO3a.

CuHapom 6e3 1abopaTopHOro NOATBEPXKAEHNS: B CUTYALMSAX, KOTA BOIMOXHOCTH
MpUMEHeHINA APYIvX METOAO0B ANATHOCTUKY OFpaHnyeHbl (B CTpaHax

C OrpaHNYEHHbIMI AMATHOCTUYECKIMIN BO3MOXKHOCTAMM), CMHAPOM B33-LITC
MOXeT 6bITb AMarHocTupoBaH 6e3 331 n MPT, npu OTCYTCTBIM HACTOPAXMBAIOLLMX
MPU3HAKOB 1 KpUTEPUEB CKAKOYEHNS, Y AETel, 0TBEUAIOLLMX BCEM APYTiM
00A3aTeNbHbIM KpUTEPUAM.
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SMMJICIITUYECKUX CUHIPOMOB Y JIeTeil B Bo3pacte OT 1
1o 14 ner [50], a ipu cy>)XeHMM BO3PACTHBIX paMOK OT 3
10 6 et — yxe 13 % [51]. B3D-BII — camas yacTast mpu-
yrHa aheOPMIBHOIO HEKOHBYJIBCUBHOTO SITHJICTITUIECKO-
ro crarycay aeteii [52].

Kaunuueckas kapmuna. B 70 % ciaydyaes 3a6ojieBaHe
IeOIOTUPYET B BO3pacTe OT 3 10 6 JIeT, ¢ BapuadeIbHOCTBIO
or 1 mo 14 ner [53]. [eHmepHBIe pa3aIUUMsI IO YACTOTE
BCTPEYaEeMOCTH OTCYTCTBYIOT. [leprHaTaNbHBIN aHaAMHE3
HE OTSITOIICH; OKPYXHOCTb T'OJIOBBI, HEBPOJOTMYCCKUIA
craryc u pa3BuTue aeteit B HopMme [50, 54, 55]. ®dedpuin-
HbI€ TIPUCTYITBI B aHAMHE3e KOHCTATUPYIOTCS y 5—17 %
ITaIleHTOB.

Teuenue 3abonesanus. YacTora IPpUCTYIIOB OOBIYHO
HEBBICOKAsI (B OOJIBIIIMHCTBE CIIydyacB BOZHUKAET He OoJiee
5 NpUCTYIOB 3a Bech Iepuon Gonesnun) [56], uy 25 %
OOJIbHBIX BOZHUKAET JIUIIb €NUHUYHBIN TTPUCTYIT. DMu-
JIEITUIECKUE IIPUCTYITB OOBIYHO 3aKaHIMBAIOTCS B TEUE-
Hue 1—2 JeT ¢ MOMeHTa MX Hayaja; pa3BUTHE ACTeil He
crpagaer. OgHako rnmpuMepHo y 20 % OOJBbHBIX MOXKET
IIPOMCXOAUTH TpaHc(opMaIs B Ipyrue (popMbl BO3pacT-
3aBUCUMBIX 3nwiernicuii, yaie B B3D-1ITC [56]. Penko
B39-BII Moxet 3BOMIOIIMOHUPOBATE B DPD co cmaiik-
BOJIHOBOU aKTUBALIMEUN BO CHE.

Dnunenmuueckue npucmynst. DoKabHBIC BETeTaTUB-
HBbIE IIPUCTYIIBI C HapyIIEHWEeM CO3HAHUS WU 0e3 HEero
00s13aTeIbHBI U151 YCTaHOBJIEHUS nuarHo3a. Havano Bere-
TaTUBHBIX IIPHUCTYIIOB MOXET OBITh PA3TMIHBIM, HO C HaM-
OoJibllIeil yacTOTON HaOI0HalTCsl pBOTa, OJIETHOCTD,
MOKPAaCHEHUE, TOLIHOTA, HEIOMOTaHue U 60JI1 B 001aCTU
XuBoTa. PBoTa — HauboJjiee yacToe NposiBJICHUE BEreTa-
TUBHBIX IIPUCTYIIOB — BCTpevaercd y 75 % malueHToB,
YTO HEPEIKO IPUBOIUT K YCTAHOBJICHHUIO OIIMOOYHOIO
IMarHO3a OCTPOIO XKeJIYIOTHO-KHUIIIETHOTO 3200 IeBaHISI
WIX MUTPeHHU. JIOTIOJTHUTEIBHBIE BeTETAaTUBHBIE CHUMIITO-
MBI BKJIIOYAIOT U3MEHEHUE pa3MepoB 3pauykoB (OOBIYHO
MMIpHra3), K3MEHEHNE TeMIIepaTyphl Tejla, KapauOpeCIi-
paTopHBIe HapymeHUs (0JIeIHOCTh, IMaHO3, M3MEHEHNUE
YaCTOTHI ABIXaHUS U cepauedueHus). B peakux ciayyasx
MOTYT HabJroaaTbest 0OMOpoku. B mpoliecce BereTaTus-
HOTO MPUCTYIA YACTO HAOIIOAAETCS SBOJIOLUS BEPCUB-
HOTO IIPUCTYyIIA (ITOBOPOT TIJ1a3 U/ WJIN TOJIOBEI B CTOPOHY)
C BO3HMKHOBEHMEM T€HEPAJTU30BAHHOU MBILIICYHOU TH-
ITOTOHUHM, (POKATBHBIX KIIOHMUECKUX (TEMUKIOHNIECKIX)
IIPHUCTYIIOB, KOTOPBIE MOTYT TPAaHC(HOPMHUPOBATLCS B OM-
JIaTepajbHble TOHMKO-KIoHWYecKre. Co3HaHME OOBIYHO
COXpaHHO B HayaJjie MPUCTYIIa, a Jajee MOXET HapyIIaTh-
¢s1 Wi (PIIyKTyHpOBaTh 110 Mepe pa3BUTHS IIpUCTyIa. bo-
nee yeM y 70 % OO0bHBIX IIPUCTYIIbI BOBHUKAIOT U3 CHA.
[TpucTyIsl HepeaKo IIUTEIbHBIC M MOTYT IIPOIOJIKATHCS
1o 30 muH u 6omee [17].

DII-uccaedosanue. OCHOBHAsE aKTUBHOCTH B HOPME.
BrisiBIIeHHME YCTOMYMBOIO peTMOHAIBHOIO 3aMeIICHUS
IIpeIioaaraeT CTPYKTYPHYIO STHOJIOTHIO Anuierncun. [e-
HepaJIM30BaHHOE 3aMeUICHUE OTCYTCTBYET, 32 MCKIIIOUE-

HUEM TOCTUKTAIBHOTO Tiepuona. MynbTudoKaibHbIC
BBICOKOAMIUIUTYIHbIE KOMIUIEKCH NHK—BOJHA WJIH
ocTpas—MeIJIeHHAsT BOJIHA JOKAIM3YIOTCS B TUITMYHBIX
cayJasiX B 3aJHMX KOPTUKAJIbHBIX OTHEIaX. DIMICIITH-
¢dopMHBIE ITATTEPHBI MOTYT 3HAYUTEJIbHO BapbhbUpPOBATh
IO JIOKAJIM3alIK B ITOC/ICAOBATEIFHO BBITOTHEHHBIX DI -
HCCIICIOBAHUSX; TAKXKE BCTPEUAIOTCS ¥ TeHEPAIN30BaHHBIC
paspsiasl [29]. DnunentudopMHBIE pa3psiabl aKTUBUPY-
I0TCS KaK JeTprBaIieii CHa, TaK 1 CaMUM CHOM, BO BpeMsI
KOTOPOT'O OHH YaCTO 3aXBaThIBAIOT 00JIee IIUPOKUE IJICK-
TPUYECKHUE IIOJIT U MOTYT (hOPMUPOBATH OMJIATEPAIBHO-
CHHXPOHHYIO aKTUBHOCTb. 3aKpbiBaHue I1a3 (fixation-off
sensitivity — OJIOKMpOBaHME IICHTPAIBHOTO 3pEHUST) Hepe-
KO aKTUBHUPYET SIMICTITUOOPMHBIC Pa3psiIbl B 3aTHUX
KOPTUKAJIBHBIX OTIEIaX, YTO, OMHAKO, HE ITATOTHOMOHNY-
HO ISl JAaHHOTO CMHIpoMa. Bo BpeMsI IIpucTyna UKTalb-
Hoe HavaJio 1o JaHHBIM D3OI MOXeT BapbMpoBaTh, HO Ya-
1IIe PETUCTPUPYETCS B 3aTHUX KOPTUKAJIBHBIX OTHEIAX.
HUkranphbiii D0 -naTTepH AeMOHCTPUPYET ITOSIBICHME
PUTMUYHOMN MEIJIECHHOBOJIHOBOU aKTUBHOCTH, IIEPEMEKA-
folIeiicsa ¢ HU3KOAMIUIMTYIHBIMU CITaiiKaMU 1/ ObIC-
TPOBOJIHOBOI aKTUBHOCTHIO [57].

Heiiposusyaruzayus. B tex cnydasx, korna MPT npo-
BOJUTCS, HapylieHus oTcyTcTBY0T. MPT cienyer mpoBo-
JIUTH B CIy4ae MPOLOJIKAIOLINUXCA IPUCTYIIOB M aTUINY-
Horo TeyeHus. Hannuue Hecneuuduueckux usMeHeHU
o nanueiIM MPT He nckimogaer nmarao3 B339-BI1.

ITenemuueckue uccaedosanus. B3D-BIl — BeposTHO,
TeHEeTMIECKU ACTePMUHUPOBAaHHAs (DopMa SIUJICIICUH,
OIHAKO KOHKPETHBIC TeHBI Ha JaHHBIII MOMEHT HE BepH-
¢unmpoBanbl. OTMevaeTcs 00IbIIas pacIpOCTPAHEHHOCTD
(GeOpMITBHBIX MPUCTYIIOB CPEAN POICTBEHHUKOB ITpobaHaa
I crenenu poncTsa, a Takke napyrux B3M3D]I cpeny cubcos
npobanaa [18, 50]. [eHeTnueckoe TecTpoBanue npu B39-
BII He siBi1sIeTCs HEOOXOOUMBIM, HO B pEIKUX CIIydasix 00-
HapyXuBaercs rmaroreHHast myranus SCNI1A [58—60].

Hughgpepenyuansroiii duaenos. Ipexne Bcero mudde-
PEHIIMAIBHBIN TUATHO3 IIPOBOIUTCS ¢ Opyeumu ghopmamu
anunencuu:

1. Dokanvuvie npucmynst 6 pesyabmame CMPYKMypHOO
nopasicenus 20108H020 Mo3ea. BrcoyHast amwienicust
y IeTelt paHHETO BO3pacTa, a TAKKe CTPYKTypHas 3a-
TBUIOYHAST SITAJICTICHASI MOTYT IPOSBIISITHCS NKTATBHOMN
PBOTOIA.

2. Bospacmsasucumas snunencus ¢ yeHmpaibHO-memno-
PAAbHbIMU CRALIKAMU TUATHOCTUPYETCS, €CIIN IpeodIa-
JAIOT MPUCTYIIBI, UMEIOIINE JIOOHO-TEMEHHO-OITEPKY-
JISIpHBIE TIPOSIBJICHUS.

3. llemckas 3amulao4Has SNUNENCUSL CO 3PUMENbHbBIMU NPU-
cmynamu OTJINIaeTCsl TapoOKCU3MaMU, TIPOTEKAIOIITMU
CO 3pUTETBHBIMY CUMITTOMAMHU, HO He C BeTeTaTUBHBIMMU.

4. Cemetinas gokanvHas snunencus ¢ 6apuabdesbHoim ¢o-
Kycom: pa3nnIHble (hOKaTbHBIE (DOPMBI SIMMICTICUA
BCTPEYAIOTCS Y IPYTUX WICHOB CEMbI, HO BO3HUKHO-
BeHue B3D-BII HexapakTepHo.
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IIETCKOM
HEBPOAOT UM

[lnarHoctuyeckue Kputepun Bo3pacT3aBUCMMON SNNENCUU
cBereTatuBHbIMU npucrynamu (B33-BI) no MpoekTy knaccudpukaumm
anunenTuyeckux cuiapomoB 2021 r. (ILAE Guidelines, 2021)

06s13aTenbHble KpUTepuu

JnunenTuyeckine NPUCTYnbl: GoKanbHbIe BEreTaTUBHbIE MPUCTYMbI C HAPYLUEHNEM
C03HaHUA unu 6e3 Hero. BereTaTvBHbIE CUMNTOMbI, YaCTO BK/HOYaloLLME
BbIPAXKEHHYIO TOLUHOTY U PBOTY, BO3MOXHbI Takxe CnabocTb, 6negHocTb,
MOKPACHEHMe KOXu, 60K B X1BOTE, U3MeHeHUe pasmepa 3paykoB, YacToTbl
CEPAEUHbIX COKPALLEHWI 1 AbIXaHuA.

33T BbICOKOAMMNAMTYHbIE (OKANbHbIE UM MYNBTUQOKANbHbIE NATTEPHbI,
HapacTatoLLe B APEMOTE U BO CHe.

TeueHue 3aboneaHIA: peMUcCcAA NPUCTYTIOB B HAYane WK B cepesiuHe
MOAPOCTKOBOr0 Bo3pacTa. OTCYTCTBYeT perpecc passuTus.

Hactopaxusatowme npusHaku

JnunenTuyeckue NPUCTynbl: YacToTa NpucTyno. 6onee 1 pasa B MecAl,.

II: ycToitumsoe GokanbHoe 3amefneHIe, He (BA3AHHOE C NOCTUKTANbHOI

dasoit. YcToitunsblit yHUNaTepanbHblil GoKyC INMnenTUdopMHOIi aKTUBHOCTM

Ha Heckonbkux 3.

Bo3pacr gebrota: fo 3 net v nocne 8 ner.

Pa3gutue B febioTe: uHTENNEKTYanbHbIi AePUUNT OT yMEPEHHOTO A0 BbIPAXEHHOTO.

HeBponornyeckuii CTaTyc: 0uaroBble HeBPONIOTUYeCKiE CAMMTOMDI, BKAIOYas
remunapes (cknioyas napes Toana).

Kputepum uckniouenus

Bo3pacr gebrora: fo 1roaa v nocne 15 ner.

Pa3BuTie B fie6toTe: perpecc KOTHUTUBHDBIX GYHKLMIA CO CNaliK-BONHOBOIA
aKTuBauueli Bo cHe (npepnonaraetca 3P3-CBAC).

HeiipoBu3yanu3auuns: BbifBEHHbIE HAPYLUEHUS, YKa3bIBAIOLLME HA MPUYMHY
3ab0neBaHus.

Teuenve 3a6oneBaHuA: perpecc KOTHUTUBHDBIX GYHKLMI C HaNUUMEM NOCTOAHHOI
MUK-BONHOBOI aKTUBHOCTU BO CHe (Mpeanonaraetca TpaHcdopmauua B IP3-(BAC).

MPT He ABnAeTCA 0643aTeNbHON, HO ee CneyeT NPOBOAMUTL NPU HANNYMM NH06bIX
HaCTOPaXMBAIOLLMX NPU3HAKOB.

MkTanbHas 33T He 06A3aTenbHa ANA YCTaHOBNEHMA AUArHo3a.

CuHapom 6e3 nabopatopHOro NOATBEPX/EHMA: B CUTYALMAX, KOTAA BOIMOXHOCTY
MPUMEHeHNA APYIUX METOZI0B ANATHOCTUKM OFpaHnueHbl (B CTpaHax

C OrPaHNYEHHBIMY SMATHOCTUYECKMIN BOSMOXKHOCTAMM), CMHAPOM B33-BI
MOXeT 6bITb AuarHocTuposaH 6e3 331 1 MPT, npu 0TCyTCTBIM HACTOPAXMBAIOLLIAX
MPU3HAKOB 1 KpUTEPUEB UCKNIOYEHNA Y AETell, 0TBEUAIOLLNX BCeM 06A3aTeNbHBIM
KNUHUYECKUM KPUTEPUAM.

Cpenu npyrux 3ad6oneBanuii B39-BII ciemyer nud-
¢epeHLIMpoBaTh ¢ MUTPEHb-aCCOLIMMPOBAHHBIMH pac-
CTPOMCTBAMU, TAKMMU KaK TOOPOKAYeCTBEHHOE ITAPOKCH3-
MaJIbHOe TOJI0BOKpYyXeHre. ClieayeT UMEeTh B BUILY TaKKe
CHHKOITAJIbHbIE COCTOSIHUSI U APYTU€ pa3nyHbIe COCTO-
SIHUSI, COIIPOBOXKIAIOIIKECS IPUCTYIIO00Pa3HOI PBOTOM.

Jemckas 3amuLioMHasn snuiencus co 3pumeabHbiMu
npucmynamu (/[39-31I) panee Ha3pIBaIaCh UAKOIATU-
YyecKolt (100poKauecTBEeHHOI) 3aThbIOYHOM dIuericueit
C TMO3THUM JIe0I0TOM, Wi cuHapoMoM lacro. 3aboseBaHue
IIeOIOTUPYET B ITO3MTHEM JIETCKOM BO3pacTe, Y AeTel C HOp-
MaJIbHBIM Pa3BUTHUEM, U SIBIIIETCS CAaMOJIMMUTUPOBAHHBIM
B IOJABJSIOLIEM OOJBIIMHCTBE ciaydaeB. IlpucTyrbl
npu A3D-3I1 yacTele 1 KOPOTKME, BOBHUKAIOT B IEPUOAE
0OIPCTBOBAHUSI, IPOSBIISIIOTCS 3pUTEIBHBIMU (heHOMEHa-
MM IIPU COXPAaHHOM CO3HAHMH, 32 KOTOPBIMH CJIEIYeT ro-
JIOBHas1 00J1b, UMEIOIIasi MUTPeHO3HbIe YepThl. [TpucTyribl
OOBIYHO KOHTpONMpyoTcs mpu npueme ADII ¢ ncxomom
B PEMHCCHUIO, HO 3TOT IIPOIECC MOXET 3aTsTHUBATHCS
Ha 2—7 et ¢ MoMeHTa neb6rora J139-311 [61].

Anudemuonoeus. Yacrora Bcrpeuaemoctu JI3D-3I1
cocraBisieT Bcero 0,3 % OT unciia caydaeB BIEPBbIE AUar-
HOCTHPOBAHHON SMIUJICTICHH B IETCKOM Bo3pacTe ¢ aped-
PUJIBHBIMU IIpUCTYyHaMu [62].

Kaunuueckas kapmuna. TUIMYHBIA BO3pacT nebroTa
mpuctytoB npu JA3D-3I1 — 8—9 neT ¢ mmpokoit Bapu-
abeTbHOCTHIO OT 15 Mec o 19 set [62]. [eHnepHbIX pasiu-
YW1 10 YaCTOTE BCTPEYaeMOCTH He BBIsIBICHO. [leprHa-
TaJIbHBIA aHAMHE3 HE OTSIIOIIEeH, paHHEe pa3BUTHE
B HopMe. OKPYXHOCTh T'OJIOBBI B HOPME; OTCYTCTBYIOT
HEBPOJIOTUICCKUE M KOTHUTUBHBIC HAPYIICHUS B TUITNI-
HBIX CJIy4asiX, OMHAKO OINMCAHBI OTIAEIbHBIC MAaIlUeHTHI
C JIETKMMH KOTHUTUBHBIMU paccTpoiicTBaMu [63].

Teuenue 3a60ne6anus. Pemuccus mpUCTyIIOB HACTYTIA-
eT y 50—80 % GoybHBIX B TeueHue 2—7 JeT ¢ MOMEHTa

J1e0ioTa, He3aBUCUMO OT TOrO, IPUHUMAET JIU MALIMeHT
ADII [64, 65]. OOBIYHO MPHUCTYIIBI XOPOIIO OTBEYAIOT
Ha anekBaTHyo Tepamio ADI1. YcraHoBIeHO, YTO peMuc-
cus yanie (B 90 % ciryyaeB) BOZHMKAET Y IALMEHTOB, Y KO-
TOPBIX HAOIIOAAIOTCS TOIBKO (DOKATBHBIE IIPUCTYIIHI [63].
[1pu 3TOM MOsIBIEHKHE OUIATEPAIbHBIX CYIOPOXKHBIX IIPK-
CTYIIOB IPUBOIUT K G0Jiee HU3KOM BEPOSITHOCTU JTOCTH-
XKeHus1 pemuccuu. [ICUXOMOTOpHOE pa3BUTUE IeTeit
npu JI3D-311 B TUIIMYHBIX clTydasix He CTpagaeT.
Dnusenmuueckue npucmynst. DoKajibHbIE CEHCOPHbIE
3pUTEJIbHbIE ITPUCTYIIbI B OOAPCTBOBAHUU — 00s13aTe/IbHBII
kpurtepuii nnaraosa J139-311. OHu HauMHAIOTCS BHE3all-
HO, 0OBIYHO KOPOTKKE M YACThIE IIPU OTCYTCTBUM TEPAIIUM.
B TUIIMYHBIX CTy4dasiX IPUCTYIIbI IIPOIOJIKAIOTCS HECKOJIb-
KO CEKYyH[I; GOJIBIIMHCTBO M3 HUX HE IPEBBIIIAET 3 MUH;
KpaiiHe peako — g0 20 muH. Hanbomnee xapakTepHbI pu-
CTYIIBI C 3JIEeMEHTAPHBIMU 3PUTEIbHBIMU I'a/UTIOLMHALI -
sIMU, KOTOPbIE OIMCHIBAIOTCS MALIMEHTAMU KaK MaJleHbKIE
MHOTIOLIBETHbIE KPYIM, BO3HMUKAIOIIME Ha mepudepun
noJjieit 3peHus. Jlajee OHM MPOrpPECCUBHO BOBJIEKAIOT
0OJIbILIYIO YACTh IOJICH 3peHUS 1 IIPOABUTAIOTCS TOPU30H -
TaJbHO, TNepeceKast LeHTP, K APYroi cropoHe. Beien
3a 3pUTEJIbHBIMU CUMIITOMAMU MOXET BO3HUKHYTD [IOBO-
POT IJIa3HBIX SI0JIOK 1/ WJIX TOJIOBBI B CTOPOHY [66].
Jpyrue nposiBlIeHus: IIPUCTYIIOB, UCXOSIINX U3 3a-
TBUIOYHOM KOpPbI, MOTYT BKJIIOYATh MKTAJIbHYIO CJICIIOTY
(amMaBpO3); CIIOXKHBIC 3PUTEIbHBIC TAJUTIOLIMHAIIAN VUTHA WJI-
JII03UM (TTAJTMHOTICHSI, MUKPOIICHSI, MeTaMOpdoIIcus);
00Jib B IepuOpOUTATIbHOM 007acCTU; TpeneTaHue BeK
WK MOBTOpsiioleecss Mmopranue [67, 68]. [IpuctymHas
AKTMBHOCTb MOXET PaCIIPOCTPAHSThCS 3a IIPeIe/Ibl 3aThl-
JIOYHOI KOPBI, YTO IIPUBOIUT K ITOSIBJIEHUIO TEMUIIAPECTE3UH,
HapylLIeHUIO co3HaHus (14 %), reMUKJIOHUYECKUM IIPH-
ctynam (43 %), GunaTepaabHbIM CYIOPOXHBIM IPUCTYIIAM
(13 %) [62]. TunuuHbie abGcaHChl OMUCAHbI B PEAKUX



IETCKOM
HEBPOAOT UM

[lnarHocTuyeckue KpuTepun AeTCKOI 3aTbINIOYHOI INuNencun
o 3putenbHbiMu npucrynamu ([133-3M) no NMpoexTy knaccudpukauyumn
anunenTuyeckux cuiapomoB 2021 r. (ILAE Guidelines, 2021)

06a3aTrenbHble KpuTepum

JnunenTiyeckine NPUCTYnbl: GoKanbHbIE CEHCOPHbIE 3pUTENbHbIE NPUCTYMbI
C3MeMeHTapHbIMU 3pUTENbHBIMU GeHOMeHaMM (pa3HOLBETHBbIE KpyrH)

C HapyLLeHNeM Co3HaHUA unn 6e3 Hero, ¢ ABUraTeNbHbIMUI GeHOMeHaMU

(NoBOPOT ron0BbI M/WNK a3 B CTOPOHY) unu 6e3 Hux. MpucTynbl BO3HUKAIOT
MPEeUMYLLECTBEHHO WM UCKIIIOUMTENBHO B 6OAPCTBOBAHNM.

93 3aTbINOYHbI CMaiiKy UK MUAK-BONHOBbIE KOMIEKChI, B 60PCTBOBAHMM U BO CHE.

Hactopaxusatowme npusHaku

JnunenTuyeckine NPUCTYNbl: ANUTENbHbIE NPUCTYMbI, NPOAOIKUTENLHOCTLHO
>15 MuH. bunartepanbHble TOHUKO-KNOHUYECKME NPUCTY bl B 60APCTBOBAHNN.
I ycToitumsoe GokanbHOe 3amefinIeHIe, He OTHOCALLEECA K NOCTUKTANIbHOMY
nepuogy.

Bo3pacr gebrota: fo 6 net v nocne 14 ner.

PazBuTue B 1660TE: CHIKEHNE UHTENNEKTA.

HeBponoruueckuii cTatyc: Ntobble 3HaUNMble 0YaroBble CUMATOMbI.

Kputepumn uckniouenns

Jnunentuyeckiue NPUCTynbl: NPUCTYNbI SNUAENTUYECKUX NaZeHUi (TOHYeCKne
UK aToHNyecKme). ATunuuHble abcaxcbl. MporpeccupyroLuii MUOKAOHYC.

Bo3pact ebtora: fo 1ropa v nocne 20 ner.

Pa3BuTue B fiebloTe: KOrHUTUBHbII perpecc.

HeBponoruyeckuii cratyc: cToitkuil fedexT noneil 3peHns.

HeiipoBu3yanu3auua: BbIABNEHHbIE HAPYLUEHNA, YKa3biBaKOLLME HA NPUYNHY
3a6oneBanuA. LiepebpanbHble 3aTbiNoYHbIe KanbLUHATbI.

Teuenve 3aboneBanua: HeiipoKOrHUTUBHBIIE perpecc. oABNeHre MUOKNOHNYECKNX
NpUCTYNOB, aTaKCM, CNACTUYHOCTH.

MPT Heobxoauma AnA YCTaHOBAEHNA ANArH03a C LMo UCKMIYEHUA CTPYKTYPHON
3TMONOTUN SMUNENCUN.

UkTanbHas 33N He 06A3aTenbHA ANA YCTaHOBNEHMA MArHO3a.

Cunzpom 6e3 nabopatopHoro NoATBePKAEHNA: B CUTYaLUAX, KOTAA BO3MOXHOCTM
MpUMEHEHIA APYTiAX METO[0B AUArHOCTUKM OrpaHuyeHbl (B CTpaHax

C OrpaHNYEeHHbIMM AUATHOCTUYECKIMIA BOSMOXHOCTAMY), ANA TOUHO MArHOCTUKI
[N133-311 Tpebyetca kak MUHUMYM UHTepUKTanbHaa 331 u MPT.

CJIydJasix 1 BOHUKAIOT ITOCJIC MOSIBICHUS (POKATBHBIX CEH-
COpPHBIX 3puTeabHBIX MpucTynoB (R. Caraballo u coasr.,
2005). MoxeT TTOsIBIISITLCSI MKTAJTbHAS VJIM TIOCTUKTAIbHAS
roJIoBHasi 00J1b, TOLIHOTA WX pBOTa. [locTUKTaIbHASI MUT-
peHerono0Has royioBHast 60Jib Haomogaercs y 50 % 601b-
HBIX U MOXET COTIPOBOXIATHCS TOITHOTOU U PBOTOM.

DII-uccaedosanue. OCHOBHAsA aKTUBHOCTH B HOPME.
XapakTepHa MHTepUKTaIbHAs IMICITUMDOPMHAS aKTUB-
HOCTP B BUE KOMIIEKCOB ITMK—BOJIHA, OCTpasi—MeIJIeH-
Hasl BOJIHA B 3aTBUIOYHBIX OTBEIECHUSIX, KOTOPAst MOXET
PETUCTPUPOBATLCSA TOJBKO BO cHe. LleHTpanbHO-TeMIIo-
pajibHbIe, TOOHBIE WM TeHepaIn3oBaHHble (b dy3HbIe?)
pa3psabl TakKXKe MOTYT PEeTrHCTPUPOBATHCS IPUMEPHO
y 20 % 6oabHbiX [70]. ®enomen fixation-off sensitivity
(akTmBaLMS AMUIEITU(OPMHON AKTUBHOCTH IIPH TTOTEPE
LIEHTPAJBHOTO 3pEHMS: TIEPEeX0/l B TEMHOTY WJIM 3aKphIBa-
Hue 1a3) Koucratupyercs y 20—90 % 6GonbHbix J139-311,
HO He TaTOrHOMOHMYEH 1T JAHHOTO CMHIpoMa [62, 65,
71]. OnunenTudopMHasg aKTUBHOCTh HapacTaeT Ipu Je-
MpUBALAY CHA, a TAKKe BO cHe. B peakux ciaydastx J13D-311
MOXeT TpaHcopMUpoBaThes B cuHIpoM DPD co craiik-
BOJIHOBOI aKTUBAalLlMeil BO CHE; IPU 3TOM HaOI01aeTCs
KOTHUTUBHBIH perpecc, 1 Heooxonnumo IpoBecti DI -uc-
clienoBaHue Bo cHe. B MoMeHT Havaza mpuctyria Ha 9T
Ha0II0IaeTCa YMEHBIIEHNE BBIPAaK€HHOCTU (hOHOBBIX
CMAKOB B 3aTBUIOYHBIX OTBEACHUSIX C BHE3AITHBIM IOSIB-
JIeHHeM OBICTPOM IMOJMCIIaiKOBO aKTUBHOCTU HU3KOM
AMIUTUTYIBI B 3aTBIJIOYHBIX OTBEICHUSIX C OMHOM CTOPOHBL.
Bo BpeMst IpUCTYIIOB MKTAJIbHOIO aMaBpOo3a WM OKYJIO-
KJIOHMYECKHMX MOXKET BOZHMKATh 3aMeUICHIE ITNK-BOJHO-
BOM aKTMBHOCTH B 3aThUIOYHBIX OTBEAEHMSX [67, 68].

Heiiposusyanuzayus. Pesynsrarsl MPT B HopMme. I1po-
BegeHrue MPT HeoOXxoauMo [JIsl UCKITIOUEHUSI CTPYKTYp-
HOTO XapakTepa snuiencuu [72].

’[IpuMeyaHue aBTOPOB.

Tenemuueckue uccaedosanus He IPOBOISTCS, TAK KaK
reHbl, JeTepMuHUpyomue pa3putue J139-311, B HacTo-
siiiee BpeMsi He BbIsiBleHbL. [Ipeamnosaraercs reHeThyecKast
STUOJIOTUS 3a00JI€BaHUS C ITOJIMTEHHBIM MJIU MYJIETU(DAK-
TOpUaJIbHBIM HacienoBaHueM [ 18]. CemeiiHble cimydau ¢ed-
PWIbHBIX IIPUCTYIIOB U SIMJIEIICMY KOHCTATUPYIOTCS TP~
MepHO B 33 %, a murpernu — B 9—16 % ciydaes [62, 65].

HughgpepenyuanvHotii duaenos exaovaem IPEXKIE BCETO
dpyeue ¢hopmbl dnusencuu:

1. Dokanvhbie npucmynst, 00YCIOBIEHHBIE CTPYKTYPHBIM
MOpaXXeHUEeM FOJI0BHOI'O MO3ra.

2. Cundpom ueauaxuu, SNUAeNcUl U 4epedpaibHbiX KatbyuHa-
M08 TIPOSIBJISIETCS] 3aTbUIOYHOM SMWIETICUE 1 TUArHO-
CTHPYETCSI HA OCHOBAHUM OOHAPYKEHUST KATbLIM(PUKATOB
B 3aThIJIOYHOI KOpE TIPH KOMITBIOTEPHOI TOMOrpadum.

3. Cundpom muonamuu, 3Hyegaronamuu, 1aKmam-ayu-
003a u uHcyabmonodobusix s3nu30008 (MELAS).

4. boaesnv Jlaghoput (npoepeccupyiowias MuoKAOHUYECKas
anunencus ¢ meavyamu Jlaghopst) XapaKTepu3yeTcsi KOr-
HUTHBHBIM PETPECCOM, BbIPAXKEHHBIM MUOKJIOHYCOM,
TMIPOrPECCUPYIOIIEN aTAKCUEN U CITACTUYHOCTBIO.
Ipyeue cocmosinus:

1. Muepens co 3pumenvroii aypoii ormmaaercs ot 139-311
0osiee MeIJIEHHBIM HayajaoM, OOJIbIIEHA MPOAOIKU-
TEJIbHOCTBIO ayphl 1 0COOEHHOCTBIO 3PUTE/ILHBIX OLLY-
IIEHNI: TUHEHBIE, 3UT3arooopa3HbIe W QopTrudmM-
KallOHHbIE 3pUTEIbHbIC (DeHOMEHBI IIPY MUIPEHHU,
B OTJIMYKE OT LIBETHBIX KPY>KKOB WJIM BCIIBILLIEK OTOHb-
KOB, YBEJMYMBAIOIIKMXCS B pa3Mepe U IepeaBUraio-
IIHUXCSI TOPU30HTaIbHO, — Ipu [139-3I1.

2. Cundpom 3adneil 06pamumoil sHyegaronamuu ¢ ¢ KIIMHA-
YEeCKOM KapTUHOM OCTPhIX CUMIITOMATUYECKUX ITPUCTY-
II0B, KOTOPBIE MCYE3al0T IIPU KYIIMPOBAHUU apTepralib-
HOM TUIIEPTCH3UMU.
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IIETCKOM
HEBPOAOT UM

Domocencumusnasn 3amoliounas nuiencus (B33) —
pPeIKUIA SITUACITUYECKUI CUHIPOM C Ie0I0TOM B JIETCKOM
M TTIOIPOCTKOBOM BO3PACTE, XapaKTePU3YIOIINICI HATUINEM
GoTOMHIYLIMPOBAaHHBIX (hOKATBHBIX IIPUCTYIIOB C BOBJIE-
YEeHHEM 3aTBIJIOYHBIX KOPTUKAIBHBIX OTACJIOB Y OOJIBHBIX
C HOPMAJIbHBIM Pa3BUTHUEM M OTCYTCTBUEM HEBPOJIOTUIEC-
KMX Y KOTHUTUBHBIX HapylleHui. B Havyae mpucryna
y HallMeHTa BO3HUKAET 3pUTEIbHAsI aypa, COIMPOBOXIA-
IOIIasicsl HACWIBCTBEHHBIM ITOBOPOTOM TOJIOBBI IIPU CO-
XpaHHOM co3HaHuU. [TporHo3 BapuadeIbHBbIA.

Anudemuonoeus. PacipocrpaneHHocTh 3D HU3Kas.
IIpenmnonaraemas yacrora — okoj0 0,7 % Bcex popM amu-
Jnerncuu y nereit [73].

Kaunuueckasn xapmuna. Bo3pacT nedioTa NpuCTyNoB
ot 4 o 17 net (cpennuit — 11 j1eT); onvcaHbl eTMHUYHBIE
cJlydyau ¢ HayaJloM BO B3pociIioM Bo3pacte [74]. OTmeua-
eTcsI BBIpaXXeHHOE IIpeodiagaHNe MalleHTOB XEeHCKOTO
noyia [75]. IlepuHaTanbHbIii aHaAaMHE3 HE OTSIOIIEH;
OKPYKHOCTb TOJIOBBI, IICUXOMOTOPHOE pa3BUTHE, HEBPO-
JIOTUYECKUI CTaTyC — B HOPME.

Teuenue 3abonesanus. Ilpornos BapradesbHbIN: Y He-
KOTOPBIX MAIIMEHTOB HAOJI0MAIOTCS JUIIb eAUHUIHBIS
MIPUCTYIIBI 3a BeCh IepHO O0JIE3HH, Y APYTUX Yepe3 He-
KOTOpOE BpeMsI JOCTUTAETCSI PEMUCCHSI, ¥ TPEThUX IIPO-
JTOJKAIOTCST (POTOMHAYLIMPOBAHHBIE TIPUCTYIIHI [76].

Inunrenmuueckue npucmynsi. DoTOMHIYIIPOBAHHBIC
¢oKabHBIE CEHCOPHBIC 3pUTENIbHBIC TIPUCTYIIBI (BO3HU-
KaloIie, HaIpuMep, IIPU MEJIPKAIOIIEM COJTHEUHOM CBe-
Te) 00s13aTeIbHBI VISl yCTaHOBIICHU auarao3a @335, Ma-
JICHbKHWE JETU 3aTPYNHSIOTCS OMUCATh 3PUTEIBbHYIO aypy,
HO MHOTIa MOT'YT HApMCOBATh TO, UTO OHU BUIAT. CeHCOP-
HbBIC 3pUTEIILHBIC IIPUCTYIIBI BKIIIOYAIOT ITOSIBJICHIE OTOHB-
KOB, IIBETHBIX IIITCH, 0O(pOPMIIEHHBIX 3pUTEIbHBIX TaJLIIO-
IUHALMA WA HEYEeTKOCTU (Pa3sMBITOCTH) 3pEHUS,
WHOIAa — aMaBpo3a. 3pUTeNIbHbIE OOBEKTHI TBUTAIOTCS
B TOPU3OHTAIPHOM IJIOCKOCTH, TIepeceKast IO 3pCHMUS.
3puUTenbHBIC TIPUCTYIIBI COYETAIOTCS C aABEpCHUEH Tjia3
U TOJIOBBI B CTOPOHY: IIPA 3TOM MAIIMEHT YYBCTBYET, YTO
IJ1a3a ¥ FOJI0BA CICAYIOT 3a IBYKYIIIUMMUCS 3pUTEIbHBIMU
¢denomeHamu. [TpucTymbI MOTYT IIPOBOIIMPOBATHLCS BUIIEO-
WUTPaMU WX IPYTUMHU 3pUTSIBHBIMU CTUMYJIAaMU; B ITPOIII-
JIOM OHU HEPEAKO BBI3BIBAJIMCH IIPU IIPOCMOTPE CTapOro
aHaJIOroBOI0 TeJIEBU30pa C HU3KOM 4aCTOTOM OOHOBJICHUSI
skpana [77]. [IpucTyIibl 0OBIYHO KOPOTKHE (MEeHEe 3 MIUH),
HO PEIIKO MOTYT OBITh U IIPOJIOHTUPOBAHHBIMU. 3PUTETh-
HBIE TIPUCTYIIBI MOTYT IIEPEXOIUTD B IIe(haTUIeCKIE OIILy-
eHMs! (BKJTFOUAst TOJIOBHYIO 00JIb), SITUTaCTPaIbHbIC OIITY-
IIEHUsI, PBOTY 1 3aKaHUYMBATLCSA HAPYIIEHHUEM CO3HAHUS
WY TPaHCHOPMUPOBATHCS B OMIIaTepaIbHBIC CYIOPOXKHBIC
npuctynsl [73, 78]. HedacTo mpuCTyITbl MOTYT BO3HUKATD
13 cHa 6e3 IpeiIecTByonieii horocTumysssimn [75]. Tak-
K€ Y HEKOTOPBIX ITAIIMEHTOB BO3MOXHO CITOHTAHHOE BO3-
HUKHOBEHUE CEHCOPHBIX 3pUTENIbHBIX MPUCTYNOB (0e3 (ho-
ToctuMmynssuun). M3BectHa B3auMocBsa3b P30 ¢ UMD
C HAJIMYKEM Y ITAIIMEHTOB SIMICTITHYECKOTO MUOKIIOHYCA,

abcancoB 1 I'CIT BapuabenbHoit yactotsl (P. Gémez-Porro
1 c0aBT., 2018).

DII-uccaedosanue. OCHOBHASI aKTUBHOCTDL B HOPME.
B MexmnpuctynHoM nepuojae oObIYHO HaO0Aal0TCs 3a-
TBUTOYHBIE CIIAiIKM I TTUK-BOJIHOBBIC KOMIUIEKCHI. Takke
MOTYT OTMEYAaThCsl TeHEePaIn30BaHHbIC Pa3psiIbl U IIEHT-
paJIbHO-TeMIIOpaJIbHBIC TTATTePHBI. [TUK-, TOIMITUK-BOJI-
HOBBIC KOMILIEKCHI B 3aTBUJIOUHBIX OTBEICHUSX OOBIYHO
MPOBOLMPYIOTCS 3aKpbiBaHueM a3 u POC. Tenepann3o-
BaHHBIC ITUK-, TTOJIMITMK-BOTHOBEIE pa3psiabl (C mpeodra-
JMIaHUEM B 3aTHMX KOPTUKAIbHBIX OTHE/IaX) TAKXKe MOTYT
Bo3HuKaTh pu POC [73, 75]. DrmnentudopmMHas akTUB-
HOCTh HapacTaeT IIpH JIeIpuBaIliu CHa 1 Bo cHe. Havaio
MIPUCTYIA C 3aTbUIOYHOM NOJIM, KOHTpAIATEPAJIbHOM I10JIIO
3peHUsI, B KOTOPOM IOSIBIITIOTCS 3pUTEIbHBIC (DEHOMEHEI,
M HaIpaBJeHMIO ITOBOPOTA IJ1a3 U rojiossl [73, 76]. Uk-
TaJIbHBI DB -maTTepH MOXET pacIpOCTPaHSITLCS C 3a-
TBUIOYHOM TOJIM Ha UIICWIATePAIbHYIO0 BUCOYHYIO JTOJIIO
1 KOHTpajaTepaJbHYIO 3aTBIJIOYHYIO.

Heuposuzyanuzayus. Pesynsratel MPT B Hopme.

lenemuueckue uccaedosanus. DNUICTICHS B CEMEWHOM
aHaMHe3e BeIsIBIsIeTcs y 1/3 mamumenTtoB [73]. OmmcaHo
HECKOJIBKO CeMeil ¢ MHOTOYMCICHHBIMU OOJTbHBIMU SITH-
JISTICHEHT B pa3HBIX MOKOIeHUsIX [79, 82, 83]. KoHkpeTHBIE
TeHBI, TeTepMUHUpYolIre pa3putue 33, He BepuduIm-
poBaHbl. CyliecTByeT B3auMOCBsI3b Mexny P39, UT'D
u B39-1ITC [80, 84].

Hughgpepenyuansruiil duazro3 BKIIIOYAET IPEXIEC BCETO
dpyeue snurenmu4eckue CUHOPOMbL:

1. Dnunencus c muokaoHueil ek TUATHOCTUPYETCS HA OC-
HOBaHMU BEAYIIETO TUIIA IIPHUCTYIIOB — MUOKJIOHUN
BEK 1 OTCYTCTBUS UKTAJIbHBIX 3pUTEIbHBIX TAJLTIOIN -
HaIIWi1, a TAKKE TIOBOPOTA TJ1a3 U TOJIOBHI.

2. B39-BII nuddepenuupyercsa or ®3D 1o HATUUUIO
IIPUCTYTIOB C BEIPAXKCHHBIMH BETeTATUBHBIMM ITPOSIB-
JICHUSIMU: TOIITHOTA, TO3BIBBI HA PBOTY, pPBOTA U Ip.,
KOTOpHIE 3aMETHHI XK€ C HadyaJia IIPUCTYIIa.

3. JI39-3I1 xapakTepu3yeTcsl YaCThIMU CEHCOPHBIMU 3pH-
TEJIbHBIMU IIPUCTYIIaMU, KOTOPBIC BO3HUKAIOT CTIOH-
TaHHO U He 3aMyCcKaIoTC (POTOCTUMYJISIIUCH.

4. @okanvHblie npucmynsi 6 pe3yabmame cCMPYKMYpHO2O
nopascenus 201064020 mosea. Ecim Bo3HMKaioT ¢o-
KaJIbHBIC CEHCOPHBIC 3pUTEJIbHBIC IIPUCTYIIBI, TO OHKU
He IIPOBOLUPYIOTCS (DOTOCTUMYJISIIIACHA.

5. HIIJI 2-20 muna c nebGr0TOM B paHHEM JETCKOM BO3pacTe
(o 5 neT) 1 hoTOMAPOKCU3MATBHBIM OTBeTOM Ha D3I
Ha Hu3KodacTotHyto POC (1-3 Ii). ¥ meteit Bo3HMKA-
0T KOTHUTUBHBIN Perpecc, aTakCus U OTepsT 3peHYs.

6. boaesns Jlaghopsi iposiBisieTcst (pOKATBHBIMU CEHCOP-
HBIMU 3pUTEIIFHBIMUA MPUCTYIIAMU, HO B COYCTAaHUU
C IPOrPEeCCUPYIOLIEN MUOKJIIOHUYECKOU SNWICICUEIA
C MTHBATUAN3UPYIOIINM MHUOKJIOHYCOM, HapyIIeHUEM
KOTHUTUBHBIX (DYHKIIWI 1 aTaKCUE.

Jpyeue cocmosiHus BKIIIOYAIOT MUTPEHD CO 3pUTETHHOM
aypou, MPOSIBISIONIYIOCS 3pUTCIbHBIMUA (hDeHOMEHAMU,
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[luarHocTuyeckue Kputepuu pOTOCEHCUTUBHOI 3aTbIIOYHOI INUNENCUU
(®33) no NMpoekTy KNaccupuKaumm NuNeNTUYECKNX CUHAPOMOB 2021 T.
(ILAE Guidelines, 2021)

06sa3aTenbHble KpuTepum

Jnunentuyeckie NpUCTynbl: GoKanbHble CEHCOPHbIE 3pUTENbHbIE NPUCTYMbI,
KOTOpble MOTYT NepexoauTh B bunatepanbHble TOHUKO-KNOHUYecKue. [puctynbl
3aMnycKaloTCcA CBETOBBIMYU CTUMYNAMM, TAKUMM KaK, Hanpumep, MefbKatoLLuii
CONHEYHbIN CBET.

I3[ 3aTbINOYHbIE NUK-, NONUNMK-BONHOBbIE KOMMNEKCHI, BO3HUKAIOLLME

npy 3aKkpbiBanuu rnas u POC.

HacropaxuBaroLyme npusHaku

JnunenTuyeckine NPUCTYNbI: NPOLOMKMUTENbHbIE NPUCTYMbI, ANALLMECA >15 MUH.
II: ycroitumsoe GokanbHoe (pervoHanbHoe®) 3amenneHme, He cBA3AHHOR
CNOCTUKTaNbHLIM NeprogoM. DoTonapoKcM3ManbHblii OTBET HA HIU3KOYACTOTHYIO
POC (1-2 Tu) (npeanonaraetca HLJ 2-ro Tuna).

Bo3pacr nebtota: o 4 net u nocne 17 ner.

Pa3Butue B febtoTe: UHTENNEKTYaNbHbIN AeQULMT OT yMepeHHOro

710 BbIPaXKeHHOrO0.
HeBponoruyeckmit cTatyc: Ntobble 3HauMMble HapyLLIEeHNA Npu HeBPONOrnyeckom
0cmoTpe.

Kputepun uckniouenuna

Jnunentuyeckme NPUCTYNbl: MUOKNOHMA BeK. [porpeccupytoLyuit MMOKNOHYC.
Bo3pacr gebrora: fo 1roaa v nocne 50 ner.

Pa3BuTue B fe6toTe: KOTHUTUBHDIIA perpecc.

HeBponornyeckuit Cratyc: Hannume NOCTOAHHOTO AedeKTa noneii 3peHns.
HeiipoBu3yanu3aums: BbiABNEHHblE HapyLLEHWS, YKa3blBatOLLe HA MPUYMHY
3aboneBaHus.

MPT HeobxoZMa ANA YCTAHOBNEHMA ANArHO3a C LENbIO NCKNKOYEHUA NPUYNHDI,
BbI3bIBaloLLIEii 3ab0eBaHMe.

VkTanbHaa 331 HeobxoAMMa ANA yCTaHOBAEHIA AUArHo3a.

CuHapom 6e3 nabopatopHOro NOATBEPX/EHMA: B CUTYaLMAX, KOTAA BOIMOXHOCTY
MpPUMEHeHNA APYIUX METOZI0B ANATHOCTUKM OFpaHnyeHbl (B CTPaHax

C OrPAHNYEHHbIMI AUATHOCTUYECKIMMU BO3MOXHOCTAMM), AnarHo3 033 Tpebyet
Kak MuHUMyM npoBegenua 331 u MPT.

KOTOPBIE OOJIBIIIE 10 ITPOIOJIKATEIFHOCTH I KAYECTBEHHO
OTJIMYAIOTCS OT TaKOBBIX ITpu P3D: MuHeitHbIe, 3UT3aro-
obpa3Hble, popTUUKAIMOHHEIE (heHOMEHBI TP MUTPE-
HU U IIBETHBIC KPYTU WJIM CBETOBBIC BCIIBIILIKM, U3MEHSI-
IoIIMecs B pa3Mepax M ABUTAIOLINECS C IlepecedeHueM
NOJIeH 3p€HUS] — IPU 3aTbUIOYHOM SIIUJICTICHU.

CuHIpPOMBI reHeTHIECKOii TeHePATH30BAHHOI SIIEIICHH
(I'TD) merckoro Bo3pacra. B mpuHIume, Bce TeHEpaIn-
30BaHHBIC AMUJICIICUU C IeOIOTOM B IETCKOM BO3pacTe
WMEIOT TeHETUYECKYIO 3TUOJIOTHIO. THUI HaclieqoBaHus,
BEPOSITHO, MOJIMTE€HHBIA MM C «BKJIAJIOM» 3K30T€HHBIX
daxTopoB — MynbTU(dakTopuanbHbIli. Hanbonee yeTko
ouepuyeHHBIN cuHApoM [TD — meTckast abcaHCHas SITH-
nencus (JIAD), koTopast TpaIUIIMOHHO OTHeceHa K UT'D
U TIPEICTaBJICHA B COOTBETCTBYIOIIEM pasnene. [locienaue
HCCIIEAOBaHMS TIOKA3aJIi, YTO HEKOTOphIe CMHAPOMBI UT'D
MOTYT OBbITb O0YCI0BJI€HBl MOHOTEHHBIMU 3a00JIEBAHUSIMU,
TakuMHM Kak cuHapom aedummra GLUT1 [85]. Cpenu 14-
Xenbeix popMm DPD BecTpeualorcst penkue reHeTUYEeCKHe
CHHIIPOMBI, TaKMe KaK CHHIPOM AHTeIbMaHa (MHBEPCUST —
IyTUIMKanus 15q), BOSHUKAIOIINY OOBIYHO B Pe3yJIbTaTe
myTauuu de novo. Ipyrue I'TD geTckoro Bo3pacra BKITIO-
YaloT 2 YeTKO OUYEePUYCHHBIX CUHIPOMA: SITMIICIICUIO C MUO-
KJIOHMYECKMMU abCaHCaMU U SIIJIEIICUIO C MUOKIIOHHEH
BeK. DTU CUHAPOMBI IMEIOT 00JIee BapraOeIbHBIM ITPOrHO3,
yeMm JIAD, ¢ BBICOKOI YacCTOTOM ClIy4aeB, pe3UCTEHTHBIX
K TepaIiu, B COYCTAHNM C KOTHUTUBHBIMU HApYIICHUSIMU.
Cpenu poICTBEeHHUKOB IIPpOOaHIa HEPEAKO BCTPEUYalOTCs
cirydam srniericuu, Bkimodast UI'D u I'DOC+. Muokiio-
HUYECKHU-aTOHMWYECKasl SIIICIICHUS TakKXe OTHOCHUTCS
K cuapomaM I'TD u knaccuuumpyeTcs moa pyopruKoin
OPD, Tak Kak npu 3Toi (popMe HeEPEeaKO BCTpPedaeTcs 3a-
JepKKa pa3BUTHUSI WIN PEerpecc KOTHUTUBHBIX (DYHKITUIA
B IIEpHOJ YACTHIX IIPUCTYIIOB.

3[IpuMeyaHue aBTOPOB.

Anuaencusa ¢ muoxaonuen eex (DMB). Dror cuH-
IpoM (paHee — cuHopom JicusoHca) XapaKTepU3yeTCs TPH-
anoi IPU3HAKOB: YACTHIMU IIPUCTYIIAMM MUOKJIOHUH BEK,
¢ abcaHcaMu Uiy 6€3 HUX, UHAYLIMPOBAHHBIMHU 3aKPbIBa-
HueM a3 1 POC. MuokiioHus BeK HanboJiee BeIpaskeHa
IIpy TIpoOykaeHnU namreHTa. CylmecTByeT IOArpyIna
60bHBIX DM B, y KOTOpBIX BhIpaXkeHa MHIYKIS IIPUCTY-
IIOB ITpH (POTOCTUMYJISILIUN: MUOKJIOHUH BEK, a MHOTIA —
abCcaHCOB U MUOKJIOHMYECKUX IPUCTYNOB. PaHee 3To s1B-
JieHrue ObLIO Ha3BaHO «CUHAPOM IOACOJHEYHUKA»
13-3a crieMdUIecKoro noBeAeHMs MaLUEHTOB, KOT1a OHU
C BOBHMKHOBEHWEM ITPUCTYIIa IIOBOPAYMBAOT JIUIIO K COJTH-
1y KaK MICTOYHUKY SIpKoro cBeTa [87]. B HacTos1ee Bpems
3Ty TPYIITy PEKOMEHYETCSI Ha3bIBaTh «3MUJIETICUSI C MU~
OKJIOHMEN BEK C BHIPAXKEHHOM (hOTOMHIYKIICH».

Dnudemuonoeus. DMB — peaknii cMHAPOM, TOIMY-
JISSIIMOHHBIE MCCIICIOBAHUS €r0 YaCTOTHI OTCYTCTBYIOT.
ITo maHHBIM HEKOTOPBIX SIMIICTITOJIOTMYECKHX IIEHTPOB,
yacrora ODMB cocrasiser ot 1,2 1o 2,7 % Bcex popm
snuierncuu [88, 89].

Kaunuueckas xapmuna. Iluk Bo3pacta aedrota —
6—8 11eT, ¢ BapuabenpbHOCTHIO OT 2 10 14 et [89—91]. 3a-
OoJieBaHME BCTpEYaeTCs IIPUMEPHO B 2 pasa Jalle y KeH-
muH [89—91]. IlepuHaTalbHBIA TEepUOI U paHHEE
pa3BUTHE IeTeil B HopMe. KOrHUTHBHBIE (DYHKIIMHM OOBIYHO
He HapyIIeHBI, OTHAKO BCTPEUYAIOTCS CIyJYau C ITOrpaHnd-
HBIM MHTEJUIEKTOM M IaXKe ¢ MHTEJUIEKTYaIbHOI HeIoCTa-
ToyHOCThIO. [Tpyt DMB ¢ BrIpakeHHOIT (OTOMHAYKIIMEH
IIPUMEPHO Y MOJIOBUHBI OOJIBHBIX OTMEYAIOTCSI MHTEIIICK-
TyaJbHasl HEIOCTaTOYHOCTD WJIA BRIPAXKCHHBIC HAPYIIICHMS
BHUMAaHUS, KOTOPBIE C BO3PACTOM MOTYT YCWIMBaThes [87].
Hesponornueckoe o6cie0BaH1E He BbISIBIISIET HAPYLLIEHUIA.

Teuenue 3ab6onesanus. DMB 0OBIYHO pe3UCTEHTHA K Te-
parmu, HO He BO Bcex ciydasix [92—94]. [eHepanm3oBaHHBIE

1
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TOHMKO-KJIOHWMYECKIE TTPUCTYITBI YacTo KyrmupyroTcsa ADI,
OIHAKO MMOKJIOHUSI BEK OOBIYHO ITOJTHOCTHIO HE KOHT-
poaupyercs Tepanueit. Bo B3pocioii XXU3HU MUOKIIOHUS
BEK MOKET He COYETaThCs ¢ HapylIeHusIMH Ha DT, npen-
CTaBJIsIsI, TAKMM 00pa30M, He SIMIICIITUICCKIE IIPUCTYIIHI,
a IBUTATEIbHOE paccTpoiicTBo [95]. DMB Hepeako mpo-
JoDKaeTcs B TeueHue Beell xku3Hu [93, 94]. B monrpymire
C BBIpaxkeHHOI (POTOMHIYKIIME O9eHb BaKHA ITIOBEICH-
yeckasi Teparusi, 4Toobl 130exKaTh NoAUIIparMa3uu, 4To,
OITHAKO, CJIOXXHOBBIITOJTHUMO y OOJIBHBIX C BRIpaXKeHHOM
MHTEJUIEKTYyaIbHOM HEAOCTAaTOUHOCThIO. MOTYT OBITH I10-
JIE3HBIMH Pa3IMYHBIC MEPOIIPUSITHUS, IIPUBOISIIINE K OT-
PaHMYEHMIO SKCIIO3UIINH CBETA: HOIIIEHUE IIMPOKOTIOJIBIX
LIJISATI, TJIOTHO OOJIETaloIIMX COJTHIIE3aIIUTHBIX OYKOB,
crenuIeCcKnX royosix JIuH3 [96].

Dnunenmuueckue npucmynsi. MUOKIOHUS BEK IIpeI-
CTaBJISICT COOOM KOPOTKME MOBTOPSIIOIINECS, 9ACTO PHUT-
MMYHBIE ¢ YacTOTOM 3—6 [1I, MUOKJIOHMYECKHE OIS PIH-
BaHUS BEK C OMMHOBPEMEHHBIM 3aBEICHIEM INIa3HBIX 00K
BBEPX M OTKJIOHCHMEM TOJIOBBI Ha3al. [laHHBIe TIpOsIBIIe-
HUS 00s13aTeJIbHBI I yCTAaHOBJICHUS TrarHo3a. [1pucry-
ITbl OYEeHbh KOPOTKUE: TUITMYHAs IPOIOKUTEIHLHOCTD
ot MeHee 1 10 3 ¢, u Bcerna MeHee 6 ¢c. OHU BO3HMKAIOT
MHOTOKPAaTHO B TEUYECHUE IHSI, a MHOTJa MHOTOKPAaTHO
B TeUCHHME yaca. XapaKTepHa IIPOBOKAIUS IIPUCTYIIOB
IIyTeM CO3HATEJILHOTO MM HEIIPOM3BOJIHLHOTO MEIJICH-
HOTO TIPUKPBIBaHMS T71a3 Ha CBETY WIX B3IJIsIIa Ha UCTOY-
HUK SIpKOTO CBeTa WJIM COJIHIIC. Bo BpeMsI MHMOKIIOHUM
BEK CO3HAHME COXPaHHO, HO MOXET ObITh HEOOJIBIIIOE €0
HapylIeHNEe, YTO OOBIYHO HE PACIIO3HACTCS CAMUMMU I1a-
uneHTamu. [IpumepHo y 20 % nauMeHTOB pa3BUBaeTCs
CTaTyC MUOKJIOHUH BEK C IIOCTOSIHHO TTOBTOPSIIOIITMUCS
MHOKJIOHMSIMU BEK, HEPEAKO B COYCTAHUM C JISTKMM Ha-
pYyILIEHWEM CO3HAHUS.

Y HEKOTOpHIX MAIlMEHTOB Pa3BMBAIOTCSI TUITMYHBIC
abcaHckhl BHe TTpuctynoB Muokionuu Bek. I'CIT Bo3HuKa-
10T Y OOJIBIIMHCTBA MAIIMEHTOB, HO YaCTOTA MX HEBBICOKA.
OHUM MOTYT IIPOBOLIMPOBATHCS ACIpUBALIC CHA, MPHU-
€MOM aJIKOTOJIST WIK (DOTOCTUMYJISIIIMEH. Y 601pHBIX DMB
C BBIpaXXeHHON (hOTOMHAYKIINEH, MUOKIIOHHEH BeK (¢ a0-
caHcaMM Wu 0e3 HuX), abcaHCcaMy, MUOKJIOHMIECKUMU
MIPUCTYIIaMU XapaKTePHBI OIIpeieICHHBIC TTOBEICHUECKIIEe
peaKiy B BUAE PUTMUYHBIX IBVDKCHUN PYKOM IIEPET JIMLIOM
C IOTHPAHUEM J10a, KOT/Ia MAlIMeHT CMOTPUT Ha UICTOYHUK
sIpKOro cBeTa. Jpyroif BapmaHT — MAIMEeHT BILJIOTHYIO
TTOIXOIUT K 9KPaHy aHAJIOTOBOT'O TEJIEBU30pa 1 IIPUCTAIBHO
BIJISIABIBACTCA B 9KpaH. BO3MOXKHBI 1 Ipyrrie MAaHUITYJISIIIAN
¢ co3gaHueM 3¢ deKkTa pUTMUYHOTO MeJIbKaHUs Tepe/,
HMCTOYHUKOM SIPKOTo cBeTa [86, 87, 98]. YnopHasi mpoBoKa-
LI1ST MOXKET Jaxke TIPUBOAUTH K Bo3HUKHOBeHMIo ['CI1.

®eOpubHbIE TPUCTYITBI BOZHUKAIOT Y 3—13 % 00J1b-
HeIXx ODMB [92, 99]. KpoMe MUOKIIOHIY BEK MOTYT BO3HM -

4IIprMeyaHne aBTOPOB.

KaTb TUIIMYHBIE a0CAHCHI ¥ HEYACThIe MUOKJIIOHNYCCKIE
MpYCTYIBL. Hanmame 9acThIX MUOKIIOHMIECKUX IIPUCTYIIOB
B KOHEYHOCTSIX TIPEATIOIaracT aJbTepHATUBHBIN JUATHO3.
®oKabHBIE IPUCTYIIBI SBJISTIOTCS KpUTEPHEM UCKITIOUCHUSL.
DII-uccaedosanue. OCHOBHASI aKTUBHOCTDH B HOPME;
BBIpaXkeHHOE 3aMejicHre (DoHa MpeaIonraraeT ajJbrepHa-
TUBHBIN TUarHO3. B MEXXIIpHCTYITHOM IIepHUOae PeTucTpy-
PYIOTCS YacThle KOPOTKME pa3psiabl ObicTpoit (3—6 Iin)
HEPETYJISIPHON T€HEPATN30BAHHOM ITOJIUIINK-BOJTHOBOM
aktuBHocTu. PenoMeH fixation-off sensitivity (¢ Hamreit
TOUKH 3peHHsI, TOUHee — eye closure sensitivity?), KoTopsrit
MOXeT OBITh BBI3BaH 3aKpbIBaHMEM IJia3, a Takke POC,
aKTUBUPYIOT NMIenTU(GOPMHBIE HapylleHus Ha DOT,
YTO XapakTepHo m1st DMB ¢ abcancamu wm 6e3 Hux [100,
101]. Y mammeHTOB MOJIOAOTO BO3pacTa 4acTo Habmoaa-
ercsl (POTOCEHCUTUBHOCTh, KOTOPAsi CTAHOBUTCSI MEHEe
BBIPAXXKEHHOM C BO3pacToM, a Takxke npu npueme ADII.
DrnunenTrudopMHas aKTUBHOCTb TAKXKe MOXKET YCUINBATh-
Cs TIPY TUTIEPBEHTWJISILIMK. B moarpyIie naieHToB ¢ BbI-
paxkeHHOI (POTOMHAYKIIMEN reHepaIn30BaHHbIE ITMK-BOJI-
HOBBIE Pa3psIbl TAKXKE MOTYT IIPOBOIIMPOBATHCS CBETOBBIM
BozaeiicTBrueM. Pa3psiabl reHepaln30BaHHOM MUK-BOJIHO-
BOIl aKTMBHOCTHM YaCTO CTAHOBSITCSI 00Jiee KOPOTKUMU
1 (pparMeHTUPOBAHHBIMU BO cHe. PparMeHTUPOBaHHBIE
IMMK-BOJIHOBBIE Pa3psiIbl MOI'YT BO3HUKATh B BUIE (POKATb-
HOM ¥ MYJAbTU(MOKATBHONM MUK-BOJHOBO aKTUBHOCTH,
Ho 0e3 ycroiunBoro ¢okyca. Mopdomnorus hoKanabHOMI
IMMK-BOJIHOBOI aKTMBHOCTH HAaITOMMHAET TAKOBYIO B Te-
HepaJIM30BaHHOM paspsize.
HxTanpHast 3ammch BO BpeMsI IIPUCTYIIOB MUOKJIOHUH
BEK XapaKTepU3YyeTCsl BHICOKOAMIUIATYITHON HEPETYJISIPHOM
TEHEPAITM30BAHHOW aKTUBHOCTHIO B BUJIE MOJUCIANKOB
WJIH TTOJTUITNK-BOTHOBBIX KOMIUIEKCOB, BCJIEH 32 KOTOPBI-
MM HEPEIKO IOSBIISTIOTCSI pUTMUYHBIC TTOJUCITANKN VTN
MOJIMIIMK-BOJIHOBAasI aKTUBHOCTD C 4acToToM 3—6 IiI.
IIpuctynbl MUKJIOHUM BeK ¢ abcaHCaMU WU 0e3 HUX
MPEeKpallaloTCcs B IMOJHON TEMHOTE. ¥ OOJIbHBIX C BbIpa-
XeHHoil poTomHaykuueit POC MoxeT mpoBOLIMPOBATH
IMOSIBJICHNE€ KOPOTKHUX IPUCTYIIOB MUOKJIIOHMU BEK, TH-
IMUIHBIX A0CAaHCOB MJI MUOKJIOHMYECKHUX IIPUCTYIIOB.
Heiiposuzyanruzayus. MPT He sBisieTcs: 00s13aTeIbHbIM
ucciienoBanveM mpu DMB, HO eclii OHO BBITIOJIHEHO,
TO HE TTOKa3bIBaeT KaKNX-JIN00 HApYIIICHMUIA.
lenemuueckue uccaedosanus. Ilpenmonaraercs, 4To
DMB nmeet 001IYI0 TeHETUUECKYIO 3THOIOTHIO C pa3iny-
HeIMU cuHApoMaMu UI'D. Dnunentunaeckue MPUCTYIIBI
WY STIWICTICUS BBISIBJISIIOTCSL B CEMEITHOM aHaMHe3e y 25—
83 % 001bHBIX, IPUYEM IIPAKTUYECKU BCEraa y GOJbHBIX
SIUJICTICUE POICTBEHHUKOB HAOIIOMAIOTCS TeHEepaIi30-
BaHHBIe NpUCTYIIBI [92, 99]. [TpumepHo 20 % nauueHTOB
AMEIOT poAacTBeHHNKOB ¢ MT'D u okoso 50 % — poxcr-
BeHHUKOB ¢ 'DDC+ (L.G. Sadleir u coasrt., 2012).
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HEBPOAOT UM

[lnarHocTyeckue KpuTepUM SNUNENCUN ¢ MUoKNoHKel Bek (IMB)
no MpoeKTy KnaccudpukaLum snunenTUYeckux cuuapomos 2021r.
(ILAE Guidelines, 2021)

064a3aTenbHble KpuTepumn

Jnunentuyeckine NPUCTYNbl: MUOKNIOHUA BEK.

3I: 3aKkpbiBaHme rma3 v POC BbI3bIBaIOT reHepani30BaHHble pa3paabl ObICTpbIX
(3—6 1) nonncnaiikos Unm NOAMNUK-BONHOBOI aKTUBHOCTY.

HacropaxuBatoLyme npusHaku

JnunenTuyeckiue NpUCTynbl: HEBO3MOXKHOCTb BbI3BaTb IMB B KMHMKe nyTem
MeZNIeHHOT0 3aKPbIBaHIA a3 B YCNOBMAX APKOTO OCBELLEHNA Y HenleyeHbIX
naumeHToB. MOKNIOHNYeCKIe NPUCTYNbI B KOHEUHOCTAX (npepsnonaraetca IOM3).
HeBponornyeckuii cTaTyc: 04aroBble HEBPONOTUYECKUE CUMITOMDbI.
HeiipoBu3yanu3auus: noTeHLManbHo BO3MOXHbIE ANA Pa3BUTUA INUAENCAN
CTPYKTYpHbIE U3MEHEHMA B MO3Te, 33 UCKNIOYEHUEM CTYYaliHbIX HAXOMOK.

Kputepun nckniouenna

JnunenTuyeckie NPUCTYbI: NioBble U3 CEAYIOLLNX TUMOB NPUCTYMOB:
MVOKIOHUYeCKMe abCaHCbl; GoKanbHble.

331 doKanbHoe (pervtoHanbHoe’) 3ameaneHne. YCToRuMBbIl yHUNaTepanbHbIil
doKyc anunenTudopmMHOil aKTMBHOCTI. [eHepanu30BaHHaA MefNIeHHad aKTUBHOCTb
0CTpan — MezneHHan BONHa ¢ yactotoi <2,5 . lndysHoe 3amepneHme 0cHOBHON
akTuBHocTy. OTcyTCTBME I3-KOpPENATa C TUMMYHBIMYU KTUHUYECKUMI COOLITUAMY.

Bo3pacr gebrota: Ao 2 net v nocne 14 ner.

HeiipoBu3yanu3aums: BbiABNeHHblE HapyLLEHWS, YKa3blBaIOLLMeE HA MPUYMHY
3a60neBaHuA.

Teuenue 3a6oneBaHuA: NporpeccupytoLLee CHIKeHe KOTHUTUBHBIX QYHKLMIA BHe
3aBUCUMOCTY OT TEUEHUS IMUNENCHM.

MPT He 06a3aTebHa ANA YCTaHOBNEHMA AUArHo3a.

WkTanbHaa 331 He 0ba3aTeNbHa ANA YCTaHOBNEHUA AUarHo3a. lpeanonaraetca,
4TO NPUCTYNbI SMUAENTUYECKOTO MUOKJIOHYCA BEK HAOMIOAAITCA KIMHUYECKM
CNewLManucTom, 1 HTepUKTanbHaa 331 AeMOHCTPUPYET pa3paabl
reHepanu30BaHHbIX ObICTPbIX (3—6 [Ly) nonUCNaitkoB UK NONMANK-BOAHOBBIX
KOMNEKCOB, KOTOpbIe NPOBOLMPYHOTCA 3aKpbiBaHUeM a3 win POC.

BmecTe ¢ Tem y 60NbLUNHCTBA HEeNEUEHbIX NALMEHTOB YAAETCA 3anucaTb
$0TONAPOKCU3MANbHBIil OTBET € IMUNENTYECKUM MIUOKJIOHYCOM BEK Ha PYTUHHOIA
331 npu nposepeHnn POC.

Cunzpom 6e3 nabopaTopHOro NOATBEPKAEHUA: B CUTYaLMAX, KOTAA BO3MOXKHOCTH
NpUMeHeHA ApyrvX METOA0B AUArHOCTUKMN OTPaHMUeHb (B CTpaHax

C OrPAHNYEHHbIMIN AUATHOCTUYECKIMI BO3MOXHOCTAMM), ANarHo3 SMB moxet
ObITb YCTAHOBMIEH KNMHUYECKM B ClTy4asX, OTBEYALLMX BCEM 0043aTeNbHbIM
KNMHINYECKNM KpUTEPUAM 11 NPU OTCYTCTBUN KPUTEPUEB UCKNKOYEHNS,

10 KNMHIYECKNM NPOABNEHNAM NPUCTYNOB (SMUNENTUYECKMIl MUOKIOHYC BEK),
KoTopble Bpay Habntozan Bo BpemA npuema au no OMaLLHeMy BUAeo.

Jnst 6onpmmHCTBA ciaydaeB DMB He ycraHOBIEHO Ka-
KOI-TMOO0 KOHKPETHOM reHeTndyeckoil myraunu. Cpean
OOJIBHBIX C JAHHBIM CUHIPOMOM, OTHOCSIIITUMCSI K TPYIIIIe
DP3, BBISBICHO HECKOJBKO MOHOTEHHBIX CUHIPOMOB:
CHD2[102], SYNGAPI[103], NEXMIF (paHee u3BecTHast
Kak KIAA2022) [104]; npudyeM HEKOTOpbIe MalMEHTHI
¢ JAaHHBIMU MyTalsaMu nmetor DMB 6e3 npuszHakoB DP3.

Hughgpepenyuansruiil duazro3 BKIIIOYAET IPEXIE BCETO
dpyeue ¢hopmbl dnusencuu:

1. Cundpomer UID ¢ abcancamu (neTcKasi v FOHOIIECKAsT
abCaHCHBIE SIMWICTICUM, IOHOIIIECKAs MUOKJIOHNYEC-
Kas SIUJICTICHS) MOTYT UMETh ITPOSIBIICHUSI (POTOCEH-
CUTHUBHOCTHU Ha DDI, HO TOMUHUPYIOLINE ITPUCTYIIHI
MMOKJIOHMY BEK HE HAOIIOMAIOTCS.

2. DomoceHcumusHas 3amulA04HAS SNUAeNCUS TIPOSIBIIS-
eTcst (pOTOMHAYIMPOBAHHBIMU TIPUCTYNaMU, HO 0e3
MMOKJIOHUU BEK.

3. Hpyeue ghopmut snunencuu ¢ paHHum 0ebrmom ¢ MUOKAO-
Huueckumu npucmynamu u goomocercumugrnocmoto [97],
BKJTIOYAst peIKiie MOHOTe€HHbIe CUHAPOoMBI 110 vy HIJI.
Jlpyeue (Hesnunenmuueckue) cOCMOSHUS: TALICBBIC TH-

KJ 1 KOMITYJIbCUBHOE MOPTaHue.

Anuaencua c muoxaonuqeckumu adcancamu (IMA) —
OYEHb PECIKUM SIMICNITUICCKUNA CHUHIPOM JIETCKOIO BO3-
pacTa, TMPOSIBIISTIOIINICS €XEeITHEBHBIMM IIPUCTYIIAMHU
MUOKJIOHMYECKMX aOCAHCOB.

BDnudemuonocusn. TouHas yacToTa CHHIPOMA HEU3BECT-
Ha. [To nanaeiM M. Bureau u coast. (2005), B ueHTpe
Cenr-Ilonp (Mapcens) gactota DMA cocraBuia 0,5—
1,0 % Bcex dopm snuiencuu [105].

STIpuMeyaHue aBTOPOB.

Kaunuueckasn kapmuna. Iuk Bo3pacta n1e6roTa 0K0OJI0
7 net, ¢ BapnabenbHOCTRIO OT 1 10 12 neT. 3aboneBaHue
yalle BCcTpedaeTcs: y ManbuukoB (mo 70 % ciyuaes) [105,
106]. OGBIYHO ITepMHATATBHBIN IEPUO/ U paHHEE pa3BUTHE
nereii 6e3 ocodeHHocTeit. OMHAKO MPUMEPHO B ITOJIOBUHE
cirydaeB Ipy OMA TUarHOCTUPYETCS OTCTABaHUE B Pa3BUTHUMH,
KOTOPOE MOXET CTAHOBUTBCS 00Jice BRIPAXKEHHBIM 10 Mepe
B3pOCJICHMS], U B JajibHeiIeM okono 70 % Bcex MalueHTOB
HMMEIOT MHTEJUIEKTYaTbHYIO HemocTaTouHoCTh [ 105—107]. He-
BpoOJIOrM4ecKoe 00cie[oBaHe OOBIYHO B HOPME.

Teuenue 3a6onesanusn. DBomonust DMA BapnabenbHa
[105, 106]. Pemuccust nocturaetcs npumepHo y 40 % 60i1b-
HBIX. B oCTalbHBIX Clly9asx IpOXOIKAIOTCS MUOKJIIO-
HUYEeCKUe abCaHCHI WIM IIPUCOCIUHSIOTCS APYTHAe TUIIBI
reHepajn3oBaHHBIX IpUcTyIoB. [IporHo3 6osee G6aro-
MIPUSITHBIN, €CIM MUOKJIOHMYECKIE a0CAaHCHl — €IMHCT-
BEHHBII TUI IIPUCTYIIOB, I OHU KOHTPOJUPYIOTCS C IO-
Mmoo ADIT [105].

Dnunenmuueckue npucmynsi. MUOKIOHUIECKUE a0-
CaHCHI — 0013aTeIbHBIN THUII IIPUCTYIIOB JJISI yCTAaHOBIIC-
Hus guarHo3a OMA [105]. AbcaHCHI cOYETaIOTCSI C PUT-
MUYHBIMH, OKoyio 3 IiI, momepruBaHUSIMH BEPXHUX
KOHEYHOCTEH, KOTOPhIEe HAKJIAAbIBAIOTCS HA TOHUYECKOE
OTBeIlcHUE ILIeY BO BpeMs IpucTyma (¢ addexkTom Ha-
pactanus). [IprcTymmsl IMEIOT BHE3AITHOE HAYaIO M OKOH-
yaHue. Ecau mammeHT CTOMT BO BpeMs IIPUCTYIIA, OH
0OBIYHO HAKJIOHSIETCS KIlepeau, XOTs MaaeHUs ObIBalOT
penko. MMOKJIOHMYECKHE MOAEPTUBAHUS OOBIYHO OMIa-
TepaJibHbIe I CUMMETPUYHBIC, HO MOTYT OBITh YHHJIATE -
panbHBIMA M ACUMMETPUYHBIMU. MOXET BCTpeYaThCs
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IIETCKOM
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[lnarHocTuyeckue Kputepuu SNUAENCUU C MUOKIOHNYECKUMU abcaHcamm
(3MA) no MpoekTy KnaccupuKaumm ANuRENTUYECKNX CUHAPOMOB 2021 T.
(ILAE Guidelines, 2021)

06s3aTenbHble KpuTepum

JnunenTuyeckine NPUCTYMb: MUOKNOHUYECKME aBCAHCbI — OCHOBHOI TMM
MpUCTYmoB.

93 perynapHas 3 [y reHepanu30BaHHas NUK-BONHOBAA aKTUBHOCTb,
BO3HMUKAIOLLAA BO BPEMA MUOKIIOHUYECKMX NOJEPrUBaHHil npu abcaHce.

Hac‘ropa)KuBalouJ,ue NPpU3HaKK
HeBponoruyeckuii craryc: yMepeHHaA Uni BblpaXKeHHaA NHTENNEKTyaNbHaA
HeJ0CTaTouHOCTb. QuaroBble HeBponornyeckne CUMNTOMbI.

Kputepun uckniouenna

Jnunentuyeckie NPUCTYnbl: GoKanbHbIe, aTOHMYECKIE, MUOKTTOHUYECKM-
aTOHUYeCKMe, TOHUYECKHe.

3 pokanbHoe 3amefineHue; YCTORUMBBIA GOKYC NUK-BONHOBOI aKTUBHOCTY;
reHepanu30BaHHas MeAneHHas MK-BONIHOBaA aKTUBHOCTb <2,5 iy (ckntoyas
ee BO3HUKHOBEHME B KOHLE pa3pAaa); Anddy3Hoe 3ameanenme GpoHa,

He 0THOCALLeeCA K NOCTUKTaNbHOMY nepuogy.

Bo3pacr aebtota: fo 1roaa u nocne 12 ner.

HeiipoBu3yanu3auus: HapyweHus no AaHHbiM MPT, uMeloLwye oTHOWEHME
K 3a60neBaHuio.

TeueHue 3aboneBaHna: NPOrpeccupytoLLiee CHIBKEHNE UHTENNEKTA BHE
3aBUCUMOCTY OT TEUEHUS SNUNENCUN.

MPT BbINONHAETCA TONbKO ANA UCKNKOYEHUA APYTOA STMONOTUN INUAENCUN.
VikTanbHas 331 He ABNAETCA HEOOXOANMON ANA AMArHO3a, YUnTbIBaA,

4TO MUOKNOHUYECKME aBCaHCb XOPOLLO BIU3YaNU3UPYHTCA KNMHUUECK,

a UHTEPUKTaNbHOE UCCIeZ0BaHNe AEMOHCTPUPYET PEryNApHYH reHepanin3oBaHHyto
MUK-BONHOBYI0 aKTUBHOCTb 3 T, BMecTe ¢ TeM y 60bLUIMHCTBA HeNeueHbIX
NaLMeHTOB MUOKNOHUYECKHE aBCaHCbl MOTYT BbITb 3aperncTpupoBaHbl

Ha pyTuHHoii 3T

CuHapom 6e3 nabopatopHoro NOATBEPXAEHNA: B CUTYALMAX, KOTA BOIMOXHOCTH
NpUMeHeHIA APYrvX METOA0B ANATHOCTUKY OFpaHuyeHbl (B CTpaHax

C OrpaHNYEHHbBIMU AMATHOCTUYECKIMI BO3MOXHOCTAMM), AnarHo3 IMA MoxkHo
YCTAHOBUTb B CNlyYasX, OTBEYAOLLNX BCEM 0643aTENbHBIM KNUHUYECKUM
KpUTEPUAM, NPU OTCYTCTBIAM KPUTEPUEB CKNIOUEHNA, NO KNMHUYECKIAM
NpOABJIEHUAM NPUCTYNOB — MUOKNOHUYECKMX aBCAHCOB, KOTOpble Bpay Habntopan
BO BPEMA NpUeMa UK No AoMalLHeMy BUAEO.

IepropajbHas MUOKJIOHMS, a TAKXKE PUTMUYHBIC TTOACP-
TMBaHUS TOJIOBO M HOramMu. TUIIWYHA TPOIOIKUTEIb-
HocTh npucTyrnoB 10—60 ¢ 1 yacTtora — MHOTOKPATHO
B neHb [107]. YpoBeHb CO3HAHMS MOXET BapbUPOBATh OT
ITOJTHOTO BBIKJTIOUEHUS OO0 (hIYKTYallMy. DTU30ANIeCKI
MOTYT HaOII0AAThCS BEreTaTUBHBIC MIPOSIBICHUS B BUIE
W3MEHEHUs pUTMa AbIXaHud, ypuHauuu [105] umm noss-
JIEHHUE CJIOKHBIX XKECTOBBIX aBTOMaTU3MOB [108].

[IpumepHo B 1/3 cirydaeB MMOKIIOHMTYECKIE aOCAHCHI —
€IMHCTBEHHBII THUII IIPUCTYIIOB. Penko MoXeT BO3HUKATh
cratyc MuokioHndeckux abcancoB. I'CIT HabmomaroTcs
y 45 % MalMeHTOB; TAKXe BO3MOXHBI KJIOHUYECKUE, aTO-
HUYECKHE MPUCTYIIBI WX TUITMYHBIE aOcaHCHL. B ciydasix
noMMopdu3Ma IMIPUCTYIIOB IPOTHO3 yxyauaeTcs. TolbKo
y 4 % GO0NbHBIX JOMOJIHUTEIBHO PETUCTPUPYIOTCS TUITNY-
Hble abcaHchl 6e3 MUOKIoHM. Hammane (pokabHBIX TTpr-
CTYIIOB — KPUTEPHI NCKITIOUCHMUSI.

DIl-uccredosanue. OCHOBHASI aKTUBHOCThH B HOPME.
PurMy4Has MHTEpMUTTUPYIOLLAS AENBTa-aKTUBHOCTD B 3a-
ThITTOYHBIX 0TBeeHUsIX (OIRDA) 00bI9HO He HabmonaeT-
cs [105]. B MeXXIpHUCTYITHOM IepUOAE OTMEYAETCsI TTOSIB-
JICHHE TeHepaJIM30BaHHBIX IMMK-, ITOJHUITMK-BOJIHOBBIX
paspsimoB yactoToil 3 Iir (mpumepHo y 1/3 manmeHToB).
doxkanbHag 3mMIenTUGOPMHAST aKTUBHOCTD, KOTOpas
PETUCTPUPYETCI YCTOMYMBO B OJHOM 30HE, HEXapaKTepHa
U TIpEAIIoIaraeT BO3MOXHOCTD CTPYKTYPHOM SIUJICIICHH.
[umepBeHTWIISIIINS MOXKET IIPOBOLIMPOBATH TEHEPAIN30-
BaHHYIO IMK-BOJIHOBYIO aKTUBHOCTD M, THOT A, MIOKJIO-
Hu4yeckue abcaHcel. POC mpoBoLpyeT pa3psiabl reHepa-
JIM30BaHHOM MUK-BOJHOBOUW aKTMBHOCTU y HEOOJbIION
yacTy 60JbHBIX (14 %). [eHepanin3oBaHHbIE ITUK-BOJIHO-
BBIC pa3psIIbl TAKKE aKTUBUPYIOTCS IIPU ISTIPUBAIIIU CHA,
B COCTOSTHMH IPEMOTHI ¥ BO cHe. Kak 1 Ipu Ipyrux reHe-
paIM30BaHHBIX SIMIICTICUSIX, TeHEpAIM30BaHHASI aKTUB-
HOCTh CTAHOBUTCS Oo0Jjiee (hparMEHTUPOBAHHON TP JIe-

IIpUBALIMKU CHA M BO CHe. B 310 BpeMs snuentrudopMHast
AKTUBHOCTb MOXET IIPOSIBIISITBCS B BUIE (DOKATbHBIX
1 MYJITH(OKAIBHBIX TTMK-BOJHOBEIX pa3psaoB, HO 0e3
yCTOMUYMBOTO (hOKYca B OHOM U TO# ke obaact. Mopdo-
Jiorust (poKaIbHOM 3MIEHTU(MOPMHONM aKTUBHOCTH UICH-
THYHA TAKOBOM B TeHEPAIIM30BAaHHOM pa3psie.

Bo Bpems mpuctyna MUOKJIIOHMYECKOro abcaHca Io-
SIBJIACTCS PeTY/IsIpHAasl TeHEe paIM30BaHHAsI ITMK-BOJTHOBAS
akTUBHOCTDH 3 [11. DmuienTtnueckass akTUBHOCTD 3 i
MMeeT YeTKYIO BpEMEHHYI0 CHHXPOHH3AIHMIO C MUOKJIO-
HUYEeCKUMHU noaepruBaHusaMu. 3anuch DMI moka3biBa-
€T, YTO MUOKJIOHMNYECKUE IOASPTUBAHUS 110 BPEMEHH
MIPEIIIeCTBYIOT TOHUYECKOMY COKPAIICHUIO ICIBTOBUI-
HBIX MBI [105].

Heiiposusyanuzayus. MPT cienyeT npoBOAUTH TOJbKO
IS UCKJTIOYEHUS IPYTUX TPUYUH snuiencuu. Ecnu MPT
MIpOBeJieHa, TO Pe3yJIbTaT HOPMAaJIBHBIN MJIX B YaCTH CIIy-
YyaeB BBIABIIsIETCS HeOomblas nuddy3Has epedpanbHas
arpodusl.

lenemuueckue uccaedosanus. CeMeiiHbIII aHaMHE3
I10 3IMIICTICUH (OOBITHO C TeHEPAITM30BaHHBIMU IIPUCTY-
IaMu) MOJIOXUTENbHBIN Yy 20 % GonbHBIX. B peakux ciy-
Yyassx oTMeJaloTcs (heOpUIbHBIC TIPUCTYIBI B CEMEITHOM
a"amHe3se. [Ipenmomnaraercs, 4to DMA nMeeT reHeTuIec-
KYIO IIPUPOY, BMECTE C TEM TOJIBKO B OTAEJIBHBIX HA0JTI0-
IEHMSIX COOOIIAeTCS O CIeUMMUIESCKUX TeHETUIeCKUIX
mytanusx [109, 110]. HacienoBanue, Hanbos1ee BepOsITHO,
IMOJIUTEHHOE, TIPEATIOIOKUTEILHO UMEIOIIee 3HATUTEIb-
Hoe cXOACTBO ¢ rpymmoii UT'D [111].

JughcheperyuanvHotii duaeno3 BKITIOYALT IIPEKIE BCETO
dpyeue ghopmbl dnusencuu:

1. Jlemcxas abcanchasn snusencus. MOTYT HaOIIOOATHCS
JIETKME MHOKJIOHWYECKHUE IOACPTMBAHUS BO BpEeMsI
MPUCTYITOB abcaHcoB. OHU UMEIOT HEOOIBIITYIO AMILIA-
Tyy, HE COIIPOBOKIAIOTCSI HAPACTAIOIIUM TOHUTISCKIM
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OTBEACHUEM IUICY; YCTOMIMBBIC PUTMHUYHBIC OIS~

TUBaHUS HE BOSHUKAIOT.

2. CJIT Hepenko mposIBsIeTCST aTUITMYHBIMU abcaHcaMU
C PUTMUIHBIMU TOIESPTUBAHUSIMU WIIM TTOTEPEil MbI-
IIEYHOT0 TOHYca, HO Haimyue Ha DOI' MemIeHHBIX
MMMK-BOJIHOBBIX KOMILIEKCOB (<2,5 Ii1), reHepanmn3o-
BaHHOM OBICTPOM IMAapOKCHU3MAaJIbHOU aKTUBHOCTU
(GPFA) u ToHNMYecKMX IIPUCTYIIOB ITO3BOJISIET OTJIM-
yuth CJIT or DMA.

3. Muokaonuueckue abcancsl PeIKO MOTYT BCTPEUYaThCS
IIPpU HEKOTOPBIX DPD, HO He TOMMHUPYIOT B KIIMHUKE
3aboneBanus [110].

Ouuedanonatnu pasBuTHA U Smwientudeckue (BDPD)
Win sumientndeckue 3nnedanonatun (D) ¢ gedrwTOM
B JETCKOM BO3pacTe. DIIICNITUICCKUE dHIIe(haTONaTUI
OIpEeACIISIIOTCS KaK 3a00J1eBaHMsI, IIPU KOTOPBIX SIMJIEII-
THYECKasi aKTUBHOCTh caMa Mo ce0e BHOCUT BKJIAI B pa3-
BUTHE CEPbEe3HBIX HAPYIICHUII KOTHUTUBHBIX (DYHKIIMI
U TIOBEICHMSI, KPOME TeX HapYIIeHU, KOTOPbIC BEI3BAaHBI
COOTBETCTBYIOILIECH 3TUOJIOTUEN snuiericuu. JlaHHbIe CUH-
IPOMBI XapaKTepU3YIOTCSI YacTOM 3MUIeNTU(MOPMHOMN
AKTUBHOCTBIO B COUCTAHUH C 3aMeIJICHUEM Pa3BUTHS U He-
penkuM ero perpeccoM. OHM MOTYT BO3HMKATh Ha (poHE
HOPMaJIbHOTO WJIM CHUKEHHOTO YPOBHSI pPa3BUTHUS PeOCH-
ka. TepMuH «3HIIe(ATONATHS PAa3BUTHUSI» ObUI BBEICH
B kiaccudukanuio B 2017 . mIs onmmcaHWs clIydacs,
IIpY KOTOPBIX HApYIIICHNUE pa3BUTHS OOYCIOBICHO BO3ICI-
CTBUEM ATHOJIOTMIECKOTO (haKTopa, JIeXKaIllero B OCHOBE
SIWJICTICUU, B T00aBJICHNE K SMIICHTUICCKOI dHIIeha-
nomaruu (I.E. Scheffer u coasr., 2017). BeemeHue atoro
TepPMHHA CBSI3aHO C TeM, YTO MHOTHE IIAaTOT¢HHBIE MyTallur
caMu I10 ce0e BBI3bIBAIOT HApYllIeHMEe pa3BUTHUS peOeHKa,
a SIUJICTITUIEeCKAast HIIehaTonaTys HaCIauBaeTCs Ha YKe
CYIIECTBYIOIIVI MHTEJJIEKTYaIbHBIN Je(UIINAT, yXyaIiast
ero ucxon (N. Specchio, P. Curatolo, 2021). C apyroit
CTOPOHBI, 3HIIeDaNonaTus pa3BUTHUS IPUBOIUT K HAPY-
LIEHUIO Pa3BUTUSI peOeHKa 0e3 4acTol MIeTU(OPMHOMN
aKTUBHOCTU Ha DBT, KaK y neTeit U B3pOCHIbIX C MHTEIIEK-
TyanbHOI HemoctaTouHOCThIO (I.E. Scheffer n coasr.,
2017). Pazgen DPD Bkio4yaeT 3 OCHOBHBIX CUHIpOMA:
MUOKJIOHNYecKN-aToHndeckas snunencust, CJII' mu OPD
CO CIalK-BOJIHOBOI aKTUBAaLMEN BO CHe. TakKe B 3TOT
pazmes BKIIIOUEHBI 2 CHHIPOMa OCTPOil 2HIIe(haToaTun
C MOCHeAYIOIINM BO3HUKHOBeHHEM DPJD: snuiaenTuye-
CKMIA CMHIIPOM, CBSI3aHHBIN ¢ (peOpMIbHOI MH(pEKLIMei
(FIRES), n snunencust ¢ TeMUKOHBYJIbCIBHBIMM TTPHCTY-
mamu u remutierueit (HHE).

Muoxaonuuecku-amonuueckasn snuaencus (MAD)
(paHee U3BeCTHAS KaK SIMIJICTICHS ¢ MUOKIIOHUIECKH-aTO-
HUYECKUMM MIPUCTYIIaMH, Win cuHapoMm Jlo3e) mebroTn-
pyeT B paHHEM IETCKOM Bo3pacte. B 2/3 ciydaeB pa3Burue
nereit B 1e6l0Te 3a00eBaHus B HopMe. [1oiHas KITMHUKO-

TIpyMeyaHIe aBTOPOB.

aJIeKTpodHIedanorpadpuyeckas KapTuHa MOXET He TTPo-
SIBJIATBCS B Hauajie 3a001eBaHMS U POPMUPYETCS IO MEpe
€ro pa3BUTHS («CUHAPOM B paSBI/ITI/II/I»6). B manbHeiem
BO3HHMKAET OCTAHOBKA B pa3BUTHH WU JaXe Perpecc B pas-
BEpPHYTOI cTamuy 3abosieBaHUs («00Ball» IIPUCTYIIOB)
1 HEKOTOpOe YIydIIeHNE KOTHUTHBHOTO Pa3BUTHSI, KOTIa
MPUCTYIIBI KOHTPOJIUPYIOTCSI METUKAMEHTO3HO.

Anudemuonoeus. 3adboneBaeMocTb MAD — IpuMEpHO
1 ciryqaii Ha 10 TeIC. meTeit. Jomss MAD — okono 2 % Bcex
¢dopM snmmtenicuu [115].

Kaunuyeckas kapmuna. MAD B TUIIMYHBIX CIIyYasix
JIe0I0TUPYeT MeXIy 2 U 6 rogaMu ¢ OOJIbLIEH YacTOTOM
BCTpPEYaeMOCTH Y MajibuukoB [116]. Okoso 1/4 Bcex na-
IIMEHTOB B aHaMHe3¢ UMEIT (peOpMIbHBIC TPUCTYIIHI,
YTO acCOLIMUpPYeTCs ¢ 0osiee 01arornpusTHBIM IPOrHO30M
[117—119]. ¥V 2/3 mereii pa3BUTHE 00 IeOI0TA IIPUCTYIIOB
COOTBETCTBYeT HOpMe. HeBponormueckue HapyIieHUs
OOBIYHO OTCYTCTBYIOT B HauaJjie 3a00JieBaHUsI.

Teuenue 3abonesanus. Hauano 3aboaeBaHUsI OOBIYHO
BHE3aITHOE, C «00BaJla» IIPUCTYIIOB, IPUIYEM Pa3INIHBIX
TUIIOB, HanOOJIee YacTO — TeHePaIM30BaHHBIX TOHUKO-
KJIOHMYECKUX M MUOKJIOHMYIECKIX. B HEKOTOPBIX ciaydasix
Hayajio MOXET ObITh 0oJiee IMOCTeNeHHbIM, U TpeOyeTcs
TIIATEJbHOE HAOJIIOMeHNE 3a MAIlUEHTOM, IO MEHBIIICH
Mepe 1 ron, yroobl oTimunuTth MAD ot CJIT. IIpucrtymnsl
HEepeaKO PEe3UCTEHTHHI K Teparuu, OCOOCHHO B ¢ha3y ux
MaKCHUMAaJbHOTO yJameHus. B 3ToT mepuon BO3HMKAIOT
ITOBTOPHBIE 3MM30bI HEKOHBYJILCUBHOTO SITUAJICIITHIEC-
KOTIO CTaTyca B COYETAaHUM C BEICOKOUW 4aCTOTOM reHepa-
JIN30BaHHBIX IIPUCTYIIOB IPYIUX TUIIOB. B iepuoxn pe3ko-
'O YJaIIeHUs IIPUCTYIIOB BO3MOXKHA OCTAHOBKA WJIH TaXKe
perpecc pa3BUTHS, IJTAaBHBIM 00pa3oM B cdepe MOBEICHMS
1 UCTIOJTHUTEIbHBIX yHKIMi. Hepenko BeIpaxkeHa aTak-
cust. Cpeny TTOBEIEHUYSCKUX PACCTPOMCTB B 3TOT ITEPHUO
npeobJiagaloT IMIepakKTUBHOCTD 1 arpeccuBHOCTb. Hepen-
KO BCTpEYaeTCsT pacCTPOMCTBO CHA. Bce ot HapymeHus
MOTYT YIIy4IIaThCS WUIM TaXKe TIOJTHOCTBIO perpecCUpoOBaTh
B cllydae IOCTYDKEHHMS KOHTPOJS Ham mpuctynamMu. He-
CMOTPSI Ha TO YTO B HayaJjie 3a00IeBaHUSI IIPUCTYIILI Pe3H-
CTEHTHHI K Tepalnuu, y 2/3 MallMeHTOB yaaeTcs B UTOTe
JIIOCTUYIb PEMHUCCHH, OOBIYHO B IIpeaesiax 3 JIeT ¢ MOMEHTa
nebroTa, 1axe ¢ MOJIHOM OTMEHOI Tepanuu. Y ocTaBIlIek-
cs 1/3 malmeHToB MPUCTYIIBI ITPOIOJIKAIOTCS ; OTMEYAIOTCSI
KOTHUTUBHBIE W IIOBEICHYCCKIE HAPYIIICHMSI, BKJITIOYAsl ar-
PECCHIO Y TUITEPAKTUBHOCTD. B ciTydastx JoCTIKeHMsI peMuc-
CHM TIPUCTYIIOB U YIy4JIIeHUs 10 JaHHBIM DT cpasy cra-
HOBUTCSI 3aMETHBIM IIPOrpecC B pa3BUTUM pedeHKa. [1pu atom
WHTEJJICKTyaJIbHOe Pa3BUTHE peOCHKA MOXET BEpHYTHCS
K IIPEMOPOMIHOMY YPOBHIO WJIM OCTACTCSI MHTEIUICKTyaIbHAST
HEIOCTAaTOYHOCTD PA3IMYHOM cTerreH! BbIpakeHHOCTH. [Ipe-
JUKTOpaMU HeOIarorpusITHOro Mcxoa 3a00J1eBaHUSI SIBJISI-
I0TCSI TOHUYECKUE TIPHUCTYITBI, TTOBTOPSIIOLIAECS SITU30.IbI
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0eCCyIOPOKHOIO SMIETITUISCKOTO CTaTyca 1 Crengu-
yecKkue n3MeHeH s Ha DOI, BKimoyaonye Haandme o4eHb
YaCTHIX WX ITOYTH IIOCTOSTHHBIX pa3psiIoB HEPeTryJISIpHOM
T€HEPAIM30BAaHHOU NMUK-BOJHOBOM aKTUBHOCTHU, MEIJICH-
HOI aKTMBHOCTH OcTpasi — MenjieHHas BoiaHa win GPFA
[120—124].

Dnunenmuueckue npucmyns. MUOKIOHNIECKU-ATO-
HUYECKUEe MPUCTYIIBI 00513aTebHBI 11T YCTAHOBJICHUS
nrarHo3a. OHU XapaKTepU3YIOTCs] KOPOTKUMHU MHOKJIIO-
HUYECKMMHU TOJCPTUBAHUSIMU C BOBJICYCHUEM MBIIIII]
IMPOKCHMAJIBHBIX OTIEIOB KOHEYHOCTE; HEPEIKO COIIPO-
BOXIAIOTCS KOPOTKMM BOKAJIM3MOM; 3aTeM BO3HUKACT
OYEHb KOPOTKMI aTOHMYECKUUA KOMIIOHEHT, KOTOPBIA
MOXXeT OBITh €IBa 3aMETHBIM, B BUIE KHUBKa, WX OoJiee
BBIPaXKEHHBIM C BHE3aITHBIM NageHueM. Takke mipu MAD
HepeaKo HaOIIODAIOTCS YNCThIe aTOHNYECKUE ITPUCTYIIBI
(6€3 MIOKIIOHMYECKOTO KOMITOHEHTA B HavYaJIe IIPUCTYIIA),
KOTOpbIE MPUBOISIT K BHE3AITHOM KOPOTKOM ITOTEPE MBbI-
IIEYHOTO TOHYCA B aKCHMAJIbHOM MYCKYJIaType, YTO TAKXKe
pea3yeTcs KWNBKaMU WJIM BHE3aITHBIM NaneHneM. pyrue
MPUCTYIIBI, YaCTO BO3HMKaIOIIe pu MAD, BKIIOYAIOT
MMOKJIOHIYECKHUE (KOPOTKHUE, IIPOIOJIKATETHHOCTIO Me-
Hee 100 Mc, KOTOpBIe TaKXKe MOTYT ITPUBOAUTD K MafACHM -
siMm), adcaHchl u I'CII. TTocnexHre MOTyT BO3HMKATh IIPU
JIMXOpajKe Win 0e3 Hee U HabJIoaaloTces y 2/3 naluueHToB
[117, 119—121]. ToHMYeCKHE TIPUCTYIIBI IIPUCOCTUTHSIOT-
Cs1 Y HEKOTOPBIX ITAIIMEHTOB IT0 Mepe TeUCHMST 3a00JIeBaHMS
U aCCOIIMUPOBAHBI C MEHEe 0JIarONPUSTHBIM OTHAICHHBIM
nporHo3oM [ 120]. BeccynoposkHBIi SIMIENITUIECKIIA CTaTyC
Hepenko HabmonaeTcsd mpyu MAD, ripudeM 3a001eBaHKe MO-
JKeT HAYMHATHCS ¢ Hero. OH IIPOSIBIISICTCS] HAPYILIEHUEM CO-
3HAHUS, IIPOIOIIKASICh HECKOJIBKO YaCOB WJIU THEH, ¥ BKITIO-
YaeT aTUINYHbIC AOCAHCHI, MUOKIIOHMYECKIE Y aTOHTIECKIIS
MPOSIBJICHUST B COYCTAHNM C COMHOJICHIIMEH, IIIAaTKOCTBIO,
CIIIOHOTEYCHUEM, HApYIIICHUEM PeYr UM HEYCTOMYMBBHIM
MHUOKJIOHYCOM, BOBJIEKAIOIIMM JIMIIEBYIO MYCKYJIaTypy U BepX-
HUe KOHeuHOocTU. [ToBTOpHBIE 31130461 6€CCYI0pPOKHOTO
cTaryca acCOIMUPYIOTCS ¢ HEOJAaronpHsITHBIM IIPOTHO30M
3a0oneBanud [120, 123]. Dmunentuyeckue cra3Mbl U (o-
KaJIbHBIC TIPUCTYITBI — KPUTEPHil UCKITIOYCHMSI.

DIAI-uccaedosanue. B Hauane 3a0071eBaHS pErUCTPH-
PpyeTCsS HOPMAaJIbHBIN 110 BO3PACTy alib(ha-pUTM B 3aTHUX
oTBeleHUSIX. MoHoOMOp(HBIN OUITapUeTaIbHBINA TeTa-
PUTM XapakTepeH it MAD, HO KOHCTaTUpYyeTcsI He Y BceX
manueHToB. C HapacTaHWEM YaCTOTHI IIPUCTYIIOB MOXKET
MMOSIBISITECSI TEHEPaIN30BaHHOE BBICOKOAMILIMTYIHOE
3aMenieHre (poHa. MexmpuctymnHas snuienTudopMHas
aKTUBHOCTbH IIPEACTAaBICHA TeHePAIM30BaHHBIMHU Pa3psi-
aMU TTUK — MeIIJICHHAs] BOJIHA WJIU TOJIUITNK — MEJICH-
Hasl BOJIHA C 4acToToi 2—6 i1, 0OBIYHO MPOIOJIKUTEIb-
HOCTBIO 2—6 c. JlauTenbHble MPOOEru HePEryasIpHOi
TeHEPAIM30BAHHOU NMUK-BOJTHOBOU AKTUBHOCTU MOTYT
CBUECTEJIBCTBOBATH O HAJTMYMHU Y TTALIMEHTA O€CCYIOpOXK-
HOTO snuientTudeckoro craryca. Ilpu dparmeHTanum
T€HEPAIM30BAHHBIX PA3PSIOB YCTOMYMBBIN pEeTMOHATIBHBIA

¢okyc oTcyTcTBYeT. [eHepann3oBaHHas SNMIETITUDOPM-
Hasl aKTMBHOCTb HapacTtaeT Bo cHe. GPFA, cocrosias
W3 BCOBIIEK AU Gy3HBIX WM OMIaTepaJlbHBIX OBICTPHIX
(10 Tix 1 6oJtee) monMCIaiikoB BO BpeMsI CHa, HabJtoa-
ercs mpu MAD penKo; 00bIMHO TaKue u3MeHeHust Ha DO
yka3biBaioT Ha CJIT. [unepBeHTUIALINS MOXKET ITPOBOIIM-
pOBaTh reHepaIn30BaHHBIC NMHUK-BOJHOBBIC Pa3psiabl
Ha D3I unm npuctynsl abcaHcoB. POTOCEHCUTUBHOCTD
Hab01aeTcs peako.

[pu MKTATBHOI 3aITMCH MAOKJIOHUIECKI-aTOHUTIECKIX
IIPUCTYIIOB MOSIBJISTIOTCS TeHEPAT30BaHHbBIC TTOJIACITANKI
VIV pa3psiabl CIIAKOB (COOTBETCTBYET MMOKJIOHYCY), a 3a-
TeM BO3HUKAET BBICOKOAMITIUTYIHBII MEIJICHHOBOIIHOBOM
KOMITOHEHT (aToHMYecKas ¢aza mpuctyma). PekomeHmo-
BaHa OJHOBPEMEHHAsI MKTaibHas 3armch OMI u B3I
ITOJIMCITANKI KOPPEIUPYIOT C BOSHUKHOBEHHEM KOPOTKO-
T0 MUOKJIOHYCA B MBIIIIIAX IIIEU, TOIA KaK BO BPeMs MeI-
JICHHOM BOJIHBI IIPOMCXOOUT CHIDKCHME MBIIICYHON aK-
TUBHOCTHA B IIPOKCHMAJIBHBIX OTHEIaX KOHEYHOCTEH.
AOcCaHCHI KOppeJIupyIoT C TeHepaJIu30BaHHOU aKTMBHO-
CTBIO MK — MeJJIEHHast BOJIHA ¢ yactoroit 2—6 Ii1. Bo Bpe-
Ms 6ecCylIOpOKHOro 3IMUIIENITHYEeCKOTo crtaryca DI
neMoHcTpupyeT mmTesbHbIe podern GPFA ¢ gacToroit
2—3 Ii1 mpu ob61IeM 3ameayieHuu (poHa.

Heiiposusyanuzayus. MPT 11aTojloruu He BBISIBJISIET.

ITenemuueckue uccaedosanus. dunericus wim ¢eod-
PUJIbHBIC IIPUCTYIIBI B CEMEWTHOM aHaMHE3¢ BBISIBIISIIOTCS
y 1/3 6ompHBIX MAD [117, 119, 121, 122, 125] 1 00BIYHO
accolMupyloTcs ¢ 0oJiee 0JIaronpusiTHbIM ITPOTHO30M.
B cembsax nmpobannoB ¢ MAD Berpeuatores cirydau ['DPC+
[126, 127]. B GonbIIMHCTBE CiydyaeB 3a00/IeBaHUE UMEET
CIIOXHOE MOJIMTeHHOE HaciemoBaHre. OMHAKO y HEKOTO-
PBIX TTALIMEHTOB BBISBIISIIOTCS OIIpeAe/ICHHBIC ITaTOTCHHBIE
myrtanuu: SCNIA, SCNIB, SCN2A, STXIB, SLC6AI,
CHD2, SYNGAPI, NEXMIF, KIAA2022 [102, 103, 128—
133]. [lpumepHo ¥ 5 % GonbHBIX MAD BbIsIBIICH A€ (ULIUT
TpaHcIoprepa Imoko3bl 1-ro Tuna (GLUT1), acconumpo-
BaHHBII ¢ MaTOreHHLIMU BapuaHTamu SLC2A41 [85].

Hughgpepenyuanvrotii duazrHo3 BKIIIOYACT IIPEXKIE BCETO
dpyeue ¢hopmbl snusencuu:

1. CJIT otnnyaeTcs HaIWM4uMeM TOHUYECKUX MPUCTYITOB
Ha paHHe# cTaguy 3a00JIeBaHMS M XapaKTePHBIX 13-
MeHeHMi Ha DI} MemieHHasg aKTUBHOCTD OCTpast —
MeajieHHas1 BoyHa ¢ yactotoit <2,5 It u GPFA Bo cHe.
Kpome Toro, netu ¢ CJII" bonee 4acTo MMEIOT 3a1epK-
Ky pa3BUTHUS 10 Hadaja IPUCTYIIOB M MOTYT MMETh
B aHaMHe3¢ MHDAHTUJIBHBIC CITa3MBbI.

2. Muokaonuueckas snunrencus MmaaoeH4ecmea OTINIACT-
CsI OTCYTCTBHUEM MUOKJIOHNYECKU-aTOHNICCKIX ITPH-
CTYIIOB U aTUIUYHBIX a0CAHCOB 1 OOBIYHO 1€0I0TUPY-
eT paHblle, yeM MAD.

3. Cundpom Jlpase oTnvdaeTcs HaJIUYUEM IJINTEIbHBIX
TeMUKJIOHNYECKNX IIPUCTYIIOB, BO3HUKAIOIINX IIPHU
JIMXOpanKe Ha 1-M Tomy KU3HHU, U OTCYTCTBUEM MHO-
KJIOHWYECKHN-aTOHNIECKUX IIPUCTYIIOB.
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[lnarHocTiyeckue KpuTepun MMOKNOHMYECKU-aTOHUYECKOI Inunencun
(MA3) no MpoekTy KnaccupukaLmum SNuUNenTUYECKUX CMHAPOMOB 2021 T.
(ILAE Guidelines, 2021)

06a3aTenbHble KpuTepum
JnunenTuyeckie NPUCTYNbl: MUOKNOHUYECKU-aTOHNYECKME.
33I: reHepanu30BaHHble NUK- UK NOAMMUK-BONHOBbIE Pa3pAAbl YacToToii 3—6 .

HacropaxuBalowme npusHakm

Jnunentuyeckie NPUCTYNbI: TOHNYECKVE MPUCTYNbI, BO3HUKAIOLLME B TeYeHue
12 Mec ¢ MoMeHTa ie6ioTa 3aboneBaHms.

[ reHepanu30BaHHas ObICTPOBONHOBAA NapOKCU3ManbHaA aKTMBHOCTb (GPFA)
BO CHe. [eHepanu30BaHHas MeaneHHaA NuK-BONHOBAA aKTUBHOCTb <2,5 .
DoTonapokcm3manbHas peakuna Ha Hu3kouactotHylo POC (npepnonaraetca HL
2-ro TMNa).

Pa3BuTie B febloTe: ymepeHHasa N BbipaXkeHHaA MHTeNNeKTyanbHas
HeZ0CTaTOYHOCTb A0 Hayana NPUCTYNoB.

HeBponornyeckmi CTaTyc: 04aroBble HeBPONOruyecKne CUMNTOMDbI.

Kputepun nckniouenus

JnunenTiyeckine NPUCTYMbI: SNUNENTUYECKUE CNa3Mbl MW CUHAPOM
UHOQHTUNbHBIX CNa3MoB B AiebioTe; GoKanbHbIe NpUCTYNbI.

3L ycToitumBbIil GOKYC INMAENTUPOPMHON aKTUBHOCTU. TuncapuTmma.
Bo3pacr gebrora: Ao 6 Mec unu nocnie 8 ner.

HeiipoBu3yanu3auna: cTpyKTypHble u3meHenna Ha MPT, umeloLuyye oTHoLeHWe
K anunencun.

MpoBezeHne MPT He 0643aTefIbHO, HO 00bIYHO OHA BLINOSHAETCA ANA UCKIIOYEHUA
APYTUX MPUYNH SNUNencui.

UkTanbHas 33N He 06A3aTenbHa ANA YCTaHOBAEHMA AuarHo3a. OfHaKo npy Hanuuum
HACTOPAXKMBALLMX NPU3HAKOB, A TaKXKe KNMHNYECKON KapTUHbI, KOTOpaA MOXeT
npeanonaratb (I uam cuHAPOM UHGAHTUABHBIX CA3MOB, KeNaTesbHO UMETb
BUAEO MPUCTYNOB, A B WAEANE — MKTasIbHYI0 perucTpaumio Ha 33T

JBONIOLUMA CMHAPOMA (KCUHAPOM B Pa3BUTUM»): CnepyeT 3anogo3putb MAJ, ecnmn
BHE3amMHo Ae6I0TUPYIOT INUAENTYECKNE MPUCTYNbI HECKONbKMX TUMOB Y pebeHKa
COOTBETCTBYHLLErO BO3PACTA MPU OTCYTCTBUM HACTOPAXKMBAIOLLMX NPU3HAKOB

1 KPUTEPUEB UCKMIOYEHNA.

CuHapom 6e3 1abopatopHoro NoATBEPMKAEHNS: B CUTYALMSAX, KOFAA BOIMOXHOCTH
MpUMeHeHINA APYrvX METO0B ANArHOCTUKY OFpaHMyeHbl (B CTpaHax

C OrpaHNYEeHHbIMM ANATHOCTUYECKUMI BOSMOXHOCTAMM), AnarHo3 MAJ

MOXHo npegnonaratb 6e3 MPT 11 337 TonbKo B Cyyasx, 0TBEYAHOLLINX BCEM
06A3aTeNbHBIM KNMHUYECKUM KPUTEPUAM, NPU OTCYTCTBUN KPUTEPUEB UCKAKOUEHNA
1 HACTOPAXKUBALLMX NPU3HAKOB, MO KNMHUYECKUM NPOABAEHUAM NPUCTYNOB,
KoTopble Bpay Habntoaan Bo BpemA npuema v no omaLlHemy Buaeo. OnHako
nposegeHue I oueHb BaxkHo!

4. DPD co cnaiik-6011080i akmuesayueil 80 cHe aCCOLIUUPO-
BaHa C perpeccoM Pa3BUTHUS, a TAKXKE BBIPAXKCHHBIM
HapacTaHWEeM SOUICNTU(GOPMHBIX Pa3psIoB BO CHE
C BOBHMKHOBEHHMEM ITOYTU MOCTOSTHHOM Tuddy3HOI
IMMK-BOJIHOBOI aKTMBHOCTH; MUOKJIOHUYECKHU-ATO-
HUYECKUE TIPUCTYIBI OTCYTCTBYIOT.

5. HIIJI 2-20 muna oOGBIYHO HAYMHAETCS Y JIETEI C HOP-
MaJIbHBIM MHTEJUICKTYaJIbHBIM Pa3BUTHEM WIH C U30-
JIMPOBAaHHOM 3aiepxkKoii peuu. [1pu 3ToM 3a001eBaHUN
BO3MOXEH (PEHOTUI MUOKIOHUYECKHU-aTOHNIECKOMN
SIWIETICUH, OTHAKO HAOJII0IAeTCsI IIPOTPECCUPYIOIIee
HapyIIeHUE TBUTATEIbHBIX 1 KOTHUTUBHBIX (DYHKIIUIA,
HapacTaeT atakcust. D31 neMoHcTpupyeT (OTONapOK-
CU3MAaJIbHYIO peaklMio Ha HU3KoYacToTHYI0 1—3 Tix
P®C, yto oueHb BaxxkHO mist U depeHInaIbLHOIO
JIMarHO3a.

Cundpom Jlennoxca—Iacmo (CJII) npencrasisier
c060ii DPD ¢ MMPOKUM CITEKTPOM 3TUOJIOTMYECKUX (PaK-
TOpOB. 3a00JIcBaHNE Pa3BUBACTCSI B PE3Y/IBTaTe CHHXPO-
HM3UPOBAHHOI BEICOKOYACTOTHOM aKTUBHOCTU B OBPE-
XIEeHHBIX HEHUpPOHAJIbHBIX CETIX O000UX IOJyLIapuii
B YCJIOBHUSIX BO3PACTHOM MPEAPACIIONOXKEHHOCTU Y IETEN
[134]. Ona CJT xapakTepHO coyeTaHUEe MPU3HAKOB:

1. MHOXXeCTBEHHBIE TUIIHI SIUJICTITUYSCKIX IIPUCTYIIOB
(c 00sI3aTeIPHBIM HATMYMEM TOHUYECKIX), PE3UCTEHT-
HbIE K Tepanuu, ¢ 1edoToM 1o 18 jer.

2. KorHUTHBHEIE U, YaCTO, TIOBEACHICCKIEC HAPYILICHUS,
KOTOPBIE MOTYT OTCYTCTBOBATh B ACOIOTE MIPHUCTYIIOB.

3. Audpdysnas MenneHHas nuk-BosiHoBass U GPFA-
aKTUBHOCTb Ha DI

TIpyMevaHIe aBTOPOB.

MHormne KIMHULIACTHI UCITONB3YIOT TEPMUH «CUHIPOM
JlenHokca—Iacto» njig onucaHusl 1000 TSKEJION 3Mu-
JITICUM C paHHUM JIe0I0TOM U PEe3UCTCHTHBIMM IIPUCTY-
IMaMu, TIPUBOISIIMME K MAACHUIO TAllMeHTa. DTa ToYKa
3peHUs HeBepHa, TaK KaK OHA HUBEJIUPYET Crielnpraec-
kue npu3Haku CJIT, a Takke OTIMYMS JAHHOTO CUHAPOMA
OT MUOKJIOHMYECKM-aTOHMYECKON SMIeTICUM (KOTopast
4acTO MMEET CYIIEeCTBEHHO JIYUIINI IIPOTHO3) X MHOTUX
JIPYTUX TSOKEJBIX SMISIICHI ¢ HadajloM B JETCKOM BO3-
pacre.

ITonHbIiT HAGOP KIMHUKO-3JIEKTpo3HIIedamorpadpu-
yeckux KputepueB CJIT” MoxkeT oTCyTCTBOBATh B 1e010Te
3a00JIeBaHMsI U TIOSIBJISIETCSI 110 MEPE €ro pa3BUTHUSL. Y Je-
Tel paHHETro BO3pacTa MOTYT BOSHMKATh TUITMYHBIC TTPH-
CTYIIBI, HO IpYTHE IMMPU3HAKN CUHIPOMA ITOSBIISTIOTCS TTO3/I-
Hee («CHHIPOM B pa3Butum»®). Clemyer OTMETUTD, YTO
LIEIBIA s SOWICTITUICCKUX CUHAPOMOB C AeOIOTOM
B MJIaICHYECKOM BO3PAcTe MOXET B JaJIbHEUIIIEM 3BOJIIO-
nuonuponath B CJII cuHapoM MH(paHTUILHBIX CIIa3MOB,
paHHAg MaaaeHdecKass DPD, MimageHYecKas SIUIETICUs
C MUTPHUPYIOIINMUA (DOKATbHBIMU IIPUCTYITAMU. YCTaHOB-
nienune auarHosa CJIT BaxkHO 1S morydeHUst tHDopMaLmn
00 ADII, opuLmanbHO 3aperuCTPUPOBAHHBIX IJIsI JISUSHUS
JMTAHHOTO CUHAPOMA.

Dnudemuonoeusn. CJI cocrasnsier 1—2 % Bcex hopM
smuntericun. Y aeteii CJII peako quarHoCTUpyeTcs B Hadase
3aboneBanus (0,6 %). CJII" HepenKo pa3BUBaeTCsI U3 APYTHUX
TSDKEJIBIX SIIICTICHIT MJIaIeHIeCKOro Bo3pacTa, B 4acT-
HoctH, 10 20 % cityyaeB TpaHCHOPMUPYIOTCS U3 MHDAH-
TWIBHBIX criasmoB [135]. CJHIT crpanator 3,6 % malneHToOB
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CO BCEMU JETCKUMU (popMamul srmtericu, 19 % — npu ne-
010Te SIMWIETICUM B MJIafeH4ecKoM Bospacre [136].

Kaunuueckas xapmuna. CJII' 00BIYHO HEOIOTUPYET
Mexny 18 Mec m 8 romaMu XMU3HU pebeHKa, C TTMKOM
B 3—5 JIeT ¥ HEKOTOPBIM TIpeobIagaHueM Y MaJbuyuKOB.
Penko 3aboneBanuie HaunHaeTcst Ha 11 mexane xu3Hu [137].
Hesponornueckue HapyieHus (HallpuMep, TpaMUTHBIE
CHUMIITOMBI) KOHCTATHPYIOTCSI HE TaK PEIKO U OOBITHO
CBSI3aHBI C ONPeAeIEHHOM ATUOJIOTUE CUHAPOMA. Y MHO-
WX IeTel 3amepkKa pa3BUTHS OTMEYAETCs IO Havyasia Ipy-
CTYIIOB, HO OCTAHOBKA B Pa3BUTUU U €TI0 PErpecc MOTYT
HayaThCs TOIBKO C TTOSIBJICHUEM YacThIX IPUCTYIOB. Pexe
pa3BUTHE U ITOBEICHNE peOSHKA He OTIMYAIOTCS OT HOPMBI
IIpY HavaJIe TIPUCTYTIOB.

Teuenue 3a6onesanusn. CJI mpomoikaeTcs BO B3po-
CJIOM BO3pacTe MPaKTUIECKH BO BCEX CIYJasix, U IIPUCTY-
bl OCTAIOTCSI PE3UCTEHTHBIMU K Teparmu [137]. Bo B3po-
CJIOM BO3pacTe COXPaHSIOTCS YaCThIC AaTUITMYHBIC a0CAHCHI
¥ TOHUYECKHE TIPUCTYIBI, HO YaCTOTa aTOHUYECKUX ITPH-
cTynoB yMeHbInaeTcs. C TedeHreM BpeMEHHU HapacTaer,
OCTaHABJIMBACTCS WM PErpecCUpyeT MHTEIUICKTYaIbHOE
pa3BUTHE, YTO HPUBOIMUT K IMOSBICHUIO yMEpPEHHON
WIN BBIPAXKEHHOM MHTEJICKTYaIbHOI HETOCTaTOYHOCTH
vy 90 % GoabHbIx [138—140]. Y nereit ¥ MOAPOCTKOB 4aCTO
BO3HHMKAIOT HApYIICHUS MOBEACHMS: TUIIEPAKTUBHOCTD,
arpecCMBHOCTD, PACCTPOMCTBO ayTUCTUUECKOTO CIIEKTpa,
HapylieHus cHa [138].

Inunrenmuueckue npucmynsi. TOHIIECKIE ITPUCTYIIHI,
MIPOSIBIISTIONINECS YCTONYMBBIM MBIIIIEYHBIM HATIPSIKCHM -
€M B aKCHAJIbHOM MYCKYJIaType M MBIIILAX KOHEYHOCTEH
MPOIOJKUTEIBHOCTBIO OT 3 ¢ 10 2 MUH, HanboJiee BhIpa-
XKEHHBIC BO CHE, 00s13aTeJIbHBI ISl YCTAHOBJICHUSI J1ar-
Ho3a CJII. OHu MOryT OBITH eIBa 3aMETHBIMHM (B BUIE
3aBelICHISI TIa3HBIX 010K BBEPX MJIN UX OTBEICHMSI, MTHOT-
Jla C TpUMAacoi Ha JIUIIe, CO CTUOaHMEeM I'OJIOBbI MJIU TYJIO-
BUIIIA) WUIN 00JIee BRIpAXKCeHHBIMU KIIMHUYECKHU (C KOPOT-
KUAM KPUKOM, altHO?, pa3BeAeHUEM U NIPUNIOAHUMAHUEM
KOHEUYHOCTE! C BUOPATOPHBIM KOMIIOHEHTOM, CXKAaTHEM
KHUCTe B KyJIaK ¢ 0doenx ctopoH). [Tpu pa3Butum ToHndec-
KOTO MPUCTYIIA B TTOJI0XEHUHU CTOSI O0JIBHOI MOXKET ITOTE-
PATH paBHOBECHE U YIIACTh C YCKOPEHUEM, UTO IIPUBOIUT
K SIMIETITUIECKIM MPUCTYIIaM IMaAeHUS C HEPEIKOM TpaB-
Maru3anueii. ToHMmYecKre MPUCTYIIBl MOTYT arrpaBUupoO-
BaThCs IIPU HA3HAYCHMH IIPEIIapaToB, YCYIMBAIOIIX COH-
JIMBOCTD (HAIIpUMeED, IIPU OBICTPOM BBEICHUHM B TEPAIIUIO
BBICOKMX J03 OEH30/IMa3eIMHOB).

B nmomonHeHMe K TOHMYECKUM IIPUCTYIIaM 2-U THII
MPUCTYIIOB 00s13aTesIeH I ycTaHoBIeHusT nuarHosa CJIT
1 MOXET BKJIIOYATh JIIOOOM APYTOii TUII IPUCTYIIOB U3 I1e-
PEUYMCICHHBIX HIKE!

1. Amunuunsie abcancoi. YacThie TPUCTYITBI, TPOSIBIISTIO-
1Iyecs IIepruoIaMy HapyIeHYs co3HaHUs. OHM MOTYT
OBITH CJIOKHBI IUISI TUATHOCTUKH M3-3a TTOCTETICHHOTO
Havaja ¥ OKOHYaHUS IPUCTYTIA Y OOJIBHBIX C HapyIIie-
HHEM KOTHUTUBHBIX (DYHKIIWIA.

2. AmoHuueckue npucmynst. JlaHHBIE TIPUCTYIIBI TTPUBOIST
K PE3KOM MOTEepEe TOHYCA B aKCUAJIbHOM MYCKYJIaType,
YTO IMPOSIBISIETCS] KNBKAMM WIM BHE3aITHBIMU ITajie-
HUSAMU (AIUAJICIITUYCCKHE TIPUCTYIILI MaJAeHUs) ¢ Ya-
cToii TpaBMatu3aumeii. OHM MOTYT OBITH YaCThIMU,
0COOEHHO y AeTel Milallieii BO3pacTHOI KaTeropuru.
OOBIYHO OHU KOPOTKHE, TIPOIODKUTEILHOCTHIO OT Of-
HOM 10 HECKOJBKNX CEKYH/I.

3. Muokaonuueckue npucmynsi. JJaHHBIC IPUCTYIIBI TAKXKE
oueHb KopoTKue (<100 Mc) 1 MOTYT IIPUBOAMTH K Ia-
IeHUSM (SMUICIITUYSCKUE IIPUCTYIbl MaaeHUS).
[Ipn HAMMYMY MUOKIOHWYECKU-aTOHUIECKUX TTPU-
CTYIIOB C OOJIBIIION BEPOSATHOCTBIO IIPEAIIONAraeTCs
JIMAarHO3 MUOKJIIOHNIECKN-aTOHNIECKOM SIUICTICHM.

4. @okanvubie c Hapyuienuem co3Hanus. OHI MOTYT OCTa-
BaThCsl (hOKATBLHBIMM WU TIEPEXOANTH B OMIIaTepajib-
HbIE TOHUKO-KJIOHUYECKHE.

5. Ienepanuszoseantbie MOHUKO-KAOHUYECKUE.

6. beccydopoorcubiit snusenmuyeckuit cmamyc. Ipumep-
HO oT 1/2 mo 3/4 6onpHbix CJII' nMeloT B aHAMHE3e
1 snu3on u 6ojiee HEKOHBYJbCUBHOTO SIUJIEITU-
yeckoro craryca. CTaTyc IMpOSIBISIETCS HEIPEPHIBHO
BO3HUKAIOIINMU aTUITNIHBIMI a0CaHCaMU ¢ HapylIlie-
HHEM CO3HAHUS C HEYCTOMYMBBIM TeHEPAIM30BaHHBIM
WIA MYJBTU(MDOKATBHBIM MUOKJIIOHNIECKIM 1 aTOHM -
YeCKUM KoMIoHeHTaMu. OHM 4epeayloTcs ¢ KOpoT-
KUMU CEPUAHBIMUA TOHUYECKUMU IIPUCTYTIaMH.

7. Dnusenmuyeckue cnasmol.

DIrI-uccaedosanue. OCHOBHASI aKTUBHOCTD HapylleHa
U TIpencTaBiieHa T Gy3HBIM TeTa-IeIbTa-3aMeICHIEM,
KOTOPOE MOXKET OBbITh C peTMOHAIbHBIM IIpeoldiagaHuEM,
B 3aBucuMocTH ot 3trojoruu CJIT. B cayyae otyeTnuBo
BBIPAXKEHHOTO OMITapHETATbHOTO TeTa-pPUTMA IIPeAIIoaa-
raeTcsl AMarHo3 MUOKJIOHMYECK-aTOHUUECKOU SIS~
cun. JIBa nHTepUKTaabHBIX DD -11aTTepHa 0053aTeIbHBI
IJ1s1 ycraHoBineHust auarHosa CJIT:

1. Ienepanuzosannas meoneHHas NUK-B0AHO8AS AKMUG-
Hocmes. JlaHHAsI UHTepUKTaIbHASI aKTUBHOCTH XapaK-
Tepu3yeTcs cnailkaMu (IIPOIOIKUTEIILHOCTD <70 MC)
i octpeiMu BotHamu (70—200 Mc), 3a KOTOPBEIMU
CJICIYIOT ITOBEPXHOCTHO-HETaTUBHBIC BHICOKOAMILIH -
TyIHbIe MeaJIeHHbIe BOJHBI (350—400 Mc), KOoTOphIe
SIBJISTIOTCSI OMJIaTe paTIbHO-CUHXPOHHBIMU C HEPEIKUM
ImpeobIaTaHreM B IePEeIHNX OTBEACHMUSX C YaCTOTOU
<2,5 Ti. MenjeHHbBIe TTMK-BOJIHOBBIE KOMIIIEKCHI
OOBIYHO ITPEACTABICHBI BBICOKMM MHICKCOM 1 HEPEeI-
KO BO3HMKAIOT B Buae npoberoB. OHU MOTYT OBITH
aCCOIMMPOBAHEHI C ATUIIMIHBIMU a0CaHCaMM, HO Ja-
11l BO3HUKAIOT 0€3 KaKUX-JIM00 KIMHUYECKHUX MTPO-
SIBJICHUI, KaK B 0OIpCTBOBAaHUM, TaK U (OCOOCHHO)
BO cHe. [eHepanm3oBaHHbBIE MeIJICHHBIE ITUK-BOJIHO-
Bble KOMIUIeKCHl <2,5 IiI valme KOHCTaTUPYIOTCS
y meTeil Mitamiieil Bo3pacTHoii Kateropuu ¢ CJIIT,
a'y IOAPOCTKOB 1 B3POCIIBIX OHU BCTPEYAIOTCS 3HA-
yurteabHo pexe. [Tocie 16 et THIMMYHbBIE MeIJIEHHbBIE
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IMMK-BOJIHOBBIC KOMILUIEKCH OOBITHO HE PETUCTPUPY-

1otcs [141—143].

2. Tenepanuzosannas napokcusmanvHas 6bicmpo8oAHO-
eas akmusrnocmo (GPFA). IlposiBaseTcs pa3psmaMu
nuddy3HON WM OuIaTepasbHOl OBICTPOBOJTHOBOM
aktuBHOCTH (10 Ii1 1 Gostee), yalme BOZHUKAOIICH BO
cHe. Pa3psiabl 0ObIYHO KOPOTKYE, TPOAOJKUTETLHO-
CTBIO HECKOJIBKO CEKYH M MEHEe.
®oKaJlbHBIE WX MYJIBTH(HOKATBHBIC MEIJICHHBIC TTHK-

BOJIHOBBIE KOMILJIEKCHI TaKXXe MOTYT PETHMCTPUPOBATHCS
y 0onbHbIX CJIT. Pa3psgabl 0OBIYHO HE aKTUBUPYIOTCS
npu POC.

Toruueckue npucmynst OOBIYHO KOPOTKHE, MOTYT JIJTH -
TEJIbHOE BpeMsI He PEerUCTPUPOBATHCS CeMbell MallMeHTa
1 KOHCTATUPYIOTCSI TOJIBKO P MPOBeIeHUM Buieo-DDI -
MOHMTOPUHTA CO CHOM. DD -naTTepH TOHUYECKUX MPU-
CTYIIOB COCTOUT M3 pa3psiia OujaaTepalbHON BRICOKOYAC-
TOTHO# OBICTPOBONHOBOM akTUBHOCTU (10 Iir m BEIIIE)
PEKPYUTUHT-PUTMA; HA9aJIbHBINM T GY3HBIN 3JIEKTPOIe-
KPEMEHT C MOCJICIYIOIIMM IOCTEIIEHHBIM YBEIMYCHUEM
aMIUTUTYIbI OBICTPEIX BOJH. Ilomurpaduyeckas 3anuch
BO BpeMsI TOHUIECKUX IIPUCTYIIOB HEPEIKO PETUCTPUPYET
KOPOTKHME 3IM30IbI aITHOA ¢ 3JieKTporpadmdeckumM (DMI)
COKpalllcHMEM aKCHaJbHOU MYCKyJaTyphl. M3-3a aTmx
HaXOIIOK 3aIliCh BO CHE OYEHb BaxXHa Il nudhepeHIIn-
anbHoi guarHoctuku CJIT ¢ npyrumu snuienTuyecKuMu
CHHIPOMAaMHU.

Amunuunbte abcanco accouuupylorcst Ha DI Takke
C MEUICHHBIMY MUK-BOJHOBBIMHM KOMILIEKCAMU, B CBSI3U
C yeM ObIBaeT 3aTPyaHUTETHHO ArddepeHInpoBaTh NK-
TaJbHYIO ¥ HHTEPUKTAJIbHYIO aKTUBHOCTb.

Heiposuzyanuzayus. B Havasie 3a001eBaHUsI TPOBE-
nenre MPT cTporo pekoMeHI0BaHO, TaK KaK CTPYKTYpHasi
stuonorust CJII' Hanbosee yacTast, 4TO U MpeIonpeaeis -
eT TaKTUKYy JiedeHUs [144]. PaznuuHble CTPYKTypHBIE

HapylIeHUsI MOTYT ObITh OOHapyKeHbl Mo JaHHBIM MPT,
BKJTI0YAasI (poKasibHbIe 1 11 Py3HBIE KOPTUKAIbHBIE MaJlb-
dopmaim, KOMILIEKC TyOEpO3HOTO CKJIEP03a, OITyXOJIH,
MMPUOOpPETeHHBIEC TTOBPEXKIEHMS MO3ra (HarpuMep, IIpU T'h-
IMOKCUYECKH-UIIIEMUIeCcKoii sHIIeanonarun). [ToBropHOE
MP-nccnegoBanue y 6onbHbix CJITT crapiero Bo3pacra
OYEHB BaXXHO, TaK KaK 3TO MOXKET ITPUBECTH K UACHTU(H-
KallMU CTPYKTYPHOTO ITOPaXeHMS MO3Ta, IIPOIYLIEHHOTO
pu 6osiee paHHeM ucciegoBanuu [145]. MPT nipu CJIT
MOXeT OBITh U B HOpME.

lenemuueckue uccaedosanus. IlaroreHHBIC BApUAHTHI
BO MHOTHX T'€HaX MOTYT BBI3BIBATh KIIMHUIECKYIO KAaPTUHY
CJIT, mpuyeM OOBIYHO y JIeTeil 3TO MyTalii, BO3ZHMKA-
owue de novo [146, 147]. Psa XpoOMOCOMHbBIX aHOMAJIUIA
MoOKeT ObITh accoumupoBat ¢ CJIT, B cBa3u ¢ 4eM He0OX0-
JIMMO IIPOBOIUTH XPOMOCOMHBIN MUKPOMATPAYHbBIN aHAIAS.
Iupokuii CrieKTp reHeTUYECKUX UCCIeIOBAHUI CEKBEHM -
POBaHMS TTOCJICTHETO MOKOJICHMSI HEOOXOIMMO BBITIOTHSITE
y 6onpHBIX CJIT (B umeane — MOJTHO3K30MHOE CEKBEHMUPO-
BaHME WIN SMWICTITUICCKYIO ITAHEIb TEHOB), OCOOEHHO €CIT!
nocie npopeneHuss MPT u KiimHU4YecKoro vcciieqoBaHuUs
STUOJIOTHUS SMJICTICM OCTAaeTCsl HeM3BECTHOM. B manpHeit-
1IeM TeHeTUYeCKOe TeCTUpoBaHHE OymeT HeoOXOIUMO
U TIpU CTpyKTypHO# aTHonorun CJIT, nins npeHTuduKauum
ctyyaeB 3a0071€BaHMsI CO CMELLIAHHOM 3TUOIOTUEH.

Memaboauueckoe uccaedosanue. B penkux ciygasix
CJIT" MoxxeT BO3HMKHYTh B pe3ysbrate HelipoMeTaboIm-
yecKoro 3abosneBaHus. TecTupoBaHUe HA METa0OIMYECKUE
3a00JiIeBaHUsI HEOOXOAUMO MPOBOAUTh, €CJIM MPU IIPOBe-
neHur MPT u reHeTndeckux aHaau3oB atrojiorust CJIT
OCTaeTCSI HEYCTAHOBJICHHOM.

Hughgpepenyuansruiii duaeHo3 BKITIOYAET MPEXIEC BCETO
dpyeue hopmblL dnusencuu:

1. Hugpanmunvhsle cnazmol MOTYT TpaHC(HOPMUPOBATHCS
B CJIT, u nuddepeHIManbHbINA TMAarHO3 B Ipoliecce

Kputepuun puarHosa cuiapoma Jlennokca—Tacro (CIN)
no MpoeKTy Knaccudpukauum SnunenTUYecKUX cuHapomos 2021 r.
(ILAE Guidelines, 2021)

06a3aTenbHble KpuTepumn

JnunenTuyeckue NPUCTynbl: TOHUYECKNE + XOTA bbl 0fMH NH060 13 CneytoLLnX
TUNOB NPUCTYNOB: aTUMYHbIE aBCAHCbI, ATOHUYECKIE, MUOKNIOHUYECKNE,
doKanbHble ¢ HapyLueHnem co3HaHua, (M, HeKOHBYNbCUBHBIIA SNUNENTUYECKMIA
CTaTyC, NUnenTuyeckue Cnasmbl.

I3[ reHepanu30BaHHble MeneHHbIe NUK-BONHOBbIE pa3paabl <2,5 My

(nw ux Hanuume B aHamHe3e Ha apyrux 33); reHepanu3oBaHHas
napoKcu3ManbHas bbICTPOBONHOBAA aKTUBHOCTb BO cHe — GPFA (unu ee Hanuume
B aHamHe3e Ha apyrux 33r).

Bopact pebiota: fo 18 ner.

OTAaneHHbIN NPOTHO3: pe3UCTeHTHaA K Tepanun snuaencus. inTennekTyanbHas
He/,0CTaTOYHOCTb OT NerKoil Ao ry6oKoii.

HacropaxuBatowme npusHaku

3I: hoTonapoKcuamanbHbIil 0TBET Ha HU3KoUACTOTHYH POC
(npesnonaraet HLJ 2-ro Tuna).

[Llebiot: nocne 10 ner.

Kputepum uckniouenus
I3[ ycToiumMBbIiA GOKYC INUNENTUPOPMHOI AKTUBHOCTI 6€3 reHepani30BaHHbIX
MIK-BOJTHOBbIX Pa3psA0B.

MpoBegeHue MPT He 0643aTenbHO, HO 06bIYHO OHA BbINONHAETCA

ANA YCTaHOBNEHUA STHoNOrun 3abonesaxua.

WkTanbHas I He 0bA3aTenbHa AnA ycTaHOBNEHUA AnarHo3a. OHaKo oHa
HaCTOATENbHO PEKOMEHZ0BAHA Y NALMEHTOB C HaNYMeM HaCTOpaXIMBAKLLMX
MPU3HAKOB WA NPYU KIMHUYECKUX NPU3HAKaX MUOKNOHNYECKM-aTOHNYECKOl
3nunencum.

CuHapomonornyeckan IB0MKOLNA (KCUHADPOM B Pa3BUTUM»): NPUMEPHO

¥ 50 % 60onbHbIX MNajeHyeckoro Bospacta ¢ 3P, CUHAPOMOM MHOAHTUALHBIX
CNa3moB WK C paHHUMU MNajeHYeckiumin IPI ¢ TeueHeM BpeMeH NPOUCXOAUT
Tpatcdopmauua B CJII.

CuHapom 6e3 nabopatopHoro NoATBePXAEHNA: B CUTYaLMAX, KOTAa

BO3MOXHOCTV MPUMEHEHNUA ApYTAX MeTOZ0B AMArHOCTAKM OrPaHInyeHbl

(B CTpaHax € OrpaHNYEHHbIMIN AMArHOCTNYECKNMI BO3MOXHOCTAMM),

ANA ycTaHoBneHua anarHo3a UM Heobxoguma Kak MUHUMYM UHTepuKTanbHaa 33,
JAeMOHCTPUPYIOLLAA XapaKTePHYI0 reHepaniu30BaHHYI0 MeNIEHHYI0 MNK-BONHOBYH
aKTMBHOCTb B 60APCTBOBAHMN.
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repexoaa MOXeT ObITh OYeHb 3aTpyAHEH. B oTinuue

OT CITa3MOB, TOHNYECKHE IIPUCTYITBI OOBIYHO ITPOIOJI-

2KaloTCs >3 ¢ ¥ He BO3HUKAIOT CEPUITHO BO BpeMsI 001Ip-

CTBOBaHUSI.

2. Muokaonuvecku-amoHuyeckas snuaencus NICHTU(DN-
LIMPYeTCsT HA OCHOBAaHWUY HOPMAJIBHOTO PAa3BUTHSI IETEH
JI0 HavaJia IIPUCTYIIOB BO MHOIMX CIIyJasiX, HAJIMYMS
TUIMUIHBIX MUOKJIOHUYECKN-aTOHNMIECKHX ITPUCTYIIOB
U 0oJiee OBICTPOI TeHepaIn30BaHHOM MUK-BOJHOBOM
AKTUBHOCTH (TUITMIHO >3 Iir).

3. Cundpom llpase oTiiM4aeTcsl IIATEIbHBIMU TeMUKIIO-
HUYIECKMMU IIPUCTYIIAMH, KOTOPBIE OOBIYHO 3aITyCKa-
I0TCSl INXOPAaKO#, ¢ A1e0I0TOM Ha 1-M Tromay >KU3HU.
ToHmgeckwme MPUCTYIIBI (€CIIM €CTh) HE BO3HUKAIOT IO
OoJree ITO3MIHETO BO3pacTa.

4. llpyeue sHuearonamuu pazeumus u snusenmu4ecKue
C paHHMM Ha4aJIOM 1 MHOXXECTBCHHBIMU TUITAMM TTPH-
CTYIIOB.

5. DP3D co cnaiix-60410601 axmusayuell 60 cHe aCCOLV-
HUPYETCS C PETPecCOM B Pa3BUTUU M 3HAYUTEIHLHBIM
HapacTaHWEM SIMIICIITU(OPMHOM aKTUBHOCTH BO CHE
C MOSIBJIEHMEM ITOYTH ITOCTOSTHHOM T GY3HOM IMUK-
BOJIHOBOU aKTUBHOCTH.

6. DoxanvHas 106HaAs Fnusencus MOXKET TIPOSIBIISITCS OM-
JIaTepaJIbHBIMA TOHUYECKIMU IIPUCTYIIAMH, HEPEIKO
acumMeTprnuHbIMU. Ha D3OI He pernctpupyrorcst Mmeai-
JICHHBIE TTUK-BOJTHOBBIC KoMITIeKCH 1 GPFA.

7. Pedxue memaboauueckue 3a0601e6anus MOTYT IIPUBOIUTH
K pasutuio ¢peHotura CJITI. HIIJI 2-ro Tuma o6614HO
HAYMHACTCS Y IeTei C HOPMAJTbHBIM MHTEJUICKTOM WIIN
U30JIMPOBAHHON 3aI€pPXKOM pPEeYEeBOTO pPa3BUTHI.
Ilocne ge6rooTa MPUCTYIIOB MOCTEIIEHHO BO3HMKAKOT
U IIPOTPECCUPYIOT MHTEJUICKTYaJIbHBIC, IBUTATCIbHBIC
HapylIeHUs 1 aTakcus. DD JeMOHCTpUPYET TUTTAY-
HyI0 (hOTOIMAPOKCU3MAIBHYIO PEAKIINIO Ha HU3KOYaC-
totHyo PDOC 1-3 Ii1.

Duuegaronamusa pazeumus u/uiu 3nuienmuiecKas
co cnaiik-60.1noeol axmueauueii 6o che (HPI-CBAC)
MpeACcTaBIsieT COOOM CIEKTP COCTOSIHUM, KOTOPhIE XapaK-
TepU3YIOTCS CrieuuPUIECKUMMU M3MeHeHusIMU Ha DO
B BUJI€ BBIPAXKCHHOM aKTMBAIIMM ITMK-BOJIHOBOI aKTUB-
HOCTH BO CHE, UMEIOT CXOXWE KITMHUICCKUE ITPOSBICHUS
1 TIOIXOIBI K Tepanuu. B HacTosIee BpeMst 3TOT CHHAPOM
BKJIIOYACT B CE0ST XOPOIIIO U3BECTHHIE (POPMBI SIMJICTICHH,
Ha3bIBacMbIe paHee cuHapoM Jlanmay—Kiredpdrepa, smm-
JIlenTUIecKas SHIedaronaTys ¢ IIPOIOLKEHHON MUK-BOJI-
HOBO#1 aKTUBHOCTBIO BO CHE U aTUITMIHAST JOOPOKAYECTBEH-
Hasi (hoKaIbHAasI SMIeTICUST (CMHAPOM IiceBao-JIeHHOK A).
Bce aTi cuHaApoMbl 00beIMHEHBI BMECTE, TAK KAK OHU UME-
10T o01111e yepThl. BMecTe ¢ Tem npu o0cliefoBaHUU pe-
OeHKa HeoOXOAMMO YTOUYHSITh HAIMYME CIeLn(pUIeCKUX
KIMHUYECKUX MPOSBICHUI, TAKUX KaK CIIyXOBas aTHO3MI,
100aJIbHBINA perpecc pa3BUTUSI, 0COOEHHOCTU ITOBEACHMSI,
JIIBUTATEeJbHBIX HABBIKOB, HAJMYNE IIPHCTYIIOB HETaTHUB-
HOTO MHOKJIOHYCA.

BBI-naTTepH, paHee HEOOXOTUMBIN IIJIST TMATHOCTH -
KU TAaHHOTO CUHAPOMA, HAa3bIBAJICS «IIPOIOJLKEHHAS ITHK-
BOJIHOBasI aKTUBHOCTH BO cHe (ITOM, CSWS)» (A.T. Berg
1 coaBT., 2020) [148], a KIMHUYECKUIT KOPPETSAT COOTBET-
CTBOBAJI TMArHO3Y 3JIEKTPUUYECKOTO SMUJICIITUIESCKOTO
cratyca Bo cHe (DOCM, ESES). B nmureparype 0OBIYHO
onpenensuyin CSWS Kak MOYTH MTOCTOSHHYIO SITUJICIITH -
(GOpMHYIO aKTUBHOCTh, KOTOpas 3aHnMaja ooiiee 85 %
MeaJieHHOTo cHa. OJHAaKO MEHBIIMI MPOLIEHT 3TOi aK-
TUBHOCTH BO CHE TaKXKe MOXET aCCOIIMMPOBATHCS CO 3HA-
YUTEJIbHBIM PErpeccoM WIH (IIyKTyalneil KOTHUTUBHBIX
GYHKLMI 1 HapyLIeHW TToBeneHusI. BaxkHo, 4TO KOTHU-
TUBHBIN, MMOBEICHYECCKUI WM OBUIAaTEIbHBIM perpecc
BO3HHMKAET B TO XK€ BpeMs (MU B TEUCHUE HECKOJBKMX
Hedenb), Korga Ha D3OI mosBisgeTcs BhIpaXkeHHOE Ha-
pacTaHue MUK-BOJTHOBOI aKTUBHOCTH BO CHE (CITaiik-BOJI-
HoBas aktuBalus Bo cHe (CBAC)) ¢ mouTu mpomoKeH-
Holt MmemieHHO# (1,5—2,0 [i1) muK-BOIHOBOI aKTUBHOCTBIO
B MEUIEHHOM CHe, OOBIYHO 3aHNMarol1ei oosee 50 % men-
JieHHoro cHa. DI cHa obsg3aTenbHa IJ19 YCTaHOBIICHUS
nuarHo3a. Hapymenust Ha D31 BO3HMKAIOT BO B3aMMOCBSI-
3H C BBIPa:K€HHBIM KOTHUTUBHBIM 1/ WM TTOBEACHICCKIM
perpeccoM.

Junarno3 OPD-CBAC Tpebyert, 4T0OBI y peOeHKa BO3-
HMKaJl KOTHUTUBHBIN, TOBEACHYECKNIA WIN IBUATATEIbHBIA
perpecc, CBSI3aHHBIN 10 BpeMEHH C TIOSIBIICHUEM CHeITUDH-
YyecKUX HapyleHuii Ha DT, Dnmentryeckas sH1edano-
natusi co CBAC nmarHocTupyercs y IeTeil ¢ HOpMaJbHbIM
pa3ButHeM, B TO BpeMs Kak DPD-CBAC — y manueHTOB
C TIPEIIIEeCTBYIONINM HapyIIeHUEM Pa3BUTHSI VUIM TOJIBKO
C 3aJePXKKOM peueBOro pa3BUTHsI. CTeIIeHb TSDKECTH per-
pecca KOTHUTUBHBIX QYHKUHMI 1IMPOKO BapuadesibHa,
HO B TUITMYHBIX CTyJasiX IPOSIBISIETCST CHIDKEHUEM MHTE-
JIEKTyaJlIbHBIX CIIOCOOHOCTel maiueHTa. Perpecc moxer
BKJTIOUATh HAPYILIEHNE TOJIBKO PeueBOil (DYHKIIMY MJIN ObITh
0oJ1ee I100aTbHBIM, 3aXBaThIBas TAKSKE M IBUTATEIIbHBIC Ha-
BBIKU. Y JIeTeil MOXKET HAaOJII0IaThCs CJTyXOBasi arHO3USI, KOT-
Jla OHM He PacIO3HAIOT JaXe OOBIMHBIE 3BYKH, TAKHME KaK 3BYK
JIBEPHOTO 3BOHKA WM TeJiehoHa. Y HUX OTMEYaeTcsl pac-
CTPOMCTBO IIOHMMAHMS 1 BO3HUKAET IIpHoOpeTeHHas ada-
3WsL. DMWIEITHYECKIE IIPUCTYITHI KOHCTATUPYIOTCS HE Y BCeX
neteit! Ecin ske OHM BO3HUKAIOT, X XapaKTep MOXET ObITh
CaMBIM Pa3TMIHBIM: OT JIETKOKOHTPOJIPYEMBIX ITPH ITOMOIITA
ADII poKaTbHBIX MOTOPHBIX IIPUCTYIIOB JO METUKAMEHTO3-
HO-PE3UCTEHTHBIX IIPUCTYIIOB MHOXECTBEHHBIX TUTIOB. Crie-
nududeckre (GoKaJlbHbIe SMUICNTHYECKUE CUHIPOMBI,
TaKie KaK BO3PacT3aBUCUMBIC SIMIJICIICUN C IIEHTPAJIbHO-
TEMITOPAJIBHBIMU CITAMKAMU U C BETeTaTUBHBIMU ITPUCTYIIA-
MM WIN CTPYKTYPHBIE (hOKATbHBIC SIMIICTICUN, MOTYT 3BO-
monyoHnpoBath B DPD-CBAC, TpaH3UTOpHO MM B TEYEHHE
JUTMTETHHOTO TIepUOoIa BpeMEHH.

Dnudemuonoeus. IPD-CBAC — peakuii CHHAPOM, CO-
crapstoniuii 0,5—0,6 % Bcex hopM SMUIEIICUU B CIIEI -
aJIM3MPOBAHHBIX IETCKUX SMUJICIITOJIOTUYECKUX IIEHTpaxX
[149, 151].
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Kaunuueckas kapmuna. 1e010T IpucTyIioB mpu DPD-
CBAC — B 2—12 net (c tuxoM B 4—5 net). [Tuk-BosHOBast
aKTHBAIIMS BO CHE OOBIYHO HAYMHAET PETUCTPUPOBATHCS
Ha D3I uepe3 1—2 roma mocire Hayaja IPUCTYIIOB, UTO CO-
IMPOBOXKIACTCS KOTHUTUBHBIM TN ITOBEICHISCKIM PEerpec-
coM. IIpeobnagaHus 110 Moy He BhISIBIEHO. bepeMeHHOCTb
U poAbl OOBIYHO 0€3 MaTOoJIOrMU, OIHAKO CTPYKTYPHOE I10-
paxkeHueM Mo3ra — (pakTop pucka pa3putis IPD-CBAC.
[IpumeyaTensHO, YTO ITOpakKeHNE TalaMyca B IIepUHATAIb-
HOM TIepHOJIe M HEKOTOPhIe KOPTUKAJIIbHBIC MaTbhopMa-
LIMH, TaK¥e KaK OuyaTepaabHasl IeprCUIbBUapHAsT TIOJIH-
MUKPOTUPUS, MOTLYT aCCOUMUPOBATHCI C AAHHBIM
cuHapoMoM [152].

Hesponornueckuii cratyc 1 pa3BuTHe pedbeHKa J10 Je-
OroTa 3a00JIeBaHUSI MOT'YT ObITh HOPMaJIbHBIMU WJIU OTpa-
KaTh CYIICCTBYIOIINE CTPYKTYPHBIE U3MEHEHMS B MO3TE.
KapnuHanbHbIl MpU3HaK 3a00J1eBaHUSI — perpecc KOrHu-
TUBHBIX, IIOBEICHUYECKNX U MCUXNIEeCKUX (PyHKIMiA. Bee
COCTABJISIOIINE KOTHUTUBHBIX (DYHKIIMI MOTYT HapyIIaTh-
csl, BKJTIOYast peub, OOIIEHHE, IIPOCTPAHCTBEHHO-BPEMEH-
HYIO OPMEHTAIINIO, BHUMAHWE U COLIMAIBbHYIO MHTETPAITHIO.
Taxke BO3MOXHO ITOSIBJICHHE IBUTATEIbHOTO perpecca
¢ nucnpakcuei unu nuctonueit. Heo6xogumo HaGmoae-
HHE TAIIMEHTOB B IMHAMUKE ¢ KIIMHUIECKIM OCMOTPOM,
maHHBIMU DDI° co CHOM U HEHPOIICUXOJIOTUYECKUM TeC-
TUPOBAHUEM JIJISI OLIEHKY pa3BUTHUS CUHApoMma [154].

Teuenue 3abonesanus. KnuHudeckue IpUCTYIbI OObIY-
HO MCYe3aloT B My0epTaTHOM IIepUojie, JaxXe Y 00JbHbIX
CO CTPYKTYPHBIM ITOpaxkeHneM Mo3ra. I[Ipu aToM ucues-
HOBEHUE MPUCTYIIOB MOXKET IPEALLIECTBOBATh, COYETATHCS
WU CJICIOBATH 3a YIIy4IlleHUeM XapakTepucTuk D91 [155].
IMarrepn CBAC Ha B3I TakKe B TUITMYHBIX CJIydasix UC-
ye3aeT B MOAPOCTKOBOM Bospacre [156, 157]. Ognako ¢o-
KaJIbHbIe TTaTTepHBl HAa DB MOTyT MpomorKaThesl Kak
B OOJIPCTBOBAHWH, TaK U BO CHe. DD -apXxUTeKTOHNKa CHa
HopMaii3yeTcs ¢ ucuesHoseHreM narrepaa CBAC [156].

VaydiieHre KOTHUTUBHBIX 1 ITOBEIEHICCKUX (DYHKIIIA
00b1YHO Habmomaetcs npu ucuesHoBeHn CBAC na B39T
[158]. BMecTe ¢ TeM y MHOTMX MAILMEHTOB COXPAHSIIOTCS
pe3uayanbHbIe HAPYIIIEHMSI, KOTOPBIE MOTYT OBITh JOCTa-
TOYHO BBIPAXKCHHBIMU ¥ OTPAaHUYMBAIOT CAMOCTOSITEIIEHOE
CYIIIECTBOBaHME IIPUMEPHO B ITOJIOBMHE BeeX ciaydaes [159,
160]. HanGonee 3HaurMble MPEAUKTOPHI KCXOAa HapyILe-
HUI KOTHUTUBHBIX (DYHKIINIA — IIPOJOJIKUTEIIBHOCTD MAaT-
tepHa CBAC na 93T u atuonorus cuHapomMa. Puck Ts-
JKEJIOTO MCXOIa B OTHOIICHUN KOTHUTUBHBIX (DYHKIIMIA
BBICOK nipu npogomkutesbHoctt CBAC Ha O3T 2 roma
n 6osiee [161]. Puck moBbImaeTcst Takke Ipy paHHEM JIe-
61ore cuaapoma DPD-CBAC [161]. B cBsa3u ¢ 3TM ycra-
HOBJICHHE paHHETO AMAarHo3a ¢ Ha3HAYeHUEM aIeKBaTHOM
Tepanmu Ype3BbIYATHO BaXKHO IS YIYJILIESHUS TOJITOCPOY-
HOTO IIPOTHO3a, JaXe €CIU caM STHOJIOTUIECKUM (pakTop
SIBJISIETCSI HEeKypabeJIbHBIM U Y HEKOTOPBIX OOJIbHBIX HE OY-
JIeT TTOJYYEeHO OTYETIIMBOTO KIMHMYECKOTO YIYJIICHUS
KOTHUTUBHBIX (YHKLMI mocie omokupoBanus CBAC

Ha D3I Pe3annyanbHblii 1e(UIIAT KOTHUTUBHBIX (DYHKILIMI
MOXET COXPAHSThCS IIOCJIe KYIIMPOBAaHUS IIPUCTYIIOB
n omokupoBaHust CBAC Ha D31 (ITpomosmKaroIixcs B Tede-
HHE OT HECKOJIbKIX MECSIIEB 10 7 JIeT C MOMEHTA JIc0I0Ta).

Dnurenmuueckue npucmynst. He cyiecTByeT TUIIOB
MPUCTYNOB, 00s13aTeNbHBIX 111 DPD-CBAC. Xapakrep
MIPUCTYIOB 3aBUCUT OT 3TUOJOTHHU cuHApoma. Criemyer
uMeTh B BULY, 4T0 DPD-CBAC MoXeT BcTpedaThes y Ta-
IUEHTOB C OTCYTCTBHEM SMNUJICHTUYECCKUX IPUCTYIIOB.
VY GoJIBIIMHCTBA IMAIIMEHTOB IMPUCTYIIB HE YacThIe, XOPO-
III0 OTBEYAIOT Ha TEPaIldIO B HAYAIbHOM CTaauM 3a00J1e-
BaHusA (B mepuox 2—5 yet mocie nedroTa). Ha panHei
cTagny HaOIIOOAI0TCs TUITMYHBIC (DOKAJIBHBIE MOTOPHBIE
TIPUCTYIIBI C HApYIIEeHNEM CO3HAaHUsI WK 0e3 Hero U (o-
KanbHbIe ¢ TiepexogoM B BCII. B nepron KOrHUTUBHOTO
¥/ WM TICUXIMYECKOTO perpecca TedeHre MPHUCTYIIOB O0bIY-
HO yXYIIIAeTCs W MOSIBIISICTCS UX IMOaUMopdu3M. Perm-
CTPUPYIOTCS (POKAIBHBIE IIPUCTYIIBI C HAPYIICHUEM CO-
3HaHUS WK 03 Hero, TUITMYHBIC U aTUITMYHBIC a0CAHCHI,
ATOHUYECKUE IIPUCTYIIBI U (DOKATIbHBIC MOTOPHEIE C Hera-
TUBHBIM MHOKJIOHYCOM.

DIl -uccaedosanue. Usmenenust D3I 3aBUCST OT 3THO-
sorur. OCHOBHASI aKTUBHOCTh B OOAPCTBOBAHUU MOXET
MMETh peruoHajbHOe M 1uddy3Hoe 3aMejIeHNe, a TaK-
JKe 9acTO PerucTpUpyIOTCs (hOKaIbHBIEC Y MYJIBTU(OKAb-
HBIe pa3psaabl; HO DD MoXeT OBITh M B HOpME. DITMIIETI-
TuhOpPMHBIE pa3psiabl B OONPCTBOBAHUU HE SIBIISIOTCS
MPOIOKEHHBIMU. B cOCTOSHMYI IpeMOTHI 1 BO CHE pe-
TUCTPUPYETCs BhIpaskeHHAs! aKTUBAIIUSI SIJICIITU(DOPM-
HOI aKTMBHOCTH C TIOUTH ITOCTOSTHHOM MeuIeHHOM (1,5—
2,0 Ii1) MMK-BOJTHOBOM aKTUBHOCTBIO B MEIIJICHHOM CHE,
4yacTo 3aHuMalolleii 6osee 50 % Bcero MeAJIEHHOTO CHa.
Haunb6onee TMmmyHO BO3HUKHOBEHUE TAHHOW aKTUBHOCTH
Bo II ctamuio cHa. CBAC 06b19HO0 Bo3HUKAaET 1 dy3HO,
HO MOXET IPOSIBIIITh MPU3HAKK (POKATBHOCTU (OOBIYHO
B JJOOHBIX OTBEICHUSX) WM OBITh MYJBTU(OKAIBLHOM.
B REM-cHe pa3psiabl CTaHOBSITCSI MEHee YaCThIMU WA MO-
TYT IIOJTHOCTBIO OTCYTCTBOBaTh. HopmanbHass DT -apxu-
TEKTOHMKA CHa (OCTphIC BOJHBI BEPTEKCa, COHHBIC BEpe-
TeHa, K-KOMITJIeKChI) OOBIYHO OTCYTCTBYET UJIH C TPYAOM
paznIuyumMa.

Jns auarHOCTMKM CUHApoOMa HeoOXoauMa 3anuch
D3I BO BpeMs HOYHOTrO CHa, TaK KaK MEIJIEHHBIM COH
MOXKET OBITb HE TOCTUTHYT ITPH IIPOBEACHUN THEBHOM DI
B aMOynaTopHbIX yeaoBusx. MkransHas DII Koppenupy-
€T C TUTIOM IPUCTYIIOB.

Heiipoeusyaauzayus. Pesynsratel MPT MoryT ObITh
HOPMAaJIbHBIMM WJIX J€MOHCTPUPOBATh CTPYKTYPHBIC U3-
MEHEHHSI B MO3Te, KOTOPBIC MOTYT OBITh PE3YJIFTaTOM I1a-
TOJIOTUM BHYTPUYTPOOHOTO pa3BUTHUS (HaIIpuMep, Iepy-
CIJIbBMAPHAS TIOJTUMHUKPOTUPHS) WU IIPUOOPETEHHBIMU
(HammpuMep, TTopaXkeHHUE TajlaMyca).

Tenemuueckue uccaedosanus. B HEKOTOPBIX CIyJasix
OPB-CBAC MoXeT UMETh TeHETUYECKYIO OCHOBY B pe3yJib-
TaTe MOHOTEHHOTO WMJIM CJIOXHOIO HacJeIOBaHMUSI.

61



62

IIETCKOM
HEBPOAOT UM

Kputepun guarso3a sHuepanonatum pasButua 1 dNnnenTUYeCKoil
0 CNaiik-BONHOBOI aKTUBaLmeil Bo cHe (3P3-CBAC) no MpoekTy
Knaccuukauum Snunentuyeckux cuuapomos 2021 r. (ILAE Guidelines, 2021)

06a3aTenbHble KpuTepumn

23[: nocTosHHbIE MeaneHHble (<2 [L}) MUK-BOMHbI, 3aHnMaoLme >50 %
MeZNEeHHOT0 CHa. INunenTUdOPMHbIE pa3pALbl AKTUBMPYIOTCA BO CHE.

Pa3BuTie B Hayane 3a60neBaHNA: KOTHUTUBHDIN, NOBEAEHUECKUI AN MOTOPHBII
perpecc unu 0CTaHOBKa Pa3BUTUA OJHOBPEMEHHO C NOABNEHUEM deHoMeHa
(BACHa 33I.

[lonrocpoyHblit NPorHo3: ncyesHosenue peHomeHa (BAC Ha 33T k cepepuHe
MOAPOCTKOBOr0 BO3PACTa, 0AHAKO Apyrue I3-HapyLUeHna YacTo 0CTalTCA.

HacropaxwuBatowue npusHaku
I3[ reHepanu30BaHHas NapoKCcu3manbHas bICTPOBONHOBAA aKTMBHOCTD (GPFA)

BO CHe. [eHepanu30BaHHas MeaneHHas (<2,5 M) NMK-BONHOBaA aKTMBHOCTb
B 6oapcTBOBaHMY 1 BO CHe (06a npu3Haka npegnonaraiot CJI).

Kputepum nckniouenmna

Jnunentuyeckie NPUCTYNbI: SNUAENTAYECKNE CNa3Mbl.
Bo3pacr nebtota: 0 2 net u nocne 12 net.

MPT He ABnAeTCA HeOOXOAMMbIM UCCTIEZI0BAHUEM ANA NOATBEPXACHUA ANarHo3a
IP3-(BAC, Ho 06b14HO NPOBOAUTCA ANA YCTAHOBEHUA STUONOTNM CUHAPOMA.
33l-nccnenoBaHme B cHe HEOOXOAUMO ANA YCTaHOBNEHNA AUArHO3a.

CuHapom 6e3 nabopaTopHoro NoATBepAeHNA: B CUTYaLMAX, KOFAA BO3MOMHOCTY
MpUMeHeHIA APYTIX MeTOZ0B AUArHOCTUKM OrpaHuyeHbl (B CTpaHax

C OrPaHNYeHHbIMU AUArHOCTUYECKUMI BO3MOXKHOCTAMM), AMarto3 IP3-(BAC

He MOXeT ObITb TOUHO ycTaHoBAeH 6e3 33T cHa.

IIpumepHo y 50 % naLMeHTOB ¢ JAHHBIM CUHAPOMOM HMMe-
IOTCSI POACTBEHHUKU C Pa3TAYHBIMM SIMIICIITUYECCKIMUI
npucryrnamMu [162]. OcHOBHasi MOHOTe€HHas NMpUYMHA
OPD-CBAC — mytaumst GRIN2A, KOTOPBIi KOTUPYET ajlb-
da-2-cyorenmauity NMDA-TyTaMaTHBIX peLIeTITOPOB.
IMatrorennsle BapuaHTel GRIN2A accolilMnpoBaHHbI C 1K~
pokuMm auarazoHoM peHoturioB DPD-CBAC pa3nnuHoit
CTEeIIeHU TSLKeCTH. JlaHHbBIE MallMeHTH UMEIOT CIIen(u-
YeCKMe HapyIIeHUS pedur, KOTOPBIE MOTYT COXPAHSIThCS
BO B3pOCJIOM BO3pacTe.

JughcheperyuanvHotii uaeno3 BKITIOYALT IIPEKIE BCETO
dpyeue snurenmu4eckue CUHOPOMbL:

1. Bospacm3sasucumoie gokanvHble 3nusencuu 0emcmaea.
IIpu gaHHBIX opMax MOXKET HAOJIIOJAThCS 3HAYM-
TeJIbHAsI aKTUBAIIYSI SIMICTITU(MOPMHBIX pa3psiioB BO
cHe. OgHAKO KOTHUTHBHBIE U TIOBEACHUYCCKIE HAPY-
IIEHUSI HE UMEIOT OTYETIMBONI BpeMeHHdﬁ B3auMO-
CBs13U ¢ BosHuKHOBeHNeM (peHoMeHa CBAC Bo cHe.

2. CmpykmypHole oKaabHble dnusencuu: STTUICTITU-
¢dopMHBIe pa3psaabsl Ha DD MOryT 3HAYMTEBHO aK-
TUBHMPOBATHCA BO CHE, HO OTCYTCTBYET BpEMEHHAs
B3aMMOCBSI3b MEXITY BOSHMKHOBEHMSI KOTHUTHUBHBIX
HapYILICHUN 1 CIIaliK-BOJIHOBOM aKTUBALIMEXA BO CHE.

3. CJIT otnnyaeTtcst BeIpaXKeHHOM MeIJICHHOM TTNMK-BOJI-
HOBOI aKTUBHOCTHIO Ha D3OI Kak Bo Bpems 60apCT-
BOBaHUS, TaK U BO CHe, a Takke nosBieHueM GPFA
BO cHe. ToHnYecKue MPUCTYbl — OOJUTaTHBINA TIpU-
3HAaK 3a00JIeBaHMsI, U OHU HEPEIKO PETUCTPUPYIOTCS
npu nipoBeneHnu DD cHa.

Cpenu dpyeux 3a601e6anuil y AeTel clieAyeT OTMETUTD
PacCTPOMCTBO ayTUCTUYECKOTO CIIEKTPa C MHTEIICKTYaIb-
HOI HeJOCTaTOUYHOCThIO MJIM Oe3 Hee, HO 0Oe3 perpecca
KOTHUTHUBHBIX U TTOBeAeHUYECKNX (yHKIIMIL. [laHHOEe COo-
CTOSIHME TaKXX€ MOXET aCCOLIMUPOBATHCS C DMIJICTITH-
¢GOpMHOI aKTUBHOCTBIO CO 3HAYMTEIFHBIM HapacTaHUEM
ee BO CHE.

B xauectBe mnddepeHInanbHON TMAarHOCTUKA Clie-
IIyeT YIUTHIBATh KOTHUTUBHBIN perpecc MHOM (KpoMe S1H-
JICNTUIECKOIT) STUOJIOTUH.

Dnusenmuueckuil cunopom, cés3anuslil ¢ hedpuis-
Holl ungpexuueii (febrile infection-related epilepsy

syndrome, FIRES), panee Obl1 M3BECTEH KaK «OCTPBIA
sHUEePaIUT ¢ pedpakKTePHBIMUA MOBTOPSIOIIUMUCS Map-
LIMaIBHBIMUY IIPUCTYIIaMK» (acute encephalitis with refrac-
tory, repetitive partial seizures, AERRPS), wim «pazpy-
IIUTEIbHAS AMUJICIITHYCCKasl dHIedaTonaTus y nerei
IIKOJIBHOTO Bo3pacTa» (devastating epileptic encephalopathy,
DESC). FIRES — ogHa n3 (opM «BIIepBbIe BO3HUKIIIETO
pedpakTepHOTro AMUJICIITUYECKOro cTaryca» (new-onset
refractory status epilepticus, NORSE), koTopast Bctpeua-
eTcs MperuMYyIIecTBeHHO y aeTeil m moapoctkoB. FIRES
XapaKTepHU3yeTCsl BHE3aITHBIM Ae00TOM cymneppedpaxrep-
HOTO 3MUJIEITUYECKOTO CTaTyca B PO OT 24 4 10 2 HeJ,
nocjiae TpenliecTByloneid (GedpuabHO MH@EKINN.
[Tpu 5TOM 3MIIEITUYECKUI CTATyC pa3BUBaeTCsI Ha PoHe
COXpaHEHUSI JIMXOPAIKH WJIM TIOCJIe HOPMAIM3aIuK TEM-
neparypsl [164]. Octpas dasa, Bo BpeMst KOTOPOii 4acTo-
Ta 1 TSLKECTD IIPUCTYIOB OYeHb BBICOKAS, TIPOIOJIKACTCS
1—12 nen [165] 1 xapakTepu3yeTcst JOCTaTOYHO BRICOKMMU
ITOKa3aTeJISIMI CMEPTHOCTHU M TSIKEJIBIX OCTIOXKHEHM. Jla-
JIee ciemyeT XpoHndecKas (asza 3a00j1eBaHNUsI, BO BpeMs
KOTOpPOI1 y OOJIBIITMHCTBA BBIKMBIIMX ITAIIMEHTOB (DOPMIU-
pyeTcst pe3UCTeHTHAs K MeANKAMEHTO3HOM TepaItiy MyJIb-
THdOKaTbHAS SIICIICUS, a TAKXKE MHTEIICKTyaIbHas
HEIOCTAaTOYHOCTh PA3IMYHON CTEIIEHU BBIPAKEHHOCTH
WJIM TpyIHOCTU 00ydyeHwus. [IpuunHa 3a0oeBaHusI HEN3-
BECTHA, OTHAKO ITOSBJISICTCS] BCE OOJIBINIE JOKA3aTCIbCTB
TeTepOreHHOM STHOJIOTUH, TIPUBOISIICH K (PYyIbMUHAHT-
HOMY HEHPOBOCITAJICHUIO, HE OITIOCPEIOBAHHOMY aHTHTE-
samu [166, 167].

BDnudemuonoeusn. D10 peIKuit CHHIPOM, KOTOPHBIiA, Be-
POSITHO, YaCTO OCTaeTCsI HeMMarHOCTUPOBAHHBIM; 3a00-
JIEBa€MOCTb OlieHMBaeTcs Kak 1 ciydait Ha 1 MJTH 4eioBeK
[168].

Kaunuueckas kapmuna. FIRES B 00NbIIMHCTBE CITy-
YyaeB BCTPEUYaAeTCs Y IeTel IITKOJIbHOIO Bo3pacTa (CpemHuiA
Bo3pacT — 8 j1eT). Bo3pact Hauaa 3a00J1eBaHUS B TUITAY -
HBIX ClIy4asix BapbupyeT otT 2 mo 17 net [164, 169, 170].
3abosieBaHMe KpaliHe pPeIKO BO3HMKAET J0 2 JIET, TAKXKe
B PEOKMX CITy4asiXx MOXKET BCTPEYIaThCA U B MOJIOIOM BO3-
pacrte (Y MOJIOIBIX B3POCIbIX). 3a00jieBaHUE HECKOJIBKO
yale BcTpevaeTcst y MyxXuuH [169]. IlepuHaTaabHbIi



IETCKOM
HEBPOAOT UM

aHaMHe3 B TUIIMYHBIX CIyJasx He oTsaromieH. Jo Havaa
3a00JIeBaHMSI pa3BUTHE IeTeil 00bIYHO B HOpMe. B aHaMHe-
3¢ OTCYTCTBYIOT HEBPOJIOTMYECKIE 3a001eBaHMsI, BKITIOYAsT
snuyercuio. OKpyKHOCTb TOJIOBBI B HOPME.

Bo Bcex ciryuyasix Havaty 3a00JieBaHMs y peOeHKa IIpe/-
mecTByeT heOprbHast UHGMEKIMSI, Hanbojee YacTo — UH-
ek BepXHUX ObIXaTeJIbHBIX IMyTE MM KUIIeUHas
nHGEKIIMs, B IIeprof, oT 24 4 1o 2 He 10 JebioTa pedpak-
TEPHOIo AIUJIENITUYECKOro cTaryca. /JeOGT NpucTyIioB
MOXKET BO3HMKATD BO BPEMsI JIMXOPAIKH MJIU BCKOPE TTOCIIe
HOPpMaJIM3aIlK TEMIIEPATYPHL.

B nebiote 3a00eBaHMS B TUIIUYHBIX CIy4asiX UMEIOT
MECTO IIPOSIBJICHMS SHIIe(ATONaTUN 1 JaCThIe SIMJICII-
TUYECKUE MPUCTYITbI, HECMOTpsI Ha mpuMeHeHue ADII.
OKpyKHOCTb TOJIOBEI B HOpMe. [Ipu mcciaenoBaHum He-
BPOJIOTUYECKOTO CTaTyca CTOMKME OYaroBbIe CHUMITTOMBI
HE XapaKTepHBI, OMHAKO YacTO HAOIIOOAETCSI TPAH3UTOP-
Hbli mape3 Toana.

Teuenue 3abonesanus. IIporao3 BapuadeTbHBINA, HO Ya-
cTo HebaronpusTHbli [169]. JleTanpHoCcTh — 0KOJ10 10 %
B OCTpOIi (ha3e, B CBSI3U C OCITOXHEHUSIMUA MHTEHCUBHOMN
TepaImy, TAKUMH KaK CEIICHC, WUIM B PE3YJIBTaTe PE3NC-
TEHTHOTO 3IMJICNITUYIeCKOro cTaTyca. [Tocie 3aBepliieHus
OCTpOIi (a3l y OOJIBITMHCTBA JeTeil (POPMUPYETCS Pe3u-
CTEHTHas K MEAUKAMEHTO3HOH Teparmuu MyJIBTU(DOKAIb-
Hasl SIUJICTICHSL.

B octpoii craguu y GONBLIMHCTBA AETeil OTMeUaeTCs
perpecc pa3BUTHS; TIPY KATAMHECTUIECKOM HAOTIONCHUH
B XpOHMYECKOI (pa3e 3a001eBaHUS Y OOJIBITMHCTBA AL -
€HTOB COXPAaHSIOTCS MHTEJICKTyaIbHbIC HapYIIICHUS pa3-
nuyHoi ctenieHu [169]. IIpumepHo y 1/3 BLKMBIIUX Ma-
IIMEHTOB YPOBEHb MHTEJUICKTA B HOPME WUIM MMEIOTCS
MMOrpaHNYHbIC KOTHUTUBHBIE HApYIIeHUs (4aCTO — TPYI-
HOCTH 00y4eHus1), y 1/3 — mHTe UIeKTyaabHasI HeA0CTa-
TOYHOCTH JIETKOM MJIN CpelHel cTereHu, u eie B 1/3 ciy-
YaeB OTMEYaeTCs TSDKeNlasl MM INIyOOKas yMCTBEHHas
OTCTaJIOCTh WUJIM BET€TaTUBHOE cOCTosiHME. MeHee 6iaro-
MPUSITHBIA TIPOTHO3 aCCOLIMMPOBAH C OOJIbIIEH TIPOIOJI-
XKHUTETBHOCTHIO MEANKAMEHTO3HO MHIYIIMPOBAHHOI KOMBI
C ITAaTTEPHOM «pa3psii—yrHeTeHre» (burst-suppression coma)
1 GoJjiee paHHUM BO3pacToM JebroTa 3aboneBaHus [169].
YV BEDKMBIINX AIIMEHTOB YaCTO BCTPEUAIOTCS HAPYIICHUS
BHUMAaHMSI Y TIOBEICHUS, BKJIFOUAs arPECCHIO.

B xpoHunueckoii (aze 3a601eBaHUS Y MHOTUX Mally-
€HTOB BBISIBJITIOTCSI HAPYIICHUsI IBUTATEIbHBIX (DYHKITHIA.

Inunrenmuueckue npucmynsi. DoKaabHBIE WU MYJIb-
TH(OKATBHBIE IIPUCTYIBI — 00s13aTEIbHBIN KPUTEPUIA TH-
arHo3a M MOT'YT TpaHC(OPMHPOBATHCS B OMIIaTepaIbHBIC
CYyIOPOKHBIC TIPUCTYNEL. YacTOTa M TSKECTh IIPUCTYIIOB
OBICTPO MTPOTrPECCUPYET, IOCTUTASI CBOEI BBICLIEH TOUKU —
pa3BUTHSA CyIieppedpakKTepHOTO SMIICIITUYECKOTO CTaTy-
ca (KOTOpHIi onpenesseTcs: Kak SIUICIITUISCKII CTaTyc
IIATEILHOCTHIO >24 1) B ocTpoii (pasze 3a001eBaHUSI.

DIl-uccaedosanue. B THIMMYHBIX CITydasix BBISIBIISIOT-
¢ HapyiieHus hpoHoBoil DI 3amemneHne u MyabTUdhO-

KaJbHBIC pa3psiabl. Bo MHOTMX cllydasx perucTpupyercs
peryisipHas KpaifHe BeIpaKeHHas ITaTOJIOTIeCKasi aKTHB-
HOCTb B BUIE «I€JIBTa-IIETOK», COCTOSIIMX U3 ITaPOKCU3-
MaJIbHBIX OeTa-Ie/IbTa-KOMILIEKCOB (HAJIOXKECHME Ha JIeTTh-
Ta-BostHHI (1—3 Iir) 6era-akTmBHOCTH YacToTOi 15—18 Iir)
B JIOOHBIX U IICHTPAJIBHBIX OTBeACHUSX [171]. BTOT IMaTTepH
MOXKeT OBITh MOTUGMUIIMPOBAH Ha (DOHE TIpHreMa aHeCTe-
THKOB, IIPUMEHSIONINXCS B JICYUCHUU SIIICHTUIECKOTO
craryca.

ITpomomkeHHbIN BUAe0-DD -MOHUTOPHUHT BBISIBIISIET
IMOCTEIIEHHOE HapaCcTaHKWE YaCTOTHI M TSKECTU IIPUCTYIIOB
B MEPBbIC THU WIKW Heneau 3aboneBaHusi. B Hauane 3a060-
JIEBaHUS 9aCTOTa IPUCTYIIOB MOXET OBITh HEBBICOKOIA,
OIHAKO C TEYEHUEM BPEMEHU PETUCTPUPYIOTCS YacCThIe
MYJIBTU(DOKATIbHBIC CYOKIIMHUYIECKUE (ITATTEPHBI IIPUCTY-
ITOB) Y KIIMHUYECKUE STUICTITUYECKIE ITPUCTYITBI, OOBIY-
HO C YaCTOTOM HECKOJIbKO MpUCTYIOB B yac [171]. Tunuu-
HBIM MaTTepH NPUCTYIIOB, COCTOSAIINI M3 (POKAITBbHOMI
SNUIENTU(GOPMHOI aKTUBHOCTU YacToToi > 10 Ii1 Hu3Koi
WIN CPeIHEW aMIUIUTYIBI, TpaHC(OPMHUPYETCS B YETKO
oopMJIeHHBIC CIAiKN W ITMK-BOJHOBBIC KOMILICKCHI.
Taxkcke MKTabHAS STUAICITU(OPMHAS AKTUBHOCTD YaCTO
repexonuT (IMT) U3 OTHOTO IMOIyInapus B apyroe [171].

Heiiposusyanuzauus. B octpoii cranun MPT He BbisiB-
JISIeT HapyIeHui mpuMepHo B 2/3 ciaydaeB. B 1/3 ciayyga-
€B MOXKET BBISIBJISITHCS TTOBHIIIICHIE MHTEHCUBHOCTHU CHUT -
Haza B pexxume T2 6uiiarepaybHO B BUCOYHBIX O0JIACTAX,
HWHCYIIe, 0a3aJIbHBIX TAHTJIMSIX 1/ WIH TajlaMyce C 2 CTOPOH;
IIPpY 3TOM JAaHHBIC U3MEHEHMSI MOTYT OBITH CJIa0OBBIpa-
KeHHBbIMU. [T0oBbIIIICHE THTEHCUBHOCTH CUTHAJIA OT JIeTI-
TOMEHUHTEaTbHBIX 000JI0YEK TAKKE MOXKET BCTPEUaThCsl,
HO He SIBJISICTCS CIIeM(MDUYHBIM IJISI JAHHOTO CMHIpPOMa
[172]. B xpoHudeckoii ¢ase 3a00jeBaHUSA 110 JaHHBIM
MPT o06b1yHO BuIsIBIsIeTcs nuddy3Has 1epedpaabHas
aTpousI pa3TUIHON CTEIICH! BHIPAXXCHHOCTY U /WU N3~
MEHEHNE MHTCHCHUBHOCTU CHTHAJa B BUCOYHBIX MOJISIX,
Kope 00JIbIIOro MO3Ta, IIepUBEHTPUKYJISIPHOM OEJIOM Be-
LLIeCTBe, TUIIIOKaMITaX 1 0a3aJbHbIX TaHTIUIX [172].

lenemuueckue uccredosanus. ITeHeTUEeCKass OCHOBA
3a001€BaHUs OOBIYHO HE MPEATOIATaeTCsl, U TEHBI, BbI3bI-
Barolye 3aboJieBaHre, He MIeHTU(UILINPOBAaHLI. YKa3aHUe
Ha 3MIWICTITUYSCKNE IPUCTYITBI B CEMEWHOM aHaMHE3e,
KaK IIPaBWJIO, OTCYTCTBYET.

Jlpyeue nabopamopusie uccaedosanus. iccnenoBanme
JINKBOPA HEOOXOAMMO I UCKITIOYeHUSI MTHDEKITMOHHOTO
MopaxkeHus1 HepBHO cucteMbl. AHanu3 CM2K B Tunmy-
HBIX CIIydasiX B HOpME, OMHAKO MOXKET BBISIBIISITHCS He-
OOBIION TIEOUTO3. YpoBHU Oenika 1 makTata B CM2K
B HOpMe. AHAJIM3 Ha OJIMTOKJIOHAJIbHBIC aHTUTEIA OTPU-
areJabHbI. HeobxoanMo NCKITIOUNTh UMMYHHYIO 3THO-
Jioruio nopaxkeHus, onHako ripu FIRES anTturena, sasmns-
JOLMECST TPUYMHOM 3a00/1€eBaHKs, He OOHapyKeHbI [167].
AyTOMMMYHHBIC TAaHEIU TIPU UCCICTOBAHUN CHIBOPOTKU
n CM2K He BBISIBISIOT HapylIeHUA. XapaKTepHbIEe Map-
KEePBI IIPH META0OIMYECKIX UCCIeIOBAHMSIX OTCYTCTBYIOT.
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B HekoTophIX cllydasix coo01Ianoch 00 onpeaeaeHUU 13-
OBITOYHOTO HEMPOBOCHAJICHNS B pe3yJIbIaTe (PYHKIIMOHAb-
HOTO Ie(UIIMTa aHTaTOHUCTOB K PEIICIITOPY MHTEPIICHKI -
Ha 1[173, 174].

Hughgpepenyuanvrolii duaenos exaovaem IPEXIE BCETO
dpyeue snurenmu4eckue CUHOPOMbL:

1. Cundpom Jlpage oTIMYAIOT IeOIOT IMIPEUMYIIIECTBEHHO
Ha 1-M romy >XW3HM M yKa3aHUE B aHAaMHE3¢ Ha Iie-
PUOAMYECKU BO3HMKAIOUINE UTUTCIBHBIC TTPUCTYIIBI
C MEXIIPUCTYITHBIMU ITIEPUOIAMU MEXKIY HUMU (B OT-
JIMYrEe OT OTHOKPATHOTO 3MM30/a CylieppedpaKTepHO-
IO SMMJICTITUIECKOTO CTaTyca ¢ MOCISTYIOIMMU CTO -
KO coxpaHsonmucs HapymeHusmu — npu FIRES).

2. Dnunencus, ceszannas ¢ mymauvuei ¢ eene PCDHI9,
oTanvaeTcs ne00ToM 3a001eBaHMs B IepBbie 3 ToAa
W KJIACTEPHBIMHM SIICTITAYSCKUMU IIPUCTYIIAMMU,
OOBIYHO TTPOBOLIMPYEMBIMU JTMXOpangkoii. Cynepped-
PaKTEePHBIA SNWICTITUYECCKUI CTaTyC HE XapaKTEePEH.
Jlpyeue 3ab6o01e6anus:

1. MeHMHTUT UK SH1E(ATUT.

2. Cneuuduyeckue ayTOMMMYHHO-OIOCPEIOBaHHBIC

sHIedanonaTnm, Take Kak H1e(haInT, BEI3BAHHbBIN

anturesramu K NMDA-peuentopaM.
. Tokcuueckue sH1LIEDATONATHH.

4. MeTabonnueckue 3a001eBaHus, BKIIOYast MUTOXOH/I -
puajbHble 3a00JIeBaHUSI.

Dnuiencus ¢ reMAKOHBY.JIbCHBHbBIMH NPHCTYIIAMH H Te-
vuuterneii (Hemiconvulsion- Hemiplegia-Epilepsy, HHE) —
9TO PeaKOe OCIIOXHEHUE SIMIICIITUIECKOro cTaTyca (o-
KaJbHBIX MOTOPHBIX IIPUCTYIIOB B MJIaJeHICCKOM
1 paHHEM IETCKOM Bo3pacte. MHMLIMUPYET pa3BUTHE
JTAHHOTO CUHIPOMA SIMIICITUICCKUI CTaTyC (DOKATBHBIX

[98)

KJIOHMYECKMX ITPUCTYIIOB, B THITMYHBIX CIyJIasX BOSHUKA-
o1nii Ha PoHE JTUXOPAaJOYHOIro 3a00IeBaHUS Y JeTeil
mianire 4 net [175]. Helipopaguonornyeckue mcciieno-
BaHMS BO BpeMS SIIICHTUICCKOTO CTaTyca IPOIeMOH-
CTPUPOBAIM OTEK ITOPaKEHHOIO MOJIyIIapHs Ha OTHOM
cropone. Octpas ¢asa corpoBoxkaaercs GopMUPOBaHIEM
reMraTpodUy MOPaKEHHOT'O ITOIYIIAPHS C ITOCIIETYIOIINM
MosIBIICHHEM (POKATbHBIX IIPUCTYIIOB, PE3UCTECHTHBIX K Te-
panuu. Y OOJIBIIMHCTBA MALIMEHTOB B pe3yibrare (hopMu-
PYIOTCS CTOMKME IBUTATEIbHBIC HAPYIICHUSI. DTUOJIOTHS
1 JIeXalllie B OCHOBE MEXaHU3MBI HE N3YUCHBI.

Anudemuonoeus. HHE — penkoe 3aboneBanue, 1 3a-
00JIeBa€MOCTh 3HAUMTEJIEHO CHU3UJIACH B PA3BUTHIX CTPa-
Hax 3a rocyienHue 30 JieT rmocjie BHEAPEHUST arpeCCUBHBIX
METO/IOB JICUCHMSI TUTSIPHBIX SIMICTITUICCKIX IIPUCTY-
OB U IMUJIENITUYECKOro cTaTyca [176].

Kaunuueckasn kapmuna. Bo3pact 1e610Ta B TATUYHBIX
cydasix — MuIamiie 4 JieT, ¥ mpeoosiagaHue 1o MOy He BbI-
sBiieHo [176, 177]. IlepuHaraabHbIii aHAMHE3 HE OTSATO-
IIIeH, paHHEee pa3BUTHE II0 BO3PACTy, HEBPOJIOTUYECKMI
cTaTyc IeTeit 1o pa3BUTHS 3a00JIeBaHMsI B HOpMe. 3aboite-
BaHME HAUMHAETCsS Y peOCHKA C [UTUTEIIbHOTIO SIUJICIITH-
YeCKOro craryca (poKaJbHBIX IIPUCTYIIOB, B pe3yJIbTaTe
KoToporo opMupyercs remunapes. Juarno3 cuHapoMa
HHE nHyxHo npearoarats B ciiy4asix pa3BUTUSI CTOMKOM
TeMUIUICTUH TIOCJIEe SIUJICIITUYECKOro cTaryca (pedopmib-
HBIX TIPUCTYIIOB y pebeHKa mutaaie 4 net. Pa3Burtre octpoii
ada3uu BO3MOXHO IPUMEPHO B 1/4 ciaydyaeB mpu mopa-
XKEeHUU JOMUHAHTHOTO TToymapus [178].

Teuenue 3aboneséanus. Y 60IBIIMHCTBA JeTeil (popMUpy-
€TCSI CTOMKMIA IBUTATEIbHBIN Ae(OUIINT, OMHAKO IBUTATEITb-
HBIE HAPYIIEHMS MOTYT OBITh MUHUMAJIEHO BBIPAXKEHHBIMU

Kpurepun guarso3a anunentu4eckoro CMAHApOMa, CBA3aHHOro
¢ de6punbHoit uudekuueii (FIRES) no MpoekTy knaccupukauuu
anunenTuyeckux cuiapomoB 2021 r. (ILAE Guidelines, 2021)

06a3aTenbHble KpuTepum

JnunenTuyeckine NPUCTYMbl: B aHaMHe3e — Hecnewnduueckoe NMXopagouHoe
3aboneBaHue, BO3HMKLLee 3a 2 Hefy A0 AebioTa npuctynos. DokanbHble

UK MyNbTUGOKaNbHbIE MPUCTYNbI, YACTO TPAHCGOPMUpYIOLLMECA

B GunatepanbHble TOHUKO-KNOHUYeckue. MpucTynbl nporpeccupyior

110 YaCToTe U TAXECTU C KyNbMUHaLMeli B BUE Pa3BUTUA CyneppedpakTepHOro
MUNENTUYECKOro CTaTyCa, 06bIYHO BO3HUKAIOLLETO B TeueHue 2 Heg nocne Aebiota
MpUCTYTOB.

33 3ameNeHme 0CHOBHOI aKTUBHOCTU B COUETAHUM C MYIbTUGOKANbHBIMU
pa3pAzamy 1 YacTbiMin GoKanbHbIMI FNEKTPOrpaduueckumMi naTTepHamu
MPUCTYNOB 11 INEKTPOKNNHUYECKUMU NPUCTYNAMK.

Pa3Butve B nebiote: ocTpas JHuedanonatiia, AebIOTUPYHOLLAA C YACTBIX
MUNENTUYECKUX NPUCTYTIOB.

HacropaxuBatowue npusHaku

I3[ NpUCTYNbI, NCXOAALLIME N3 OJHOTO MUAENTOrEHHOTO OYara.

Bo3pacr gebrora: fo 2 ner.

Pa3BuTie B febloTe: MHTENNEKTYanbHble HapyLLeHUs A0 AebioTa NPUCTYNoB.
HeBponornueckuii CTaTyc: HeBpONOrMYecKie HapyLLeHusa 4o AebioTa NPUCTynoB.
OTaaneHHbI NCXox: OTCYTCTBIE Pe3NCTEHTHON K Tepaniin GoKanbHoil

unu MynsTdoKanbHoil snunencun. OTcyTcTBYUeE TPYAHOCTEN 06yueHua
UM YMCTBEHHOI oTcTanoctu. OTcyTcTBIe LiepebpanbHoii aTpodum BapuabenbHoii
CTeneHu BbipaxeHHOCTH Ha MPT.

Kputepum uckniouenuna

Jnunentuyeckie NpUCTyNbl: SNUAENCAA B aHamHe3e, Ao Aebiota FIRES.

Bo3pacr aebtota: 10 12 mec unm nocne 30 ner.

HeiipoBu3yanu3auua: 8 aebiote 3a6onesaqna MPT BbiABNAET 3nunenToreHHoe
ropaxeHue, COOTBETCTBYHOLLIEE 30HE HAuana npucTyna.

[llpyrve meTogb! nccnenoBaxua: uccnefosanne (M BbiABRAeT NpU3HaKm
UHGEKLMOHHOTO NOpaXXeHuA HePBHON cucTembl. [1pyu ayTOMMMYHHbIX
nccnefoBaxuAx B kposi i CMXK BbIABAAIOTCA aHTUTENa, ABNAKOLLMECA NPUYMHON
3aboneBaHuA. Y(TaHOBNEHHaA MeTabonnyeckas Unu reHeTyeckas 3TMoorua
3ab0neBaHuA. YcTaHOBNEHHas TOKCMYeCKan dHuedanonatua.

MPT Tpebyetca AnA ycraHoBNEHNA AUArH03a, TaK kak N03BONAET UCKMIOUNTb
CTPYKTYpHOE NopaxeHue, ABNAIOLLEeCA NpUYNHOI 3aboneBaHua.

VktanbHaa 33 TpebyeTca AnA yCTaHOBNEHMA ANarHo3a, Tak Kak no3sonset
MOATBEPANTD YaCTOTY U MyNbTUGOKANbHbIN XapaKTep MPUCTYMOB.

Cunpom 6e3 nabopatopHoro NOATBePKAEHNA: B CUTYaLMAX, KOTAA BO3MOMXHOCTI
MpUMeHeHNA ApYriX METO/0B AUArHOCTUKM OrpaHuyeHbl (B CTpaHax

C OrPaHNYeHHbBIMU AUArHOCTUYECKUMI BO3MOXKHOCTAMM), 3TOT CUHAPOM He MOXeT
6bITb NpeanonoXuTeNbHO AuarocTuposaH 6e3 337- n MPT-uccnepoBanmil.
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WJIM OTMEYAeTCs BOCCTAHOBJICHUE IBUTATEIbHBIX (DYHK-
1uii B reueHue 12 mec 'y 20 % nanuenTos [175]. B ciyua-
SIX pa3BUTHUA ada3uu peub Jalle BCeTO BOCCTAHABIMBACT-
¢ B TeyeHue 2 Mec [178], omHAaKO BO3MOXKHO COXpaHEeHHE
acdaszuu [179]. BpemeHHO#1 MHTEepBaJI 00 MOSIBICHUS (Po-
KaJIbHBIX IIPUCTYIIOB BapbUpYeT, B 85 % ciy4yaeB IIPUCTY-
IThI BO3HUKAIOT B TEUCHUE 3 JIET IOCJIE IIEPBOTO SITU30a
SMUJIENITUYECKOro craryca [176]. @okaabHbIe IPUCTYITBI
B XpOHUYECKOI1 (paze 3a00IeBaHMS B TUITIMYHBIX CIIydasix
pe3ucteHTHHI K ADII [177], omHaKo MOXeT OBITh 3(pdek-
TUBHBIM XUPYprudeckoe jJeyeHue (remucheporomusi) [176,
180]. ¥ MHOTMX meTeil COXpaHSIOTCS MHTEIICKTYaIbHbIC
HapyLIEHNS Pa3IMYHON CTeNeHN BeIpaxkeHHOCTH [176].
Dnusenmuyeckue npucmynsi. B TUIIMYHBIX CIIydasx
3a00JIecBaHNE HAYMHAETCS C SMIICTITUYECKOTO cTaTyca
(hOoKaNBHBIX KIIOHNYeCKUX (heOpUITbHBIX ITpUcTynoB. Kiro-
HUYECKUI KOMIIOHEHT B CTPYKTYPE IIPHCTYIIA MOXET OBITh
CJ1a0OBbIpaXKeHHBIM. B TUIIMYHBIX CIydasix ocjie pa3BUTHUS
SIMJICTITUYECKOTO cTaTyca (DOKATBbHBIX IIPUCTYIIOB OTME-
yaeTcsl OeCIPUCTYMNHbIN Mepuoa, KOTOPbIA MOXET IpO-
JTOJDKATHCS 10 HECKONIBKMX JIeT. [Tociie BapbUpPYIOIIETO 10
BPEMEHHM IIepHOa OTCYTCTBUS IPUCTYIIOB IOSIBIISIIOTCS
¢okaNbHBIE MOTOPHBIC MPUCTYIBI U/WiIN (POKaTbHBIC
¢ TpaHchopmamnueil B OugarepajbHBIe CYyIOPOXHBIE,
U OOBIYHO MPHUCTYIBI UMEIOT pe3rucTeHTHOe TeueHue. [1pu-

CTYIIBI MOTYT MCXOIMNTh UCKIIOUUTEIHLHO M3 BUCOYHOM
00J1aCTU WJIY U3 DKCTPATeMIIOpaIbHBIX 001aCcTel NI ObITh
MynbsTUdOKaTbHEIMHA [180].

DII-uccaedosanue. Ha DDI Bo BpeMs1 HOKaJIHLHOTO
SIUICTITUISCKOTO CTaTyca B OCTPOM IIEPHOJIE BBISIBIISIOT-
Csl UKTaJIbHBIC Pa3psiibl, XapaKTepU3YIOIIAeCs PUTMUI-
HeiMU (2—3 Ti1) MeUICHHBIMM BOJTHAMU, OOBIYHO MMeE-
IOLIMMU OMJIaTepaibHYIO JIOKAIM3alnio ¢ 00Jiee BEICOKOM
aMIUTMTYIOM Hal IopaxkeHHbIM nosymapueM [176]. Kpo-
Me€ TOT'0, HaJl IOPaXXeHHBIM IOJIyIIapreM 9acTO PETUCTPH-
pyIOTCsl «peKpYUTHHI-pUTMBbI» (10 Tir) [176]. doHoBas
AKTUBHOCTH (OCHOBHO PUTM) MOXET OBITh B HOPME B JIe-
610Te 3a00JIeBaHMs, OMHAKO B XpOHUYECKO (ha3e BHISB-
JISIIOTCS 3aMeJICHHE (4acTO aCUMMETPUIHOE) 1 SITHIICTI-
TH(GOPMHBIE pa3psiabl, KOTOpbIe HanboJjee BRIPaKeHBI
B OPaXe€HHOM MOJYyILIapU, HO MOTYT OBITh OMJIaTepajib-
HBIMU.

Heiiposusyaauzayus. MPT, npoBeaeHHas cpasy mocie
KYIIMPOBAaHUS SIMIWIETITUYECKOTO CTaTyca, IeMOHCTPUPYET
mnddy3Hoe n3MeHeHe MHTEHCUBHOCTY CUTHAJIA OT Ofi-
HOTO TIOJIYIIapHs ¢ MOBBIIICHNEM WHTEHCUBHOCTH B pe-
xume T2 u orpannmderue 1ud@y3nn mpenMyIecTBeHHO
OT ITOJKOPKOBOTO OEJIOro BellleCcTBa IMTOPaXKeHHO reMU-
cdepnl [181]. OTek mopaskeHHOTO MOAYIIAPUS MOXET OBITh
OYeHb BBIPAXXEHHBIM, YTO MPUBOAUT K Macc-3dPdexTy

Kputepun gnarHo3a anunencum ¢ reMMKOHBYNbCUBHBIMU NPUCTYNAMK
u remunnerueit (HHE) no MpoekTy Knaccudmkauum snunenTudecknx
cuuppomoB 2021 r. (ILAE Guidelines, 2021)

06sa3aTenbHble KpuTepumn

Jnunentuyeckine NPUCTYNbl: AUArHo3 TpebyeT coueTaHna B uctopum 6onesmn
0CTPOIA 1 XpOHMYecKoii cTagmuu. OCTpas CTajuA: NU304 SNUNENTUYECKOro CTaTyca
$ebpUNbHbIX reMUKNIOHYECKUX NPUCTYTIOB, CPa3y NOCNE KOTOPOro pa3BUBaeTCA
CTOVKYIA reMunapes. XpoHuyeckan craaus: nocne BapuabenbHoro BpeMeHHOro
UHTepBana (06bluHO <3 N1eT noce NepBUYHOr0 ANU304a INUALNTUYECKOTO CTaTYCa)
MOABNAIOTCA OAHOCTOPOHHME (GOKaNbHbIEe MOTOPHbIE NPUCTYNbI UK GoKaNbHble
MpUCTYNbI ¢ TpaHchopmaLveit B GunaTepanbHble TOHUKO-KNOHUYECKME.

I3[ 3ameaneHue OCHOBHOI aKTUBHOCTU B NOpaxeHHoM nonylwapuu. QokanbHble
UM MyNbTUGOKaNbHbIE NUNENTUGOPMHbIE Pa3pAfbl B NOPAKEHHOM NoyLLIAPUN
B XPOHUYeCKoii ha3e 3aboneBaHuA.

Pa3BuTie B aeblote: ocTpas FHUepanonatua, AebioTUpyloLLad C YacTbix
NUNENTUYECKUX NPUCTYTOB.

HeiipoBu3yanu3auma: MPT, npoBeseHHas cpay nocie 3nUAeNTUYECKOro CTaTyca
(ocTpas daza), aemoHcTpUpyeT Anddy3Hoe HapyLLeHIne UHTEHCMBHOCTI CUTHana
0T OZIHOTO MONYLLIAPHA C NOBBILLEHWEM UHTEHCUBHOCTY B pexxime T2 1 orpaHuueHue
Anddy3nn npeumyLLeCTBEHHO OT NOAKOPKOBOro GNoro BeLwecTBa NopaxeHHoi
remucepbl, Yacto B COYETaHMM C BbIPaXeHHbIM 0TeKOM. B XxpoHuueckoii pase
BbIABNAETCA aTPOGUA NOPAKEHHOTO MoNyLIApUA.

OTAaneHHbIA NPOrHO3: pe3ucTeHTHaA K Tepanun snunencus. CToiKuMil GoKanbHbii
MOTOPHbIil AeduunT.

HacropaxuBalowme npusHaku

Bospact gebiora: nocne 4 nert.

Pa3Butve B febloTe: UHTEANEKTYaNbHble HapyLUeHUA A0 AebloTa NPUCTYNOB.
HeBponoruueckuit cTaTyc: 0uaroBble HeBPONOrYeCKIe HapyLLIEHNA BbIABAAIOTCA
[0 NepBUYHOTO 3M1301a INUAENTUYECKOTO CTaTyca GebPUNbHBIX MPUCTYNOB.
AHrioma Ha nuue, no3sonstLLaA npegnonaratb cuiapom LLitypre—Bebepa.

Kputepumn uckniovenuns

Jnunentuyeckine NpUCTynbl: TPAH3UTOPHbIA remunape3 (nape3 Toaaa).
OnHOCTOPOHHYE GOKanbHble MOTOPHbIE MPUCTYMbI, NPOrpeccupytoLe

B TeUeHIe HECKONbKIX MeCALIeB UNK NeT, ¢ AalbHeAWnM GopM1poBaHUEM
nporpeccupytoLLero remunape3sa (nogo3pexue Ha sHuedanut KoxeBHukoBa—
Pacmyccena).

Bo3pacr nebrota: >6 ner.

HeiipoBu3yanu3auus: apyrue CTpyKTypHble INUNENTOreHHble NOpaXeHus,
npezpacnonaratoLyye K pa3BuTHio SMUAENTAYECKOro CTaTyca GoKanbHbIX
Npu1CTynoB.

[llpyrue nccnefioBanma: BbIABNEHbI anbTepHaTUBHbIE NPUYNHBI TeMUNape3a, Takue
KaK OCTPbIii MLLeMUYeCKUi IHCYNBT, IHTPaKpaHanbHas UHEKLMA u ap.

MPT tpebyetca ana yCTaHOBNEHNA MArHo3a.

UkTanbHas 331 He TpebyeTca AnA YCTaHOBNEHMA MArHO3a.

CMHAPOM B Pa3BUTHIA: Y AETeil CO CTOMKIM FeMUNape30M, 0CTPO BOSHUKLLIM
nocsie INM304a dMUAENTYECKOTO CTaTyCa GOKaNbHBIX CYAOPOXKHbIX GeOPUNbHbIX
NpUCTYNOB, C Hanuunem 06s3atenbHbix MPT-NPU3HAKOB, Y KOTOPbIX, OAHAKO,

€Ll He MPON30LLIIO NPOrPeccMpoBaHme B XpOHUYECKYI0 Gasy 3aboneBaHms
(CyacTbIMU PE3NUCTEHTHBIMIA K TePanu GOKanbHbIMI MOTOPHBIMM MPUCTYNaMK
UM GoKanbHbIMU MOTOPHBIMY MPUCTYNAMK ¢ TpaHchopMaLmeit B GunatepanbHble
TOHUKO-KNOHMYecKue), Heobxoanmo npeanonaraTb passuBatoLumiica cuiapom HHE.
CuHapom 6e3 1abopaTopHOro NOATBEPKAEHNA: B CUTYALNAX, KOTAA

BO3MOXHOCTY MPUMEHEHNA APYTUX METOZI0B ANATHOCTUKM OFpaHyeHb

(B CTpaHaX C OrpaHNYEHHbBIMIN ANATHOCTUYECKIMM BO3MOXHOCTAMM), ANArHO3
MUNENCUM ¢ FeMUKOHBYNbCUBHBIMI NPUCTYNAMU U FeMURTIETUEil MOXHO
npeanonaratb 6e3 npoBeaenua 33 B cnyyanx, 0TBEYalOLLMX BCem 0643aTeNbHbIM
KNUHUYECKUM KpUTEPUAM, NPY OTCYTCTBUN KIIMHUYECKUX KPUTEPUEB UCKNIOYEHNA
1 HACTOPAXUBALLMX NpU3HaKoB. O4HAKO NPoBeAeHMe HelipoBU3yanu3aLum
(komnbtoTepHaa Tomorpadus, MPT) TpebyeTca AnA CKNIoueHNa Apyrux npuumH
3aboneBaHuA.
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M co3JaeT yrpo3y BKinHeHus [176]. MP-crnexkrpocko-
mus (B TeX Caydasx, KOTJaa 3TO UCCeIoBaHue IIPOBO-
IUJI0CH) IEMOHCTPHUPYET CHUKEHME YPOBHSA N-alleTh-
nacnaprata (NAA) 1 HEOOIbIIIOE ITOBBIIIICHUE YPOBHS
JIaKTaTa B mopaxxeHHoM Ttonymapuu. Ha 8—15-i1 neHp
ITOCJIe KyITMPOBAHUS SIMUICTITUIESCKOTO CTaTyca IIUTO-
TOKCHUYECKUI OTEK YMEHBIIIACTCS B COUETAHUU C HOP-
MaJm3anuein uamepsieMoro Koadduuumenra nuddy3un
Ha M300paXXeHUSIX C IMOCIEAYIOMEH TMIepUHTCHCHUB-
HOCTBIO B pexume T2, ¢ IporpeccupymomnM YMEHbIIe-
HUeM o0beMa BelllecTBa Mo3ra (aTpocdueii). B reueHue
1 Mec cTaHOBUTCH SIBHO BUAHA aTpO(us MOPaKeHHOTO
monyimapusi. YacTo BBHISIBISETCS THIIIOKaMIIaJIbHBIA
ckiepo3s [180].

lenemuueckue uccaedosanus u dpyaue memoodst uccne-
doganus. Pe3ynbraTel TeHETUIECKUX MCCICIOBAaHM, KO-
aryJiorpamMma, MeTaboandeckue, MH(PEKIMOHHBIC U M-
MYHHBIE MCCJICIOBaHMSI OOBIYHO HE BBISIBIISIIOT HAPYIIICHUI
[176, 182].

Hughgpepenyuansroiii duazro3 BKITIOYAET IPEXIE BCETO
dpyeue snurenmu4eckue CUHOPOMbL:

1. Cunopom Jlpase neGloTHpyeT B MIIAIEHYCCKOM BO3-
pacTe ¢ IJIUTEJbHBIX TeMUKIOHNIECKUX IIPHUCTYIIOB
B KOHTEKCTe (DeOPUIBHBIX 3a00JIeBaHUI C BO3MOX-
HBIM pa3BUTHEM TPaH3UTOpPHOTO mapesa Tomma. Om-
HaKO IBUTATEIBHBIN Oe(UIIUT (reMumapes) Imperep-
neBaeT oopaTHoe pa3BuTUe, U TUNMYHLIE 111t HHE
HapyueHuss Ha MPT oTcyTcTByIOT.

2. Cundpom LlImypee— Bebepa MOXeT HeOIOTPOBATS C SITH-
JICITUIECKOTO cTaTyca (hOKATbHBIX MOTOPHBIX IIPH-
CTYIIOB, OMHAKO MMEIOTCSI XapaKTepHBIE KOKHBIC M3Me-
HeHust, u MPT neMoHCTpUpyeT TUIIMYHbBIE U3MEHEHMS
IIJISI TAHHOTO CMHAPOMA, TTI03BOJISIIOIINE ITOATBEPANTD
JIaTHO3.

3. Dnyegparum Koxcesnukosa—Pacmyccena nedOTUpPYET
C OMHOCTOPOHHUX (DOKATBHBIX MOTOPHBIX ITPHCTYIIOB,
OIIHAKO MPOTrPeCCUPOBaHNE 3HAUUTEIBHO 00JIee MeI-
JICHHOE, SIMICNTUYSCKUM CTaTyC (DOKaJIBHBIX IIpH-
CTYIIOB HAOII0HACTCS HA MO3MHUX CTAIMSIX U B CIyJae
ero pa3BUTHUS UMeeT OoJjiee cTovikuit xapakrep. MPT
MOXET ObITh B HOpME B J1e010Te ITPUCTYIOB WU BBISIB-
JIIeTCS JIeTKast aTpodus B MHCYIIIPHOM 00JIaCTH ¢ AajTb-
He¥ei TpancopMmalueil B poKaabHble U3MEHEHUS
0eJIoro BelleCTBa ¥ reMUaTpo(duio — yepe3 HeCKOJIBKO
MeCSIIeB WIH JIET.

4. Dnusenmuueckuii cmamyc @oKarvHbIX GedpUIbHbIX
npucmynos8 uau OKaNbHblll SNUAeNMUHECKULl cmamyc
dpyeoli smuoaoeuyt MOXeT COITPOBOXAATHCS PA3BUTHEM
mape3a Tomma, KOTOpBIil B TAITAYHBIX CIy4dasix IIpeTep-
reBaeT oOpaTHOE pa3BUTHE B TeueHUe 24 4.

Jlpyeue 3ab6oaesanus:

1. MeHMHTUT U 3HLE(aTTUT.

2. [eMopparnyeckuii WM UIIeMAYECKNUI MHCYIBT.

3. POLG- mim MELAS-accouunpoBaHHbIE MUTOXOH I~
puajbHble 3a00JIeBaHUSI.

3akmouenne. UneHtTudukauuss 30uiIenTUIECCKOTO
cuHApoMa (B TeX CIIydJasx, KOrJa 3TO BO3MOXKHO) OUYEHb
BaxKHa, TaK KaK MOXET OIIpeAe/IsITh HAaIlpaBJICHUE T1arHO-
CTUKM U JISYCHMSI, a TaKxKe MPpOoTrHO3. CHHIPOMAaJIbHBII
JIMarHO3 OCHOBAH Ha KJIMHUKO-3JIeKTposHIIehamorpahu-
YeCKOM ITOAXOME; I TUATHOCTUKU OOJIBPIIIMHCTBA OITH-
CaHHBIX BHIIIE CHHIPOMOB TPeOyeTCsT 00s13aTeIbHBIN THUIT
(TUIIBI) TIPUCTYIIOB U YaCTO — 00sI3aTeIbHBIC XapaKTepH-
cTUKY MHTepuKTaiabHoi DT [Ipenmonaraemslii nmarHos
(mrarHoCTHYeCKas TUIIOTE3a) BaxkKeH [Tl BBIOOpa afeKBat-
Horo D3I '-uccnenoBaHus ¢ LEbIO MOATBEPKACHUS JUar-
HO3a, BKJI0Yasl 3aIIMCh OOAPCTBOBAHUS U CHA, C ICIIPHBa-
LIMei CHa, JJIATENIbHBIN BUae0o-DD [ -MOHUTOPUHT.

3amch BBI Bo cHe HeoOXOMMa TSI BRISIBIICHMST 00~
3aTeJbHOTO narrepHa DO mpu HEKOTOPBIX CUHAPOMAX,
takux Kak CJII' u DP3D co cnalik-BOJIHOBOM aKTHBALIEH
Bo cHe. [TonpoOHast ceMHOIOrus IIPUCTYIIOB, OCHOBaHHASI
Ha JaHHBIX aHaAMHe3a 3a00JIeBaHMs, MIO3BOJISIET TMArHO-
CTHPOBATh MHOTHE THUIIBI IPUCTYIIOB 0€3 perucTpalnu
UKTanbHOI DI, ogHaKo MpU IMArHOCTUKE HEKOTOPBIX
CHMHIPOMOB MKTaibHas1 DI HeoOxommma (HaAIpuMmep,
IIPY IIPUCTYIIAX SMUICTITUYSCKUX ITafeHU).

Bo MHOrMX, 0MHAaKO HE BO BCEX CAyYasX MIACHTU(DM-
Kalisl CUHIPOMA YKa3bIBaeT Ha BEPOSITHYIO STUOJIOTHIO.
DTO MO3BOJISIET BBIOPATh METONBI MCCIECIOBAaHUS C Hau-
0oJIblIE NTMarHOCTUYECKOM LIEHHOCTBIO C LIEJbI0 MUHU -
MM3aIK JMCKOoMGOopTa WIS TalMeHTa 1 MUHAMAIBHOTO
MMPUMEHEHUSI MHBAa3MBHBIX METOMMK, a TaKXe C IIeJIbIO
YCTAaHOBJICHMS CICII(DUISCKOTO TMArHo3a ¢ IIPUMEHEHM -
€M IMarHOCTUICCKMX ITOAXOI0B, MMEIOIINX ONITUMAIEHOE
COOTHOIIIEHWE CTOMMOCTB/3(hGeKTUBHOCTD. Crienudu-
YeCK1e COMYTCTBYIOIINE 3a00IeBaHUS TAKXKE KOPPETUPY-
0T €O CIENN(PUISCKUMHU STWICIITUICCKIMY CHHAPOMaMMU;
TaKM 00pa3oM, UICHTU(UKALINS SIS TUISCKOTIO CHH-
JIpoMa MOXET CITOCOOCTBOBATh UX 00Jiee paHHEMY Pacio3-
HaBaHMUIO U JiedeHUI0. B KoHTeKCcTe criennduyecKoro
SIUJICTITUYECKOTO CUHIPOMA Pa3BUTHE COITYTCTBYIOIINX
HapyIIeHU UMeeT OTPOMHOE 3HaYeHHE, TaK KaK OHU MO-
TYT YXyAIIaTh Ka4eCTBO XM3HU MalleHTa B OOJIbIIEH CTe-
IIeHU, 9eM MIPUCTYIbl. B HacTosIIee BpeMsT OSIBIISIIOTCS
HOBBIC 3(D(EKTUBHBIC METOABI TAPTeTHOI Tepalnu, Ha-
MIPaBJICHHOM Ha CITeU(pUIECKYI0 3THOJIOTHUIO 3a00J1eBa-
HHS, 1 COBPEMEHHbIE KIIMHUYECKNE MCCICI0BaHUS IPU
SIUJICTICUY HalleJICHBI Ha JIeYeHUE CITeIIM(PUISCKIUX CUH-
IpoMOB. B To BpeMs Kak HEKOTOPBIE CHMHIPOMBI TECHO
CBSI3aHbI CO CIEIN(PUIECKUMU STUOJIOTHIECKUMU (PaKTO-
paMM, IpyTre acCOIMUPOBAHBI C TETEPOreHHOM 3THUOJI0-
ruyeckoi rpymnmoit. HecMoTpst Ha 1IMPOKO IpU3HAHHBIE
KIMHUKO-3JIEKTpo3HIIedamorpapnyecKrie XapaKTepuCcTUKI
SIIIESTITUIESCKUX CUHAPOMOB, 3BOJIIOILNIO W IIPOTHO3 CUH-
APOMOB II0-TIPEXKHEMY TPYIHO TOYHO IIPEOOIIPEACIUTD,
M 9aCTO DBOJIIOLMS Y IIPOTHO3 3aBUCAT OT JISXKAIIIEi B OCHO-
Be 3a00J1eBaHUs 3THOJ0rMU. B HacTosiee Bpemst ObicTpoe
pa3BUTHE TCHETUKI, IMMYHOJIOTHIN 1 HEMPOBU3YaIM3ALIHH,
BEpPOSITHO, MPUBEAET K JaJbHellell naeHTu(uKaIumu
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CUHIPOMOB CO CIlel(pUIYECKON STUOJIOTUEI, U 3TO T0-
3BOJIUT IIPOTHO3UPOBATh OTBET ITAIIMEHTOB Ha CIIeI(u-
YeCKME METOMIBI JISUYCHUSI, a TaKXKe MACHTU(DUIIMPOBATH
HOBBIC CIIEU(PUICCKIIEC METOOBI JICUYCHNSI, OCHOBAHHBIC
Ha TeHeTUYECKMX MEXaHM3Max M MaToreHe3e 3a0oeBa-
Hus. [IpuMeHeHne TepaleBTUIeCKUX ITOIX0A0B, MUIIIE-
HBIO ST KOTOPBIX SIBIISIIOTCS IIPUBOISIINE K SIMIETITO-
reHe3y HelpoOuoJornyeckue OCHOBBLI 3abojieBaHUS,
MOXET 3HAYUTEJbHO OOJIErYUTDh TSIKECTh 3a00JIeBaHUS
U €r0 OCJIOKHEHUI B IICJIOM U TSLKECTh TeUCHUS SITHJISII-
TUYECKHX IIPUCTYIIOB.

Xopolo u3BecTHO, 4T0 HekoTopble ADII Moryrt
B OIIpeIe/ICHHBIX CITy4yastx BBI3BIBATh arrpaBamuio. Hampu-
Mep, OJIOKATOPHl HATPMEBBIX KAHAJIOB MOTYT BBI3HIBATH
arrpasauuio mpu MHorux popmax UI'D. Kpome Toro, He-
kotopbie ADIT 3¢ heKTUBHBI B OTHOIIIEHUM HECKOJIBKUX
TUIIOB MPHUCTYIIOB, TAKMX KaK a0CAHCHI 1 TeHEPaIM30BaH-
Hbl€ TOHUKO-KJIOHUYECKUE MPUCTYIILI. TakuM obpa3oM,
paHHSSI UISHTU(PUKAIIS CUHAPOMA MO3BOJUT BHIOPATH
OITUMAJIBHBIC METO/IBI JICUCHUSI, KOTOPHIE ¢ HAUOOIbIIIEH
BEPOSITHOCTHIO IIPMBEIYT K CKOPEHIIEeMy JOCTIKEHUIO
KOHTPOJISI Hall IPUCTYIIAMU U IIPEAOTBPAIICHUIO TTOSBIIC-
HUS IpYTUX TUIIOB IPUCTYNOB B paMKax BO3MOXHOM 3BO-
JIIOIAY CIEHMMUISCKOTOo CHHAPOMA.

TouyHOe ycTaHOBIEHUE AMATHO3a SMIICTITUYECKOTO
CHHApPOMaA YacTO JaeT MH(POPMAIINIO O ECTECTBEHHOM Te-
yeHuHU 3a00JieBaHUS U BEpOSITHOCTU pemuccun. Hekorto-
pble CUHIPOMBI SIBJISIOTCSI «CaAMOJIMMUTUPOBAHHBIMU»
C TeYCHNEM BpeMeHH (BO3pacT3aBUCUMBIMU). B 3THX City-
YastX MOXHO YCIIOKOUTD YWICHOB CEMbH, YOSIMB UX B 0J1a-
TONPUSTHOM OTIaJIEHHOM IIPOTHO3¢ 3a00JIeBaHus, a TaK-
Xe M30ekaTh Ype3MepHOM miuTenbHol Tepanuu ADII
W HEHYKHBIX TMarHOCTHYECKUX Meporpustuii. HampoTtus,
npyrue cuaapoMsl, Takue Kak CJIT, HHE-cunanpom nimn
FIRES, nmeiot 3HaUUTEIEHO MeHee OJIarONPUSITHBIN MPo-
rHo3. B aTux ciyyasx ¢ ne6iora 3aboaeBaHMsI Mpearnoa-
racTcsl BO3MOXHOCTD €ro HeOJIarOIpPHUSITHOTO Pa3BUTHS,
B TUIIMYHBIX CIy9asIX — Pe3UCTEHTHOCTD K TepaIliu, IIpo-
JTOJDKEHME TIPUCTYIIOB B TeUCHUE BCel XKM3HU 1 He0JI1aro-
MIPUSTHBIC TTOCIEACTBUS IJII pa3BUTHS. B aTmX cirydyasix
MOTYT IIPUMEHSITBCSI 00JIee arpeCCUBHBIE TEPAIIEBTUIECKIIC
ITOIXOBI, IO PETYJISIPHBIM KOHTPOJIEM, C IIEIbIO YIyd-
meHusT (PyHKIIMOHAJIBHBIX BO3MOXHOCTE M KadyecTBa
xku3HU. OMHAKO HEOOXOAMMO ITOHUMATh, YTO METOIBI JIe-
YeHHS TPU 3TUX CUHAPOMAX 9acTO OTPaHUYCHEI, BEIOOD
HamOoJIee ITOAXOASIIETO IperrapaTa He BCceraa SICeH Ha 0C-
HOBaHUM PE3YIbTaTOB JHOCTYITHBIX B HACTOSIIEE BpeMsI
HUCCIICIOBAHUM, a TIOJUTEPAITNS MOXET YBEIUIUTh PUCK
MMOOOYHBIX 3 (HEKTOB WIIM B HEKOTOPHIX CIIy4asxX BBI3BATh
arrpaBallMio IIPUCTYIIOB. MHOTMM ITallUeHTaM C 3TUMU
CHHAPOMAaMU MOXET ITIOMOYb YIACTUE B OYIYIITNX KIIMHU-
YeCKHX MCCIIeIOBaHMSIX HOBBIX TIperapaTroB. HekoToprie
CHHAPOMBI, TaKHe KaK 3IMUICIICUS ¢ MUOKJIOHNIECKUMU
abcaHCcaMM, SIMWICTICUS] ¢ MUOKJIOHUEH BeK, MUOKJIOHU-
yecKku-aToHndeckas srvericus u 9PD-CBAC, He cooT-

BETCTBYIOT IIOJTHOCTBIO KPUTEPHUSIM CAMOJIMMUTHAPOBAHHOM
(Bo3pacT3aBUCUMOI1) anuiercuu wim DPD; HampoTus,
MX DBOJIIOLIMSI HEAOCTAaTOYHO sicHA. [IporHo3 Bapuabeab-
HBIA, KaK B OTHOIIICHUY PEMUCCHH ITPHCTYIIOB, TaK U B OT-
HOIIEHUY KOTHUTUBHBIX DYHKITNI 1 TICUXTIECKIX OCIOXK-
HeHuii. [Ipu 3TUX 3a00J1€eBaHUSIX OIPEAEIsIeTCS CIIEKTP
TSDKECTH KOTHUTUBHBIX U IICUXUYECKUX HAPYIICHUI — MH-
TeJUIeKTyaJIbHasI HEIOCTaTOYHOCTh, BAPBUPYIOIIAsl OT JIeT-
KO 10 TSDKEJIOM CTENECHU, B COYETAHUU C PA3IMYHOM CTe-
MEHBIO TSKECTU HEBPOJIOTUYECKMX HAPYIICHUI, MOXET
BCTpeYaThCs B 1e0I0TE 3a00JIeBaHUS WK (POPMUPOBATHCS
10 Mepe ero pa3BuTus. MHorma maxe mpu mpeKpaiiecHIn
MIPHCTYITOB HEBPOJIOTUIECKIUE MOCIICICTBIS COXPAHSIIOTCS.

Kax ommcanHo BbIIIIe, HEKOTOPBIE CHHIPOMBI C TEUEC-
HHEM BpeMEHHM MOTYT IIpeTePIIeBaTh 3BOIIOIUIO B IPY-
rue, HannpuMep B3D-BII moxeT TpaHcopMupoBaThCs
B B3D-LITC, a B39-IITC — B DPB-CBAC. Bto nipearo-
JIaraeT BO3MOXHYIO HEHPOOMOIOTNIECKYIO CBI3b MEXKIY
cuHApoMaMu. B Hacrosee BpeMsi HEM3BECTHO, TTOYEMY
y OOJIBIIIMHCTBA ACTEi UMEETCS TOJIBKO OTUH SITMJICIITH -
YeCKUiI1 CHHAPOM, B TO BpeMsI KaK B APYTUX CIIydasix Ha-
Omopaercs 3BosroLus cuHapoMoB. [TonoOHast aBoTIOL S,
BEpPOSATHO, CBSI3aHA C JIEXXAIIMMU B OCHOBE HEMPOOMOI0-
rudecKuMHu pakropamu. Korma pe3yabraTsl OyayIInx UC-
CJIEJOBaHUN OOBSACHSAT JieXAallUe B OCHOBE MPUYUHBI,
OyIeT BO3MOXKHO 0o0Jjiee TOYHO OIpPeNeuTh MaLeHTOB,
Y KOTOPBIX BBISIBJICHHBIN SMWJICIITUYESCKUAIN CUHIPOM
B TaJIbHEHIIIeM He OyIeT MporpeccupoBaTh B IPYyTrUe CUH-
IPOMBI. DTO MpUBEACT K N3MEHEHUIO TePAIIeBTUUSCKUX
ITOIXOIOB HAUMHasl C eOroTa srmwternicun. MneHtudukarmst
0MOMapKepOB MOXET IMPUBECTU K CO3MAHUIO METOIOB,
ITO3BOJISIONINX IIPEIOTBPATUTD SBOJIIOLINIO CHHIPOMOB.

Haubonee 3HauMMbIM HO30JI0TUYECKUM U3MEHEHUEM
B KJIacCU(UKALIMU CUHIPOMOB JIETCKOTO BO3pacTa SIBJIsI-
€TCsI BBEIICHNE TePMIHA «BO3paCcT3aBUCUMbIC (DOKATIBLHBIE
SIUJIETICUN» (paHee M3BECTHBIE KaK «I00pOKaYeCTBEH-
HBIE», WJIU «UINONATUYECKUE» , DOKATBHBIE SITUJIETICUMN ),
a Takxe «cuHapoma DPD-CBAC» (sHUEDanonaTus pas-
BUTHUS W/WIN SIUJICIITUYECKAs CO CITaiiK-BOJHOBOI aK-
TUBALIMEl BO CHE), KOTOPbI paHee UMeJl HECKOJIbKO Ha-
3BaHuii (cuHapoM Jlanmay—KiteddhHepa, snunentiyeckast
SHIIe(AJIONATHS C TIOCTOSHHOM MPOIOIKEHHOM ITMK-BOJI-
HOBOIT aKTUBHOCTBIO B MemieHHOM cHe) (A.T. Berg u co-
aBT., 2020).

Homenxnatypa B3®D/] (Bo3pacT3aBucumbie (poKab-
HBIE SIMWICTICUM JSTCTBA) ObLIa BRIOpaHa ISl OTPaKCHUS
KJTIOYEBBIX IIPM3HAKOB €CTECTBEHHOTO TEUCHUS 3a00/IeBa-
HUS 1 KIMHAYECKOro heHoTna. TepMuH «100poKavyecT-
BEHHBIC» HEJIb3d CUMTATh BEPHBIM, TaK KaK MHOTHE ACTH
WMEIOT KOTHUTHUBHBIE W TICUXMIECKHE COIYTCTBYIOIINE
HapyieHus. JIJIs KaXXmoro CMHApoMa IMpuMeHsieMast Ho-
MEHKJIaTypa OTpaXkaeT OCHOBHBIC (DEHOTUITMIECKHE ITPH-
3HAaKM, TaKWe KakK IIEHTPaJIbHO-BHCOYHBIC CHANKHU
npu B3D-1ITC, BereratuBHbBIe pucTynbl Tpu B39-BI1,
CEMMOJIOTUS TIPUCTYIIOB M DD '-TIpU3HaKM, YKa3bIBAIOIINE
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Ha IIPOMCXOKICHNUE ITPUCTYIIA U3 3aThIJIOYHBIX JOJICH, TIPH
J13D-311, dboronnaypoBaHHbIe (DOKATEHBIE CEHCOPHbIE
3pUTEIbHBIC TIPUCTYIIBI M TeHETUYECKAas IIPeIpaciono-
XeHHOCTh — npu P33D. AHamornyHo TepMuH DPD-CBAC
00BEIUHSACT 2 OCHOBHBIX KOMIIOHEHTA: PErpecc KOTHU-
TUBHBIX (PYHKLMI U XapaKTepHbIii DO -maTTepH.

TepmuH «cruHapom JIeHHoKca—IacTo» ObLT COXpaHEH,
TaK KakK 3TOT IMAaTHO3 IIPEAOCTABIISICT MAIIMEHTY MHOXKE-
CTBO JIBI'OT, BKJIIOYasd MEIULMHCKYIO ITIOMOLLb U METOIbI
peabumTanvy. 3aMeHa TepMUHA IIPUBEIET K TOMY, UTO Ta-
LIMEHTHI HE CMOTYT MOJIb30BaThCsI STUMU JIbroTamu. Kpo-
M€ TOTrO, 3TOT CHUHIPOM OXBaThIBAaCT MHOXECTBEHHEBIC
THUIIBI IIPUCTYIIOB 1 pa3IMIHBIC STHOJIOTHYECKIE (DaKTOPHI,
KOTOPBIE HE CMOXET BMECTUTh 00JIee y3KOe Ha3BaHUE CUH-
IpoMa.

Wcnonbs3oBaHue 0ojice YeTKOM TEPMUHOJIOTUU, HaA-
MIPSIMYIO OTpasKaloIeii CEeMHOJIOTHIO IIPUCTYIIOB, B paMKax
HOBOI KJTacc(PUKaLIMY HalleJIeHO Ha 00JierdeHre TOUHOM
MUAarHOCTUKY — JJIS CIIELIMAICTOB B 001aCTH MEANIIAHBI,
U 3a00ThI 0 pebeHKe C AMUIIeTICUeil — IJIS1 YWIEHOB CEMbMU.

Chnucok aumepamypol HAX00umcs 6 pedaKuyuu u npe-
docmaensemcst no mpebo8aHur.

Yactb IV. Knaccudmkauusa n pecpuHumuyma

aNunenTUYeCKUx CUHAPOMOB C Hayanom

B pa3Hble BO3pacTHble nepuofabl

B manHOM pasmeinie MpenacTaBiIeHbl MICTITUICCKIE
CHHAPOMBI, TIPX KOTOPBIX I€OIOT HE CBSI3aH C OIpeaeeH-
HBIM BO3pacToM (BO3MOXEH B pa3IMYHBIE BO3PACTHHIE
nepuonbl) (K. Riney u coasr., 2021).

DnunenTuIecKre CHHAPOMBI C IEOI0TOM B pa3InIHbIC
BO3pacTHBIE TIEPUOIBI MOXKHO PA3NC/INTh Ha TPYIIIIHL:

1. Cundpombi eenepanu306anHoll snuiencuy ¢ TIpeAIIoNa-
raeMoit monureHHoi stmoyiorueit — MUI'D: HOAD,
IOMO u BI'CII. Bce 31 hOpMBI BHIIETIEHBI B OTAEIb-
HBII pa3men, ITOJIHOCTHIO MOCBsImeHHbI UT'D.

2. DokanvHole snusenmuyeckue CUHOPOMbL C TCHETUIECKOI,
CTPYKTYPHOU WIX CTPYKTYPHO-TE€HETUYECKOMN 3TUOJIO-
THEIA: TMTICpMOTOPHAsI SIICTICHSI, CBSI3aHHAS CO CHOM,
ceMeliHast (hoKalbHAsI SMUJICTICUS C BapuadeIbHBIM
oKyCcoM, AMUIIETICHSI CO CITYXOBBIMU IIPUCTYIIAMU.

3. Cundpombl snunencuu, umerouiue 4epmol QOKANbHOU
U 2eHepanu308aHHOl, C TIOJIMICHHOMN 3TUOJIOTHEIA: SITH -
JISTICUSI C TIPUCTYIIaMM, BEI3BAHHBIMU YTCHUEM.

4. Ipynna DP3: mporpeccupyoIie MUOKIOHUYECKHE
smuerncuu (IIMD3).

5. Dnunenmuyeckue cunopomol co cheyupu4eckoil 3muo-
JAoeueli: Me3vajibHasI BUCOYHAs SITMJICTICHS C THII-
IMOKaMIaJIbHBIM CKJIEPO30M (NMIPUHUMITHAIBHO, YTO
nmaHHas hopMa UMeeT IMPHUOOPETEHHYIO STHOJIOTHIO)
u sHedamut KoxeBHnkoBa—PacMycceHa (MMMyHHAsS
STHOJIOTHS).

"TIpuMeyaHue aBTOPOB.

XoOTs B TaHHOM pa3zesie UCTIOIb3yeTCsT yKa3aHHasI BbI-
1IIe TPYIITPOBKA CHHAPOMOB, CTOUT OTMETHUTD, YTO OIIpe-
JIeJICHUE TPYIIIIOBOM MPUHAIICXKHOCTU CUHIPOMA MOXKET
OBITh Oosee rmokuM. Hanmpumep, sHuedamut KoxeBHu-
KoBa—PacMycceHa, HEKOTOPBIC ClTydar SIUJICIICUU C TH-
IIepMOTOPHBIMU MPUCTYIIAMH, CBSI3aHHBIMH CO CHOM (Ha-
mpuMep, Tipu MyTtanusx B rene KCNT1), m HEKOTOpbIe
MALMEHTHI C ME3UAJIbHON BUCOYHOM SMUJIECTICUEN C TUTI-
ITOKaMIIATbHBIM CKJIEPO30M MOTYT OBITh OTHECEHBI K TPYII-
ne DP3D, Tak Kak Npu 3TUX 3a00JeBaHUSIX UMEIOTCSI He-
BPOJIOTUYECKUE M KOTHUTUBHBIC HAPYIICHUSI, CBSI3aHHBIC
KakK C TUOJIOTHEH 3a001eBaHUsI, TaK U C SIMIICTITUICCKIM
MpoLIeCCOM. DNMIENTUYECKUEe dHIedanonaTud MOTYT
WMETD JIMIIb TPAaH3UTOPHBIN XapaKTep, HallpuMep IIpe-
KpalaTbCs B Pe3yJIbTaTe XUPYPruiecKoro JICUCHUs Ipu
Me3MaJIbHOM BUCOYHOM SIMMIICTICUU C TUIIIIOKAMIIAIBHBIM
ckiiepo3oM. CXOTHBIM 00pa3oM B HEKOTOPBIX CIyJasx
TIMD MoryT uMeTh KapTUHY FeHepaJIM30BaHHOTO SITUIIETI-
TUYECKOIr0 CUHIPOMA B HadaJie 3a00J1eBaHsI, HEOTIMIM -
moro ot FOMDB. CnenoBaTenbHO, MO3ULIMS B KiIacCUPU-
KAl CHHIPOMOB SITMIIETICHH, TIPOSIBJISTIOIIIXCS B PA3HOM
BO3pacTe, MOXET 3aBUCETb OT KIMHUYECKOU IBOIOLNHU
Y KOHKPETHBIX ITAIlUEHTOB.

Homenkiratypa Kaxmoro CMHAIpOMa, IIpeacTaBICHHAS
B JaHHOM pasjeiie, Oblia epecMoTpeHa TakK, YTOObI Bbl-
OpaHHOE Ha3BaHME OTpaxajlo KJIYeBble OCOOCHHOCTU
KJIIMHUKO-3JIEKTpOodHIIeanorpadpudeckoro ¢peHoTUuIia
(HammpuMep, 00s13aTeIbHBIN TUIT IIPUCTYIIOB) U/ WU STHO-
JIOTHIO, €CJIM 3TO BAXKHO IJIST IMAaTHOCTUKY CHHApoMa. Tax,
Ha3BaHNE CUHIPOMA OTpaxkaeT XapaKTEPHBII TUIT IIPUCTY-
noB nipu FOAD, FOM3, BI'CII, snuaerncum ¢ rurnepMo-
TOPHBIMM ITPUCTYIIAMH, CBI3aHHBIMU CO CHOM, SITUJICTICU
CO CIIyXOBBIMHU MPUCTYIIAMM, ME3NATbHON BUCOYHOM 3111 -
JICTICUY C TUIIIOKAMITAJIBHBIM CKJIEPO30M, SIIIICIICUN
C IPUCTYINaMU, BbI3BaHHBIMU YTeHreM, 1 [IMBD. Ha3panne
«ceMeliHag oKalbHasI SMUJIENICUS C BapruabdelbHBIM (o-
KyCOM» OTpakaeT CeMeMHBII XapakTep JTaHHOTO (poKajb-
HOTO 3MWIEIITUIEeCKOro cuHapoma. Hecmorps Ha oTkas
OT WCITOJIb30BaHMSI CUHAPOMOB, Ha3BaHHBIX B YECTh OT-
IEJbHBIX JIAL, HOMEHKIIATypa «3HuedammT Pacmyccena»
(B Hamreit ctpane — sHuedanuT KoxeBHukoBa—PacMmyc-
ceHa’) 6bl1a coxpaHeHa. OCHOBaHMEM I BEIGOpa Tep-
MUHa «3H1edamut PacMyccena» BMecTo «cuHapoMa Pac-
MYCCEHa» SBJIAETCSA IpeoldiIagaHue 3TOro TepMUHA
B OITyOJIMKOBAaHHOM JIUTEpaType.

CHMHIPOMBI reHepPATM30BAHHOM SIMUJIETICHH C TIOJIATeHHOI
atuosorneii. Immonarmyeckas reHepaM30BaHHAS SMHIETICHS
(D). K Hanbomee yacTbiM (hopMaM T'eHepaIn30BaHHOM
SIWJIETICUY ¢ HAYAJIOM B ITOAPOCTKOBOM 1 B3POCJIOM BO3pa-
cte otHocsITCs 4 popmbl UTD: FOAD, OMD u OI'CIIT. UT'D,
Kak noarpyrma ['TD, BelAeneHa B OTACIbHYIO KATETOPUIO
B CBSI3M C 0CO0OI 3MUIEMUOJOTUYECKON 3HAUYMMOCTbIO
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YcTaHOBNEHHbIe NPUYMHBI FeHeTUYECKUX GOKaNbHbIX SNUNencuit:
« TUNepMOTOPHaA INUNeNncus, CBA3aHHaA o CHOM: MyTaLmu B reHax CHRNA4,
CHRNA2, CHRNB2, DEPDC5, KCNTT, NPRL2, NPRL3, PRIMAT;
« (emeiiHaA GoKanbHas nunencua ¢ BapuabenbHbIM Gokycom:
myTauuu B renax DEPDCS, NPRL2, NPRL3;
« ANUNeNcua co CNYXoBbIMU NPUCTYNami: MyTaLmu B renax LGlT, RELN, MICALT.

(monsa UT'D cpenm Bcex MaliMEHTOB C SMMUJIETICUEH BEICOKA
u coctaBisieT 15—20 %) u paccMaTpuBaeTCsl B OTAEIbHOM
paszere.

Cunzapomsl (hOKAJIbHOMH SMUIENICHA ¢ TeHEeTHIECKOI,
CTPYKTYPHOW WM CTPYKTYPHO-T€HETHYECKON ITHOJIOTHEN.
B rpymimy (hoKanbHBIX SIMIENTUISCKUX CHHIPOMOB C Jie-
OFOTOM B Pa3TMIYHOM BO3PACTe BKITIOYEHO HECKOJILKO CHHIPO-
MOB (TUITEPMOTOPHAsI SIWICTICUSI, CBSI3aHHASI CO CHOM; Ce-
MeliHast (hoKaTbHAsI AMUIIETICHS ¢ BapruadeIbHBIM (POKYCOM;
SIUJICTICHS CO CIYXOBBIMU IIPUCTYIIAMM), B KOTOPBIC BHE-
CEHBI UI3BMEHEHUSI 10 CPAaBHEHUIO C IMIPEABIAYIIIM OTICTOM
Komuccum JIurn (ILAE Commission reports) (A.T. Berg
U Cc0aBT., 2020).

B HacTosiee BpeMs B pe3yJibraTe rporpecca B o0Jia-
CTH HEMPOBU3yaIM3allM, TEHETUKM U 3JICKTPOdHIIe(a-
sorpacuu 1151 3TUX CUHIPOMOB TPEIJIOXKEH IIUPOKUI
CIEKTP BO3MOXKHBIX 3THOJIOTUYECKHUX (pakTopoB. B He-
KOTOPBIX CIydassX CHHAPOMBI MOTYT UMETb COYETaHHYIO
(CTPYKTYPHYIO M TEHETUYECKYIO) 3TUOJIOTUIO Oe3 Ccyllle-
CTBEHHBIX Pa3IMYU B X KIMHUKO-3JIEKTPO3HIIeDaIo-
rpaduyeckoil KapTuHe. BoimeneHbl TaTOreHHBIC Bapy-
aHTBI B psAAE T€HOB; IPU 3TOM MYTAllUM MOTYT OBITH
yYHacJeIOBaHHBIMU, de novo WIN ObITh BBI3BaHBI COMATH -
YeCKMMM ITaTOTCHHBIMU BapHaHTaMU.

Ha3zBanue cuHIpoMa «ayTOCOMHO-TOMUHAHTHAS HOY-
Hasl T0OHAas SIMIICTICUs» U3MEHEHO Ha «TUIIePMOTOPHAS
SIMJICTICHSI, CBSI3aHHASI CO CHOM», TaK KaK B HACTOSIIIEE
BpEMsI CTAJIO U3BECTHO, UYTO BJICKTPOKIMHUYECKAsT KapTH-
Ha CHMHIpPOMAa BKJIIOYAET XapaKTePHBIA TUII MOTOPHBIX
MIPUCTYIIOB, MPEUMYIIIECTBEHHO BO3HUKAIOIINX BO CHE;
OTHAKO OHU MOTYT HAYMHATLCS U BHE JIOOHOM TOJIH.

B nmnarHocTrke OONBIIMHCTBA U3 3TUX (DOKATBHBIX
SIUJICTITUYECKUX CHHAPOMOB ITOMOTAET XapaKTepHasi ce-
MMOJIOTHUS SIUICTITUYECKUX IIPUCTYIIOB.

TunmaHast ceMHOJIOTHSI TUIIEPKUHETUICCKIUX IIPUCTY-
OB, BOZHUKAOIIIMX BO CHE, IIPHU SITWICTICUM C TUIIEPMO-
TOPHBIMU MPUCTYIIAMU, CBSI3aHHBIMU CO CHOM, YU CEMHUO-
JIorust (POKaIbHBIX CEHCOPHBIX CIIYXOBBIX IIPUCTYIIOB ITPHU
SIUJICTICUN CO CIYXOBBIMU IIPUCTYIIAMM ITO3BOJISIET TIPEI-
ITOJIOXKUTH CUHIPOMAIBHBIN TMAarHO3 ¥ IIOMOTaeT HaIpa-
BUTh IMarHOCTMYECKUI TTOMCK Ha crielpuiecKue oodmac-
TH MO3Ta WJIM TeHEeTUYeCKNe HapylleHHs. JuarHocTuka
MHOTHX U3 3TUX CUHIPOMOB TpeOyeT TIIATEIbHOIO coopa
ceMeiHOoro aHaMHe3a. YKazaHue Ha 3a00JieBaHKE B CeMeli-
HOM aHaMHe3€¢ MOXET OTCYTCTBOBAaTb B CBSI3M C TAKUMU
(akTOpaMm, KaK HEIOJIHASI IEHETPAHTHOCTD, Bapruadeib-
HBIN BO3pacT ae0ioTa NpUCTYIOB, BapuadelibHasI TSKeCThb
U CEMMOJIOTHS TIPUCTYIIOB M HEBEPHO YCTaHOBJICHHBIN
IMarHO3 Y 00IbHBIX WieHOB cembu [10, 11]. I1pn Hanmmaun
Y HEKOTOPHIX WICHOB CeMbH (DOKATBHBIX IIPUCTYIIOB C CO-
XpaHEHHEM CO3HaHUs (HapuMep, CO CIYXOBBIMU CHM-
nromMamu, déja vu VIN TOJIbKO KOPOTKUX HOYHBIX MOTOP-
HBIX IPHUCTYIIOB) OHM MOTYT HE pacIeHUBAThCS KakK
SIUJICTITUYECKIE COCTOSIHMS, €CITU Bpad HEe MMeeT J0CTa-
TOYHOTO OITbITa. B HEKOTOPBIX CEMBSIX TOJIBKO ITOAPOOHOE
o0ceqoBaHMe BCeX OOIBHBIX C XapaKTEPHBIM KIIMHIYEC-
KUM (heHOTHUIIOM, DB -TaHHBIMU U JaHHBIMUA HEHPOBU-
3yalm3anuu (HampuMmep, 3a UICKIIOYCHUEM WICHOB CEMbH
C MPUOOPETEHHBIMHU CTPYKTYPHBIMH HapYIICHUSIMU T'O-
JIOBHOTO MO3Ta) B COYCTAaHUM C TCHETUYECKUMU UCCIIECIO0-
BaHUSIMH ITO3BOJIMT TOYHO YCTAaHOBUTH KIMHUYECKUI
JIMArHO3 CIIe(UIECKOro CeMeMHOro (hOKaJIbHOTO 3ITH-
JlenTudeckoro cuHapoma [12]. InarHoctuky (oKajibHOTO
SIUICTITUICCKOTO CUHIPOMA YCIOXHSIET TaKXKe TOT (haKT,
YTO MATOT€HHbIE MYTALIMU B OTHOM U TOM X€ T'€HE MOTYT
JIeXXaTh B OCHOBE Pa3HBIX (DOKAJTBHBIX AMIICTITUICCKUX
CHHIPOMOB (HAIIpMMeEp, MaTOT¢HHbIC BapUAHTHI B TeHE
DEPDC5 MOTYT OBITh BBISIBJICHBI KaK TP TUIIEPMOTOPHOI
SIWICIICUM, CBI3aHHOI CO CHOM, TaK U IIpU CEMENHOM

OTnuunTenbHbie NPU3HAKN FreHeTUYeCKMX, CTPYKTYPHbIX

U CTPYKTYPHO-TeHeTUYecKUX $poKanbHbIX Inunencuii ¢ gebrotom
B NOAPOCTKOBOM/B3POC/IOM BO3pacTe/B pa3nuyHbie BO3pacTHble
nepuoppb! (ILAE Guidelines, 2021)

[unepmoTopHas 3nunencua, cBA3aHHasA o CHOM

Bo3pact ne6iota (TunuuHblit): 2-e AecATUNETIE XKUHU.

KnuHnyeckne npusHakm: KOpoTKIMe rUMEPKIUHETUYECKIUe UK ACUMMETPUYHbIE
TOHUYeCKMe/ UCTOHNYECKIe MOTOPHbIE NPUCTYMbI BO CHE.

WntepuktanbHaa 33 oHoBaA MHTepUKTaNnbHas 331 06bIYHO B HOpMe.

Kak npaBuno, Ha 33T peructpupyiotca dokanbHble (06b14HO B N06HBIX 0TBEAEHMAX)
0CTpble BOJHbI WK CMAKI.

MeTozibl HelipoBu3yanu3auum: Hopma, pokanbHaa KopTUKanbHaa Aucnaasna

unm npuobpeTeHHan CTPYKTYpHaA NaTonorua.

CemeitHas ¢poKkanbHas Snunencus ¢ BapuabenbHbIM GoKycom

Bo3pact ebtota (TunuyHblit): 1-2- fecATUneTMe Xn3HU.

KnuHuyeckue npusHakm: GokanbHble MPUCTYMbI, CBMUONOTUA KOTOPbIX 3aBUCAT
0T NOKANM3aLMM KOPKOBOTO SNUNENTOrEHHOT0 0Yara U 0CTAETCA NOCTOAHHOI

Y KaXZO0ro naumeHTa.

VnTepukTanbHas III: poHoBaA MHTEpUKTanbHaA I3 06bIYHO B HOpMe.

MoryT pernctpupoBaTbCA GoKanbHble 0CTpble BOMHbI UK CNAIiKM.

Metonbl HelipoBu3yanu3aunm: Hopma uan GpokanbHas KopTUKaNbHaA AUCNa3uA.

3nunencus co CYXoBbIMM NPUCTYNaMm

Bo3pacr febtota (TunuyHblit): 1-2- AecATUNETHE XU3HN.

KnuHunyeckue npusHakm: GokanbHble CeHCOPHbIE NPUCTYMbI CO CTYXOBbIMY
cMMnTOMamMu 1/ unu GoKanbHble KOTHUTUBHbIE NPUCTYMbI C peLenTuBHOI adasueil.
VntepukTanbHas I GoHoBad uHTepuKTanbHad 33N 06bIuHO B Hopme. MoryT
perucTpupoBatbca dokanbHble (06bIYHO B BUCOUHDIX OTBEAEHIAX) OCTPbIE BOMIHBI
WIN CaiKu.

MeTozib! HeiipoBu3yanu3atum: 06b14HO B HOPME, ONUCaHbI CTyyan ManbhopmaLuii
KOpbI 33/iHeBUCOYHDIX 06nacTeil.
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(oKaIbHO 3MMIeTICUY C BapruabeabHbIM (oKycoMm). TTo-
3TOMY IMAarHO3 SMUJICIITUYECKOTO CHHAPOMA B CEMbE MO-
KEeT 3aBUCETh OT TOr0, UMEIOT JIX BCE WICHBI CEMbU OTUH
¢deHOTUIT (TMIEPMOTOPHAS SIMJIEIICHUS, CBSI3aHHAas
CO CHOM) WJIY Y pa3HbIX YWICHOB CEMbH BapruadeIbHas ce-
MMOJIOTHSI (POKATBHBIX IIPUCTYIIOB (ceMeitHast (hoKaabHast
STIUJIETICUS ¢ BaprabeIbHBIM (POKYCOM).

Tunepmomopnasn 3nuaencus, c613aHHASA CO CHOM
(I'9C), — cunapoM POKaITEHOM SIMIEIICUU, XapaKTep-
3YIOIIUICS CEPUIHBIM (KJIACTEPHBIM) TeICHEM MOTOPHBIX
IIPUCTYIIOB, BO3HUKAIOMMUX U3 cHA. [IpHUCTyIIBI MMEIOT
BHE3aITHOC HAyajio U OKOHYAaHHE, OOBIYHO KOPOTKHE
(<2 MHH), ¢ COXpaHEHNEM CO3HAHMS U CTePEOTUITHBIMU
TUTIEPKUHETUICCKUMHY WX aCUMMETPUIHBIMH TUCTOHU-
YeCKUMU/ TOHNICCKUMU MOTOPHBIMM TIPOSIBJICHUSIMU.
I'DC oxBaThIBaeT ClieayIOIMINE SMWICTITUUESCKIE CUHIPOMBI
TI0 TIPEABIIYIIUM KiacCUu(UKALMSIM: TUITHOTEHHAST HOUHAsI
ITapOKCHU3MaJIbHAsI TUCTOHUS—3ITUJICTICHST, HOYHAsI JIOOHAsT
SIUJICTICUST M ayTOCOMHO-IOMMHAHTHAsI HOYHAsI JIOOHAsI
SIUJICTICHS, 1 MOXET UMETh TeHEeTUUECKYIO 1/ WIH CTPYK-
TYPHYIO 3THOJIOTUIO. DTOT SMIICTITUICCKUN CUHIPOM,
0OCOOCHHO €CJIM B €r0 OCHOBE JIeXKaT CTPYKTYPHBIE Hapy-
IIEHUS TOJIOBHOTO MO3Ta WX CIIeU(PUISCKIe MyTallui
B reHax (Harpumep, KCNT1), MOXeT OBITh pe3UCTEeHTHBIM
K JICYCHUIO.

Dnudemuonoeus. Peakuii CMHIPOM, pacIpoCTpaHeH-
HOCTb HECEMEMHBIX CJIy4aeB BO B3POCJION MOITYJISILIAA CO-
crapisieT 1,8—1,9 Ha 100 ThIC. [13, 14].

Knunuueckasa kapmuna. ITpyucTyribl HAUMHAIOTCS B 00Ib-
IIMHCTBE CIyJaeB B IIEPBBIC 2 NECITUICTHS KU3HU, OOBIY-
HO B IOIPOCTKOBOM Bo3pacte (11—14 jer), omHako Bo3pacT
nebrora BapeupyeT oT 2 mec g0 64 ner [11, 13, 15, 16].
BroisiBneHo HebobllIoe MpeodaagaHue MaluueHTOB MyX-
ckoro nona [13]. HeBponormyeckuii ctaTyc 1 OKpy>KHOCTb
TOJIOBHI B HOpMe. [leprHaTanbHbBIM aHaMHEe3, paHHee pa3-
BUTHE Y KOTHUTUBHBIC (DYHKILIMU OOBIYHO B HOpMe. Of-
HaKO OITMCAHBI CJTyJar MHTEIICKTYaTbHBIX, IICHXUIECKIX
WIN TTOBEICHYECKUX HApYIIIEHUH TIpY JTaHHOM 3a00J1eBa-
Hun [17—19].

Teuenue 3abonesanus. TedeHUE MPEUMYIIECTBEHHO
cBsI3aHO ¢ aTHojorueii [13]. Y 6onbpnHCTBa MAllMEHTOB
HOPMAaJIbHBIM MHTEIJIEKT, JaHHbIE HeHPOBU3yaIM3alluN
0e3 HapylIeHui 1 nojryyeH otBeT Ha ADIT 1-it muuum [20].
Y mManmMeHTOB ¢ KOTHUTUBHBIMM HApYIIEHUSIMK, 09arOBBI-
MH HEBPOJOTMYECCKMMHU CUMIITOMAMH U aHOMAaJIUSIMU
CTPYKTYpPBl MO3ra IIpU HEHpOBU3yaIU3allNU, a TaKxkKe
IIPY BO3HUKHOBEHUU MPUCTYIIOB B 60APCTBOBAHUU MEHEE
BEPOSITHO JOCTUKEHUE CTOMKONM PEMHUCCHUHU IPUCTYIIOB
[13, 20]. Xupyprudeckoe JiedueHE SIUJICTICUM TIPU OITpe-
IeJICHHOM (CTPYKTYPHOI1) 3THOJIOTUM MOXET IPUBECTH
K MOJIHO PEMMCCHUM B paHee PEe3UCTEHTHBIX K JICUCHHIO
caydasx. Haumydmmii ucxom XupyprudeckKoro JIedeHUsI
ObLI IMOJYyYeH MPU YETKO OIpeaeIeHHOU CTPYKTYpHOM
STHOJIOTUH, OCOOCHHO MpPHU (POKATBHBIX KOPTUKATBHBIX
nuctnasusax (PKJIT) tuma I1b.

Xapaxmepucmuka npucmynos. ®oKaabHbIE MOTOPHBIE
IIPUCTYIBI C BRIPaXKCHHBIMU TUIIEPKUHETUICCKUMHU VUTH
ACUMMETPUIHBIMUA TOHMYECKUMU / INCTOHNIECCKUMU
MIPOSIBJICHUSIMH, OOBITHO C BeT€TATUBHBIMU CUMIITOMA-
MU (TaxuKapausl, TAXUITHOD, HApYIIeHWE PUTMA IbIXa-
HHS), BOKaIU3alneil 1 HeTaTUBHBIMU SMOILIMOHAIbHBIMU
MPOSBIEHUSIMMU, TaKUMU Kak cTpax [21]. Bo3amoxeH
ITOBOPOT T'OJIOBHI 1 TJ1a3. [MIIepKMHEeTHYeCKUE TBIKCHUS
BOBJICKAIOT IPOKCUMAJIBHBIC OTACIB KOHEYHOCTEH WIIN
aKCHUaJIbHBIC MBIIIIIIBI, BEI3BIBAsI HEPETY/ISIPHBIC TBUKE-
HUSI ¢ OOJIBIION aMIUIUTYAOM, TaKKE KaK IeIalupyIoline
IBVDKCHUS, pacKauMBaHUE, IIPBDKKHU, IBMKCHUS Ta30M
(R.S. Fisher u coasr., 2017). ®okanbHBIE MOTOPHBIC
MIPUCTYIBI MOTYT UMETh JIETKHE, €IBa 3aMETHBIC KITMHU-
YecKHe MpOosIBIICHUS (paHee Ha3BaHHBIC TAaPOKCU3MaIIb-
HBIMH TIPOOYXIEHUSIMH) WJIX MOTYT OBITh IIPOIOJIKI-
TEJIbHBIMU U CJIIOKHBIMU (TAKUMU KaK «3MUWIETITUYECKOE
HOYHOe XoxaeHue») [11]. ITaumeHT MOXET ONUCHIBATD
MpOosiBJIeHNUsI (POKATbHBIX CEHCOPHBIX MJIM KOTHUTUBHBIX
MIPUCTYIIOB B CO3HAHUHU 0 Pa3BUTHUSI MOTOPHBIX IIPOSIB-
neHuii. BoamoxxHa TpaHchopMauus ¢oKaabHBIX ITPU-
CTYNOB B OuJjiaTepajibHble CyJOPOXKHbIE TIPUCTYIILI [11,
13, 20]. Xotsa ong I'DC xapakTepHO BO3HMKHOBEHUE
MIPUCTYIIOB M3 CHA, IIPUCTYITHI B 00APCTBOBAHUM BCTPE-
yaorcsa y 27—45 % nalueHTOB B KaKOM-11M00 Iepuos
xus3nHu [11, 13, 15].

DII-uccaedosarnue. Dononass DDI" 0OLIYHO B HOPME.
B 6onpcTBoBaHny Ha DOT srmtenTrdopMHast aKTUBHOCTh
B 6osbminHCTBe (50—90 %) cnydaeB otcyrcTByeT [11].
Bo cHe nHTepuKTaNbHAS MUIENTU(GOPMHAsI AKTUBHOCTD
PETUCTPUPYETCs B IOOHBIX OTBEACHUSIX IIpUMepHO Y 50 %
mammeHToB [11]. Ha nkranpHOM B3I 4eTKo orpeneieHHbIC
WKTaJbHBIE TATTEPHBI MOTYT OTCYTCTBOBATh, MACKUPYIOT-
CsI IBUTATEJIbHBIMU apTedakTaMu, WA PeTUCTPUPYIOTCS
pa3psimbl OCcTpasi BOJIHA,/ IMK-BOJHA, PUTMUYHAST MEJICH-
Has aKTMBHOCTb WM nud@y3Hoe yromieHne (GpoHOBOMI
PUTMUKU B JTJOOHBIX OTBeeHUSIX. MOXKET perucTpupoBaThCst
IMOCTUKTAJIBHOE perMOHAIBHOE 3aMeUIeHNe. [T Te TbHbII
BUAc0-DDI-MOHUTOPUHT — HAMIYYIINIA METOMI IUATHO-
CTUKM, IIO3BOJISIIOILIWIA BBISIBUTh IIPUCTYIIBI C XapaKTePHOM
CeMHUOJIOTHEH, BOZHUKAIONIME M3 CHA, U MOATBEPIUTH
JIMAarHO3, 0COOCHHO B CJIyYasiX ¢ YeTKMMU MKTAJIbHBIMU
KoppensgtaMu Ha moBepxHocTHOM DI [IpumeHeHne nH-
Ba3UBHBIX 2JIEKTPOHOB (cTepeo-D3I) meMoHCTpHUpPYET
WUKTaJIbHBIC pa3psiIbl, KOTOPBIE MOTYT MMETh HAYaJIo B pa3-
JINYHBIX 00JIACTSAX TaKXKe W BHE JJOOHOI MOIU (MHCYJIO-
OIIePKYJISIpHAsI, BUCOYHAS M TEMEeHHasi Kopa) [21, 23—-25].

Heiiposu3zyanuzayus. OOBIYHO HE BBISIBIISICT HapyIlle-
Huit. MHorma oOHapy:KMBalOTCSl CTPYKTYPHBIE aHOMAJIUH,
yaire ®KJI, pexxe — mprodbpeTeHHbIE CTPYKTYPHBIE HApy-
IICHUS.

lenemuueckue uccaedogarus. DTUOJOTUS CUHAPOMA
MOXeT ObITb TEeHETUYECKOM, CTPYKTYPHO-T€HETUYECKOMI
Wi nproOpeTeHHoi. HeobxonuM moapoOHbIi ceMeHbII
anamues [20].


https://www.ncbi.nlm.nih.gov/pubmed/?term=Fisher RS%5BAuthor%5D&cauthor=true&cauthor_uid=28276060

IETCKOM
HEBPOAOT UM

[lnarHocTnyeckne KpuTepun ruNepMoTOPHOI NUAENCUM, (BA3AHHOI
o cHom (1'3C), no MpoekTy KNaccupmKaumm ANURENTUYECKNX CUHAPOMOB
2021 r. (ILAE Guidelines, 2021)

06s13aTenbHble KpUTepUU

JnunenTuyeckme NPUCTYNbI: KOPOTKIE GOKANbHbIE MOTOPHbIE MPUCTYMbI
CTUNEPKUHETUYECKAMY WY aCUMMETPUYHBIMI TOHUYECKUMU/ AUCTOHUYECKIMI
MPOABNEHUAMUY, BO3HUKAIOLLE MPENMYLLECTBEHHO BO BPEMA CHa.

Hacropaxusatowme npusHakm

Jnunentuyeckie NPUCTYNbl: NPUCTYNbI NPEUMYLLECTBEHHO B 60APCTBOBAHUM.

I3[ yacTble INUNenTHOPMHbIE pa3pazbl C TOKaNu3aLmeil BHe NOOHbIX 0TBEAEHMIA.
[eHepann3oBaHHble INUNeNTUGOPMHbIe pa3pAsbl.

Bo3pacr aebtorta: o 10 net unn nocne 20 ner.

Pa3Butue B fiebtoTe: CpefHAA UK TAXeNan yMCTBEHHaA OTCTaNOCTb.
HeBponoruyeckuii CTaTyc: 04aroBble HEBPONOTNYECKME CUMITOMDbI.

Kputepun uckniovenna

Jnunentuyeckie NpUCTynbl: NPUCTYNbI TOAbKO B 6oApcTBOBAHUM. MpUcTynbl
CreHepan130BaHHbIM Hauanom.

Bo3pact nebtora: o 2 Mec unu nocne 64 ner.

MPT He sBnAeTcA 06A3aTeNbHBIM METOLOM 1A YCTAHOBNEHMA AMArH03a, 0fHaKo
J0MKHA ObITb NPOBe/EHa C LiENbIo BbIABIEHIA STUONOMMN 3a60N1eBaHNA.
VikTanbHasa I He ABNAETCA 0643aTeNbHbLIM METOROM [NA YCTaHOBAEHUA AUarHO3a.
Cunapom 6e3 nabopatopHoro NoATBEPKAEHMA: B CUTYaLMAX, KOTAA BO3MOKHOCTH
MpUMEHEHIA APYTiAX METOZI0B AUArHOCTUKM OrpaHuyeHbl (B CTpaHax

C OrpaHNYEeHHbIMI AVATHOCTUYECKIMI BO3MOXHOCTAMI), AnarHo3 [IC moxet
ObITb YCTaHOBNIEH, €CTIN AHHbIil Cyuail YA0BNETBOPAET 00A3aTeNbHbIM
KNUHUYECKUM KpUTEPUAM, NPY OTCYTCTBUN KPUTEPUEB UCKKOYEHNS,

MpU MMEHOLLEMCA ONUCAHUN WY BUAEO3ANNCU TUNePKUHETUYECKUX NPUCTYNOB
BO CHE.

3aboJieBaHNe OOBIYHO HACJIEAYeTCs 10 ayTOCOMHO-I0-
MHHAHTHOMY TUIY (ayTOCOMHO-IOMHWHAHTHAsI TUIIEP-
MOTOpPHAs 3MWJICIICUS, CBI3aHHAs CO CHOM), C IIeHe-
TPaHTHOCTHIO 0K0JI0 70 % [15]; B 3THX Cily4asix IaTOreHHbIE
MyTaluyd OOHAPYXMUBAIOTCS IIPUMEPHO B 19 %, BKIIIOYast
MyTanmu B KoMiuiekce TeHoB GATORI (DEPDCS, pexe —
NPRL2, NPRL3) [27—30], B reHax, KODUPYIOLINX CYObEI-
HUIIBI alleTUIXOJIMHOBBIX pelieniTopoB (CHRNA4, pexe —
CHRNB2 v CHRNA?2) [31—33] u HaTpuii-aKTUBUPYEMBIX
KanueBbIx KaHaoB (KCNTI) [17]. Ilpu criopanmaecKux
CIyJasix TeHETUYeCKUE MyTaly BeIsIBistioTesty 7 % [13].
Y nmanmeHToB ¢ MyTauMsIMUA B KoMmIuiekce reHoB GATOR
MoxKeT BBIIBISITECS DK, 1 OHM MOTYT UMETh ITOKA3aHUs
K XUpypruyeckoMy jedeHuio armvnerncuu [13]. ITpu myra-
musix B reHe KCNT'1 BcTpeuaeTcst 6oJiee TsKeaoe TeueHue,
XapaKTepH3yIolleecss MHTeJUICKTYaIbHBIMI HapYIIICHUSIMU,
TICMX030M U MHOTIA perpeccoM pa3sutus [17, 18], a Takke
00J1ee BEICOKOM ITEHETPAaHTHOCTHIO Y WIEHOB ceMbr. Omn-
CaHbI PEIKXE CEMEMHBIE CIIydar ayTOCOMHO-PELIECCUBHOM
I'SC; B ogHOIf 3 TaKUX CeMel BBISIBIICHA MyTallls B TeHE
PRIMAI [34].

Hughgpepenyuanvruiii duacnos:

1. Hlapacomuuu 6 Non-REM-cre. B oTiimame OT SIMJIeII-
TIecKux npuctyroB Ipu 'DC (00BIYHO KOPOTKUE,
<2 MWH, HAYMHAIOTCS M 3aKaHYMBAIOTCS BHE3AITHO,
BCE IIPUCTYIIBI UMEIOT CTEPEOTUITHBIE MOTOPHBIE ITPO-
SIBJICHHSI, MOTYT BO3HUKATh B BUIIE KIAaCTEPOB B HOU-
HOE BpeMsI, OT 3aCHIITaHUs IO pAHHETO yTpa, BO BpeMs
MIPUCTYIIa CO3HAHME YaCTO COXPAHEHO), ITApaCOMHUU
TIOJIBIIE TI0 MPOAOJEKUTEIbHOCTH (>10 MUH), UMEIOT
BaprabeIbHYI0 KIIMHIYECKYIO KapTUHY, MCHEE JacThIe,
00bIUHO HaOM0AaeTcs 1 anu30/4 3a HOYb, BO3HUKAIOT
B TeueHMe 1—2 4 mociie 3achIllaHusl, CO3HAHME CITy-
TaHHOE BO BpeMsI 3IIM30/a, B JaJIbHEUIIIEM ITallueHT
3MMU301, He TIOMHMUT [35].

2. Ilcuxoeennvie Heanusenmuyeckue npucmynst. I1pu aTIx
COCTOSTHUSIX BO3MOXHO COXpaHEHME CO3HAHUS U OM-
JIaTepabHbIC ABKEHUS, a UKTaJbHasI DBI He BbISIB-
JISIET YeTKMX MKTAJIbHBIX ITATTePHOB. DI TUICCKIC
npucTymbl mpu ['DC OTIMYAOTCS CTePEOTUITHBIMU

TUIEePKUHETIISCKUMU TTPOSIBIICHUSIMM,, KOPOTKOIA ITPO-

JTOJDKUTEIbHOCTBIO M KITACTEPHBIM TEYCHUEM B HOUHOE

BpeMsI, BO CHE, B TO BpeMsI KaK IICUXOT€HHBIE ITPUCTY-

ITbI MEHEE CTePEOTUITHBIE Y BOZHUKAIOT B OOIPCTBO-

BaHUM.

3. Hapywenue nosedenus 6 REM-cne — Bun REM-mapa-
COMHMU OOBIYHO C HAYaJIOM B 0oJiee ITO3AHEM BO3pacTe
(>50 ner); MOTOpHBIE TUTIEPKUHETUYECKHE ITPOSBIIC-
HUSI HE CTEPEOTHUITHBIE U COOTBETCTBYIOT XapaKTepy
SIPKUX CHOBUICHUIA.

4. Cemetinas gokanvHas snunencus ¢ 6apuadesbHbsiM ¢o-
kycom. O0e (OPMBI BIUICIICUU XapaKTePU3YIOTCS
HamureM (hOKaJIbHBIX IIPUCTYIIOB B CEMEITHOM aHaM-
Hese. Ommmune 'DC B ToM, UTO BCe MAIMEHTHI B CEMbE
COOTBETCTBYIOT KPUTEPUSIM 3TOTO cUHApoMa [12].

5. llpyeue gokanvHble npucmynst, 03HUKaOUUe 80 CHe.
IIpuctynsl He oTBevyaroT xapakrepuctukam 'DC (ru-
MMePKUHETUIECKIC YT ACMMMETPUIHBIC TOHMYECKUE,/
TUCTOHUYECKIUE TIPOSIBICHNSI).

Cemeilnas oxaavrnasn snuiencus ¢ apuadeabHbIM
dorkycom (CDI-BD) — ayrocOMHO-IOMUHAHTHBIN
ceMeMHBIN (hOKATBbHBIN SIUJIEHTUYECKUIA CUHIPOM C He-
MOJHOM TTeHEeTPAaHTHOCTHIO, XapaKTepu3ayloluiicsa do-
KaJIbHBIMU TPUCTYIIaMM, UCXOMSIIMMU U3 Pa3InuHbIX
KOPTUKAIBHBIX 00JIacTeil (Hanboee 4acTo — M3 IOOHBIX
I BUCOYHBIX) Y Pa3HBIX WICHOB CEMBU, C PA3HOM TSKeC-
TBIO TEUCHUSI; OMHAKO Y KaXIOTO U3 IMAIlUeHTOB B CEMbE
nmeeTcs 1 TiI (poKabHOTO IIPUCTYHA. DTOT CUHAPOM ObIT
paHee U3BECTEH KaK «CeMeHasI IaplaIbHasl SIUICTICHS
¢ BaprabeJbHBIM (DOKYCOM» U «ayTOCOMHO-IOMMUHAHTHAS
napiyaabHas SIAIEIICHUs ¢ BapradeTbHbIM (oKycom» [ 10,
12]. Bo3amoxkHa reHeTndecKast U CTpPYKTYpHast STUOJIOTHSI.
B 6onbimmHCTBe citydaeB ecTh oTBeT Ha ADII. Y manmeHTOB
C PE3UCTEHTHOM anuienicueit 1 (pokajabHOM KOPTUKAIBLHOMN
IHCIIAa3UEeH XUPYyPruIecKoe JeUCHNUE STUIICTICUI MOXET
MPUMBECTHU K PEMUCCUU ITPUCTYIIOB. B mpoliecce npexupypru-
YeCKOM TUArHOCTUKM, a TAKKE TSI TCHETUIECKOTO KOHCYJ/Tb-
TUPOBAHUSI CEMBU HEOOXOMMMBI TCHETHUIECKIE MCCIICIOBAHIIST
C LIEJIbIO MCKITIOYEHMS CIIe(PUIECKOii F’eHeTUIECKOM 3THO-
JIOTHU.
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IIETCKOM
HEBPOAOT UM

[lnarHoctuyeckue Kputepum cemeitHoii GoKanbHoi anunencuun
cBapuabenbhbim pokycom ((D3-BO) no MpoekTy knaccupukauumn
anunenTuyeckux cuiapomoB 2021 r. (ILAE Guidelines, 2021)

06s13aTenbHble KpuTepuu

Jnunentuyeckue NpUCTyNbl: NPUCTYNbI C (I)OKaﬂbeIM Hayasiom.

Heiipou3yanu3aums: Hopma unu OK/.
[llpyrue uccnenoBanuna (BkNYas reHeTMYeckme): B CeMelHoM aHaMHese

¢0Kal’|beIe nunenTuyeckne NPUCTynbl C Ha4aJloM 13 Pa3fINYHbIX OTAEN0B KOPbI
Y Pa3HbIX YNIEHOB CEMbIA.

Hactopaxusatowme npusHaku

I3[ reHepanu3oBaHHble SNUNenTUGOPMHble paspagbl.

Bo3pact febiota: AebioT B HeOHaTaNbHOM Bo3pacTe.
HeBponornueckuii CTaTyC: 04aroBble HEBPONOTUYECKME CUMITOMDbI.

Kputepun uckniouenus
JnunenTuyeckue NPUCTybi: NPUCTYMbI € FeHEPAN30BAHHBIM HAUAMOM.

Pa3Butue B nebtote: YMepeHHaA Unun Taxenana yMmCcTBeHHadA 0TCTanocTb.
Jpyrue nccnefiopanua (BkAKYad reHeTMYeCkue): B CeMeiiHOM aHaMHe3e
¢0KaﬂbeIe nunenTuyeckne NPpUCTynbl Le6I0TOM UCKIoUNTENbHO 110 20 MeC.

MPT Heobxoanma AnA yCTaHOBNEHUA AUarHo3a. Heo6Xo4umo ncknuMTb
cemeiiHble oKanbHble NPUCTYMbl, (BA3aHHbIE € TY6EPO3HbIM CKNIEPO30M.
OokanbHble NPUCTYNbl B CBMeIHOM aHaMHe3e UHOTAA MOTYT ObITb (BA3aHbI

C Np1oBPETEHHBIMM MPUYNHAMM.

UkTanbHaa I3[ He ABAAETCA 0643aTeNbHLIM METOLOM A YCTaHOBAEHUA AMArHo3a.
Cunppom 6e3 nabopaTopHOro NOATBEPXKAEHUA: B CUTYaLNAX, KOTAA BO3MOXKHOCTH
NpUMeHeHA APYrvX METOA0B AUArHOCTUKM OTPaHUYeHb (B CTPaHax

C OrPaHNYEHHBIMY IMATHOCTUYECKNMIN BO3MOXKHOCTAMM), AnarHo3 (03-BO moxer
6bITb ycTaHoBNeH 6e3 I y naumeHTa, oTBeYatoLLero 0643aTeNlbHbIM KIUHIYECKIM
KpUTEPUAM, NPY OTCYTCTBUM KPUTEPUEB UCKAOUEHNS (6€3 NpUMeHeHNa
LONONHUTENbHbBIX METOA0B UcCneoBaHuA). OgHaKo Heobxoaumo npoBeaeHie MPT
MM KOMNbOTEPHOI TOMOTPadUM ANA UCKNKYEHUA CTPYKTYPHOIA STUONOTUM.

Inudemuonoeus. DMUIESMUAOIOTTICCKIC UCCIICTOBAHIS
10 OILICHKE PacIIpPOCTPaHEHHOCTH OTCYTCTBYIOT. JlaHHBII
CHHOPOM CUMUTACTCS PEIKUM.

Kaunuueckas kapmuna. 1e610T NPpUCTYHOB OOBIYHO
Ha 1—2-M mecaTwieTus kKu3Hu (MakcumyM 12,0—13,5 ro-
11a), OTHAKO BO3pacT AeO0Ta MOXET IIIMPOKO BApbUPOBATh
Jaxke B OMHOM ceMbe, OT 1 Mec xku3Hu 10 52 ner [10, 12].
Pazmmamst mo mosty He BoIssBiIeHBL. [leprHaTaIbHBIN aHAM-
He3 00bIYHO B HopMe. HeBpoiornueckuii cTaTyc M OKpyxK-
HOCTb TOJIOBHI B HOpMe. PaHHee pa3BUTHE, MHTEIUICKT
1 KOTHUTUBHBIC (DYHKIIMY OOBIMHO B HOPME, XOTSI BCTpE-
YalOTCS ONMMCAHUS JETKUX WHTECIUICKTYaIbHBIX U TICUXM-
YeCKMX HapyLIECHWUI, BKIIIOYAsl paCCTPOMCTBO ayTUCTUYE-
CKOrO CIIEKTpa 1 IMOBeAeHUeCKe HapyLeHus [36, 37].

Teuenue 3a601e6anus. B 60MBIIMHCTBE CIIydaeB OTMe-
yeH oTBeT Ha ADII, XOTS yacToTa pe3CTEHTHBIX CJIydaeB
npocturaet 30 % [38]. Y maLueHTOB, SIBIASIOIIMXCS KAHIM-
JaTaM{ Ha XUPYPrUIecKoe JeUCHUE SIMICTICUN, BO3MOX-
HO IOCTYDKEHHNE PEMHUCCUU PaHee Pe3UCTEHTHBIX IIPUCTY-
ITOB B pe3yJisTaTe orepanuu [39].

Xapaxmepucmuxu npucmynog. GoKaJIbHBIE IIPUCTYIIHL;
CEMUOJIOTHS 3aBUCUT OT BOBJICUCHHBIX 00OJIacTeil Mo3ra
Y KOHKPETHOTO MallieHTa. Y KaXIoro IareHTa B CeMbe
OOBIYHO BCTPEYACTCS OOUH THUIT (DOKATBHBIX IIPUCTYIIOB.
OmmcaHbl (DOKaTbHBIE KOTHUTUBHBIC, CECHCOPHBIE, BeTe-
TaTUBHBIC WUIM MOTOPHBIC TIPUCTYIIBI WM X COYCTaHUE.
IIpucTtynbl BO3HUKAIOT U3 CHA, B 00APCTBOBAHUU WU CO-
YeTarTCsl IPUCTYIIbI B 00APCTBOBAaHUU U BO CHE. Bo3amoxk-
Ha TpaHcdopMaisa (POKaTbLHBIX IPUCTYIIOB B OMIaTepaib-
HBIE CYIOPOKHBIC ITPUCTYIIBI.

DIT-uccaedosanue. ®ononast DI B Hopme. UHTEp-
nkTanbHast DD 00bIYHO TeMOHCTPUPYET PETUOHAIBHYIO
SIWIENTU(GOPMHYIO aKTUBHOCTH (B JIOOHBIX, BUCOYHBIX,
LIEHTPAJIbHO-TEMEHHBIX OTBEICHUSIX Yalle, YEM B 3aThI-
JnouHbIX) [12]. ¥V Kaxkgoro mammeHTa B CEMbe OJar 1M -
JIeNTU(HOPMHON aKTUBHOCTH OCTAETCS ITOCTOSIHHBIM.
BrumiaenTudopMHasI aKTUBHOCTD IIPOBOLIMPYETCS CHOM
U genpuBanueii cHa. UkranbHag DD neMoHcTpupyeT
¢okaTbHBIC MKTAJIbHbBIC ITATTEPHBI, CBSI3aHHBIE C BOBJIC-

YeHHEM OIIpeAeICHHBIX 00J1acTeit MO3Ta y KOHKPETHOTO
IMalMeHTa.

Heiiposu3zyanruzayus MOXeT He BBISIBIISITh HAPYIIICHUI
60 muarHoctupyercss PKJI (mpusnaku OKII MoryT OBITh
MWHHMMAaJIbHBIMU, TPYIHOBBISIBIISIEMBIMHA) [27, 39].

lenemuueckue uccaedosanus. DTUOIOTUS MOXET OBITh
TeHETUYECKOU WIIM CTPYKTYPHO-TEHETUUECKOM B COYETa-
Huu ¢ @K (oosrano OKJI 11 tuma) [39]. Tun Hacmeno-
BaHUS QyTOCOMHO-IOMMWHAHTHBINA ¢ HETIOJIHOM IIEHETPAHT-
HocThio [12, 40]. B HEKOTOPBIX CEMbSIX BHISIBICHBI MyTalluA
B DEPDCS5, NPRL2w NPRL3.

Hughgpepenyuansrolii duaenos:

Cemeilnas eunepmomopHas sNUAeNCcUsl, CEsI3AHHAL CO CHOM.
HanHast (popma 3IMIIETICUM 9aCTO BCTPEUYAETCs Y OT-
JIeJIbHBIX MAllMeHTOB B ceMbsix ¢ CDD-B® [12]. On-
HAaKO TOJBKO B CIIydasiX, KOrZa y BceX ITallMeHTOB
B CEMbE€ IMAarHOCTHUPYIOTCS IIPUCTYIIBI, XapaKTepHBIE
IIJISI CEMEMHOM TUIIEPMOTOPHOM SIICTICUM, CBI3aHHOMN
CO CHOM, YCTaHABJIMBACTCS IMArHO3 JAHHOTO CUHIPOMA.
IIpeobnagaHre NpUCTYIIOB B OOAPCTBOBAHUM TaKKe
OTMeYaeTCsl KaK BaXXHBIN OTIMYNTEILHBIN IIPU3HAK
CDD-BD, nosponsomuii nupdepeHIMPOBATh 3TU
2 dopmar [12].

6. Cemelinas snuaencusi co CAyX08bIMU NPUCMYNAMU TAAT-
HOCTHPYETCsI, €CJIN Y BceX OOJIBHBIX B CEMbE BBISBIISI-
IOTCSI IIPUCTYIIBI, XapaKTePHBIC /1T JAHHOTO CUHApPOMA.
Anuaencusa co cayxoevimu npucmynamu (HCII) —

CUHIPOM (POKAIbHOM SMUJICIICUM C 1eOI0TOM B IIOAPOCT-
KOBOM/B3POCJIOM BO3pacTe 0e3 IPEeAIIeCTBYIOIIEeT0 aHaM-
He3a I10 NWIenicuu (y paHee 3T0POBBIX JIIOACH, Y KOTOPHIX
B IIPOIILIOM SIIJICIITUYECKME TTPUCTYITB OTCYTCTBOBAIIN).
XapakTepusyeTcs (hOKaIbHBIMU IIPUCTYIIAMU C COXpaHEe-
HHEM CO3HAHMS, CO CIYXOBBIMM CUMIITOMAaMU U/ WJIU pe-
LIEITUBHOI aasueii. B peakux ciaydasx BO3MOXHA TpaHC-
dopmanmsg hoKaTbHBIX IIPUCTYIIOB B OMIaTepabHBIC
CYIOPOKHBIEC TIPUCTYIIBI. ¥ HEKOTOPBIX MTAIlMEHTOB IIPU-
CTYIIBI IIPOBOLIMPYIOTCS ONPEaeICHHBIMU 3ByKaMH. DTOT
CHHOPOM paHee ObLI M3BECTEH IIOJ Ha3BaHUSIMU «ayToO-
COMHO-IOMHWHAHTHAasI JJaTepaibHasi BUCOYHAS STIMICTICHST»
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U «ayTOCOMHO-IOMWHAHTHAs MapluaibHasT SIICTICHS
CO CIYXOBBIMU CUMIITOMaMM». DITAJIETICHUS CO CITYXOBBI-
MU IIPUCTYIIAMU MOXKET IIPOSBIISITHCS B BUIEC CEMEITHOTO
(oKaTBHOTO AMMJICITUYECKOTO CUHIPOMA: CeMeHasI ITH -
JISTICHSI CO CIIYXOBBIMU IIPUCTYIIaMH, KOTOPast MOKET Ha-
CJICIOBATHCS IO AyTOCOMHO-TOMIUHAHTHOMY THITY (ayTOCOM-
HO-IOMMHAHTHASI AMMJIETICUS CO CIyXOBBIMU IPUCTYIIAMI)
C HETIOJIHO# IIEHETPAHTHOCTBIO.

BDnudemuonoeusn. PactipocTpaHeHHOCTb 3TOTO CUHAPO-
Ma HeM3BEeCTHA.

Knunuueckas kapmuna. IIpucTynbl HQUMHAIOTCS OObIY-
Ho B Bo3pacTte 10—30 j1eT, oqHaKO BO3MOXEH JIe0I0T B 111 -
pokux mpeaenax, n1o 54 ner [41]. [IpeobaagaHue 1Mo Moy
orcyrcTByeT. [lepuHaTanbHbBI aHAMHE3 OOBIYHO B HOPME.
Hesponormgeckuii craTyc M OKpy>KHOCTH TOJIOBBI B HOPME.
Pannee pa3BuTHe M MHTEIIEKT, KOTHUTUBHBIC (DYHKIIMHI
OOBIUHO B HOPME.

Teuenue 3a60nesanus. BappupyeT OT JIETKMX IIPUCTYTIOB
CO CHOHTAHHOM pEMUCCUEH IO PE3UCTEHTHBIX K Tepanin
ciiydaeB. Eciiu B ocHOBe 3a00J1€BaHMS JIEKUT CTPYKTYPHOE
SMIUJICITOTEHHOE TTOPaKEHNE MO3Ta, BOZMOXKHO XHUPYPIH-
yeckoe JiedeHue [41]. KymyngaTuBHasI 4acToTa peMUCCUU
y MalueHTOB, HAOJIOIABIIMXCS HE MeHee 5 Iociea0Ba-
TebHBIX JIET, cocTaBmia 50 % x 30 romaM mocJjie yCTaHOB-
JIeHus auarHosa smwiericuu [41]. Ilpennkropsr Hebaaro-
MPUSITHOTO AOJTOBpeMeHHOoro IporHo3a DCIT Bkimoyaior
paHHUI 1e0rOT IMPUCTYIIOB (1o 10 J1eT), hoKaTbHYIO SMIICTI-
TU(HOPMHYIO aKTUBHOCTh Ha MHTepUKTaNbHOI DII 1 po-
KaJIbHbIE KOTHUTUBHBIE TIPUCTYITBI C COXpPAaHEHNEM CO3HAHMS
CO CJIOXKHBIMU CJTYXOBBIMU Ta/UTIOLMHAISAMU [41].

Xapaxmepucmuxu npucmynos. J1Jis1 TaHHOTO CUHIpPOMA
00s13aTeNIbHBI (hOKAIBHBIC CEHCOPHBIE (CIIyXOBBIC) U/ WIN
KOTHUTHUBHBIC (pelenTUBHAS ada3us)IIPUCTYIIBI C CO-
XpaHeHHeM co3HaHus. OHM yKa3bIBalOT HAa BOBJICUCHUE
n3BWIMHBI [enure wim 30HE BepHuke B TOMMHAHTHOM
noaymapuu. CIyxoBble CEHCOPHBIE CUMITTOMBI OOBIYHO
MIPOSBISIOTCS B BUIE IIPOCTHIX HEUYJICHOPA3IEIbHBIX
(HechopMHPOBaHHBIX, HEO(OPMIIEHHBIX) 3BYKOB (HarIpuMep,
TyIeHUe, Xy*¥oKaHWe, 3BOH) WIH (peXe) B BUIE NCKAKESHUS
BOCIIPUSTHS 3BYKOB (HaIlpuMep, U3MEHEHHNE TPOMKOCTH)
WJIN CJIOXHBIX CIYXOBBIX IPOSIBICHUM (crielmduyeckue
3BYKH WK rosioca). MkranpHas perienTrBHAs ada3us Ipo-

SIBJIICTCSI B BUIE BHE3AITHON HEBO3MOXHOCTH ITOHMMATh
pedb IpH OTCYTCTBUUM HapyILIeHNs CO3HaHMs. Takke MOTYT
BO3HUKATh (POKATILHBIE TIPUCTYIIBI C IPYTUMM ITPOSIBJICHM -
SIMM, BKJIFOYAsl 3pUTEIbHBIC WLTIO3UM (MCKaXKEeHUE JIMII/
TIPEeaIMETOB) U TOJIOBOKpYKeHue [42, 43]. BoamoxxHBI (ho-
KaJIbHBIC TIPUCTYITBI C HAPYIIIEHNEM CO3HAHUS M (POKaIb-
HBIC MMPUCTYIBI ¢ TpaHcopMalneli B OuiaTepaabHbIC
CYIOPOXHBIC TIPUCTYITHI (4ACTO BO3ZHUKAIOIINAE M3 CHA).
®okaabHBIC TPUCTYITBI C COXPAaHEHUEM CO3HAHMS MOTYT
HE pacIieHMBAThCS KaK SIMICTITUYSCKHE 0 BOZHUKHO-
BEHUSI CYIOPOKHBIX IIPUCTYIIOB W IIPUCTYIIOB C HApyIIIe-
HHUEM CO3HaHWUSI, TO3TOMY HEOOXOIUM MOAPOOHBINA COOp
aHaMHe3a JUIsSI BBISIBIICHUSI XapaKTepPHOIO IPEAIIeCTBY-
OIIIEeTO TUIIA TIPUCTYIOB. PedieKTopHBIE TIPUCTYITHI ITPO-
BOLIMPYIOTCS 3ByKaMHM (HaIIpuMep, Teae(hOHHBIM 3BOHKOM)
Y HEKOTOPHBIX TTallueHTOB [41].

DIrI-uccaedosanue. UntepukranbpHag DD B HopMme
y OOJIBIITMHCTBA MALIMEHTOB. B ciIydasix BRISIBJICHMS HAPY-
LIEHWI OHU XapaKTepu3yloTcs (POKaIbHON 3MUIIETITH -
G opMHOIT aKTMBHOCTBIO (OOBITHO B BUCOYHBIX OTBEICHM-
sIX) B BUJIE OCTPBIX BOJIH WX CIIAITKOB C BOBMOXHBIM 00JIee
IIUPOKUM pacnpoctpaHeHneM [41]. Hapymenusa na 39T
MOTYT IIPOBOIIMPOBATHCS TUMECPBESHTWISILINEH, TeTIpruBa-
LIMei CHA U MTOCTIEAYIOIIM CHOM. 3aIiCh UKTaIbHOM DO
BCTPEYACTCST PEIIKO.

Heiiposusyanuzayus. OOBIYHO HAPYIICHUI HE BBISB-
JISIeTCSI; B PEIKUX CIIy9asiX BCTpeYaeTcsl CTPYKTYpHAs 3THO-
Jiorus 3aboneBanus [42].

ITenemuueckue uccaedosanus. Hanbomnee yacto BcTpe-
4aTcsd crnopamndeckue ciayyan. OmHaKo OIrcaHa TaKKe
cemeitHas popma DCII ¢ ayToCOMHO-TOMUHAHTHBIM TH -
IIOM HacJiemoBaHMsI (ayTOCOMHO-IOMMHAHTHAST STIVJICTICHS
CO CIYXOBBIMM IIPUCTYIIAMHU) C HEITOJTHOM IMMEHETPAaHTHO-
CThIO [41]; IpaKTUYECKH B MOJIOBMHE 3TUX CIy4aeB BhISB-
JISUTUCh TATOTEHHBIC MYTALIMY YUIM MUKPOIEIICIINU C BO-
BiedeHreM reHoB LG (epitempin) wm RELN [44—47].
Penkast npyanHa 3a6oeBaHns — mytanuu B reHe MICAL-1
[46]. OmucaHbl TakKe MaTOTeHHBbIE MYTAallMM B IreHax
DEPDCS5, CNTNAP2u SCN 1A [48].

Hughgpepenyuansrolii duaenos:

1. Cemeiinas goxanvuas snurencus ¢ 8apuadesbHbiM
gokycom. JIBe GOPMBI OTINIAIOTCS IO CEMUOJIOTUN

[lnarHocTiyeckue Kputepuu Snunencum co cnyxosbimu npucrynamu (3CM)
no lpoekTy Knaccudpukauum anunenTuYeckux cMHapomos 2021r.
(ILAE Guidelines, 2021)

06a3aTenbHble KpuTepun

JnunenTuyeckine NPUCTYNbI: GoKanbHble CEHCOPHbIE NPUCTYMbI CO CYXOBbIMY
CUMMTOMaMM 1/ WA GOKaNbHble KOTHUTUBHbIE MPUCTYMbI

C peLenTuBHOI adasueil.

Heiipou3yanu3auma: Hopma unu OK/.

HacropaxuBatowye npusHaku

93[: reHepanu30BaHHble NUNENTUHOPMHbIE Paspaabl.

HeBponoruyeckuii cratyc: 04aroBble HEBPONIOTUYECKME CAMITOMbI.

Kputepuu uckniouenus

JnunenTuyeckme NPUCTYNbi: NPUCTYMbI € FeHEPAN30BaHHBIM Hauanom. [ipyrue
NPUCTYNbI C GOKANbHBIM HAUANOM.

Pa3BuTue B fe6ioTe: CeaHAA UM TAXKENAA YMCTBEHHASA OTCTNOCTb.

MPT Heobxoa1Ma Npu YCTaHOBNEHNI MArH03a C Liebo UCKMIoYeHa Apyrux
NpUYMH 3aboneBaHuA.

UktanbHas 33T He ABNAETCA 06A3aTeNbHBIM METOAOM ANA YCTaHOBAEHNA AUarHo3a.
CuHapom 6e3 nabopatopHOro NOATBEPXAEHNA: B CUTYALMAX,

KOrZa BO3MOXHOCTU NPUMEHEHMA APYruX METOAOB AUArHOCTUKI OrpaHNYeHbI

(B cTpaHax c orpaHYeHHbIMM AMArHOCTUYECKUMI BO3MOXHOCTAMM), NPOBeaeHMe
MPT Heo6x0aMMO ANA UCKNKYEHNA CTPYKTYPHOI TUONOTIM.
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MIPUCTYIIOB (IT0 IEPBLIM CUMITTOMAaM B CTPYKTYPE ITpH-

CTYIIOB). XOTS IPUCTYIBI, XapakTepHble misg DCII,

MOTYT BO3HUKATh Y OTIEIbHBIX MAlIMCHTOB B CEMbE

¢ ceMeltHO (DOKaIbHOI SMUJIETICHER ¢ BapruabeIbHbIM

¢dokycom, muarHo3 DCII ycraHaBIMBaeTCsI TOJILKO

B CJIyJasix, KOTJa y BceX OOJIBHBIX B CEMbE MMEIOTCS

IIPUCTYIIBI, XapaKTepHBbIC VISl JTAaHHOTO CUHIPOMA.

2. Ilcuxuueckue 3a601eéanus. CIyXxoBble TAJUTIOLIMHALINI
IIPY IICUXWYECKUX 3a00JIeBAaHUSAX JISTKOOTIMUMMEI OT
SOMICTITUICCKUX IIPUCTYITOB 110 XPOHUIECKOMY TeUe-
HUIO U O0JIee CIIOKHOMY XapaKTepy TaJUTIOLIMHAITIIA.

3. lllym 6 ywax (munnumyc). BctpedaeTcst 4acTo M MOXET
HOCUTb CeMEMHBIN XapakTep. OTamdyaeTcs oT (poKaib-
HBIX CEHCOPHBIX CJIYXOBBIX IIPUCTYIIOB OOBIYHO 00JIb-
IIeH MPONOJIKUTEILHOCTRIO (IIPY THHHUTYCE) W Ha-
JIMYMEM TIPU CIYXOBBIX SIMICHTUYSCKUX IIPUCTYIaX
TaKXe U IPYTUX CUMITOMOB, COUETAIOIIUXCS CO CITY-
XOBBIMH OILYIIEHUSIMM.

DokajbHbIE SMUAIENTHYECKHE CHHIPOMBI CO cCrienugu-
YeCKOi 3THOJIOTHEl. DT CUHIPOMBI OTIMYAIOTCS CITeI-
(UIeCKUM 3TUOJIOTMYECKIM (PAKTOPOM (KOTOPHIIA MOXKET
OBITH YETKO YCTAaHOBJICH), OTHOCUTEILHO MOCTOSTHHBIM
U XapaKTepHBIM (PeHOTUIIOM Y OOJIBIIMHCTBA IMAIIUEHTOB
(KIIMHWYECKME IPOSIBJICHUST, TUITBI IIPUCTYIIOB, COITYTCT-
BYIOIIIME 3a00JIeBaHNsI, TeUCHHE 3a00IeBaHIST 1/ JIM OTBET
Ha cennUIecKyIo Teparunio), a Takxke XapaKTepHBIMU
nposgBieHusaMu Ha DD, JTaHHBIMU HepOBU3yaIU3auu
U FeHeTUYEeCKUMU Koppesgtamu. B naHHoM pasaene 00-
CYXIaIOTCS SIWICHTUIESCKIE CHHIPOMEI CO crieruduyec-
KOi1 aTHOJI0OrMeit U 1e0TOM B pa3IMYHOM BO3pacTe.

Me3suaavnas eucounasn 3nuaencus ¢ unnoKamnais-
Hbim ckaepozom (MB3D-I'C). Me3uanbHas BUCOYHAS
SIUJIETICUST — YaCcTO BeTpevalomasics ¢opMa (poKambHOMI
SIUJICTICUH BO B3POCJIOM BO3PacTe, XOTS 3TO 3a00JIeBaHUE
BO3HMKAET TaKKe U y AeTeit. XOTsI Me3uaabHask BUCOYHAS
SIWJIECTICUS MOXET UMETh pa3Hble IMPUYMHBI, BKIOYast
TeHETUYECKIE, CTPYKTYPHO-TEHETUUECKIE I UMMYHHBIE,
cunapoM MBO-T'C tpebyeT m1s1 ycTaHOBJIEHUS JUarHo3a
JMTAaHHBIX HEHPOBU3YAIN3aIUN, IIOATBEPXKAAIOIINX TUIIITO-
KaMIaJIbHBINA CKJIEPO3. DTOT SMWICIITUICCKUI CHHIPOM
4acTo Pe3UCTEHTEeH K MeTMKaMEeHTO3HOM Tepanuu. OmnHa-
KO XMPYPTUIECKOE JICUCHHUE SIUICTICUN MOXKET IIPUBECTU
K TIOJTHOM PeMUCCHUU IIPHUCTYTIOB.

Anudemuonoeus. CylmecTBYET MaJIO MOITYJISILIMOHHBIX
snuaeMHuoIoTHYecKuX rccaenoBanuiit MBO-I'C. bob-
IIMHCTBO MCCJIEIOBAHUI MPOBOISTCSA Ha 0a3e LIEHTPOB,
CIICUATN3NPYIOIINXCS Ha XUPYPTUICCKOM JICICHUH IITH-
JISTICUY Y BKITIOYAIOT PE3UCTEHTHBIX K TePAITNH TTAIllIEHTOB.
PacripocTpaHeHHOCTh BUCOYHOI SMUJICIICUUA COCTaBUIa
1,7/1000 9emoBeK B OMHOM MOMY/ISILIMOHHOM MCCJIEIOBa-
Huu [49]. [Ipenmonaraemas pacIpoCTpaHEHHOCTh Pe3U-
CTeHTHOI K MeauKaMeHTo3HoM Tepanuu MBD-T'C 3Ha-
YUTEIBHO HIUKe U cocTaiseT 0,51—0,66/1000 yenosex,
nperosaraeMast 3a001eBaeMoCTh cocTaniisieT 3,1—3,4 ciydast
Ha 100 TeIC. yesoBeK B ro [50].

Kaunuueckasn kapmuna. Ilpuctynbl 0ObIYHO HAYMHA-
I0TCSI B TIONPOCTKOBOM M MOJIOIOM BO3pacTe, XOTSI BCTpe-
YyaroTcs ciydyau Oosiee To30Hero U paHHero aebtora. Ipe-
o0J1agaHue 10 TI0JTy He BhIsIBIIeHO. [leprHaTanbHbIi aHaMHE3
00b14HO B HOpMe. HeBposiornueckuii cTaTyc 1 OKpy>KHOCTb
TOJIOBEI B HOPME, XOTSI MOXET OTMEYaThCsI CJIA00CTh MU-
MMWYECKMX MBI Ha KOHTpajlaTepaJibHON cTOpoHe [51].
B anamMHe3e MoXeT ObITh yKa3aHue Ha (DeOpUIbHbIE TPU-
CTYIbI B paHHEM JIETCKOM Bo3pacTe [52—54]. InurenbHbie
(heOpMIIbHBIE MPUCTYIIBI B IETCKOM BO3pacTe paccMaTpr-
BalOTCS KaK MTpUYMHA TUIIIIOKAMITAJIBHOTO CKiiepo3a [52,
55]. PanHee pa3BuTue B npeaeaax HOpMbl. OnMcaHbl KOT-
HUTUBHBIC COITYTCTBYIOIINE HAPYIICHUSI, TIPOSIBIISIONIN-
ecs B Bue AeuLINTa BepOabHOI aMsITH, aCCOLIMIPO-
BaHHbIe ¢ MBD-I'C npu mopaxeHUM TOMUHAHTHOI'O
(0OBIYHO JIEBOTO) TTOIyIIAPHs (MEIUATBHBIX OTIEIOB BH-
COYHOI HOJ1) Y AeUIIUT 3PUTETBHOM ITaMSITH IIPU ITopa-
KEHUU HeIOMUHAHTHOI BUCOYHOI AOJU IIPU 3TOM 3a00-
JICBAaHUU.

Teuenue 3abonesanus. MBD-I'C yacto pe3ancTeHTHA
K MEIMKAMEHTO3HOM Tepanuu. Xupyprudeckoe JedeHue
SIUJICTICUU TIPH OIPEeACICHHOM 3TUOJIOTUM MOXKET IIpH-
BECTH K ITOJTHOM peMUCCUHN TIPUCTYIIOB IIPY paHee HEKOH-
Tpoaupyemoi anwiencuid. Haunydimmii ucxom Xxupypru-
YECKOTO JICYCHUST HAOIIOMASTCS IIPH Y€TKO OIIPEAeIIIeMbIX
IIpY HEMPOBU3YATN3AINU CTPYKTYPHBIX SITHIICIITOTeHHBIX
HapyIICHUSIX.

Dnunenmuueckue npucmynst. Bo3HUKaOT (PoKaTbHBIC
MIPUCTYIIBI C COXpaHEHUEM CO3HAHUS MJIU IPUCTYIIBI C Ha-
pYILIEHNEM CO3HAHMS, UMEIOIINE CEMUOJIOTHUIO, COOTBET-
CTBYIOLLYIO BOBJIEYEHUIO MEAUATILHBIX OTAEI0B BUCOUHOI
nonu. PoKanbHBIE IPUCTYITB C COXpaHEHUEM CO3HAHUS
MOTYT OBITh BeT€TAaTUBHBIMU (HAIIpUMEP, BOCXOMSIIICE
OIIYIIIEHNE B 3IUTACTPHUU, TUCKOMGOPT B XKMBOTE, TOIII-
HOTa, pBOTA, OJICTHOCTD, TUIIEPEMMSI, TAXUKAPINS), KOT-
HUTUBHBIMU (Hanipumep, déja vu, jamais vu), IMOLIOHATb-
HBIMU (HammpuMep, CTpax) WIM CEHCOPHBIMM (HAIIpUMeED,
OOOHSITETBHBIC WY BKYCOBBIC Ta/UTIOLIMHALIAN). DOKaTbHBIC
MIPUCTYIIBI C COXPAaHEHUEM CO3HAHUS MOTYT BCTPEUYaThCsI
TOJIBKO B HayaJie 3a00JIeBaHUS U MIPOSIBIISITHCS B TCUCHUE
HEKOTOPOT'O BPEMEHHM 10 YCTAHOBJICHUS TMArHO3a 2IIH-
nenicun. [1pu GoKaTbHBIX MIPHUCTYIIAX ¢ HAPYIIEHUEM CO-
3HaHMSI OOBIYHO HA0JI01aeTCS OCTAHOBKA aKTUBHOCTH U,
4acTo, aBTOMATU3MBbI, KOTOPBIE MOTYT OBITh OPaJTbHBIMU
(keBaHHE, O0JIM3BIBAaHME Ty0, CITIaThIBAHNE), B BUIE BO-
Kajau3auuy (pedeBbIMU — MPU JIOKATU3AILIUY TTOPAKCHUS
B HEOMWHAHTHOM ITOJIYIIApWH) WX XECTOBBIMU. ABTO-
MaTHU3MBI B pyKaxX MOTYT OBITh YHUJIATePATbHBIMU (OTHO-
CTOPOHHUMM) U JIATePaIM30BaTh HAYaJIO IIPUCTYIIA U3 UII-
cuatepalibHo remucdephbl. YHUIaTepaabHOE pacllipeHue
3payKa MOXKET BCTPEUYaThbCs M TAKKE JIaTepan30BaTh Ha-
Yajo MPUCTYIIa U3 UIICKIaTepaibHON reMucdepnl. Bos-
MOXKHO TIOSIBJICHHE JUCTOHMH B pyKe Ha KOHTpaIaTepaTbHOI
CTOPOHE M IIOBOPOTA TOJIOBHI U IVIa3 B KOHTpaJlaTepaib-
HYIO CTOpOHY [56, 57]. I1pu nipucrymax, MCXOISAIINX U3



IETCKOM
HEBPOAOT UM

HEITOMMHAHTHOTO IIOJTYIIAapHsl, peYb MOXET ObITh COXpa-
HeHa. HampoTtus, mpu JIoKaau3alny o9ara B JOMUHAHT-
HOM TIOJIyIIapuy 4acTo Berpedaercs adasus. [IpucTymb
MMEIOT ITOCTEIIEHHOE HavyajJo W OOBIYHO ITPOHOJIKAIOTCS
1—5 MuH, X0Td (poKaJIbHBIE TIPUCTYIILI C COXpaHEHUEM
CO3HaHUs MOTYT ObITh Kopoue. [Tocie (pokaabHOrO mpu-
CTyIIa C HApyIIeHNEM CO3HAHMS BO3MOKHA ITOCTUKTAIbHAS
CIIYTaHHOCTh CO3HAHMSI IIPOIOKUTEIFHOCTBIO HECKOIb-
KO MUHYT. @OKaJNbHbIe MPUCTYITHI MOTYT TpaHC(HOPMU-
pOBaThCs B OusiaTepabHble CyIOPOXKHBIE TPUCTYIILL. [1pu
5TOM BO3MOXHO BHAayaje IPOTPEeCCHUPOBAHME IIPUCTYIIA
C BOBHMKHOBEHNEM KOHTpaIaTepaabHbIX (C BOBICUYCHUEM
JIAIIA ¥ 3aTeM — PYKH Y HOTHM ) KITIOHUYECKUX TTOICPTUBAHUIA
U TIOBOPOTA IOJIOBBI B IIPOTHBOITOIOXKHYIO CTOPOHY 10 pa3-
BUTHUSI TOHUKO-KJIOHUYECKOM (Da3bl.

®okaabHbIC BeTeTaTUBHBIC, KOTHUTUBHBIC, SMOIINO-
HaJIbHBIC Y CEHCOPHBIC MPUCTYITBl MOTYT HAYMHATHCS 13
JIPYTUX OTIAEIOB MO3ra (KpOMe MeIUaJbHBIX OTIEJIOB BU-
COYHOM OJIM), OMHAKO IIPU 3TOM UMEIOTCS OTINYHS JIe-
OIOTHBIX CMITTOMOB, IIPOSIBJICHMIA ITPH ITPOrPeCCUPOBAHNI
IIPUCTYIIOB 1 TTOCTUKTAJIBHBIX CUMIITOMOB. ClienyoInue
CHMMIITOMBI B Hayalle IPUCTYIIa MPEAIIoaraloT Hadyajo
IIPUCTYIIAa 3a TIpeaeiaMyd MeINaJTbHON BUCOYHOM TOJIM:
IUCKOMMOPT B TOpJIe, KIIOHUISCKUE WIIM JUCTOHUIECKIE
MIPOSIBJICHMST, COMAaTHIECKIE CEHCOPHBIE CUMIITOMBI, TH-
MMepKUHETUIECKIE TIPOSIBJICHNST, 3pUTEIbHBIC CUMITTOMEI,
CJTyXOBBIC CUMIITOMBI, CMEX.

BDII-uccaedosanue. DoHosasg DI B HOpME, U MO-
KeT BBISIBIISITBCS PETMOHAIBLHOE 3aMEIJICHNE B BUCOUHBIX
OTBEIIEHMSIX, KOTOPOE MOXKET YCHJIUBATHCS TIPU TUIIEPBEH-
TIWISIIUKA. XapaKTepHO BBISIBICHUE SISO TU(GOPMHOM
aKTUBHOCTY B BUE CIIAKOB M OCTPHIX BOJH B IMEPEIHUX
WIN CPETHUX BUCOYHBIX OTBEICHUSIX C HAapacTaHUEM MH-
Iekca Bo cHe. Takke omrcaHa pUTMUIHAS MHTCPMUTTH -
pymoIasi neabTa-aKTUBHOCTh B BUCOYHBIX OTBEICHUSIX
(TIRDA) [58]. BnunentudopmMHasi aKTUBHOCTb MOXKET
B HEKOTOPBIX CIyJasiX IIPOBOLIMPOBATHCS TUIICPBEHTUIIS-

mueit [59]. BnunentudopMHast aKTUBHOCTb MOXET OBITh
OunaTepaibHO-HE3aBUCUMOM UM OuiaTepalbHO-CUH-
xpoHHo#t. UkTanbHas DDI yacTo neMOHCTpUPYET peTuo-
HaJIBHBIA 2JICKTPONCKPEMEHT U HU3KOAMIUTUTYIHYIO OBbI-
CTPYIO0 aKTUBHOCTH, BO3HUKAIOIIYIO IIPY HOPMAaIbHOM
¢onoBoit DI, ¢ manbHeiIe 3BOMIONNE B pUTMUUHYIO
anbda- WM TeTa-aKTUBHOCTD B JIOOHO-BHCOYHBIX OTBEIC-
HUSX C HAJIOXXEHUEM CIAafKOB MM OCTPBIX BOJIH WK 0€3
Hero. [IepBhle KMTMHNYECKNE CUMIITOMBI IIPUCTYIIA MOTYT
MIPEIIICCTBOBATh MOSIBIICHMIO MKTAIBHOTO PUTMA Ha IO~
BepxHocTHOI DI, YacTo BcTpedaeTcsl TOCTUKTAILHOE
UTICUJIaTepaIbHOE 3aMeJICHIUE.

Heiiposuzyaruzayus. IunmnokamnaibHbIA CKIIEPO3 Xa-
paKTepH3yeTcsl CHIDKeHHEM 00beMa TUIIIToKamIIa (4To JIyd-
1lIe BUAHO Ha KOpPOHApHBIX cpe3ax B pexume MPRAGE
(Magnetization Prepared — RApid Gradient Echo) nim Ha
T1-B3BenIeHHBIX M300paXKEeHUsIX) B COUETAHUU C TTOBBI-
IIEHUEM MHTEHCUBHOCTU CHTHAJIa OT TUIIIOKaMma (4To
JIydllle BUOIHO Ha KOpOHApHbIX cpe3ax B pexume FLAIR
1 Ha T2-B3BellIeHHBIX N300paKeHUSIX B KOPOHAPHOIM ITPO-
exuuun). 1o 15 % nauueHTOB MOTYT MMETh COYETaHUe
TUIIIOKAMITAJIEHOTO CKJIEPO3a C IPYTUMU CTPYKTYPHBIMU
a"HoManugMu, TakuMu Kak @K v mprodpeTeHHbIEe Ha-
pyienus (“dual pathology” — nBoiiHast matojorus) [60—
62], uro TpeOyeT TIIATENBLHOTO aHaau3a maHHbIX MPT
IIJISI UICKJTI0OUeHMS Mono0HbIX HapylueHuid. [Tpu couetanun
DKJI ¢ runmmokaMnaabHBIM CKJIEPO30M IO KJlaccuuKa-
mu Jlurn @K/ otHocst K kareropun OKJI i 111a [62].
B sTux cyyasix Bo3MoxeH 0oJiee paHHUM Ae0I0T B IETCKOM
BO3pacTe U TPeOyeTCsT TOTIOTHUTEILHOE IIPEXUPYPTIIECKOe
o0cenoBaHMe ISl YTOYHEHHUS XapakKTepa IMepBUYHOTO
SIUJICIITOT¢HHOTO TTOPaXKCHMSI.

Tenemuueckue uccaedosanus. B 60IbIIMHCTBE cIyda-
eB 3a00yieBaHMe 00YCIOBIEHO IIPUOOPETEHHOM MaTOJI0-
rueit [52], mo3ToMy reHeTUYeCKHE UCCIIeTOBAaHUS ITOKa-
3aHbI HeyacTo. PeOpubHbIe TPUCTYIIBI, OCOOEHHO TIpU
WX 3HAYUTETbHOM IIPOIOKIUTEILHOCTU, MOTYT BBI3BaTh

[lnarHocTuyeckue Kputepun MeuanbHoi BUCOYHOI dnnnencun
crunnokamnanbHbim ckneposom (MB3-TC) no MpoekTy Knaccupurauum
anunenTuyeckux cuiapomoB 2021 r. (ILAE Guidelines, 2021)

06a3arenbHble KpuTepum

Jnunentuyeckue NPUCTynbl: GoKanbHble MPUCTYMbI B CO3HAHINM N C HAPYLLEHVEM
CO3HaHMA, NPU KOTOPbIX CMMONOTUA Havana NpuCTyna oTpaxkaeT BOBNeYeHNe
MeNanbHoi BUCOYHON A0NU.

HeiipoBu3yanu3auma: runnokamnanbHblii cknepo3 (yHunatepanbHblii

unn bunatepanbHblit) Ha MPT.

HacropaxuBatowwme npusHaku

Jnunentuyeckine NPUCTYNbl: CGMMONOTNA HaYana NpUCTyna ykasblsaer

Ha BOB/eyeHue Apyrux o6nacteil BHe MenanbHoil BUCOUHOM JONN.

II: cToliKoe OTCYTCTBIE UHTEPUKTANbHOI NNNENTUPOPMHOI aKTUBHOCTI
B BMCOYHDIX OTBEAHIAX NpY NOBTOPHbIX 3. [eHepanu3oBaHHble
3nunenTuopmHbIe pa3pagbl. BbicokoamnaMTyaHbIE LEHTPanbHO-
TeMNopanbHble CaiKi € FOPU30HTaNbHBIM AUNONEM. HTepUKTaNbHble

ANUNENTUGOPMHbIE PaspAIbI WK GOKANbHOE 3aMeaNIeHIe BHe BUCOUHbIX oBnacTeii
W B 33 HEBUCOYHDIX OTBEACHNAX.

Bospacr pebiota: 4o 2 ner.

Pa3BuTue B febtoTe: CPAHAA UMK TAXENAA YMCTBEHHAA OTCTaNOCTb.
HeBponoruyeckwmii cTaTyc: 0uaroBble HeBPONIOruyeckie CUMNTOMbI, TaKie

KaK reMunapes (3a nekoueHem acuMMeTpUm InLa).

Kputepun uckniouenus

JnunenTiyeckine NPUCTYMbI: FeHePan30BaHHbIE TUMbI NPUCTYOB.

33T Ha 33T 3aperucTpupoBaHbl NPUCTYNbI C FeHepaNnM30BaHHbIM Hauanom
WM C HAUasIoM BHe BUCOUHOI ZOMH.

MPT noaTBepXAaeT MNMOKAMNaNbHbIN CKNepo3 1 HeobXoANUMa ANA AMArHOCTUKM.
WkTanbHaa I3 He ABNAETCA 06A3aTeNbHLIM METOZOM A/IA YCTAHOBNEHNA AMarHo3a.
CuHzpom 6e3 nabopaTopHOro NOATBEPKAEHUA: B CUTYaLNAX, KOTAA BO3MOXKHOCTH
NpUMeHeHIA APYrvX METOA0B AUArHOCTUKN OTPaHMYeHb (B CTpaHax

C OrPAHNYEHHbIMIN AUATHOCTYECKUMI BO3MOXHOCTAMM), MPT ocTaetca
0053aTe/IbHbIM METOOM ZUArHOCTUKN.
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TUITIOKAMITAJILHBIA CKIIEPO3, TIO3TOMY TeHETHYESCKIE DI~
JICTICUU, TIPU KOTOPBIX MMEETCS MPeapacIiooXeHHOCTh
K pa3BUTHIO (eOPMIIBHBIX ITPUCTYITOB, 0COOEHHO JIJTUTEITb-
HbBIX (Hanpumep, cuHapoM Jpase wim ['DPC+; myTammm
B reHax SCNIA v SCN1B), MoryT urparb poJjib IIpeapa-
crnojnaratomero gakropa Kk ¢popmupoBanuio MBO-I'C.
BriaBieHne MyTaliuy B OMHOM M3 THX T€HOB MOXeET I10-
BJIVISITH Ha JIedeHHe (HaIpuMep, IIoKa3aHue K OTMEHe 0J10-
KaToOpOB HATPUEBBIX KAHAJIOB), YTO MOXKET ITPUBECTH
K VIIyYIIEHUIO KOHTPOJIA Ham mpuctymamu. OmHako Ma-
JIOBEPOSITHO, YTO 3TO TTO3BOJIUT M30eXKaTh XUPYPIUIECKO-
IO JIeYeHUs] Y pe3UCTEHTHBIX K Tepaluy MalueHToB [63].

Hughgpepenyuansrolii duaenos:

1. Bupychuiil (Hanpumep, eepnemuteckuil, vi36antslit HSV,
HHV6) u aymoummyHHbill aumbuveckuil sHyegarum.
B Hauane 3a601€BaHNSI BO3MOXHA CXOAHAS! CEMUOJIO-
T'US IPUCTYIIOB, UCXOISIIUX 13 BUCOUYHOM TOJIHU, O~
HaKO B JaJbHEMIIEM pa3BUBACTCS OCTpasi MU ITOMI-
ocTpas sHuedaIonaThs.

2. Me3uanvras eucounas snunrencusl, bI36aHHAs OpyeuMU
NPUMUHAMU, KPOMeE 2UNNOKAMNAAbHO20 CKAepo3d, TAKU-
mu Kak OKJI 1 reHeTMYeCKME TPUYMHEI [64, 65].

3. DxcmpamemnopanvHole (Ha4uHarouuecs 3a npedeaamu
BUCOUHOI 0AU) NPUCMYNBL C PACAPOCMPAHEHUEM HA Me-
OUANbHYI0 8UCOUHYI0 00110, OCOOCHHO MCXOISIINE U3
OpONTOGPOHTATIBHBIX U MHCYJISIPHO-OIIEPKYISIPHBIX
o0JacTeid, a TakKe U3 3aThUIOYHBIX U TEMEHHBIX 00-
JIacTeu.

4. Hesnuarenmuueckue npucmynsi MOXET OBITh CIIOXHO
I depeHIIMPOBATh B CIyYasix, KOTIa IIPUCTYITBI IIPU
ME3UAIbHOW BUCOYHOM 3MWJICTICUM IPOTPECCUPYIOT
IO HAapyILIEHMSI CO3HAHMSI YT MOTOPHBIX ITPOSIBIICHMIA,
a Ha noBepxHOCTHOM DDI" MKTaNbHBIE TTATTEPHEI BO
BpeMsI (POKAJIbHBIX IIPHUCTYIIOB C COXpPaHEHUEM CO3Ha-
HUSI MOTYT HE BEISIBIIATBCA. B TO XXe BpeMst HapyIleHUs
B TUIIIIOKaMIIe KaK CIydJaifHas Haxonka (Takue Kak
acCMMMETpHUSI pa3MepOB TUIIIIOKAMIIa) BCTPEYAIOTCS
Hepeako. J[omoTHUTe TbHBIE TUaTHOCTUYECKUE CIIOXK-
HOCTH MOTYT BO3HMKATD B CBSI3U C TEM, UYTO TPEBOXKHBIC
pacCTpOMCTBA M pacCTPOMCTBA HACTPOCHUS 4YacTO
SIBJISTIOTCSI COITYTCTBYIOIIIMMM 3a00JICBaHUSIMU Y T1a-
meHtoB ¢ MBO-I'C.

Duueparum Pacmyccena, paHee U3BECTHBINA Kak
«cuHIpoM PacmycceHa» (B Haleil ctpaHe — 3HIEe(aIuT
KoxeaukoBa—Pacmyccena (DKP)), — mpeamnonoxurenb-
HO UMMYHOOITIOCP€IOBAHHBINA SITWJICIITUYECKUA CUHIPOM
¢ eOI0TOM B AETCKOM, IIOJPOCTKOBOM 1 MOJIOZIOM BO3pa-
cTe. DTO CUHIPOM IIPOrpecCUpylomeil reMrucepHoit I~
JICTICUIU, XapaKTepu3yroIeiicsa GoKaIbHBIMU IIPUCTYIIAMH
(0OBIYHO MOTOPHBIMHU, BKITIOYas epilepsia partialis conti-
nua), IMporpecCUpyIOIINMH CO BpEMEHEM I10 YaCTOTE U TSI~
xect. @opMuUpyeTcs IIPorpeccupyromuii remumapes. Ipu
HeWpOBU3YyaIM3alliN BBISABISIETCS IPOTPEeCcCUpPYIOIIast
reMuaTpodus Ha CTOPOHE, KOHTpaJlaTepaIbHOM reMHUIIa-
pesy. [Ipuunna DKP HeusBecTHa, U criepUYecKUe aH-

TUTEJIA B HACTOSIIEE BpeMsI He MICHTUMDUIINPOBaHEL. [1pu
nccaegoBanum CM2K MoryT OTCyTCTBOBAaTh HapyIICHUS
WIN BBISIBIISIETCSI HEOOJIBIIONM TIJIEOLIUTO3, HEOOIBIIOE T10-
BBIIIICHNE YPOBHS O€jIKa U OJIUTOKJIOHAJIBHBIC aHTUTEJIA.
JmarHo3 OCHOBBIBAETCS Ha XapaKTEePHBIX KIMHUYSCKUX
MPOSBIEHUAX U JaHHBIX HelipoBusyanmuszauuu [66, 67].
buoricust Mo3ra MoXeT He MOTpeOoBaThCsI, OMHAKO IIPU ee
IIPOBEICHNH BBISIBIISTIOTCSI MYJIBTU(OKAIbHBIE KOPKOBBIE
BOCHAIMTENIBHBIC OYard, ITOTePsI HEMPOHOB U IJINO03, IIPHU
5TOM BCE U3MEHEHHSI JIOKATM30BaHbI B OMHOM TIOTYILIAPUHA.

Dnudemuonoeus. DKP — penkuit cuHAPOM ¢ 3a00J1e-
BaeMocThio 1,7—2,4 ciyyas Ha 10 MuiH yenoBex [68, 69].

Kaunuueckas kapmuna. Hauano nprcTynoB B BO3pacTe
1—10 et (cpenHuii Bo3pact — 6 j1eT). GOpMbI C TO3AHUM
JIEOI0TOM, C HAYAJIOM B ITOIPOCTKOBOM U B3POCJIOM BO3-
pacte cocTaBisiioT okosio 10 % ciaydaes [70]. [Ipeobaana-
HUE T10 TI0JIy HE BbISIBJIeHO. TeueHre pogoB 0OBIYHO HOP-
MaJbHOE, OMHAKO OCJIOXHEHHUS OepeMEHHOCTH WJIH
IeprHAaTaJbHOTO Meproaa oTMedeHbl Yy 19 % B ogHOI
KOTOpTE MAIIEHTOB, IIPOIICAIINX XUPYPIIUECKOe JICUCHIE
B mepuon 1945—1987 rr. [71]. Pa3BuTtue nereii B Havase
3a00J1eBaHMST OOBIYHO COOTBETCTBYET HOpMe. Co BpeMeHeM
OTMeyYaloTCsl KOTHUTHUBHBIE HapylieHus. B nebioTe 3a00-
JIEBaHUS HEBPOJIOTMUECKOE UCCIeI0BAaHIE OOBIYHO B HOP-
Me. B peakux ciaydasix 1o nedrora NpucTyNoB y AeTeil MO-
KeT BBISIBJIAThCS YHUJIATepaIbHAasl IUCTOHMSI KOHEUHOCTH
win xopeoaretos. 1o Mepe nmporpeccupoBaHusi 3a00y1eBa-
HUsI (GOPMUPYETCS IMIPOrPEeCCUPYIOIINI TeMHUIIape3, BO3-
MOXHO pa3BUTHUE TeMuaHorcuu. I1prnodpeTeHHbIe peyeBhbie
HapyIIeHNS HAOMI0OAI0TCS B CIyJasix MOPaKeHUS TOMU-
HaHTHOTrO nosrymapusd. [IporpeccupoBanue DKP mponc-
XOIUT MeaJieHHee, 1 (DOPMUPYIOIINIACS AeDULIUT MeHee
BBIPaXXEH IIPM e0I0Te Y ITOAPOCTKOB U B3POCIBIX, YeM
B IeTCKOM Bo3pacte [70, 72].

Teuernue 3a6onesanus. DKP — nporpeccupyloniee 3a-
0oJeBaHMe C Pe3UCTCHTHRIMU K MEIMKAMEHTO3HOM Teparn
YaCTHIMM IIPUCTYIIAMU W TIPOTPECCUPYIOIIMHI HEBPOJIO-
TMYEeCKUMHU HapyIIeHUSIMU (reMuIape3, TOMOHMMHAas
TeMUaHOIICHS, KOTHUTUBHBIC HapyIIeHHs ). OOBITHO BBI-
nensioT 3 ctaguu DKP: mHummanbHasa mpoapoManbHas
¢daza (mpomosrKalomasicst OT HECKOJBKHUX MeCSIIeB J0 He-
CKOJIbKUX JIET, XOTS Y I€TEl MIIaALIEro Bo3pacTa OHa KO-
pode) C HeYaCTHIMM IIPUCTYIIAMM U JISTKUMMU IIPOSIBJICHM -
SIMHM TeMumnapesa; octpas dasa (IpomoJKaroasics OT
HECKOJIBKMX MECSIIEB J0 HECKOIBKUX JIET, ¥ NeTei MyIaI-
IIIETO BO3pacTa OHa KOpoUe) ¢ HapacTaHUEM 9aCTOTHI IIPH-
CTYIIOB, BKIIIOYAs epilepsia partialis continua, 1 Iporpec-
CHPYIOIINM TeMUIIape30M, TeMHAHOIICUE, KOTHUTUBHBIMU
U pedeBBIMU (IIPU TTOPAXXCHUH TOMUHAHTHOTO MOJIyIIIa-
pusi) HapyiieHusIMU. W miocaenHsist, XxpoHn4yeckas, ¢asa
XapaKTepU3yeTCsI CTOMKMM TeMUIIape30M U IPYTUMU Ha-
PYLICHUSIMA U TIPOIOJLKAOIIUMUCS TIPUCTYIIAMU (XOTSI
MX 4YaCcTOTa MEHbIIIE, YeM B OCTpoii (ase) [67].

Onepauuu 1Mo JUCKOHHEKIIMU MOPaKeHHON TreMM-
chepsl (reMuchepoTOMUSI) WM TeMUCHEPIKTOMUS —
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€IMHCTBEHHbIE TOCTYIMHbIE METObI JICUCHUS TIPUCTYIIOB
npu DKP, KoTopble MOTYT MI3MEHUTh TeUEHUE 3a00JIeBaHMSL.
Dnunenmuyeckue npucmynst. [IpucTyIpl hoKaIbHbBIC,
OOBIYHO MOTOpPHBIE, B Havajie 3a00JjieBaHUsI MOTYT ObITh
KJIMHUIECKHA CIA00BBIPAXKCHHBIMU (MaJI03aMETHBIMM).
IIpu ne6iore DKP B meTckoM Bo3pacTe 0OBIYHO BCTpeya-
10TCSI (DOKATIbHBIC TIPUCTYIIBI C COXpPAaHEHUEM CO3HAHUS.
A mnipu ge6roTe B 0oJjiee cTapilieM BO3pacTe XapaKTepHbI
¢doxanbHBIe TPUCTYIIBI C HAapylIeHUeM co3HaHus [72].
MoTOpHbIE NPUCTYITbI BO3HUKAIOT Ha KOHTpaJlaTepaibHOM
CTOpOHE IT0 OTHOIICHHIO K IMopaXkeHHo# remMucdepe. B Te-
YeHHE HECKOJIbKMX HEEIb I MECSILIEB YaCTOTa ITPUCTY-
noB OOBIYHO HapacTaeT ¢ (POPMUPOBAHUEM KapTUHBI
epilepsia partialis continua, ¢ TIOgepTUBAaHUSIMH MBIIIII HAa
OIHOM CTOpPOHE TeJia U MOCIEA0BATENbHBIM BOBJIEUEHEM
B IIPUCTYII Pa3HbIX YACTEH T€jIa HA OOHOM CTOPOHE; HAU-
0oJiee 4acTO BOBJIEKAIOTCS JIULIO U BEPXHSISI KOHEYHOCTD.
BosmoxkHa TpaHcdopmannst poKaabHBIX TPUCTYIIOB B OM-
JIaTepaJbHBIC CyIOPOXKHBIE. BO3MOXHBI TaKXe (hOKaTbHEIC
TOHUYECKHE MPUCTYIIbl. B ciiyyae OGbICTPOro BoBlIeUEHUS
B IIPUCTYIT NPOTUBOMOJIOXKHOTO MOJYILIApWs MPUCTYMbI
MOTYT KJIMHUYECKU BBIMISIAETh KaK TeHepau30BaHHbIE.
DIOTI-uccnedosanue. Gorosass DDI" MoxkeT OBITH B HOP-
M€ B HauyaJie 3a00JieBaHusI, OMHAKO OOBIYHO BbISIBJISIETCS
3aMeJIJIEHUE C peAYKIIMEN OCHOBHOIO pUTMA U MAaTTEPHOB
CHa Ha TTopaxxeHHoI cropoHe. Co BpeMeHEeM aCUMMETPHSI
OCHOBHOTO PUTMa CTaHOBUTCSI 00JIee BRIPAKEHHOM. DITH-
JenTudopMHasi aKTUBHOCTh OOBIYHO MAaKCHMAaJIbHO BbI-
paxeHa B mopaxeHHo# remucdepe. Co BpeMeHeM BO3-
MOXKHO pacIpoCTpaHEeHNE SMIICIITU(HOPMHOI aKTUBHOCTHU
Ha KOHTpaJlaTepaibHOE MOJYLIAPUE, YTO HE MCKITIOYAET

BO3MOXHOCTb XHPYpPTrU4YecKoro jgedeHus. MHaekc amnm-
JenTudOpMHON aKTMBHOCTH MOXET HapacTaTh BO CHE.
HkransHasg DDI neMmoHCTpUpYeT permoHaIbHbIEe UKTaIb-
HBIC pa3psabl IpH (poKaJIbHBIX IMpucTynax. I[Ipuctymnb
MOTYT UCXOJIUTD M3 HECKOJIbKMX (DOKYCOB B Ipeaeaax mo-
paxeHHo# remuchepsl. Epilepsia partialis continua 9acto
HE COIPOBOXIACTCS YeTKMM MKTAIbHBIM PUTMOM Ha I10-
BepxHocTHOM DI TTpn popmMupoBaHum arpoduu mopa-
KEHHOTO TTOJIyIIapus Ha UKTAJIbHOU DD MOXeT BbISIB-
JISITBCS ACUMMETPUYHBIM aKIEHT SMUICITU(OPMHOM
aKTMBHOCTU Ha KOHTpaJlaTepayibHOM cTopoHe. OmHAKO
UCTUHHBII HE3aBUCUMBIH 1e0I0T (POKATBHOTO IPUCTYIIa
n3 obenx remucoep («omnarepanbHblii» DKP) Takxke
BCTpeuaeTcsi, Ho peako (2 % ciydaes) [67].

Heiiposusyanuzayus. MPT oObIYHO B HOpME B paHHEH
¢a3ze 3a00eBaHus1. Bo3aMoXXHA TUIIEpPUHTEHCUBHOCTD CHUT-
Hana B pexume T2/FLAIR B uncynsipHoit oomactu. Co
BPEMEHEM BBISIBIISICTCSI IIPOTPECCUPYIONIAs aTPOMUS 10~
paxkeHHO# reMuc@ephl, 4acTO ¢ Ha4ajaoM C MHCYJISIPHOMI
00J1acTH, ¢ pacIIMpeHEM BUCOUHOIO pora O0OKOBOTIO XKe-
JIyJ0YKa U CYIIBBUEBOM 11eu [67, 73]. ATpodus rojloBKA
XBOCTATOIO siipa Ha MIICWIATEPAIbHON CTOPOHE TaKXKe
SIBJISICTCSI paHHUM IIPU3HAKOM 3a00JICBaHMSI.

ATpodust 00BIYHO BBISIBIISIETCS B 1-11 roj1 moce nedro-
Ta 3200JIeBaHUSI W KOPPEIUPYET C IIPOTPECCUPYIOLINM
TeMUTIape30M.

lenemuueckue uccaedosanus. IeHeTUIECKAS STUOIOTHS
He MPEAIIoaaraeTcs Npyu JaHHOM 3a00JI€BaHUU.

ughgpepenyuanvroiii duaeros:

1. Aymoummynnvie snyegarumol: TIOpaXKeHIE He OrpaHrye-
HO OTHUM ITOJTyIIIapYieM; KOTHUTHBHEIE, TIOBSICHUECKIIE

Dlnarnoctuyeckue Kputepum suuedanuta Pacmyccena no Mpoekty
KnaccudpmkaLuum SnunenTuyeckux cuHapomos 2021r.
(ILAE Guidelines, 2021)

06a3aTenbHble KpuTepum

Jnunentuyeckne NpUCTynbl: GokanbHble/remucdepHble IPUCTYNbI, HapacTatLLme
110 YacToTe B TeYeHMe HECKONbKMX Heflefb Ui MecALeB.

I3 3amepNeHme U MHTEPUKTaNbHble Pa3paabl No 0AHON remucdepe.
HeiipoBu3yanusauua: nporpeccupyioluas remuatpodua (C nopaxeHuem UHCynbl

11 TONIOBKY XBOCTATOr0 AP Ha PaHHeil CTaaun).

OTaaneHHbIii NPOrHO3: MeJIMKaMeHTO3HO-Pe3UCTeHTHaA ANUNencus.
MporpeccupyloLLmil HeBpONOTUYECKII AeduumT.

HactopaxuBatowue npusHaku

JnunenTiyeckine NPUCTYNbI: GoKanbHoOe Hauano He3aBuCMo u3 2 remuchep
(TonbKo B 2 % CnyyaeB CMHAPOM UMEET BYCTOPOHHIOK NOKaNM3aLmio).

I3[ reHepanu30BaHHbIe NUK-BONHOBbIE Pa3pAzbl.

Bo3pact fieb1oTa: nospocTKoBbIN M B3pOC/bIil BO3PACT.

Pa3Butve B nebioTe: HapyLeHIe pa3BUTUA o AebioTa NPUCTYnoB.
HeiipoBu3yanu3auma: 0TcyTCTBUE rMNEPUHTEHCMBHOTO CUTHana unu atpodum

B 06n1acTM uncunatepanbHoil roNIoBKY XBOCTATOrO AAPA U/ UAK OTCYTCTBUE
TUNepUHTEHCUBHOTO cMrHana B pexvime T2/FLAIR ot ceporo unv 6enoro BetwecTsa.

Kputepun uckniouenus
JnunenTinyeckine NPUCTYMbI: FeHePanu30BaHHbIe TUMbI NPUCTYOB.
HeBponoruueckuii cTaTyc: remunape3s BbifBAAETCA B AebioTe 3ab0neBaHms

(ecnu cToiiKmii remunapes BO3HMKAET HEMOCPEACTBEHHO NOCIE INUNENTUYECKOro
cTatyca, npeanonaraetca HHE-cunapom).

HeiipoBu3yanu3auna: kapTuHa, HanomiHaiowwas cuhapom LUtypre—Bebepa.
[lpyrve nccneoBanuna (BKYas reHeTUYECKNe): BbIABNEHbI MeTabonnueckue
npuumHbl epilepsia partialis continua. SHuedanwT, BbI3BaHHbIIi cneyuduyeckumi
aHTUTENAMUN.

MPT HeobxoaUMa 409 ANATHOCTUKM.

VkTanbHas 33 He ABNAETCA 06513aTeNbHBIM METOLOM 1Sl YCTAHOBJIEHNSA ArHO3a.
IBOMIOLNA CUHAPOMA (<CUHIPOM B PA3BUTUMY): IETU C PE3NCTEHTHBIMM
$OKanbHbIMM SNUNENTUYECKUMU NPUCTYNAMU, C IPOTPECCAPYIOLLNM
MOBbILIEHUEM UX YACTOTbI, IPOTPECCAPYIOLLNM HEBPONOTUUECKUM AePUUUTOM,
npu HopManbHoM pe3ynbrate MPT 1 UCKMIOUEHUM LpyriX MeTaboNMYecKuX

11 ayTOMMMYHHbIX IPUYMH OTHOCATCA K KaTeropuuu BbICOKOBEPOATHOIO
Huedanuta PacmycceHa.

CuHapom 6e3 nabopaTopHOro NOATBEPXEHIA: B CUTYaLUAX, KOFAA BO3MOMXHOCTY
MPUMEHEHIA APYTIAX METOZ0B AMArHOCTUKM OTpaHuyeHbl (B CTpaHax

C OrpaHNYEHHbBIMI UArHOCTUYECKUMI BO3MOXKHOCTAMM), CUHAPOM PacmycceHa
MOXHO AMarHocTpoBatb 6e3 33T y nawueHTa ¢ oKanbHbIMM/reMucepHbIMu
MPUCTYNamu, C TUNUYHOI IBONIOLMEN KNUHUYECKOI KapTUHBI, KOTOpas

OTBEYaET 0653aTeNbHbIM KNMHUYECKIM KpUTEPUAM NPU OTCYTCTBUMN KpUTEPUEB
UCKMIIOYEHNA 1 HACTOPAXKUBAKLLMX NpU3HaKoB. OZIHaKO NpuMeHeHIe METOf0B
HeiipoBu3yanu3auum (komnblotepHas Tomorpadus, MPT) Heobxoaumo

ANS UCKTIIOYeHNs APYrvX NPUYUH 3aboneBaHus.
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U TICUXWYECKUE CUMIITOMBI, IBUTATEIbHBIC HAPYIIIE-

HUS OOBIYHO MPEIISCTBYIOT MOSIBICHUIO IIPUCTYIIOB.

2. Memaboauueckue 3aboneéanus (MUTOXOHIPHUAIBHEIC
3a0oseBanus, Takue Kak POLG, MELAS).

3. Iemucghepuvie cmpykmypHole Hapyuienus (Halpumep,
cocynuctoie, @KJI Tum 1) MOryT XapaKTepru30BaThCSI
SIWICNTHYESCKIMMY TIPUCTYIIAMH, TEMUTIAPE30M U Te-
muaTpodueii mo manueiM MPT. OnHako nporpeccupy-
IOIIee YXYMIICHNE MOTOPHBIX ¥ KOTHUTUBHBIX (DYHKIIMIA
B IIpoLiecce pa3BUTKs 3a001eBaHUsI OOBIYHO HE XapaK-
TEPHO.

4. Dnunencusi c eeMUKOHBYAbCUBHBIMU NPUCMYNAMU U 2eMU-
naeeueti (HHE) xapakTepusyeTcsl pa3BUTHEM JUTUTETb-
HOTro MpPHUCTYIIa B AeOI0Te, C MOCIEAYIOIIM OBICTPBIM
dopMmpoBaHIEM HETTPOTPECCUPYIOIIETO TeMUTIape3a.
CvHIpOMBI SMIIENICHHA, UMeloeil 9epThl (DOKATbHOI

M reHepAIM30BAHHOM, C NOJIMIeHHO 3THOJIOTHE. Jnuiencus
C npucmynamu, 6bI36aHHbIMU YMeEHUeM, — PSIKUI CHH-
JIPOM BIUJICTICHH, UMEIOIIeH YepThl (POKAIBHOM U TeHE-
paIn30BaHHOM, XapaKTepU3yIOIINCcs pedIeKTOPHBIMUI
MMOKJIOHUYIECKUMHU IIPHUCTYIIAMH, BBI3BAHHBIMU YTCHUEM,
C BOBJICUCHHEM OpodallmaIbHBIX MBI, [1pu mpomomke-
HUU YTEHHST BO3MOXHO YCYTYOJICHUE TSKECTH IIPUCTYIIOB
IO Pa3BUTHS T€HEPATM30BAHHBIX TOHUKO-KIOHUYECKUX
CYIOPOKHBIX IMIPUCTYIIOB. OCHOBOI1 B IMarHOCTUKE OCTa-
eTCs TTOAPOOHBIN aHAMHE3, TaK KaK IPY BEISIBICHUU ITPO-
BOKAIIMM CHUMITOMOB CHELU(UICCKUMU ACUCTBUSIMU
(4TeHreM) HepeIKo OIMMOOYHO TMATHOCTUPYIOTCS HEIITH -
JICNTUIECKUE COCTOSHMS, TaKNe KaK TUKU U 3anKaHHUE.
ITpucTyIpl IPOBOLMPYIOTCS IJIABHBIM 00pa30M YTEHHUEM,
OTHAKO TaKKe MOTYT OBITh BRI3BAHBI M APYTYMU ACHCTBU-
sIMM, CBSI3aHHBIMU C peueBoit pyHkuueit. [Iporuos 6a-
TONPUATHBIN, TaK KaK CIIOHTAHHBIE IIPUCTYIBI IIPU 3TOM
3a00J1eBaHMN HE BOZHUKAIOT; IIPUCTYIIBI XOPOIIIO OTBEYA-
10T Ha TEPAIKIO; IIPUCTYITOB MOXHO M30€XKaTh, YMEHBIIINB
BO3IEUCTBHE TTPOBOLUPYIOMNX (PAKTOPOB. Y OOJBIINH-
CTBa MMAIIEHTOB HEOOXOIUMO UTUTEIFHOE JICUCHHUE DITH-
JISTICWIY, OJHAKO B HEKOTOPBIX CIIyJasIX CO BpeMEHEM IIPH-
CTYTIBI TPEKPALIAIOTCS CIIOHTAHHO.

BDnudemuonoeus. Peaxuii smnenTMIeCKUil CHHIPOM,
3a00J1eBaéMOCTh HE M3BECTHA.

Kaunuuecxas kapmuna. J1e610T 00bI4YHO HAOII0AAETCS
B IIO3IHEM ITOAPOCTKOBOM BO3pacTe, OMHAKO OITMCAHO
Takxe 0oJiee paHHEE U MO3aHee Hadyano 3aboJieBaHUSI.
OTMeueHO IIpeobragaHue JIUIl MyxKcKoro moja (2:1) [74,
75]. IlepuHaTtaabHbI aHAMHE3 00OBIYHO B HOpMe. PazBurtue
1 KOTHUTUBHBIC (DYHKIINKM 00BIYHO B HOpMe. HeBposoru-
YECKHUI CTaTyC M OKPYKHOCTh T'OJIOBEI B HOPME.

Teuenue 3a60ne6anus. B cBs3u ¢ T€M, UTO 3TOT CUH-
JIPOM BCTpEYaeTCs peaKo (OIMMCaHBI OTACIbHBIC CIyJIan),
MaJjio U3BECTHO O TeueHUU 3ab6oaeBaHus. [IporHos B 11e-
JIOM CUMTAETCs OJIarOIPUSITHBIM, B INTEPAType OMUCaH
xopomuit orBeT Ha ADII, 1 Mo Mepe B3pOCICHUS Y He-
OOJBIIONM YAaCTH IMALlMEHTOB BO3MOXHO HACTYIJICHHE
CIIOHTAaHHOW peMUCCUU. YMeHbIIeHUuEe BO3AeHCTBUS

IIPOBOLIMPYIOIINX (PaKTOPOB MOXET CIIOCOOCTBOBATH
MUHHMMH3AIUN TIPUCTYIOB, OMHAKO OTKa3 OT UTCHUS
MOXKET IIPUBECTU K 3HAYUTEIbHBIM OTPaHUYECHUSIM BO3-
MOXHOCTeI 00pa3oBaHus, TpodeCcCUOHANbHOMN pean-
3allU1 U B IIEJIOM K OTpAaHUUYECHHUSM B ITOBCETHEBHOM
KuU3HU [76].

HwuzkoaMImiTyiHbIe MUOKJIOHUYECKHE TIOICPTUBAHMS
BO3HUKAIOT IVIABHBIM 00Pa30M B XXeBaTeJIbHBIX, OpaIbHbIX
U TIEpUOPATIBHBIX MBIIIIIAX (IEIOCTH, TYOBI, SI3BIK). DTO
MOKET BBI3BaTh OLIYIICHUE IIETYKOB, 3aKAHUSI VUIN N3-
MeHeHUsI peu [77]. DTH IBIIeHUST BOZHUKAIOT Uyepe3 He-
CKOJIBKO MMHYT WJIM YacoB ITocjie Havyana uyrteHus. Eciau
MMaIlMeHT IIPOIO0JIKACT YTEHHE TTOCIC TTOSBICHUS MUOKIIO-
Hyca, UTHTEHCUBHOCTh MMOKJIOHYCA MOXET HapacTaTh,
BO3MOXHO PACIIPOCTPAaHEHHE MUOKJIOHUM Ha MBIIIIIBI
TYJIOBUIIA Y KOHEYHOCTEH, TpaHC(HOpMAaIIKs B IPUCTYITHI
C HapylIeHUeM CO3HaHUS WU B TOHUKO-KIOHHYECKHUE
CyIOpOKHBIE TPUCTYITB. OpodalraibHble MUOKIIOHNYEC-
KH€ MOIePTUBAHUS MOTYT IIPOBOLIMPOBATHCSI HE TOJIBKO
YTEHHEM, HO TaKKe W BHIIIOJTHEHUEM APYTUX 3a1ad, CBSI-
3aHHBIX C peUYeBOil (PyHKIIMEH Y TeX XKe MallMeHTOB, Ha-
IIpYMEp Pa3roBop (CIop, HAMPSLKEHHBINA, SMOLIMOHATBHBII
Pa3roBop), MUCHMO WJIM IIPUHSITUE CIOXHBIX PEIICHUI
[74, 78]. MuOKIIOHMYECKME TPUCTYIBI B KUCTSIX PYK Ha-
OJIFOMAIOTCS B CIIy4YasiX, €CJIU IPUCTYITBI IIPOBOLIMPYIOTCS
mUchbMOM («rpadporeHHasl» SMUJICTICUS). Y OTIHCIbHBIX
MMAIleHTOB BCTPEYAIOTCS CIEIN(MUIECKIE ITIPOBOIIUPYIO-
mue dhakTopel. HampuMep, mpuCcTyIibl BO3HUKAIOT IIPU
YTEHHUU TIPO Ce0s1, HO He TIPU YTSHUH BCayX [79], IpoBo-
LIMPYIOTCS YTEHUEM SI3BIKOBOTO TEKCTa, HO HE MaTeMaTH-
YECKUX TEKCTOB, YTCHUEM MY3bIKAJIbHOM TPaMOTHI MJIN 9Te-
HHEM Ha OIpeIe/ICHHOM SI3bIKe (HO He Ha APYTUX SI3bIKaX)
[76]. HebGompbliast 4yacTh MAlIMEHTOB C IIPUCTYIIAMMU, BBI3-
BaHHBIMU YTCHHUEM, OITMCHIBAIOT COYETAHUE C IJIA3HBIMU
W 3pUTEIbHBIMU MPOSIBJICHUSIMU BO BpeMsI IIpUCTyIa (Ha-
MpUMep, MOPraHue, TPYIHOCTU 3pUTeNIbHOU (hUKcaluu,
HHUCTAarM WIH CJIOXHBIC 3pUTEIbHBIC TAJUTIOLIMHALINN) [74,
78]; v B peIKuX cITydasix BCTpeyaeTcsl CIIOHTaHHbBIN MUO-
KJIOHYC [74].

DIOI-uccaredosanue. Gononast DD B HopMe. UHTep-
WKTaJbHaS SMIICITUGOPMHAS aKTUBHOCTh MOXET OT-
CYTCTBOBAaTh, OTHAKO OHA MOXET IIPOBOLIMPOBATHCS
CHOM UJIX IpoOyXaeHueM. MUOKIIOHUYeCKre TPUCTYIIbI
COIIPOBOXIAIOTCS KOPOTKUMHU (OOMHOYHBIMH Tpacdo-
9JIEMEHTAMU WX OYeHb KOPOTKMMM MapOKCH3MaMM)
OCTPBIMHU BOJIHAMU, CITAaiKaMU VI KOMIUIEKCAMU CIIalK-
BOJIHA (KOTOPBIE MOTYT UMETh HU3KYIO aMIUTUTYy). I1pn-
MepHO B 75 % cily4aeB BBISIBIISIIOTCSI TeHEPaJIU30BaHHbIE
MKTaJIbHbIE Pa3psiibl, IPUMEPHO B 25 % pa3psiabl Ouja-
TepaJIbHBIe aCUMMETPUYHBIC WJIM YHUJIATepaabHbIe (J1a-
TepaJIn30BaHHBIC B JOMUHAHTHOM IOJYIIapUH BO BCEX
ciayvasix, B 10 % — doxanbHble pa3psifibl B BUCOYHO-
TeMEHHBIX OTBeAcHUX) [74]. DnunrentudopMHas ak-
TUBHOCTb MOXET OBITh CIOXXHOOTIMYMMA OT COMYTCT-
BYIOIIIETO MUOTEHHOIO apTedakra. XapaKTepUCTUKHI
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MPHUCTYIIOB MOXET OBITh TPYIHO PACITO3HATh Ha BUIEO
B CBSI3M CO CJIa0O0I BRIPaXKEHHOCTBHIO OpodalnaibHOTO
MHMOKJIOHYCA U HEJOCTATOUHBIM pa3pelieHueM IIpU BU-
JIEOChEMKE JIMIIA.

Heiiposusyaauzayus. B G0JbLIMHCTBE C1ydyaeB Hapylle-
HUI He BBISIBIIICTCS. B cy9ae aTMIMYHBIX KIMHUYECKIX
MPOSIBJICHUI HEHPOBU3YyATU3ALIUS MOXET ObITh PEKOMEH -
JIOBaHa JIJIST UCKITIOUEHMS CTPYKTYPHOI 3THOJIOTHUM.

lenemuueckue uccaedosanus. DNUICTICHS B CEMEWHOM
aHaMHe3e, 00bIYHO oguH 13 cuHApoMoB UT'D umu I'TH,
BoisiBIIsieTCS y 20—40 % GOJIbHBIX SMIUIETICUEH C IIPUCTY-
MaMM, BEI3BAHHBIMY YTeHUeM [75, 78], 4To mpearoaraeT
3HAYMMBII BKJIa[ TeHETUIECKUX (DaKTOPOB.

Hughgpepenyuansroiii duaenos:

1. Hesnusenmuueckoe 3aukarue XapaKTepu3yeTcs HEIIPO-
HU3BOJIBHBIMU IIOBTOPEHUSIMU, TIPOJIOHTAIIE! 3BYKOB,
CJIOTOB, CJIOB, a TaKXKe HEIPOU3BOJBbHBIMU I1ay3aMU
B pe4H, BO BpeMsI KOTOPHIX CTPATAIOIINii 3aKaHUEM
YeJ0BEK HE MOXKET IPOU3HECTH CJIOBO. DITWICIITHU-
YeCKHEe MPUCTYIbI OTIIMYAIOTCS «MUOKIOHUYECKIM»
XapaKTepOM <«3MIICHITUICCKOTO» 3aKaHNSI.

2. JOM3. I1pu srunencuu ¢ MpUCTYITaMy, BBI3BAHHBIMU
YTeHUEM, MMOKJIOHYC BCEIIa WJIM ITOYTH Beeraa (Ipu-
MepHO, 80—90 %) BbI3BaH YTEHHEM WU APYTUMHU CBSI-
3aHHBIMU C peueBoil pyHKIMel npoueccamu [75, 80],
JIOKAJIM30BaH B JXKEBAaTeJIbHBIX MBIIIIIAX U HE 00sI3a-
TeJBLHO BO3HMKAET yTpoM [74]. ITpu FOM D muokitonyc
BO3HMKAET CITOHTAHHO (XOTsI KOTHUTHUBHAS IIPOBOKA-
1S TIPUCTYIIOB — OOIyMbIBaHUE JE€UCTBUIA, CBSI3aH-
HBIX ¢ (DYHKIIMEH IMpaKcuca, pelieHre 3a1a4 — TakxKe
BcTpeyaetcs) [81], BOBIIEKAIOTCSI BepXHIE KOHEUHOCTH,
MPUCTYIIBI Yallle BO3HUKAIOT yTpoM, Ha DBI MoxkeT
BBISIBIISITHCST (DOTOMAPOKCU3MAIIBHBIN OTBET.

3. QokanvHvle npucmynsl, ucxo0suue U3 3amoli04HO-6U-
COYHbIX 00nacmeii, B PEIKUX CIIydastX MOTYT IIPOBOLIM -
pPOBaThCS YTCHUEM, OTHAKO IIPU 3TOM OpodalraIb-
HBIIf MMOKJIOHYC OTCYTCTBYET [82].

DHnedanonaTiy pa3BUTHA M dmwtenTmdeckue (DPD).
[Ipu srmtericusix ¢ Ha9ajaoM B IOAPOCTKOBOM 1 B3POCIOM

BO3pacTe, T. €. yKe IMocie IMeproaa pa3BUTHs 1 (hopMupo-
BaHUSI HAaBBIKOB, TEPMUH «3HILIe(daIONaTus pa3BUTUS»
MOXKET IIPUMEHSIThCSI B TOM ClIy4ae, €CJiv B fe0roTe 3a00-
JIEBaHUSI UMEIOT MECTO KOTHUTUBHBIC, HEBPOJIOTUUYECKIE,
IICUXWYECKNE HApYIICHUs, OCTAHOBKA WJIM perpecc pas-
BUTHS, U TIPEAIIONATASTCS, YTO 3TU HAPYIICHMS CBSI3aHbBI
C JIEXAalle B OCHOBE 3TUOJIOTUEH, a HE BBIPAXKCHHOM 311~
JnenTudOpMHOI aKTUBHOCTHIO Ha DI, HanpoTtus, moHs-
THE «3OWIeNTHYecKas: SHIe(haaomaTus» IpPUMeHSIeTCs
IIPY OTCYTCTBUM MPEIIIESCTBYIOLIEH 3aIepKKU Pa3BUTHS,
B TOM CJIydae, KOTIa IpearojaracTcs, 4Yro dHIedamonaTus
BBI3BaHA BRIPAXKEHHOM SIMIICITU(MOPMHOI aKTUBHOCTHIO
BBICOKOTO MHIIEKCA, a He TOM IMIPUIMHOM (CaMoli 110 cebe),
KOTOpas JIEXKUT B ocHOBe armuiericuu [83]. ¥V maumeHTa
MOKET OBITh M30JIMPOBaHHAS 3HIIe(aTonaTus pa3BUTHS
WY STAJIeTIIecKas SHIIehaaomaTysi, OMHAKO €CJI B OC-
HOBE KOTHUTMBHBIX HApylLIeHUI MalMeHTa JiexaT oba
¢dakrTopa, TOBOPAT O COYETAHUM 2 BUIOB 3HIIE(aI0oNaTUM.
B aToMm paszmene paccMaTpUBAIOTCS IPOTPECCUPYIOIINE
MHOKJIoHnYecKue amutericun (ITMD).

Ilpoepeccupyrouue muoxaonuueckue snusencuu (IIM3)
BCTPEYAIOTCS PEIKO U IPEICTABIISIIOT CO00I FeTepOreHHYIO
IPYIIIy 3a00JIeBaHMi, UMEIOIINX TEHETUICCKYIO THOJIO-
TUI0, KOTOPBIe TUATrHOCTUPYIOTCS HAa OCHOBAHUU CJICIY-
IOIINX IIPU3HAKOB: 1) MMOKJIOHYC; 2) IIPOTPeCcCUpPYIOIITe
JIBUTaTeJIbHBIC M KOTHUTUBHBIC HAPYIICHMS; 3) IyBCTBH-
TEJIBHBIE PACCTPOICTBA ¥ MO3KEUKOBBIC HApYIIICHMS; 4) T1a-
TOJIOTMYECKOE 3aMelJIeHne (POHOBOI aKTUBHOCTH Ha DDI
[84], xoTOpOE BBISIBISIETCS Y YEJI0BEKA C IIPEIIIESCTBYIOIINM
HOPMAaJIbHBIM pa3BUTHEM M KOTHUTUBHBIMU (DYHKITUSIMH.

TsoxecTh 3a00/IeBaHMST 3aBUCUT OT €T0 3TUOJIOTUH (JIe-
JKalleil B OCHOBE MyTalllu).

Bo3MoOXeH IOJI0XUTENbHbBIM CeMeHbIA aHAMHe3,
C ayTOCOMHO-PELIECCHBHBIM THUITOM HACJICIOBAHMS B 00JIb-
IIMHCTBE CIy4aeB, OMHAKO BO3MOXHEI M CIIOPaTNICCKIE
ciyyau [IMD. PacnipocTpaHeHHOCTh BapbUpPYeT B pa3HBIX
permoHax U HanboJjee BICOKA B M30JIMPOBAHHBIX IIOITY-
JISIHUSIX, B KOTOPBIX PAaCIIPOCTPaHEHBI OJIM3KOPOICTBEHHBIC
opaku. [eorpaduueckre u STHUYECKHE TTPU3HAKA MOTYT

JlarHocTuyeckue KpuTepuu SNUAENCUN C NPUCTYNAMK, BbI3BaHHbIMM
ytennem (3), no MpoekTy KnaccudpuKaLum SnUAENTUYECKNX CUHAPOMOB
2021 r. (ILAE Guidelines, 2021):

06s3aTenbHble KpuTepun

JnunenTuyeckie NPUCTYnbl: pehneKkTopHble MUOKNOHUYECKME NPUCTYMbI

C BOBNeYeHuem opodaLiManbHbIX MbiLLL, NPOBOLMPYeMble YTeHUeM/ peyeBoii
LeATeNbHOCTBHO.

Passutue: Hopma.

HeBponoruyeckui CTatyc: Hopma.

HeiipoBu3yanu3auna: Hopma.

Hactopaxusatowme npusHakm

JnunenTuyeckme NPUCTYNbI: BbIpaxeHHbIe MOKNOHUYECKMe NoJepruBaHIA
BEPXHUX KOHEUHOCTell.

Bo3pacr gebrora: nocne 20 ner.

Kputepuu uckniouenns

JnunenTuyeckie NPUCTYNbI: BCe APyrue THMbI NPUCTYNoB, 3a uckniovenmem (M.
3 3aMefNeHMe OCHOBHOI aKTUBHOCTW, 3 NCKIIHOUEHIEM NMOCTUKTANbHOIA
dasbl ICM.

MPT npoBoZUTCA ANA UCKIHOYEHA CTPYKTYPHOIA NPUYMHDI 3a60eBaHNA.
UkTanbHas 3 He ABNAETCA 00A3aTeNbHBIM METOZOM ANA YCTaHOBNEHUA
[AMarHo3a, 0iHaKo Hab/loAeHe 3a NALNEHTOM BO BPEMSA UTEHMS (B TOM uuCTie
BUAeoHabnioeHue) Tpebyetca B 0643aTeNbHOM NOPAAKE, TaK Kak AeMOHCTPUpYeT
XapaKTepHbIi MUOKNOHYC 0pOdALMANBHBIX MbILLIL.

CuHapom 6e3 nabopatopHOro NOATBEPXAEHUA: B CUTYaLMAX, KOTAA BOIMOXHOCTH
MPUMEHeHNA APYruX METOZOB ANATHOCTUKM OrpaHinueHbl (B CTPaHax

C OrpaHNYEHHDBIMI ANATHOCTUYECKIMI BOIMOXHOCTAMM), CUHAPOM MOXKHO
AMarHoCTMpoBaTh Y JIETEiA U B3POC/IbIX, OTBEYAIOLLMX 0053aTENbHBIM KNMHIYECKNM
KpUTEPUAM, NPU OTCYTCTBIAM KPUTEPUEB UCKTKOUEHNA.
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OcHOBHbIe XapaKTepUCTUKK Hanbonee BaXkHbIX Gpopm Nporpeccupyowux
muoknoHuueckux snunencuii (MM3) (ILAE Guidelines, 2021)

Bonesub YHdeppuxta-Jlynpbopra

Bo3pacr nebrora: 7-13 ner.

[porpeccupoBatue 3a6oneBaxuA: MesNeHHoe YXy/LLUeH’e KOrHUTUBHbIX

11 [iBUraTeNbHbIX QYHKLMIA; CTabunu3aLma cocToaHMA BO B3pOCIOM BO3pacTe.
MeTozbl AnarHocTuky: MyTawum B reHe umuctatuna B (EMP1, (STB) agnatotca
npuunHoii 8 90 % cnyyaes Bo Bem Mupe.

Bonesnb Nladpopbi

Bo3pacr gebiora: 619 ner.

[porpeccupoBanue 3a60neBaxuA: paHHee ObICTPOE yXyALLIEHe KOTHUTUBHBIX,
[BUraTeNbHbIX 1 3pUTeNbHBIX GYHKLIMI; NeTanbHblil UCXoA B Teveue 10 neT nocie
LebtoTa. PaHHuil npu3Hak 3a6oneBaHna — GoKkanbHble NPUCTYMbl €O 3pUTENbHbIMM
CMMNTOMaMM.

MeTozbl AnarHocTuku: MyTauum B reHe nadopuxa (EMP2A) — 70 % cnyyaes,
MyTaLum B reHe manuHa (EMP2B) — 27 %, B3 % cnyuaes natoreHHble MyTaLum
He BbIABNAITCA. B KneTkax npoToKoB NMOTOBbIX XeNe3 1 B Apyrinx TKaHAX
06HapyxuBatoTca Tenbua Jlagopbl.

HUJ 2-ro TMna

Bo3pacr gebrora: 2—4 ropa.
MporpeccupoBaHue 3a601eBaHUA: NepBble CUMMTOMbI — 3a€PXKKa PEYeBOro

Pa3BUTUA U INUNENTUYECKIE NPUCTYNbI, B JanbHeiwem — YXyAleHue

KOTHUTWBHBIX ¥ ABUraTeNbHbIX (YHKLVIA, 3aTeM noTeps 3peHus B Bo3pacTe 46 eT.
Metoab! anarHoctuku: mytauun 8 reHe (LN2/TPP1. CHuxeHue akTUBHOCTY
depmenTa TpunenTuaunnentuaasbl 1 (tripeptidyl-peptidase 1, TPP1). Ha 331
MOXET BbIABAATLCA (OTONAPOKCU3MaNbHbIi 0TBET Ha HU3KuX (1-3 M) yactotax.
BbiABNAKTCA «KpuBONUHeliHble TenbLa» (curvilinear bodies) — akkymynauua
nunodycumHa B TKaHAX (HaMpUMep, B KOXe) n B AMMQOLUTaX.

HLW 3-ro Tvna

Bospact pebiora: 4-10 ner.

MporpeccpoBanme 3a6oneBaus: GbICTPONPOrpeccupytoLLad NoTepA 3peHns

C MaKynApHOIA fiereHepaLineil CeTyaTki, aTpodua 3puTenbHOro Hepaa, BO3MOXHO
COYeTaHIe C TUTrMeHTHbIM PETUHUTOM. [TPOAOMKUTENBHOCTb XKM3HM — OT NO3AHEr0
noApoCTKoBOro Bo3pacta (13—19 ner) ao 30 ner.

MeTozbl AnarHoctuku: MyTauum B reHe CLN3. Akkymynauna nunodycumnHa

B TKaHAX (Hanpumep, B KoXe) Ui B IUMQGOLMTaX MO TUMY «0TNEYATKOB NaNbLieB».
Bakyonu3auma numdoumTos.

HLU c pe6ioTom Bo B3pocnom Bo3pacte (Tun A)

Bo3pacr gebiora: 11-50 ner.

MporpeccupoBaHue 3a601eBaHUA: MeANEHHOE Pa3BUTIE AEMEHLIM U aTaKCUN.
3puTenbHble HapyLLeHUs He Pa3BUBAIOTCA.

MeTogbl AnarHoctukw: myTauun B reHax CTSD, PPT1, CLN3, CLNS, CTSF, GRN.
(MeLLaHHbIii TvN Tenew (KpUBOMMHElHbIE TeNa, NPAMONHEIHbIE, TeNbLA N0 TUMY
«O0TNEYATKOB MaNbLieB»).

WMEThb 3HAYCHME MIJIS BBISIBIICHUSI JIeXKaIlleil B OCHOBE Te-
HeTuueckKo nmpuyuHbl. Hanboee pacrnpocTpaHeHHbIS
¢dopmbr [IMDBD: 6one3ns YHpeppuxra—Jlynaoopra, 60-
ne3nb JJadopsr, HIIJI, MuToxoHapranbHbIe 3a001eBaHUS
(MERRF, POLG1, MELAS) u cuamumos. Tpu dhopMbI
3TUX 3a00JIeBaHUIi BKIIIOYEHBI B JaHHBIN pa3nes. MeHee
pacIpocTpaHeHBI CIIeAYIOIIMe 3a00eBaHUS: JEHTATOPY-
Oponaxanugo-JablorcoBa aTpodus, I0BeHWIbHas (popMa
0osie3Hu [eHTUHITOHA, CUHIPOM MUOKJIOHYC—IO4YeUHast
HEIOCTaTOYHOCTh, IOHOIIECKass HeMpOoaKCOHAIbHAS M-
crpodusi, TAHTOTCHATKMHA3HAsI HelipoaereHepauus, 60-
JIE3Hb C BKJIIOUCHHMEM TeJell HelipocepruHa, JIEMKOIHIIE-
danonaTus ¢ UCYE3aAOIIUM OCJIBIM BEIIECTBOM, PaHHUIA
ne6oT 0osie3HU AsblreiiMepa, maToreHHble BapUaHThI
B reHe GOSR2, MAIOKJIOHWYECKAs STTUJIETICUS TIPU CUHIPOME
Hayna, GM2-ranrimmo3unno3, 1epuIuT TeTparuapoono-
NTeprHa, HeMH(bAHTUIbHAS HelipoHOIaTIecKast 00JIe3Hb
Tomre, 6onme3np Humanna—ITuka tuma C u neamnakus.
B GosblIMHCTBE CilydyaeB MJIsl MOATBEPXKACHUS AMarHO3a
HE0OXOIMMO TeHETUIECKOE CCIeIOBAaHNE; B OTACIBHBIX
CITyJasix TaKKe BO3MOXHO IIPOBEICHIE TUCTOJIOTHIECKO-
ro ¥ OMOXMMHUYECKOTO MCCIIEIOBaHMSI, HAIIPUMEDP BBISIB-
Jienne Tejenr JIadhophl B KJIETKAX IIPOTOKOB ITOTOBBIX XKeJie3
WJIN PBaHBIX KPACHBIX BOJIOKOH ITPY OMOTICUY MBIIIIII.
boaesnv Yugpeppuxma—Jlynobopea (npyrvie HasBa-
HUSL: IIPOTPECCUPYIONIasi MIOKJIOHWYECKAsT SITUJICIICUS
1-ro Tuma (EPM1), wim 6antuiickuii MUOKJIOHYC) — HaK-
6oiee yacrag npuurHa [IMD Bo BceM mupe. 3aboneBaHne
XapakTepu3yeTcss MeHee TSXelblM TedeHuem I[IMD
10 CpaBHEHUIO ¢ Npyrumu opmamu [85]. BonbMHCTBO
CJIy4JaeB BBISIBJICHO B CKAHIMHABCKUX CTPaHAX WM CTpaHax
6anTuiickoro pernoHa EBpornl, a Takxke B CeBepHoit Ad-
puke. PacmpocTpaHeHHOCTh MaKCUMAJIBHO JOCTHUTACT

1:20000 — B @unnsauaum [86]. TskecTs TeueHUs 3a00Jte-
BaHUS U OXUIaeMasi IIPOIOJKUTEIbHOCTD XKIU3HHU ITPOKO
BapbUpyIoT [85—87]. 3abomeBaHne HAYMHAETCS 10 18 J1eT,
00bI9HO B Bo3pacte 7—13 net [87]. JebroT ¢ TOHMKO-KJIO-
HUYECKUX WA MUOKJIIOHNIECKHUX IIPUCTYIIOB, BO3MOXKHO
nosipjieHue abcaHCcOB. MUOKIOHYC MOXET IPOBOLIMPO-
BaTbCS YCTAJIOCThIO MM (POTOCTUMYJISIIIMEH M OOBITHO
bosee BeIpaxkeH npu npodyxneHnu. [1pu npueme deHu-
TOMHA BO3MOXKHA 3HAYMTE/IbHAS arrpaBanus. B monpoct-
KOBOM BO3pacTe HaO/II0AaeTCsl IPOrpecCupoBaHue, OOBIYHO
HavyMHAaIoILIeecs B IIepBhIe 6 JIET ITOCIIe Ae010Ta IPUCTYIIOB,
C YXyIIIIeHHEM MMOKJIOHYCA, Pa3BUTHEM aTaKCUM U JICTKIX
KOTHUTHUBHBIX HapyireHuit. CoCTOsSIHIE UMeeT TeHISHIINIO
K CTaOMIM3allMK B paHHEM B3pOCJIOM BO3pacTe, 0€3 Jajib-
HEHIIIEero IporpecCupoOBaHNs KOTHUTUBHBIX HAPYIIICHMUIA,
C BO3MOXXHOCTBIO CTAOMJIM3aINY aTaKCUY 1 MUOKJTOHYCA.
®oHoBBIT puTM DDI" MOXKeET OBITH B HOpME B JebIoTe
3a00JIeBaHUs, OMHAKO CO BpEMEHEM HabJiomaeTcs mpo-
rpeccupyloliee 3aMemieHe (GoHOBO puTMUKH. PoTO-
CTUMYJISILIUS B OOJIBIIMHCTBE CIyd4aeB IIPOBOILIUPYET BO3-
HUKHOBEHHE TTMK-BOJTHOBBIX pa3psaaoB Ha DDI [84], uTo
MOXET HaO/II0AaThCsl yKe Ha paHHUX 3Tanax 3a00JieBaHus.
PernctpupyroTcss ”HTepUKTaIbHBIC TeHEPaJIN30BaHHEIE
MMMK- U MOJMUITMK-BOJIHOBBIE pa3psiabl. MUkTansHaga DOT
BO BpeMsI MUOKJIOHMYECKOTO IIPUCTYIIA BBISIBJISIET TeHEpa-
JIN30BAHHYIO TIOJIMCIIAK-BOJHOBYIO aKTUBHOCTh. MPT
OOBIYHO B HOpME Ha paHHUX CTaAusIX 3a00JIeBaHMSI; B 1aJIb-
HelileM BO3MOXHO pa3BUTHE JIETKNX aTpOPUISCKIX Ha-
pymeHuii. MyTtaumu B reHe mucrtatuHa B (cystatin B)
(CSTB, EMPI) Bctpeyarotcs nmpuMepHo B 90 % cityyaeB
CHHIPOMA BO BCEM MUPE, TUIT HACJIEIOBAHUSI ayTOCOMHO-
perieccuBHBINA. OT THITA MyTaLIMM MOXET 3aBUCETh TSDKECTh
3aboneBaHusa [87]. 3aboaeBaHMe OTIUYAETCS OT IPYTUX
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¢dopMm [TMD HanmmuueM BbIpaXkKeHHOM IU3apTpuu, nucda-
TUU 1 TpeMopa.

boaesns Jlaghopot (npyrue HazBaHust: 0OJE3HD TeeI]
Jladopsr, mporpeccupyoas MUOKJIOHNIECKAsT SITIIICTI-
cusa 2A u 2B, [IMD 2A u 2B) 6ojnee pacmpocTpaHeHa
B IOxHoii EBporie, CeBepHoit Adppuke, LleHTpanbHoit
u FOxHoi1 A3un [88]. 3aboneBaHMe OOBIYHO 3aBepIIACTCS
JIETAIBHBIM UCX0IoM B TedeHue 10 JeT 1mociie aedrora.
He61oT B Bo3pacte oT 6 10 19 set, o6biuHO B 14—15 ner:
MTOSIBJISTIOTCST PETPECC KOTHUTUBHBIX (DYHKITUIA, MO3XKeT-
KOBBIE CIMIITOMEI (aTaKCHsl, HapyllIleHNe KOOPIMHAIINN),
IOTeps 3pEHMST, MUOKIIOHNYECKHE ¥ TeHEepaJTn30BaHHBIC
TOHMKO-KJIOHNIECKHE ITPUCTYIIBI, (POKATBHBIC TTPUCTYITHI
CO 3PUTEIIBHBIMU CUMITTOMAaMU (TPaH3UTOPHAsI CIIETIOTa,
IIPOCTHIE 3pUTEIbHBIC MUTIO3UN WIN TAJUTIOLMHAIIAN) —
XapakTepHble paHHUE MPOSBIeHUS 3aboieBaHus [88].
TskecTh MUOKIOHUYECKUX IIPHUCTYIIOB ITOCTEIIEHHO Ha-
pacraer, MpoIoJIKaeTCs IIPOorpeccupyloliee HapylieHnue
KOTHUTUBHBIX ¢yHKIUil. Yepes 10 jet mocie medrooTa
y OOJIBHBIX HAOMIOOACTCSI TTPAKTUYECKH ITOCTOSIHHBI MUO-
KJIOHYC B COYETaHUM ¢ abcaHCaMU, YaCTBIMM T'eHEePaT30-
BaHHBIMU TOHUKO-KJIOHMYECKUMU IIPUCTYIIaMHU, a TAKKE
IyOOKast IeMEeHLIMS MIM BeTeTaTUBHOE COCTOsTHUE. B me-
610Te 3a00sieBaHMs (hOHOBaAsI aKTUBHOCTL DDI" B HOpMeE,
BBISIBJITIOTCSI MHTEPUKTAJIbHBIE KOMILIEKCH ITMK—BOJIHA
W pa3psIabl TTOJIMCIAiKOB, IIPOBOLIMPYEMbIe (DOTOCTUMY-
JISIuMeit Ha HU3KUX yactoTax. B ommmune ot OM3, rene-
paauM30BaHHAS SMUICNTU(MOPMHAs aKTUBHOCTb HE YCH-
JMBaeTcs BO cHe [88], XOTS MOTYT perucTpupoBaThCs
dokanbHbIe pa3psaanl B 3aaHuX oTBeaeHuAX [89]. Co Bpe-
MEHEM OTMeYaeTCs 3aMeUIeHIe (POHOBOTO pPUTMa, YacTO-
Ta SMMICNTH(MOPMHBIX Pa3psIIOB HApacTaeT, BO3MOXEH HX
aKIIeHT B 3aIHUX OTBeIeHMUIX. MOXET pa3BUBATHCS Cer-
MEHTapHBINM (HEYCTOMYMBEINA, “erratic”’) MUOKIOHYC 0e3
DOI'-koppensiTa, 4TO TaKKe oTIM4aeT 60ae3Hb Jlahopsr
ot FOMB. MPT 00b14yHO B HOpMe, omHaKo MP-criekTpo-
CKOITMST MOXKET BBISIBJIATh 3HAYUTEIBbHYIO PEIYKIIMIO CO-
otHomeHUsT NAA/KpeaTHHUH B JJOOHBIX OTIEIaX KOPHI,
06a3abHBIX TAaHIIMAX U reMucdepax Mosxeuka [90]. [TDT
¢ 13F-1e30KcUTTIOK030i1 CrIOCOGHA IEMOHCTPHPOBATD 00-
IIMPHBIE 00JIACTU CHMXKEHUSI MeTaboJiM3Ma TJIIOKO3bl,
BBIPAXKEHHOCTb KOTOPBIX MOXET KOPPEIMPOBaTh CO CTa-
nueit 3aboneBanus [91]. [laToreHHBIe MyTallMd B T€HAX
EPM2A (nadbopun) u EPM2B (ManH) 00HapYyKNUBaIOTCS
B 70 1 27 % ciiy4aeB COOTBETCTBEHHO, B 3 % cilydaeB I1a-
TOreHHbIe MyTaluy He BeIIBIsTIOTCS [92]. Tenbua Jladopsr
(aKKyMYyJISIIIMS TIMKOT€HA) BBISIBJISTFOTCSI B IIPOTOKAX I10-
TOBBIX 3KeJie3 U Apyrux TKaHgx [93]. 3abonaeBaHue OTIN-
yaetcsl oT 0oJe3Hn YHdpeppuxta—JlyHaoopra Haauduem
perpecca KOTHUTUBHBIX (DYHKIIWI Ha paHHEW CTanuu 3a-
06oseBaHMSI U OBICTPBIM MporpeccupoBaHreM [ITM3D.

Heiiponaavuutii yepoudnntii aunogycuunosz (HI1IJI,
6ose3us barreHa, nieponaHblii umodycunHo3/CLN) —
rpymia HelipoJereHepaTUBHBIX 3a00JieBaHUA, OoJe3Hel
JIN30COMAIbHOTO HAKOTUICHUS, IIPU KOTOPBIX OTMEUYAETCST

M30BITOYHOE HAKOIICHUE JTUITOIMTIMEHTA (JIMTIO(YCITNHA).
HIJT xnmaccuduimpyeTcs 1o Bo3pacTy Je0roTa: MH(paHTHIIb-
Has popma («puHCcKass» popma, He oTHOCUTCS K [IMD),
Mmo3aHgd MHpaHTUIbHAsA GopMa, GOpPMBI ¢ AeOIOTOM
B IOHOIIICCKOM M B3pOCJIOM Bo3pacTe. B cirydae BBISIBIICHMS
nartojiornuyeckoro reHa tun HILJI onpenensiercst B 3aBu-
CMMOCTH OT BBISIBJICHHOTO Fe¢Ha 1 Bo3pacTa aedtora. B Ha-
crogiee BpeMs MaeHTU(PULIMpoBaHO Oosee 10 reHeTH-
yeckux ¢opm [94, 95]. Inarnoctuka HILJI ocHOBBIBaeTCS
Ha TeHETUIECKOM TeCTUPOBAHUM U (B HEKOTOPHIX CITyJasix)
Ha aHaJIn3¢e aKTUBHOCTU (pepMeHTa. DIeKTPOHHAS MUKPO-
cKonyst TUM@OIINTOB U TKAHEH MOXKET ITOMOYb JIJIST BBISIB-
JICHUSI HETUITMIHBIX CIIydaeB 3a00JIeBaHUS.
Hau6onee pacripoctpaneHHble Buabl HILJI:

1. HIIJI 2-20 muna (mo3gHsisa mHGMaHTUIbHAS (opma,
6osie3up bumbiosckoro—fAHckoro). Hanbomee pac-
npoctpaHeHHblit Tun HILJI, onucaH B pa3iuMyHBIX
3THUYeCKUX rpyrrax [96, 97]. 16T HempoBOLIMPY-
€MBIX SMWJICIITUYECKUX ITPUCTYIIOB B Bo3pacte 2—4 JieT
B COYETAaHUH C 3aIEPKKOI PAHHETO PEYEBOTIO PA3BUTHS
B aHaMmHe3e Tpebyet uckmodenus HILJT 2-ro tumna.
Bo3MoxHO pa3BUTHE IIPUCTYIIOB HECKOJIBKHUX TUTIOB,
BKIo4yasi ¢peOpuiIbHbIe, TOHMKO-KJIOHNYECKUE, ab-
CaHCHI, MUOKJIOHMYECKHE, aTOHIMYECKIE 1 (POKATHHBIC
(c TpaHchopMareit poKaIbHBIX IPUCTYIIOB B OMIa-
TepajibHbIC TOHMKO-KJIOHWYEeCKIE WK 0e3 Hee). Muo-
KJIOHMYECKHE TIPUCTYIIBI MOTYT OTCYTCTBOBATh B J€0I0-
Te. 3amepXKa pe4eBOro pa3BUTHS YACTO BBISIBIISICTCS
o gebrora npuctynoB. IIporpeccupoBanue 3aboJe-
BaHMUSI 4aCTO OBICTPOE, C YTPaTOii CIIOCOOHOCTH K ca-
MOCTOSITETBHOMY TIePEIBIDKEHUIO U peuH K 4—5 rogam.
B TeyeHue HeCKOIbKUX JIET HAOI0aeTCs AabHEeM -
mmii perpecc. JletanbHBIN McXo B Bo3pacTe 8—12 JieT.
D3I MoXeT IeMOHCTPUPOBAThH (DOTOTIAPOKCU3MATIb-
HbII OTBeT Ha HU3KMX yactorax POC (1-3 Iix) [98],
CITaiiK-BOJIHBI IT0 BpEeMEHU COOTBETCTBYIOT CBETOBBIM
crumynaMm. MPT nemMoHCTpupyeT u3aMeHeHe CUrHajia
B 0€JIOM BEILIECTBE 3aHUX OTIEIOB OOJBLIMX IOy~
IIapuii WM MO3XEUKOBYIO aTpoduio. PaHHssT muar-
Hoctuka BaxkHa rpu HIIJI 2-ro Tuna B cBsI3M ¢ Ha-
maueM (pepMeHTHO-3aMeCTUTEILHOM Tepanuu. DTOT
METO JICYCHUSI MOXKET 3aMeUINTh IIPOrpPeCcCUpPOBaHIE
JIBUTATeJIbHBIX U peueBbIX HapymeHuii. HLIJI 2-ro tuma
BBI3BaH NAaTOTEHHBIMU MYTAllMSIMU B T€HE TPUTICTITU -
mun-nientraassl 1 (tripeptidyl-peptidasel, TPP1) CLN2,
YTO MPUBOIUT K Aedpunuty pepmenTa TPP1 u mocie-
IYIOIIeil aKKyMYJISIIIAM JTUTIOIMMIMeHTA (JTUITO(YCIIN-
Ha) B HEMpOHaX M APYIMX TKaHsX. BapuaHThI mo3mHeit
nHpanTibHOU opmbl HIIJI Takke MOTYT OBITH BBI-
3BaHbI TATOTeHHBIMU MyTalsiMu B reHax CLN 1, CLN3,
CLN6, CLN7,CLNSu CTSD [94, 95].

2. HIJI 3-20 muna (paHee U3BECTHBIN KaK KJIaCCHYECKast
1oBeHMIbHag ¢opma HIIJI, 6one3ns barrena, nim 60-
ne3nb HImuneMeiiepa—®Porta, Spielmeyer—Vogt— Sjog-
ren). 3aboJieBaHUE YaIlle BCTPEYACTCS B CKAHIMHABCKIX

81



82

IIETCKOM
HEBPOAOT UM

ctpaHax (1 % 1BeNOB SIBJISIOTCS HOCUTEISIMU Ie€Ha
[84]), pemko — B mpyrux pernoHax. KimHmdecku maHHast
¢dopMa cxomHa ¢ To3aHe nHDaHTUILHOR (popMoi,
OIHAKO IS Hee XapaKTepHbl OoJiee TO3AHUN 1e0I0T
(4—10 ner) u 6osee IIUTEIbHAS IIPOIOJLKUTEILHOCTD
xkwu3HM (13—30 ster). [Totepst 3peHus OBICTPO IIpOrpec-
CHpYeT ¢ pa3BUTHEM MaKyJISIPHOI IereHepalliy CeT-
YaTK1, aTpoU 3pUTEIBHOTO HEPBa M IUTMEHTHOTO
perunuTta [100]. 3aboneBaHNne BBI3BAHO MyTallUSIMU
B reHe CLN3. AnomainbHbIi 6e1ok CLN3 coxpaHseT
OCTaTOYHYIO (DYHKIIMIO, UTO OOBSICHSIET, ITOUYeMY TaHHAs
¢dopma nMmeeT OoJee MO3AHUI 1eOI0T ¥ MEeHee TsDKeJTble
KIMHUYECKUE TIPOSIBICHUS 110 CPABHEHMIO C APYTUMU
¢dopmamu HIIJI [101]. BapraHThl 10BeHWJIBHOM (DOPMBI
HIIJI MoryT OBITh BbI3BaHbI ITATOT€ HHBIMU MyTallUSIMU
BreHax CLN1, CLN2, CLN9wn ATP13A2 (94, 95].

3. HIJI ¢ debromom 60 e3pocaom éo3pacme (paHee U3BEC-
TeH Kak 0oje3Hb Kydca) — peakoe copamnyeckoe
3aboneBanue. BoigeneHo 2 ¢opmel: Tun A — [IMD
C TIO3THUM Pa3BUTUEM IEMEHIINM U aTaKCUU, 1 TUII B
(#e otHocuTca K [IM3), KOTOpHhIit XapaKTepru3yeTCs
JIeMEHIIMEH B COYeTAHNM C MO3XXEUKOBBIMM HapyIIle-
HUSIMU Y APYTUMU SKCTPANMPAMUIHBIMU CUMIITOMAMMU.
3puTtenpHBIC HApYIIEHWST He BO3HUKAIOT. Bo3pact me-
61ota ot 11 mo 50 set, 06br9HO — 30 71eT [102]. [IporHos
HeOJIaronpusITHHIN, JIeTaJIbHBII MCXOH HAacTyIaeT
B TeueHue 10 jeT ot gebiora 3aboneBanus. [1pu Hako-
IUICHUU JIMIIOIIMTMEHTOB BBISIBIISICTCSI CMEIIAHHBIA
IMaTTepH MUKPOCTPYKTYPHI KJICTKNM B KOMOMHAIIMSX
(«TpaHyJISIpHBIN» , <KKPUBOJIMHEHHBIN» IIPOMPUIIN, «IT0
TUILY OTIIEYATKOB IajblieB»). DToT Bua HIIJI BeizBaH
naToreHHbBIMU MyTaumssmu B reHe CLN6 [103]. Bapu-
anTsl HIIJI ¢ 1eGoToM BO B3pOC/IOM BO3pacTe TaKxKe
MOTYT OBITH BBI3BaHBI MyTauusiMu B reHax CTSD,
CLN1, CLN3, CLN5, CLN6, CTSF, GRN [94, 95].
3akmouenne. MnenTudukanms cuaapoma (B TeX CIIy-

Yasix, KOTIa 3TO BO3MOXKHO) OYeHb BaxKHa, TaK KaK OIlpe-
IesaeT TaKTUKY BeIeHUs IMalueHTa (IMarHOCTUYeCKUA

IIOMCK, JICUeHHEe U MPOrHo3). B HacTosIee BpeMs 31mu-
JIEITUIECKUE CUHIPOMBI ITO-TIPEXHEMY MIESHTUDUILIPY-
10TCs U b depeHIMPYIOTCS HA OCHOBAaHUHU UX KIIMHUKO-
3JIeKTpOo3HIIedanmorpadnIecKoii KapTUHBI, BKJIOYas
cnennUIeCKNe TUITHI IIPUCTYIIOB B CIIEIIMDUIESCKOM
KIMHIYECKOM KOHTEKCTE B COYETAHMH CO CIIEII(UICCKI-
MM UHTepUKTaNbHbIMU DT -mtartepHamu. B cootBeTcTBIM
C TIpearojaraeéMbIM CMHIPOMOM Bpad MOXET BHIOPATh
IS YTOUHEHMST TMarHOo3a TapreTHhIe MeToabl DO -uccie-
nmoBaHM (peructpanust D31 B 60apCTBOBAHUM € BKITIOUE-
HUEeM (OTOCTUMYIISIIINY, 3alUCh IJIUTEIBHOTO CHa
WJIM BCEro HOYHOI'O CHA) U pa3padoTaTh AMarHOCTUYECKYIO
IIpOrpaMMy, BKJIIOUAIOIIYIO BEICOKOTOYHBIC COBPEMEHHBIC
METOIbI TMAaTHOCTUKY, UMEIOIINE OITUMAaIbHOE COOTHO-
IIeHNE CTOMMOCTh /3¢ deKTrnBHOCTD. [TonpoOHEBII ceMeii-
HBIA aHaMHe3 (BKJImYass KiImHuyeckue, DO
1 HEMPOBM3YaAJIM3alIMOHHBIC TaHHBIE KaXIOro 00JIHHOTO
B CEMb€) MMEET OYeHb BaXKHOE 3HAUCHME B TUATHOCTUKE
MHOTHX (hOKAJTbHBIX SIMICTITUICCKIX CUHAPOMOB C JIe-
OIOTOM B Pa3IMIHOM BO3PACTE U OIIPEILISIeT IIOUCK TeHe-
TUYECKMX HAPYIIEHUI C UCIIOJb30BaHNEM COBPEMEHHBIX
METOIOB FeHeTUYECKOM TMAarHOCTUKU.

OmnpeneneHue SMIWICTITUICCKOTO CUHAPOMA M €TO
STUOJIOTUM MOXET IOBIUATHL Ha BeIOOp ADII. Hampumep,
B JIEYEHUU TeHEPATM30BaHHBIX snuIericuii oguu ADIT
3¢ GeKTUBHEL, a ApyTue (HampuMep, OJIOKATOPhI HATPU-
€BBIX KaHAJIOB) MOT'YT BBI3BIBATh arrpapanuio. [1pu mpu-
MeHeHu! B 1edeHur FOMD 6110kaTopoB HAaTpHEBBIX KaHa-
JIOB (HammpuMep, KapdamaseIHa) BO3MOXKHA arrpaBaIiys,
cozpalomias BnevyaTiaeHue o Hanuuuu [TM3. Tlpu [IMD
TakkKe BO3MOKHA BBIpaxKE€HHAs arTpaBalys IIPU IIPUME-
HEHUM OJIOKATOPOB HATPHUEBBIX KaHAJIOB (TaKMX Kak (e-
HuTonH). [Ipn GoKaNBHBIX AMUICTICUSIX y ITAallMEHTOB
C ME3UaJIbHOW BUCOYHOM STMUJIETICUEN C TUMITIOKAMITaIb-
HBIM CKJIEPO30M arrpaBalys Py IPUMEHEHNN O0JI0KaTO-
POB HATPUEBBIX KaHAJIOB TAKXKE BO3MOXHA B PEIKHUX CIIy-
4YasixX MpU COITYTCTBYIOIIEW T€HETUYECKON KAaHAIOIATUU
HaTPHUEBHIX KAaHAJIOB.

[luarHocTuyeckue KpuTepuu NPorpeccupyoLLuX MMOKNOHUYECKUX
anunencuit (MM3) no MpoekTy KnaccupuKaLum SNUAENTUYECKNX
cunppomoB 2021 r. (ILAE Guidelines, 2021)

00643aTenbHble KpuTepum

JnunenTuyeckine NPUCTYNbI: MUOKNOHUYECKMe NPUCTYMbI.

I3[ reHepanu30BaHHaA InuNenTUdopMHaa akTMBHOCTb CMAiK- UMM NOAMCNAIK-
BOJIHa.

Bo3pact nebrora: 2-50 ner.

Pa3BuTue: HopmanbHoe B fiebioTe 3a6oneBaHuA.

HeBponornyeckuii craTyc: HopmanbHblil B aebtoTe.

ConyTCTBYIOLLME HAPYLLEHUA: MPOTPECCUPYIOLLYIA KOTHUTUBHBIN AepUUUT
(B HeKoTOpbIX Cyyasx HeobxoAUM nepuoz HabniofeHNs, 4Tobbl OTINYMTL
{OM3 1 1IM3).

HeiipoBu3yanu3auua: HopManbHblii pe3ynbrar B Aeblote.

Teuexue 3abonesaHua: nporpeccvpytoLLiee yXyAlLeHue MUOKNOHY(,
MVOKJIOHUYECKUX 1 FeHepan30BaHHbIX TOHUKO-KNOHUYECKX MPUCTYNOB,

KOTHUTMBHBIX HAPYLUIEHMIA, MO3XEUKOBbIX CAMNTOMOB. YXyaLueHe Ha 3T
nporpeccupytolLee 3ame/neHne GOHOBOI aKTUBHOCTM 11/ HapacTaHme
MaPOKCA3MANbHOI AKTUBHOCTH

HacropaxwuBarowme npusHakm
Bo3pacr aebiorta: nocne 20 ner.

Kpurepum uckniouenus
3I nepcuCTUpYIoLLMe PeroHanbHbIe CNaiiKu BHe 3aTbOuHbIX 06nacTeil.

MPT 1 ukTanbHaa 331 He onpegenaior auarHo3. OpHako MPT yacTo npoBoguTCa
ANA UCKIOYEHNA ApYroii STonorun 3aboneBanus.

(uHapom 6e3 nabopaTopHOro NoATBEPX/EHNA: B CUTYaLUAX, KOrAa
BO3MOXHOCTY MPUMEHEHNA APYTUX METOZI0B ANATHOCTUKM OFpaHnyeHb

(B CTPaHax C OrpaHMYEHHBIMM JMArHOCTUYECKUMI BO3MOXKHOCTAMM), [TM3
MOHO MO/03PEeBaTb Y NALNEHTOB, OTBEUAIOLLIAX 06A3aTENbHBIM KPUTEPUAM,
CNPOrpeccpoBaHnemM MUOKAOHUYECKIUX NPUCTYNOB, KOTHUTUBHBIX

11 HEBPONOTNYECKIX HaPYLLEHWI.
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Ipu bokaTbHBIX SMICOTHYECKUX CUHAPOMAX, TAKUX
Kak 'DC, COD-B®, OCIT, MBO-I'C n BKP, xupyprigeckoe
JIeYCHNE SIIETICUU MOXET ITPUBECTH K TOCTIDKEHIIO KOHT-
POJIST PE3UCTEHTHBIX K MEIUKAMEHTO3HOM TepaItiy IPUCTY-
IMOB. DTO KacaeTcs U CIIydaeB CTPYKTYPHO-TEHETUIECKOM
stronoruu (npu Mmyrauusax B reHax mTOR, Bximouas
DEPDCS5, NPRL2, NPRL3), omHaKO XUpypru4ecKoe Jie-
YyeHHue nuiericun HeaddekTuBHO ipu cuHapome pase,
ACCOLMUPOBAHHOM C ME3UAIbHOM BUCOYHOM SMUJICTICUECIA
C TMIINOKAMITAJIbHBIM CKJIepo3oM [63]. Takum obGpasom,
00a cuHapoMa (CTPYKTYPHBIM 1 TEHETUYECKMIT) IIPU CMe-
IIAHHOW STHOJIOTHH 3a00JI€BaHUS OIPEACIISIOT TAKTUKY
JICYCHUS, TTOKA3aHMS K XUPYPTUIECKOMY JICUSHHIO U IIPO-
THO3.

[Iporpeccupyromme SNuIenTHYECKIEe CHHAPOMBI C Jie-
0I0TOM B pa3IMYHOM BO3PACTe BCTPEUYAIOTCS PEIKO, OCO-
6erHo DKP n I[TM3. Ipu 3TuX CUHAPOMAaX TPaKTUYECKU
BCeTIa pa3BUBAIOTCS KOTHUTUBHBIC ¥ HEBPOJIOTUYCCKUE
HapyueHus. Crienimduueckue MeTOIbI JISUSHUS BKITI0Ya-
10T remucdepHyio nuckoHHekuio pu JKP, xotst B aTom
ciydyae KOHTPOJIb Hall SMIIEITUYCCKUMU IIPUCTyIIaMU
COMPOBOXIAETCS Pa3BUTHEM CTOMKOro reMHC(epHOTO
HeBpoJiorndeckoro gedpuunta. [Ipu 6onbmmHcTBE hopM
IIMD nedenue He pa3pabOTaHO, XOTSI B HACTOSIIIEE BPeMs
s HILJI 2-ro Tmma mocTymmHa 3aMecTUTeIbHAs (hepMEHT-
Has Tepanus [99].

bynyias paboTa no ycTaHOBJIEHUIO UATHOCTUYECKUX
KPUTEPHUEB IS SIUICIITUYECKUX CUHAPOMOB CO CHEIIH-
¢duueckoit aTHONOrMel OyneT MMEeTh BakHOE 3HAYeHUE
JUIST KIIMHAYEeCKUX UCCIIeIoOBaHUIA B 001aCTU pa3paboTKu
TOYHBIX METOJIOB JICUCHUSI, PACIIMPSIIOIINX 3HAHUS O Ta-
ToreHese (HarpuMmep, npuMeHeHrue nHrnontopos mTOR
mpu MyTaumsix B cucteme reHoB mTOR: T.SC1/2, DEPDCS,
NPRL2, NPRL3), vim 11t nOoTeHLIMAIBLHOMN NIeHTU(hUKA-
LIMY TIOATPYIITBI CO Celn(UUECKOI 3TUOJIOTUEH, TIPU KO-
TOPOIT MOXKHO IMPOTHO3MPOBATh OTBET ITallMCHTA Ha CIIe-
mduIecKyro Tepanuio. [Ipeamnonaraercs, 4To 3TH 3a1a9n
B OyayiieM OyayT IOCTaBJIEHEI Iiepeld paboyeil rpyImnoin
Jluru.

Cnucok aumepamypul Haxo0umcs 6 pedaxKyuu u npeoo-
cmaeasemcesi no mpedoeaHu.

Yacte V. Knaccudukauma u pepmuuuyms

3NMNENTUYECKUX CUHAPOMOB UAMUONATUYECKOW

reHepanu3oBaHHOW 3NUAENCUN

CJI0BO «MINOITaTUYECKUI» IIPOUCXOIUT OT IPEYECKOTO
TepMMHa “idios”, OTHOCUTCS K TIOHSATHSIM «COOCTBEHHBIIN»,
«CBOI», «CAMOCTOSITEJIbHBIM» , U IPEAHA3HAYECHO IS OIIpe-
IeJICHUsI TeHeTUIEeCKOl aTnojioruu. B ximaccupukammumn
SIWICNTUYECCKIX CUHIPOMOB 1989 I. TepMMH «MAMOMIATH-
YECKUIl» UCIIOJIb30BaJICS [JIsS OMMCAHUSI PACCTPOICTB,
TSI KOTOPBIX HE TIPEATOIarajvich Apyrue IPUIUHbBL, KPOMe
BO3MOXHOM HACJIENCTBEHHOM IIPEAPACIIONOXEHHOCTH.

B 2017 r. koMuccus 1o knaccudukanum JInru BKio-
yyia B Kiaccudukauuio pasaen «[eHeTuueckue reHepa-

Jm3oBaHHbBIC snuericuny (ITHD). BTOT TepMUH 3aMEHIUT
c0001 «MINONaTUIECKIEe TeHePaTN30BaHHBIC STTJICTICUIT»
(MT'D). Jlura mocunTana, 9T0 TEPMHUH «T€HETUICCKUI»
0oJiee TOUYCH, YeM «MANONaTUIeCKuii». OmHAKO IIprU3HA-
BaJioch, uTto TepMuH UT'D coxpaHsaeT KIMHUYECKYIO LIeH-
HocTb (I.E. Scheffer u coasrt., 2017). B coorBeTcTBUM
¢ IIpoexroM KiaccurKauy STUICIITUYESCKIX CHHIPO-
MOB 2021 T. TepMUH «MAMOIIATUYECKIE TeHepaTN30BaHHbIE
SIUIETICUM» ObLI COXpaHEH, pacCMaTpUBaeTCs Kak ocodast
roarpymma ['TO 1 o0beAMHsIeT UCKITIOYUTEIHLHO 4 CTHAPO-
Ma: geTckasl abcaHcHas amwiencus (JIAD), oHomeckast
abcancHas amterncus (KOAD), roHoIeckass MUOKIOHU-
yeckas snuiencus (FOMD) u smtencust ¢ n30J1UpoBaH-
HBIMU T€HEePaIN30BaHHBIMU CYIOPOKHBIMU IIPUCTYIIAMU
(BI'CII) (E. Hirsch u coaBbr., 2021). Ot 4 cuHapOMa OT-
JINYAIOTCS IPYT OT APYra BO3PACTOM JI€0K0Ta U OCHOBHBIM
TUTIOM TIPUCTYHOB. OMHAKO rPpaHUIIBI MEXIY CHHAPOMaMU
HI'D MoryT OBITh HEIOCTATOYHO YSTKMMH M BO3MOXKHA
TpaHchopmaums ogHoro cuHapoma UI'D B apyroii (Ha-
mpuMmep, JIAD moxer TpaHchopMmupoBaTbcs B FOMD).
Huornma apyrue cuaapomsl [TO u I'DPC+ moryt HaIlo-
muHaTh UI'D no knmnHnveckum nposieineHusMm. Kiaaccu-
¢uxamus 1989 r. BkiIovaa eire HeCKOJIBPKO CUHIPOMOB,
KOTOpBIC B HACTOSIIIEe BpeMsl HE pacCMaTpUBAIOTCS
Kak UT'D. Hanmpumep, Takue snuaenTUIecKue CUHAPOMBI,
KaK 3MIICTICUS ¢ MUOKJIOHMYECKUMM a0CcaHCaMM U SITH-
JISTICUSI ¢ MUOKJIOHUEH BEeK, TAKXKE XapaKTePU3YIOTCS Ie-
HEPAIM30BAaHHOU MUK-BOJHOBOM aKTUBHOCTBIO, HO OTJIM-
4alTCs CIeIMOUICCKUMM TUIIAMH IIPUCTYIIOB, KOTOPHIE
HexapakTepHbl 1t 4 cunaapomoB UI'D. K tomy ke 3t
2 ¢opMBI Yallle COYETAIOTCS C YMCTBEHHOM OTCTAJIOCTHIO.

Ecnu manmeHT He COOTBETCTBYET HOJHOCTBIO KPUTE-
pusiM omHoro u3 4 cunapomoB UT'D, Ho y Hero nMmeeTcs
1 TUN Wi KOMOMHALIMS U3 CIEAYIOLIUX TeHepan30BaH-
HBIX TUIIOB ITPUCTYIIOB (a0CaHC, MUOKJIOHNYECKMI1, TOHH-
KO-KJIOHUYECKUIA 1 MMOKJIOHMKO-TOHUKO-KJIOHUYECKUIA)
B COYETAHUM C T€HEPATTM30BAHHOU MUK-BOJHOU aKTUBHO-
CTBIO ¢ yacToTolt 2,5—5,5 i1 Ha DB, B aTHX Ciiydasx cie-
nyeT auarHoctupoBath I'TD 0e3 ykazanus cneuuduuec-
KOTO CUHIIpOMA.

Kareropusg I'TD momumo UI'D BKII0YaeT rmane HTOB
C TeHEPAIM30BaHHBIMY TUITAMU IIPYICTYIIOB U TeHEPAI30-
BaHHOM MAK-BOJIHOBOI aKTUBHOCTHIO YacToToM 2,5—5,5 Tix
Ha D3I, KoTopbie He OTBEYAIOT KPUTEPUIM CIleliupude-
ckoro cuHapoma MI'D, a Takke CUHIPOMBI, KOTOPBIE Me-
IOT T€ Xe TeHeThuYecKrue OoCHOBHI, yTo 1 UI'D, HO MoryT
OBITH aCCOLIMMPOBAHBI B OTAEIbHBIX CIydassx ¢ DPD, takue
KaK MHOKJIOHMYEeCKM-aToOHNYecKas amutencust (MAD),
SIWIETICUS ¢ MUOKJIOHMYeCKMMHU abcaHcamu (OMA),
SITWJIETICHS C MUOKJIOHUEH BeK (DM B); npyrvie cCMHHIpOMBEI,
TaKMe KaK MUOKJIOHWYECKAsT SIUJICIICHS MJIaIeHIEeCTBa,
KOTOpEHIE B OOJIBINEH CTEIIEHN COOTBETCTBYIOT TeHEpaIl-
30BaHHOI SIWJICTICUM M MOTYT UMETh IIPU3HAKU 3HIIe(Da-
JIONATHU Pa3BUTUS (MHTEJJICKTyaJdbHbIE HapyIICHUS).
Kpome Toro, HekoTophle Caydyaud TeHEepaJIn30BaHHON
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srmuiencun ¢ ®C+, npu KOTOPBIX PETMCTPUPYIOTCS TOJIBKO
TreHepaJIru30BaHHbIC TIPUCTYIBI, MOTYT KJIaCCU(PUIITPO-
BaTbhest Kak ['TD. OmHako 3Ta KaTeropust 10KHA UCKITIO-
YaTh CAyIau TeHETUICCKOM SIMUICTICUM C (DeOPUIbHBIMU
cymoporamu 1oc (F'DPC+) ¢ HanmuneM GOKaabHBIX
IIPUCTYIIOB.

BDnudemuonoeusn. Jons UT'D cpean Bcex hopm amu-
nericuu coctanisiet 15—20 % [5]. Jlonst reHepaiM30BaHHBIX
(hop™m snimernicuu y geTeit ¥ MOAPOCTKOB C BIIEPBHIE BO3-
HUKIIUM 3TWICTITAYSCKUM IPUCTYIIOM JOCTUTAeT 23—
43 % [6]. N3 Hux 53—58 % uMeI0T OOMH 13 CUHIPOMOB
HUrs[7, 8].

Bospacm debroma. Pazupie cunapombl UT'D paznuua-
I0TCS Bo3pacToM Jebiora. B iemom me6ior mpu UT'D — ot 3
1o 25 net, pexe o 40 et [9, 10].

Dpdexmusnocms anmusnurenMuU4ecKoll mepanuu.
¥V pasnbix popm UI'D orBeT Ha Tepanuio ADII 1 motpeb-
HOCTb B IJINTEJILHON Tepamuu paziumdaioTcsa. B memom
KOHTPOJIb Hax nipuctyramu mpu UT'D ¢ moMomnsio ADIT
npocturaercsa B 80 % ciydaeB. Boigensior dopmer UI'D
¢ oTBeTOM Ha cnieunduueckue ADII 1 ¢ orBeTom Ha ADIT
IIMPOKOTO CIIEKTPa NeHCTBHS B OTHOIICHNY TeHEepaIn30-
BaHHBIX TIpucTynoB. [Ipu I'CIT ocobenHo addekTuBeH
BaJIBIIPOAT, HO 3TOT IpemapaT CJeAyeT C OCTOPOXKHOCTBIO
Ha3HayaTh XEHIIMHAM JEeTOpOJHOTO Bo3pacta [11, 12].
Bbnokaropsl HaTpueBbix KaHasioB 1 ADIT ¢ TAMKepru-
YeCKMM MEXaHMU3MOM JeicTBMS (KapbaMas3eiH, OKCKap-
baszenuH, acauKapoazenuH, GeHUTONH, THATaOUH U BU-
rabaTpuH) yXyIIIalOT TedyeHUe NpucTymnoB mpu WUID,
W3BECTHBI CIy4au IMPOBOKAIIMKM (arrpaBaliii) abCaHCOB
WIN STAJICITUIECKOTO CTaTyca MUOKJIOHUIECKUX IIPUCTY-
IIOB IIPY IIpHEME STHX IIPEIrapaToB. B oTnenpHBIX cydasix
WMEHHO arrpaBanus IIPUCTYIIOB IIPU IPUMEHEHUH OTIpe-
neneHHbIX ADIT momoraer ycTaHOBUTh BEPHBIM AUArHO3
HUIs [13—-17].

Teuenue 3a60aesanusn. Cunapomsl UT'D paznuuarorces
10 BEPOSITHOCTH PEMUCCHH 1 TIO BO3PACTy €€ HACTYILICHHS.
MHorna y omHOTo 1 TOro 3Ke IMalreHTa IIPOUCXOIUT TPaHC-
dopmanus ogHoro cuHapoma UT'D B apyroii.

Tunst npucmynog. Y armueHToB ¢ UI'D moryT otme-
JaThCSl ONMH WM HECKOJIBKO TeHEPaIn30BaHHBIX TUIIOB
OpUCTYNOB (abcaHChl, MUOKIOHUYECKHNE, TOHUKO-KIIO-
HUYECKUE, MUOKJIOHMKO-TOHNKO-KIOHUYECKHE TIPUCTY-
nel). I'CIT MoryT uMeTh (DOKaJIbHBIE I AaCUMMETPUYHBIE
MPOSIBIIEHUST (HapUMep, OTBEACHME TOJIOBBI U IJ1a3 B CTO-
POHY), HO BaxXHO, YTO 3TH CHUMIITOMBI BO3ZHUKAIOT YK€
MoCJie MOTEPU CO3HAHUS (B OTJINYME OT (DOKATBHBIX IPH-
CTYIIOB).

MMOKIOHNYECKHE TTPUCTYIIBI TAKKE MOTYT UMETh (hO-
KaJIbHBIC MJIM aCUMMETPUIHBIC IIposIBiAcHM. 11 qacTu
mareHToB ¢ MI'D xapakTepHa (hOTOCEHCUTUBHOCTD.

BrisiBiieHIE cieMyrOImX TUIIOB IIPUCTYIIOB MCKIII0Ya-
er mnarHo3 MI'D: reHepann3oBaHHbBIE TOHUYECKHUE, aTO-
HUYECKNE, MIOKIIOHMYECKN-aTOHNYECKHEe, (POKaIbHbBIE
MIPUCTYIIBI ¥ SIIICITUICCKIE CIIa3MBl.

DIrl-uccaedosanue. oHoBass aKTUBHOCTh DD —
B IIpeJesax Bo3pacTHoi HopMel. [Tpu UT'D Ha DT, vaiie
IIPY 3aCHIITAHUM WUTK TIPU TIPOOYXKIEHNHU, a TAKKEe BO CHE
PETUCTPUPYIOTCS TeHEPAIM30BaHHBIE ITUK-BOJIHOBBIE pa3-
psIbI KaK MpaBuIo YyactoToi 2,5—5,5 I, Pa3psiabl yacto
CTaHOBATCA (DparMeHTUPOBAHHBIMU BO BPEMsI CHA 1 MOTYT
nMeTh (pokaabHoe Havyajmo. OgHaKo pernoHaabHbIE pa3-
PSIIBI M pETMOHAJIBHOE 3aMeNICHUE OTCYTCTBYIOT.

doronapoxkcnaManbHbIN oTBeT pyu POC y manmeHTOB
¢ UT'D perucrpupyeTcss He4acTo, B TO BpeMsI Kak JIJisl He-
KOTOPBIX TeHeTHIecKX DPD, a TakKe I 3aThIOIHBIX
SIUJIETICUI XapaKTepHa (hDOTOCEHCUTUBHOCTD.

[eHepanm3oBaHHBIC TMK-BOJTHOBBIC Pa3psIbl IIPOBO-
LUpPYIOTCs runepBeHTIWIsIIKNei. [Ipy HasHaYeHUN ameK-
BaTHOTO JieueHUsI ADII B TepaneBTUYECKMX J03aX reHepa-
JIN30BaHHAs ITMK-BOJTHOBAS aKTUBHOCTD PEAYLIUPYETCS.

HopMmanbHast pyrunHas D91 He MOXeT UCKII0YaTh
nuarHo3 UI'D mpu yoeauTenbHBIX JaHHBIX aHAMHe3a
¥ TOYHOM ONMCAaHUH KIMHUYECKUX IIPOSIBIICHUH (HAIIpH-
Mep, 1e0I0T MUOKJIIOHMYECKMX IIPUCTYIIOB B OIIPEACTICHHOM
Bo3pacTe). B 3THX ciryyasx BBISIBUTH T'€HEPaTN30BaHHBIIN
IMMK-BOJTHOBOW pa3psii MOMOTaeT OeIpUBaIUs CHA WX
npoxokeHHas 3anmuch DT

Conymcmeyrowue (komopouonsie) cocmosinus. C UT'D
YacTO COYETAIOTCSI pacCTPOMCTBA HACTPOCHMSI, TPEBOTA,
CIBI u tpyaHocTu ooyuenmsi. Ho mpu MI'D HexapakTep-
HbI YMCTBEHHAs OTCTAJIOCTh M codyeTaHue ¢ DPD.

lenemuueckue uccaedosanus. bm3HelIOBBIC NCCTIEIO-
BaHUS M aHAJIN3 CEMEMHBIX CIy9aeB JOKA3bIBAIOT TeHETH -
yeckyto mpupony UI'D [18, 19]. MoHO3UTOTHBIE OJIM3HE -
ubl uMeioT 100 % KOHKOPIAHTHOCTH O M3MEHEHUSIM
Ha D3OI B BUIe TeHepaTn30BaHHBIX ITMK-BOJTHOBBIX pa3-
psinoB U 70 % KOHKOPIAHTHOCTD 10 Pa3BUTHUIO SIMJICII-
TUYecKuX npuctymos [20, 21].

HecMotpst Ha SIBHYIO TeHETUYECKYIO IIPEAPACIIOO-
XKEHHOCTb, OTKPBITHE IMATOTeHHBIX MyTaumii mpu UI'D
IpOUCXOIUT MedieHHO. B HeOobIllIoM YMciie ciiydyaeB
BBISIBJICHBI MOHOTCHHBIC ITPUIMHEL. [IprMepamMu MOHO-
reHHbIX popM UTD aBisioTCs MyTalluy B reHax cyobeau-
Hun perenropa TAMK (manmpumep, GABRG2, GABRAI)
[22, 23] u B reHe, KOOUPYIOLIEM MEPEHOCYMK TITIOKO3BI
1-ro tnmna (SLC2A41) [24]. B ocHOBe 3a060/1€BaHUST MOTYT
JIeXXaTh KaK YHacJIeHOBaHHEIE, TaK M BOSHUKIIIHIE de novo
MyTalluy; B MOCJIEIHEM CIIydyae CEeMEMHBIM aHaMHE3 He
OTSTOIICH, OMHAKO U B CITy4Yasix YHACIICIOBAHHBIX MyTaIlUi
YETKUI CEeMEMHBIA aHAMHE3 MOXET OTCYTCTBOBATb, TakK
KaK TeH MOXKET MMETh HETIOJIHYIO TIEHETPaHTHOCTS. Jlonroe
BpeMsI cuuTanoch, uto UI'D MMeroT CIOXHEBIN XapaKTep
HacjeqoBaHUs (Hamboyiee BepOSITCH IOJUTCHHBIN WIIN
MYJIBTU(aKTOpHAIBHBIN TUIT HACICTOBAHUS B Pe3yJIbTaTe
BJIMSTHUS BHEITHUX (DAKTOPOB).

Takum oOpa3zoM, TEpMUH «I€HETUYECKasl SMUJISTICUST»
OTHOCHUTCSI K TeHETHMICCKOM STHUOJIOTUM 3a00JIeBaHMsI,
HO He UIAEHTUYEH ITOHATUIO «HACIEICTBEHHAs DITUIEI-
cHsi». DTOT BaXHBIM acIIeKT HEPEIKO HE YIHUTBHIBAIOT
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B ripouiecce auarHoctudeckoro movicka (I.E. Scheffer u co-
aBT., 2017).

VY 3 % nauuenToB ¢ II'D BbIABIISIOTCS MUKPOAEICLIAN
1 MAKpOIyIUMKauu [25, 26]. OHM MOTYT BHOCHUTb BKJIa,
B OTHOJIOTHIO 3a00JIeBaHNUs, HO HE SIBISIIOTCSI OCHOBHOM
MIPUYMHON. DTU TeHETUIECKIE HAPYIIICHUSI MOTYT UMETh
CeMeMHBIN XapaKTep WU BO3HUKATh de novo U CyIIecT-
BeHHO MoBbIAaTL puck UI'D [27]. B rpymniie mauneHTOB
C JIETKOI YMCTBEHHO oTcTasocThio u UI'D xpoMmocomo-
matuu cocTasistioT 10 10 % caygaes [28].

Jlemckas abcancnas snuaencusn ([JA3) nedrorupyer
y pebeHKa 0e3 IpeallecTBYIONINX HEBPOJIOrMUeCKUX Ha-
PYIIEHUH B BUE €XXeTHEBHBIX IIPUCTYIIOB a0CAHCOB, IIPHU
5TOM B Hauasie TprcTyra Ha D3OI perncrpupylorcs reHepa-
JIN30BaHHbIE MMK-BOJHOBBIE pa3psiabl YacToToit 2,5—4,0 Ii1.
AOcaHCHI TPOBOLIMPYIOTCS TUNepBeHTWIsILMeil. HeBpo-
JIOTUYECKU# cTaTyc B HOpMe. [lcuxmueckoe pa3BUTHE
OOBIYHO He HapyllieHO. MoryT oTMeuaThCsl MPOsIBJICHUS
CIBI u TpynHOCTH 00y4YeHMs. [1pucTyImsl KOPOTKHE, HO
MOTYT BO3HMKATh B BUJIe KIacTepoB. PeMuccus HacTyIa-
ety 60 % neTeii, OOBIYHO B TeUeHUE 2 JIET OT aebloTa 3a-
0oJIeBaHMSI WJIM B paHHEM IOIPOCTKOBOM BO3pacTe.

Dnudemuonoeus. 3aboneBaeMocts JJAD — 6,3—8,0 ciy-
yas Ha 100 TeIC. meteli B rox [29—31], 4To mOCTUTAET OKO-
110 18 % ciydaeB snuJIeCUU y IeTeil IIKOJIbHOTO BO3pac-
Ta [32].

Kaunuueckas kapmuna. 3aboyeBaHNe IEOIOTHPYET
B Bo3pacte 4—10 et (muarmazon: 2—13 net) [33—35]. YV me-
Teit ¢ fedbioroM B Bospacte 10 jeT u crapiie JJAD otianua-
erca ot FOAD gactoToit abcaHcos. JInarno3 JIAD Gonee
BEpOSTEH B TOM CJIyJae, eIy TUITMYHBIC a0CaHCHI BOZHU-
KaloT 4acTo, 10 KpaiiHeil Mepe exxeaHeBHO. OnpenesieH-
HyI0 poib B tuddepenumnansHom quardose JAD u FOAD
urpaet DDI. JIAD uvaie BcTpedaeTcs: y AeBouek (60—
75 % ciny4aeB) [33]. PeOpuIbHbBIE IPUCTYIILI B AHAMHE3E
Bcrpevatores y 10—15 % nmeteit [36—38]. HeBponoruuec-
KU1 CTaTyC ¥ OKPY>KHOCTbH TOJIOBBI B HOpME.

Ecnu JIAD BO3HMKAIOT y AeTeli C YMCTBEHHOM OTCTa-
JIOCTBIO, HY>KHO PEKOMEHIOBATh TeHETUICCKOE MCCIIEIO0-
BaHue. B ciayyae mebGiora abcaHcoB 1o 4 Jet, nepuumT
nepeHocuyrka rmoko3bsl 1-ro Tuna GLUTI, cBsg3aHHbBII
¢ maToreHHBIMM MyTauusmu SLC2A1, obHapyXuBaeTcs
y 10 % nauuenros [24, 39, 40].

Teuenue 3a6onesanusn. JAD 0OBIYHO XOPOIIIO OTBEYAET
Ha JleueHne ADII, Kk paHHEeMY TTOAPOCTKOBOMY BO3pPAaCTy
y 60 % nanueHTOB HacTymaeT pemuccus [33—35, 41].
VY ocTanbHBIX IMAllMEHTOB BO3MOXHA TpaHCchOpMaus
B ipyrue cuHapomsl UTD.

Tunet npucmynos. TunuuHbIA aGCaHC XapaKTEPU3YET-
Csl BHE3AITHBIM HApyIICHNEM CO3HAHMsS, C OCTaHOBKOI
B3IJIAIA M 00eTHEHEM MUMUKU, TIPEPBIBAHUEM ACSITCIIb-
HOCTH, C OPJIbHBIMA ¥ MaHyaJIbHBIMH aBTOMAaTU3MaMM
Wi 0e3 HUX, ¥ OBICTPBIM BO3BPAIlIEHUEM K JICSITeILHOCTH,
BO3MOXHAa OUYeHb KpaTKOBpeMeHHasl ae3opueHTanus. [1po-
JIOJDKUTEIBHOCTh abcaHca oO0bIYHO cocTaBisieT 3—20 c,

pexe — 6oitee 30 ¢ [42—46]. Bo3MOXHBI Heep:KaHUE MO-
YUY ¥ IIOTePsT KOHTPOJIS Haf 110301, OOBIMHO a0CaHCHI BO3-
HHUKAIOT HECKOJIBKO pa3 B IEHb M YaCTO HE PaCIIO3HAIOTCSL.
I'CII B penkmx ciaydasix IpeamiecTBYIOT abcaHcaM WK
pa3BUBAIOTCS B IIEPUOJI YacThIX abcaHcoB rpu FOAD. Ya-
e I'CIT, Bo3HUKaOIIME B TOJPOCTKOBOM BO3pacTe Iocye
HMCYE3HOBEHMsI abCaHCOB, MOTYT YKa3bIBaTb Ha TpaHC-
(opmarimio B apyroii cunapom UT'D (Hanpumep, OMD,
IOAD, BI'CII) [33].

MUOKJIOHNYECKNE TPUCTYIBl HEeXapaKTePHBI IS
JIAD, 3a UCKITIOYEHNEM JIETKOTO MUOKJIOHYCA BEK ITpU a6-
caHcax. BeipaXkeHHBII MUOKJIOHYC BO BpeMsI IPUCTyIa
(BCKMIBIBaHUE 00EMX BEPXHUX KOHEYHOCTEH ¢ TOHUYEC-
KOI1 11030i1) yKa3bIBaeT HA PEIKUIA TUIT IIPUCTYIIOB — MHO-
KJIOHMYEeCKue abCaHChl, KOTOPhIE HAOII0IAI0TCS ITPU 31~
JITICUM ¢ MUOKJIOHMYECKNMU aOCaHCAMMU.

DII-uccredosanue. ®oHoBasgs aKTUBHOCTH B HOPME.
YV 21-30 % nereii ¢ IAD BcTpeyaeTcsl pUTMUYHAS UHTEP-
MUTTHPYIOIIAS OeJIBTa-aKTUBHOCTh B 3aTBUIOYHBIX OTBE-
neHusx (OIRDA) [42, 47], umerorias gacTtoty 2,5—4,0 Iix
u 3youatslii xapakrep (notch-delta). Habmomarorcs ma-
POKCH3MBbI T€HEPAITM30BAHHOM ITMK-BOJIHOBOI aKTUBHOCTU
¢ yacroroii 3 [i1 (muama3on 2,5—4,0 Iir), KoTropas Bo cHe
MOKET CTAaHOBUTCA (pparMeHTUpOBaHHOI. MoXeT co3na-
BaThCs BIEYATIICHHE, YTO (pparMeHTUpPOBAaHHAS TeHepa-
JIN30BaHHAsI IMMK-BOJIHA SIBISICTCS PETMOHAIBbHON MJIN
MYJIBTUPETHOHAIBHOM, OMHAKO OHA HE PEeTrUCTPUPYETCS
MMOCTOSTHHO B oiHOM o6actu. [To mopdonorum dpokans-
HBIE€ TIMK-BOJHOBBIE Pa3psiIbl CXOIHBI ¢ TeHEpaIn30BaH-
HeIMU. [ToMUIMK-BOTHOBAS aKTMBHOCTh MOXKET HaOJII0-
IaThCsl BO CHE WJIM IIPM 3aChIIaHWUM, HO HE BO BpeMs
oonpcTBoBanus [42, 48]. POC BhI3bIBAaET MOSIBICHUE Te-
HEpaIM30BaHHON MUK-BOJIHOM aKTUBHOCTU y 21 % maum-
eHTOoB [42].

HxkranbHag D3OI xapaktepusyeTcs peryaspHOii reHe-
paan30BaAaHHON IMK-BOJHOBOM aKTMBHOCTBIO YaCTOTOM
3 I (mmarmas3on 2,5—4,0 Ii1) B 1-10 cexyHmy abcaHca. [e-
30praHU30BaHHBIE Pa3PSIIbI, OIIPeaeIsIeMble KaK KpaTKO-
BpeMmeHHBIE (<1 ¢) 1100 TpaH3UTOPHBIE IIPEPHIBAHUS K-
TaJbHOTO MaTTepHA MU MEIUICHHBIC BOJHBI Pa3IMIHON
YaCTOTBI 1 MOP(OJIOTHH, BCTPEYAIOTCS 3HAYUTEIEHO PEXE,
yeMm npu FOAD [42]. Kak reHepann3oBaHHast TUK-BOJTHO-
Basl aKTUBHOCTbD, TaK 1 aOCAHCHI IIPOBOLIMPYIOTCS TUTIEP-
BEHTWISIMEH y OOJBIIMHCTBA HEJCUYEHBIX IMAllIEHTOB.
MemneHHbIe TMK-BOJIHEL (<2,5 1) HE perucTpupyroTCs.
Ecnu y HeneyeHoro pebeHKa Ipy r’unepBeHTUISLIMA B Te-
YeHHe 3 MUH He TOSIBIISIIOTCS] TeHEepaIM30BaHHBIC CITAiTK-
BOJIHOBBIE pa3psiabl, JJAD MOXHO UCKIIOUNTD.

Hannsble Heiiposusyanuzayuu ipu JIAD B Hopme. MPT
cJeayeT IIPOBOIUTD ITPY HATMYUH aTUITMYHBIX TTPOSIBIICHMIA
JIAD, pe3rCTEHTHOCTU IIPUCTYIIOB K JICYCHUIO WJTY IPU BhI-
SIBJICHUY CTOMKOTO peTMOHAJIBHOTO 3aMeIieHrs Ha DT,

lenemuueckoe uccaedosanue He SIBISIETCSI PYTUHHBIM
METOJIOM TMAarHOCTUKY IpHY JaHHO# (popme. KimmHmyeckue
TreHeTUYeCKHe NCCIenoBaHus (OJU3HEIIOBEIS) TTOKA3alIH,
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yto JJAD MMeeT TeHeTUYECKYIO MpeapacioIoXeHHOCTh
[18—20], HO M3BeCTHO UL HECKOJIBKO TeHOB, BBI3bIBa-
IOIIMX ITPEAPACIIONoXeHHOCTh K JIAD (GABRG2, GABRA,
SLC2A1, a Takxke mukpoaeneuus 15p13.3) [22-26, 39].
[eHeTnyeckoe uccieqoBaHue CIeAyeT PEKOMEHIOBATD,
ecm abcaHChl IeOITHUPYIOT B Bo3pacTe a0 4 yer (mis
HUCKIodYeHus, Hanpumep, SLC2A1), ecnu ecTb aTUTTMIHBIE
MpOsIBICHUS (YMCTBEHHAsI OTCTaJIOCTb, IBUTATEJIbHEIE
paccTpoiicTBa, papMaKoOpe3UCTEHTHOCTh, OTSTOIIEHHbBIN
CeMeHbII aHaMHe3 110 anuiencuun) [39].

Jpyeue uccaedosanus. B TMIIMIHBIX CIydasix IIpOBe-
JIEHUS IPYTUX UccaenoBaHuii He TpebyeTcs. [1pu Hava-
JIe 3a00yIeBaHUS 10 4 JIET WUIK TIPU HATMIUH aTUITNIHBIX
MpOSIBICHNH (YMCTBEHHAsI OTCTAJIOCTh WJIM TUIIEPKIHE-
3bI), HEOOXOAUMO HCKIIOUUTh Ae(HUIIUT IIePEHOCUYNKA
[JIFOKO3BI 1-TO TUITA (IMarHO3 YCTaHABIMBACTCS IIPU BBI-
SIBJICHUU HU3KOTro YpOBHS roko3bsl B CM2K HaTomak
WINA C MOMOIIBIO TAPIreTHOTO CEKBEHMPOBAHMUS T'eHa
SLC2A1).

Hughgpepenyuansroiii duaenos:

1. Zpyeue ghopmol snusencuu:

Dnunencus c MUOKAOHUeI 8eK XapaKTepU3yeTcsT abcaH-
CaMU C TTIOBTOPSTIOIIMMUCS PUTMUAYHBIMHU OBICTPHIMU
MMONSPTUBAHUSIMU BEK, OTBEICHHEM INIA3HBIX SI0JIOK
BBEPX M MaJI03aMETHBIM 3aIIPOKMIBIBAHIEM T'OJIOBHI,
MIPUCTYIIBI TIPOBOIMPYIOTCS IIPUKPBIBAHUEM IJIa3,
COJTHEYHBIM CBETOM U (POTOCTUMYIISIIIUCIA.
Dnunencus ¢ MUOKAOHUYECKUMU AOCAHCAMU XapaKTePH-
3yeTcsl abCAaHCHBIMM IIPUCTYIIAMU ¢ MUOKJIOHIMYECKUMM

MTOJIEPTUBAHMSIMU B BEPXHIX KOHEYHOCTSIX (C TTIOIBEMOM
PYK BBEPX) C YACTOTOM SMUICTITU(POPMHBIX pa3psiioB
3 I

llpyeue eenepanuzosanHvie 3nuaencud ¢ amunuU4HbIMU
abcancamu. ATUIIMYHBIE aOCaHChI, KaK MPaBUIoO, CO-
IIPOBOXKIAIOTCS 00JIee MPOMOKUTEIBHBIM HapyIIle-
HHEM CO3HAHMS, MEHee He3aMETHBIM, 0oJjiee IOCTe-
IICHHBIM Ha4YaJlOM M OKOHYaHMEM U MEIJICHHON
TEHEPAIM30BAHHOM MUK-BOJTHOBON aKTUBHOCTBIO HA
D3I OOBIYHO OHY BO3HMKAIOT TTPH STMJICHITUYECKUX
sHuedanonatusx, Hanpumep CJIT.

FOnoweckas abcancuas snunencus OOBIYHO HAYMHACT-
csg nocne 10 jret, conpoBoXIaeTcs peIKUMU abcaHca-
MM (BO3HMKAIOIINMU pexXe, 9eM exXeITHEBHO), boee
JIETKOM CTEIIEHBIO HApYIICHMSI CO3HAHUS, BRICOKUM
puckoM passutus I'CIT u cratyca abcaHcoB. Perymsp-
HOCTb U YaCTOTa T€HEPATU30BAHHON MUK-BOJHOBOM
AKTMBHOCTHU IOMoraeT oTanuuTh JJAD ot KOAD.
DokanbHbie NPUCMYNbL C HAPYUWIEHUEM CO3HAHUS JACTO
XapaKkTePU3YIOTCS MPEALIECTBYIOLIECH aypou, COMpo-
BOXKIAIOTCS TIPOIOJLKUTEIBHBIM 3aCThIBAHUEM B30pa
(gacto 30 ¢), HaTMYKMeM TUIePKUHETUICCKUX TTPOSIB-
JICHUI, ITOCTUKTAJbHON CIOYTAHHOCTU CO3HAHMUS,
COHJIMBOCTH Y TOJIOBHOM 00, DD BHISIBIISIET peru-
OHAJIbHBIC U3MECHEHUS.

2. Hesnusenmuueckue cocmosHus:

* MEYTaTeJbHOCTE;

* HEBHHUMATEJIBHOCTD;

* TJa3HBIC TUKH.

[lnarHocTnyeckue Kputepun fetckoit abcancHoit anunencun (1A3)
no MpoeKTy KnaccudpukaLum snunenTYeckux cunppomos 2021r.
(ILAE Guidelines, 2021)

06a3aTenbHble KpuTepun

MpucTynbl: TURUYHbIE AbCaHCbI.

93 pa3pAabl reHepann30BaHHbIX NUK-BOH YacToToit 2,5—4,0 My (moryT
BbIABNATLCA PETPOCMEKTUBHO Ha Npeablaywmx 33T).

HacropaxwuBarowime npusHakm

Mpucrynbi: (M1, Bo3HUKatoLMe Nepez Nepuogom YacTbix abcaHCoB U BO Bpems
Hero. OCTaHOBKA aKTUBHOCTI NPOZOMKUTENbHOCTbI0 >30 ¢, C NOCTUKTANbHOIA
CMYTaHHOCTBIO UNK BO36Y>eHMeM. ABCaHCbI 0TMEUAIOTCA He eXXeHEBHO

¥ HenleyeHbIX NaLyeHToB.

I3[ yHunatepanbHble dokanbHble Cnaiiku, BO3HUKAIOLLME Ha HECKOMbKIX

33 B AuHammKe. OTCyTCTBUE BCMbILLEK reHepan30BaHHbIX NUK-BOHOBbIX
KOMMNEKCOB YacToToi 2,5—4,0 L B OTBET Ha rUNEPBEHTUNALMIO Y HENleueHoro
navuveHTa, NoCsIe UHTEHCUBHOTO JIbIXaHNA B TeueHue 3 MUH 1 6onee. Peructpauna
Ha 33T 3acTbiBaHNA B30pa 6e3 KoppenaLum ¢ M3meHeHnaAMMN Ha 33T y pebeHka

C reHepan30BaHHbIMIU NUK-BONHOBBIMI KOMMNIEKCaMM YacToToil 2,5—4,0 iy

B aHamHe3e. (Toilkoe 3amesneHue GoHa I npu OTCYTCTBUN CeATUBHBIX NPenaparos.
Bospacr gebiora: 2-3 roga unm 11-13 ner.

Pa3Butve naunenta fo febiota 3aboneBaHua: nerkne HapyLLEHUA MHTENNEKTa.
HeBponoruyeckuii craTyc: M3MeHeHUA B HEBPONOTUYECKOM CTaTyCe, UCKIoYas
CONYTCTBYHOLLME HAPYLLEHUA.

HeiipoBu3yanu3auua: uameHeHna npu HeiipoBuU3yanu3auumi, UCKNioyas
CONYTCTBYHOLLME U3MEHEHNA.

Kputepuu uckniouenus

Mpuctynbl: nto60oit U3 NepeYNCNeHHbIX TUNOB NPUCTYNOB: BbIpaXeHHble
MIOKJIOHIYECKIe NPUCTYNbI; BbIPaXeHHble MUOKOHNI BEK; MUOKNOHNYeCKI1e
abcaHcbl; aToHMYECKMe MPUCTYNbI; TOHUYECKUE NPUCTYNbI; aTUMUYHbIE abCaHCbI;
doKanbHble NPUCTYNbI ¢ M3MeHeHUeM CO3HAHWA.

31 anddy3Hoe 3amenneHIne OCHOBHOI aKTUBHOCTY.

Bo3pacr febiota: 710 2 net v nocsie 13 ner.

Pa3sutue o febioTa: ymepeHHas unu BblpaxeHHas YMCTBEHHaA 0TCTaNoCTh.
KomopbuzHble cocToAHNA: 0CTaHOBKa M1 perpecc passuTyA.

[pyrvie 3HauMmble UcCne0BaHIA, BKNKOYAA TeHETUYECKINe: HI3KINI YPOBEHb
rntoko3bl B (M v myTauma B rene SLC2AT (ocobeHHo y feTeii ¢ 3apepXKoit
NCUXNYECKOTO Pa3BUTUA).

MPT He ABnAeTCA 0643aTeNbHBIM METOZOM ANA YCTAHOBNEHIA ANarHo3a.
WUkTanbHaa I3[ He ABNAETCA 0643aTeNbHBIM METOOM ANA YCTaHOBNEHUA
AMarHo3a, Tak Kak NHTePUKTaNbHaA 3anuCb BLIABNAET reHepann30BaHHble
pa3pAzbl NUK-BONHOBO aKTUBHOCTY YacToToM 2,5—3,5 [y B 60ApCTBOBAHMNM.
0aHaKo y 60NbLUIMHCTBA HeNleyeHbIX NaLMeHToB Npu pyTUHHOI 33T perucTpupyiotca
a0caHCbl.

Cunppom 6e3 nabopaTopHOro NOATBEPKAEHUA: B CUTYaLNAX, KOTAA BO3MOXKHOCTU
npuMeHeHA Apyrvx MeTof0B AUArHOCTUKN OTPaHMueHbl (B CTpaHax

C OrPaHUYEHHBIMM IMATHOCTUYECKMMI BO3MOXKHOCTAMN), AnarHo3 [1AJ

MOXeT ObITb YCTaHOBNEH KNMHUYECKH, eCIN OTCYTCTBYIOT HACTOpaXMBaloLLme
NpPU3HAKN, NALMEHT 0TBEYAET BCeM APYruM 00A3aTeNbHbIM KpUTepHAM

11 MU TUNEPBEHTUNALIMM HAONIOAANUCH TUNMYHDIE ABCAHCbI.
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FOnoweckas abcancnas snuaencus (KOA9) xapax-
TepusyeTcsl abcaHcaMu, KOTOpble OObIYHO BO3HUKAIOT
pexe, 9eM eXXeTHEBHO, Y HEJICUSHBIX MAIlEHTOB U COIIPO-
BOXIAIOTCS TeHEPAIM30BaHHBIMU ITMK-BOJHOBBIMM Pa3-
psimamu yactotoi >3 [i1 (muamazon 3,0—5,5 i) y mompocTkoB
6e3 npyrux HeBposornueckux HapymeHuii. 'CIT Habmona-
1otcs 6osee yeM B 90 % ciydaeB, yailie BCErO HAUMHAIOTCS
BCKoOpe mnociie aedrTra abcancoB. HeBponornueckuii ctatyc
B HopMme. [lcuxmnueckoe pa3BUTHE OOBIYHO B HOpME, HO He-
penko Bcrpedarotcst nposisnenus CIABI u tpynHocT 00-
YUYEeHMSI, TaxKe TPy KOHTpoJIe Hal rprcTyamu [52, 53]. [pu-
CTYIIBI MOXHO KOHTPOJIMPOBaTh ¢ momolnbio ADII,
HO OOBIYHO TpeOyeTCsl MOXKU3HEHHOE JISYCHUE.

Dnudemuonoeus. KKDAD BcTpedaeTcs pexe, yeM JTAD,
cocraisist 2,4—3,1 % ciiydaeB BIiepBble BOZHUKILIEI 3111 -
JIETICUU Y IeTel 1 TTOJPOCTKOB [7, 8].

Kaunuueckas kapmuna. TMNAYHBIA BO3pacT nedioTa —
ot 9 1o 13 net, ¢ mnanazonoM ot 8 mo 20 yet. B nckimoun-
TEJIbHBIX CITy4Yasx Ie0I0T BO3MOXKEH BO B3pOCIOM BO3pacTe
[10, 41]. ITpu medroTe B Bo3pacTe 0 9 JIeT TPYAHO OTJINIHTH
IOAD u JAD. Ina KOAD xapaktepHbl 0oyiee MO3THUNA
BO3pacT Ae010Ta 1 MEHee BbICOKasl yacToTa abcaHCcoB. M3-
MeHeHust DOT ananornyHel mpu 2 popmax, omHako OIRDA
npu KOAD He peructpupyeTcsi, reHepaan30BaHHBIE pa3-
PSIBI MOTYT OBITH HECKOJIBKO 00JIee YaCThIMM M MEHee
peryaspabiMu Tipu FOAD, yem nipu JIAD.

IMcuxuueckoe paszButue N0 AebloTa 3a00J€BaHUS
B HopMe. DeOpriIbHBIC IPUCTYIIBI B aHAMHE3€ OTMEYAIOT-
¢ B 6—33 % ciydaes [ 19, 49]. 3HaunTeIbHBIE KOTHUTUB-
HBbIE HAPYIIIEHMS JOJIKHBI HACTOPAXKMBATh B OTHOIIICHUH
JIPYTOro AMarHo3a.

Teuernue 3ab6o0nesanus. KOAD xopo11o oTBevaeT Ha Jie-
yeHre ADII, HO B OOJILIIMHCTBE Cy4aeB MOCIe OTMEHBI
TepaIuy IIPOUCXOIUT PELIMINB, IIO3TOMY JICUSHHE IIPOBO-
IUTCS HAa TIPOTSKeHUU Beeld xku3Hu [41, 50, 51]. Brocyk-
CHMUJI B MOHOTEPAIIUU He pEKOMEHIYETCST M3-3a BBICOKOM
BepostHocTu I'CII. Cnenyer HazHayaTh ADII ¢ mmpokum
CIIEKTPOM JICHCTBUS B OTHOIICHWHU T'e¢HEPaJTU30BaHHBIX
TIPUCTYIIOB.

Tunot npucmynos. IlTaTorHoMOHWYHbBI abcaHCbl. BHe-
3aITHO BO3HMKAET HAPYIICHNE CO3HAHMS, B3IJISIT OCTAHAB-
JIMBaeTCsI, MUMUKA OOCHTHSETCS, IIPEePHIBACTCS IESITEIIb-
HocTb. MHOTHA OTMeJaloTCs OpaibHbIe aBTOMATH3MEL.
Bo3zBpaieHne K mpepBaHHON ACSATEILHOCTH ITPOUCXOTUT
onIcTpo. CTereHb HApYIIEHNS CO3HAHMS YaCTO MEHEE BbI-
paxeHa, yeM 11pu JIAD [54]. Bo Bpemst abcaHCOB ¢ HETIOTHOI
MoTepel CO3HAHMS MTAIIMEHT MOXKET BBITIOJIHSITH IIPOCTHIE
KOMaH/Ibl, HO UCTIBITBIBAET TPYAHOCTH TIPU BHITIOJIHCHUM
cJIoXHBIX. OOBIYHAST TPOIOKUTEIHPHOCTh IIPUCTYIIA —
5—30 ¢, naOTHA OOJBIIIe. YacToTa IPUCTYIIOB pexe 1 pas3a
B AeHb [41, 54]. Bo BpeMms abcaHca MOXXHO OTMETHUTD €1Ba
3aMETHBIII MUOKJIOHYC. CTaTyc aOCaHCOB BCTpedaeTCs
npumepHo y 20 % nauueHToB [55]. MUOKIOHUYECKUE
MIPUCTYTIBI HE XapaKTepHBI (MCKITIOYEHNE COCTaBIISIeT eaBa
3aMETHBIH MUOKJIOHWYECKMN KOMIIOHEHT BO BpeMs

abcanca). [1pyn HATMYUY MMOKJIOHMYIECKUX ITOISPTUBAHMIA,
OCOOEHHO IT0 YTpaM WJIU IIPY HeAOCHIIIaHWH, CJICIYeT Ipem-
nojyarath FOM3. BripakeHHbBII MUOKJIOHYC BO BpeMsI a0-
caHca TMpearojaraeT IMUICIICHI0 ¢ MUOKIOHNIECKUMU
abcaHcaMu. SIBHble MMOKJIOHMU BEeK BO BpeMs abcaHca
MIPEAIIOIATraoT SIUJICTICUIO C MUOKJIOHUEH BEK.

Jpyrux Tumnos npuctyroB npu FOAD He oTMeuaercs.
OcTaHOBKa B3IJIsgAa JIMTEIbHOCTHIO >30 ¢ WIM MOCT-
WKTaJIbHOE HapyIIeHNE CO3HAHUS YKA3BbIBAIOT Ha (DOKaATh-
HBIE TIPUCTYIIBI C HAPYIIEHEM CO3HAHUSI.

DIT-uccaedosanue. oHOBAST aKTUBHOCTb B HOPME.
MoryT perucTpupoBaThCs pa3psiabl TeHEPaTU30BaHHOM
IMMK-BOJIHOBOI aKTUBHOCTH YacToToit 3—4 [i1 (mnanazon
3,0—5,5 1), KoTophle BO CHE CTAaHOBSTCS (pparMeHTUPO-
BaHHBIMU [43]. @parMeHTUPOBaHHBIE FreHEepaIN30BaHHbIE
IMMK-BOJIHOBBIE Pa3psiIbl MOTYT BHITJISIIETh KAaK PETHOHATIb-
HBIE€ I MYJIBTUPETHOHAIBHBIC, HO HE PETUCTPUPYIOTCS
IIOCTOSTHHO B OTHOM 00JIaCTH M O MOPGhOJIOTUM HAIO-
MMHAIOT TeHEePAIN30BaHHYIO ITMK-BOJTHOBYIO aKTUBHOCTb.
ITpu nenpuBaliny CHa TeHEepaIM30BaHHBIE Pa3psIbl Hapa-
CTalOT KaK BO BpeMs1 00IpCTBOBaHMS, TaK U Bo cHe. [1pu
FOAD snunentudopMHbIe paspsiibl UMEIOT GOJBLIYIO
yacrtorty, yeM rmpu JJAD [44]. [TonunuK-BoJIHOBAsI aKTUB-
HOCTh HaOJIIOAaeTCsI IIPEUMYIIIECTBEHHO MIPU 3aCHIITAaHUHI
1 BO cHe [43, 48]. Y HelledyeHbIX MallMeHTOB TUTIEPBEHTH -
JIstust mpoBouupyeT abcaHchl B 87 % ciyuaes [43]. Eciaun
IIPY TUTICPBEHTISILINK TeHEepaJIM30BaHHASI ITMK-BOJIHOBAS
aKTUBHOCTb HE PETUCTPHUPYETCS ITOCIIC MIHTEHCUBHOTO JIbI-
XaHUsI B TedeHue 3 MUH, abcaHChl MaIoBepOsATHEL. PDOC
MIPOBOIMPYET MOSIBICHUE TeHEePaTn30BaHHBIX ITUK-BOJI-
HOBBIX pa3psinoB y 25 % nauueHToB [44]. MenjieHHbIe
IMUK-BOJIHOBEIE pa3psiasl (<2,5 [i1) He XxapaKTepHHI.

HxranpHast akTHBHOCTD: TeHEpaIM30BaHHAs ITUK-BOJI-
HOBasl aKTUBHOCTb YacToToit 3,0—5,5 Ii1 Bo3HUKaeT B Ha-
yajie adbcaHcoB [43, 44]. Jle3opraHn30BaHHbIE pa3psiabl
B 8 pa3 varie Bcrpeuatorcs rmpu FOAD, yem ripu IAD [43].

Ecnu 3acTteiBaHMe B3IJIs11a BO3HUKAET 0e3 KoppeJssita
Ha DBT, abcaHC MOXHO UCKITIOUNTh. MI3MeHeHus Ha DO
Bo BpeMs I'CIT cxomgHsl ¢ TakoBeiMU ITpu DI'CII.

JlaHHble Hetipoeuszyaauzayuu B HopMme. Eciu KIuHM-
yeckas KaptuHa 1 DO turmmunsl 1151 FOAD 1 aTunmmanbie
MpOsIBJIEHUSI OTCYTCTBYIOT, IpoBeaeHrue MPT He TpeOyet-
cs. OpHaKO HeHpPOBU3yanu3alvs H0KHA TTPOBOIUTHCS,
€CJIU MIPUCYTCTBYIOT aTUIINYHBIE CUMIITOMBI YUIM (hapMa-
KOPE3UCTEHTHOCTD, WX IIPU HAJTUIUU CTOMKOTO PErro-
HaJIbHOTO 3aMenjieHusT Ha DI

Ilenemuueckue uccaedoganus He SIBISIIOTCS. pYTUHHBIM
METOIOM JMArHOCTUKU IpU JaHHOU dhopMe. CeMeiHBII
aHaMHe3 MHora oTsaroiieH ciaydasmu UT'D [19]. Kimmun-
YecKre TeHeTUIeCKIE NCCIeI0BaHus (OJIM3HEIIOBBIM Me-
Tom) moKa3aiu, uro FOAD nMmeeT BeIpaXXeHHBIN TeHeTHYE-
CKMIA KOMIIOHEHT, HepelKo B couetaHuu ¢ JIAD [57]. Tun
HacJeAOBaHUS CJIOXHBIN — ITOJUTeHHBIN B COYETAHUM
¢ BIUssHEEM (DaKTOPOB OKPYKAIOIIei Cpeabl, OMHAKO M3-
BECTHBI peliKie MOHOTeHHbIe cirydan. FOAD MoxeT ObITh
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BbI3BaHa MyTalysiMu B reHax GABRG2, GABRA 1, CACNAIA,
SLC2A1n np. [22—-26, 28, 39]. [eHeTyecKue HCCIeIOBAHMS
PEKOMEHIYIOTCS TIPY HAJTMYMY aTUITMIHBIX CUMIITOMOB
(YMcTBeHHasl OTCTaJIOCTh, (hapMaKOPE3NUCTEHTHOCTD).
BrIipaxkeHHBIC KOTHUTUBHBIC HAPYIICHUS NCKIIOYAIOT
nuarao3 FOAD.

Memaboauueckue u dpyeue 1a60pamopHbie Uccae0o8anus
B nuarHoctuke KOAD He mmoka3aHEHI.

Hughgpepenyuansroiii ouaenos:

1. Zpyeue ghopmol snusencuu:

* JIAD oOBIYHO HAYMHAETCs B 00Jiee paHHEM BO3pacTe,
XapaKTepu3yeTcs exXeAHeBHbBIMU abcaHcaMu U 0oJiee
penkuM nipucoequaernuem I'CII.

FOMD ornmuuaercs HaTMYMEM MUOKIIOHUYECKUX TTPU-
CTYIIOB, KOTOpBIEe OTCYTCTBYIOT pu FOAD.
Dnunencuro ¢ MUOKAOHUEH 6eK CIIEIYeT IIPEaIIoararh,
€CJI €CTh ITOBTOPSIONINECS, PETYISIPHBIC WU Hepe-
TYASIpHBIE, OBICTpBIE TpeneTaHus Bek >4 [i1 ¢ oTKII0-
HEHMEM BBEPX INIA3HBIX SI0JI0K 1 3aIIPOKUIBIBAHUEM
TOJIOBBI; IIPUCTYITBI OBIBAIOT OY€HB YaCTHIMU 1 IIPOBO-
LIUPYIOTCS 3aKpPhIBAHUEM T71a3 U (POTOCTUMYIISIIINEH.
Dnunencuro ¢ MUOKAOHUHECKUMU AOCAHCAMU OTIINIAIOT
abCcaHChl ¢ MUOKJIOHMSIMM BEPXHETO IIJICUEBOTO I10sICa,
C TIOIBEMOM PYK BBEpX.

BICII: abcaHCHI OTCYTCTBYIOT.

DokanvHble NPUCMYNbL C HAPYUIeHUeM CO3HAHUS OOBITHO
OTJIMYAIOTCS TIPEAIIeCTBYIONIEH aypoii, UMEIOT 00JIb-
IIYIO IPOIOJIKUTEILHOCTD 3aCThIBAHMS B3IJIsIIa (1acTO
>30 ¢) ¥ TOCTUKTAaIbHBIC TIPOSIBICHUS (CITyTAHHOCTD
CO3HAHMSI, COHJIMBOCTb, TOJIOBHAS 00J1b). DI perrcTpu-
PYeT peTHOHAIbHYIO AMICNTH(OPMHYIO aKTUBHOCTD.

2. Heanunsenmuueckue cocmosnus:
* MEYTaTEJbHOCTb;
* HEBHMMATEJbHOCTb;
* IJIa3HbIE TUKMU.

FOnoweckasn muoxaonuneckas snusencus (FOM3) —
Haunbosee pacrpocTpaHeHHas ¢gopma UT'D ¢ medioTom
B IIOIPOCTKOBOM U B3pOCJIOM Bo3dpacte. CUHIPOM Xapak-
Tepu3yeTcss MUOKIIoHndeckumu npuctynamu 1 I'CIT y mo-
JIei, HE UMEIOLMX IPYTUX HEBPOJIOTUYECKUX HAPYLLIEHUA.
MuoKkJIOHUYeCKYE TTPUCTYIBI OOBIYHO BOZHUKAIOT BCKOPE
rocse npoOyxXkaeHus, Ipu nepeyromienun. Hempockina-
HUEe — BaXXHBII TpoBoLMpytonmii ¢pakrop. Ha 3T peru-
CTpUpPYETCs FeHepaln30BaHHasl ITHMK-, TIOJIUITMK-BOJIHOBASsT
aKTUBHOCTb C YyacToToit >3,0—5,5 Ii1. POTOCEHCUTUBHOCTD
nipu POC BrisiBsiercst y 90 % nanmerToB ¢ FOM3. O6b14-
HO TpeOyeTCsl OXU3HEHHOE JICUeHUE.

Inudemuonoeusn. PacnpocrpaneHHocts FOMD — 1-3 ciy-
yas Ha 10 TeIc. HacenmeHus [58, 59], 4TO cOCTaBIIsIET OKOJIO
9,3 % Bcex ciydaeB snuiencuu [60].

Kaunuueckas kapmuna. TMNAYHBIA BO3pacT nedloTa —
10—24 roma (ot 8 mo 40 net). OMD HeckombKO Yalie
BCTpeYaeTcs y JIULL XKeHCKoro moja. B 5—15 % cnydaes
FOMD pasBuBaeTcs B pe3yiabrarte TpaHcdopmanym u3 JIAD
[33, 61]. 1e6r0T MUOKJIIOHMYECKUX IIPUCTYIIOB 10 8-JI€T-
HETo BO3pacTa SIBJISIETCS KpUTePUEM MCKIIIOUEHHUS IJIst
IOMD. ®ebpunbHbIE MPUCTYITH B AHAMHE3€ BCTPEYarOTCS
MpUMepHO y 4—5 % naimeHToB [62, 63].

[lepuHaTanbHbLA aHAMHE3, Pa3BUTUE U KOTHUTHBHbBIE
(byHKLIMY OOBIYHO B HOpPME, XOTsI BCTPEYAIOTCSI IICUXOJIO-
rMYECKre OCOOEHHOCTH (HarlpuMep, HapylleHe BHUMAHMSI,
TeMIIa JeITeIbHOCTH U HEYBEPEHHOCTD B cebe) [64—67].

[lnarHocTyeckue Kputepun loHowweckoil abcancHoi snunencum (H0A3)
no MpoeKTy KnaccudpukaLum snunenTyeckux cunppomos 2021r.
(ILAE Guidelines, 2021)

0643aTenbHble KpuTepum

MpucTynbl: TANKYHbIE 36CaHCHI.

93 pa3pAabl reHepannu30BaHHbIX MUK-BOH YacToToil 3,0-5,5 My (B HacToALee
BpeMA UK Ha npezLuecTytowx ).

Hacropaxwusatowime npusHaku

Mpuctynbi: 0cTaHOBK aKTMBHOCTY >30 € MM HaNMUWe NOCTUKTANbHON
CNyTaHHOCTY MK Bo36yxaeHNA. AbcaHcbl yaie 10 pa3 B AeHb.

93[: oTCYTCTBIE reHepanu30BaHHbIX MNK-BOHOBbIX KOMMEKCOB YaCTOTOM
3,0-5,5 Iy nocne runepBeHTUAALMI Y HeneyeHoro naLyueHTa Noce MHTEHCUBHOMO
AbIXaHuA B TeueHUe 3 MuH 1 gonblue. MepcucTupytowee 3ameanerue dona 30
6e3 npuema cefiaTBHbIX Npenaparos.

Pa3BuTue nauneTa o ebtota 3aboneaHua: nerkve HapyLIEHNA MHTENNEKTa.
HeBponoruyeckuii Cratyc: U3MeHeHNA B HEBPOOTHYECKOM CTaTyCe, NCKMIouas
CONYTCTBYHOLLME HApyLLEHUA.

HeiipoBu3yanu3auma: u3MeHeHa Npy HeiipoBU3yanu3aLmum, UCKioyas
CONYTCTBYHOLLME HApyLLEHUA.

Teuenve 3abonesanma: otcytctaie (T B AMHaMUKe y NaLMeHToB, He noyyatolLyx AJN.

Kputepumn nckniouenuna
Mpuctynbi: no60il U3 NepeyncneHHbIX TUNOB NPUCTYNOB: BbIPAXeHHbIe

MMOKJIOHYECKIe MPUCTYMbI; BbIPaXeHHble MUOKNOHUM BEK; MUOKNOHNYECKHe
abCaHCbl; aToHNYeCKue NPUCTYNbI; TOHUYECKMe NPUCTYNbI; aTUMNYHbIE abCaHCb;
$OKanbHble NPUCTYNbI C M3MeHeHeM CO3HaHUA.

I opHocTOpoHHMe doKanbHble cnaiiki. JuddysHoe 3ameaneHne GoHa.
3acTbiBaHue B30pa He koppenupyeT ¢ u3meHeHramy I3,

Bo3pacr aebtora: fo 8 net u nocne 20 ner.

Pa3BuTue 10 fiebtoTa: ymepeHHas UK BbipaXkeHHas YMCTBEHHaA OTCTaNOCTb.
Komop6uaHble cocToAHMA: 0CTaHOBKA WW perpecc pasBUTHA.

[lpyrine 3HaYMMble UCCNe0BaHNA, BKNKOYAA FeHETYECKMe: HU3KINIA YPOBEHD
rnioko3bl B CMX n myTauma SLC2AT.

MPT He ABnAeTCA 0643aTeNbHBIM METOZOM ANA YCTAHOBMEHIA AMarHo3a.
VikTanbHas I He ABNAETCA 06A3aTeNbHLIM METOOM A YCTaHOBNEHNA
[IMarHo3a, TaK Kak NHTEPUKTANbHAA 3anKcb BbIABAAET reHepanin30BaHHble
pa3pAazbl N1K-BONHOBOW aKTUBHOCTY YacToTol 2,5-3,5 Iy B 60ApCTBOBAHMM.
OnHako y 60NbLUMHCTBA HeNeyeHbIX NaLMeHTOB NpU PYTUHHOI 33T
perucTpupytotca abcaucol.

CuHapom 6e3 nabopatopHoro NoATBEPMXAEHNA: B CUTYALMAX, KOTA BOIMOXHOCTH
npuMeHeHIA Apyrux MeTo0B ANArHOCTUKY OrpaHuyeHbl (B CTpaHax

C OrpaHNYEeHHbIMI MArHOCTUYECKIMI BO3MOXHOCTAMI), Anarto3 H0AI
MOeT ObITb YCTAHOBAEH KNNHUYECKI, €N OTCYTCTBYIOT HACTOPAXMBAIOLLME
NpU3HaKV, NALMeHT 0TBEYAeT BCeM ApYrum 0643aTeNbHbIM KpuTepuam

11 NpY TUNEePBEHTUNALMM HAONIOAANMCH TUNUYHDIE ABCAHCbI.
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HEBPOAOT UM

[Iporpeccupyroliiee CHIDKCHNE KOTHUTUBHBIX (DYHKITHI
ImocJie Ae0roTa SMICTICUM YKa3bIBaeT Ha IIPOTPECCUPY-
JOIIYI0 MMOKJIOHMYECKYIO aruiencuio. FOM3 penko pas-
BMBAETCS Y MAIIMEHTOB C YMCTBEHHOI OTCTAIOCTEIO. [lost
MMKPOIEJICIII IT0 TaHHBIM XPOMOCOMHOT'O MUKPOMATPHI-
HOTO aHau3a cocrasiisieT okoso 10 % ciaydaes [28].

VY nanuenToB ¢ FOMD ypoBeHb TPEBOXHOCTH U Jie-
MPECCHUU BhIIIIe, YeM B 001Iei momyisinuu [66—68].

Teuenue 3abonesanus. Y 67—92 % nauumentos ¢ OMD
SIIWICNITUICCKHAE MPUCTYIBI KYIMUPYIOTCS C TOMOIIBIO
agekBaTHO nomoopaHHbix ADII [69—72], npuuem ['CI1
KYIMUPYIOTCS Jierde, YeM MUOKIOHUYECKHUE.

YacTelii IpoBOLMPYIOLIU (paKTOp MPUCTYIIOB — He-
IOCHITTaHre. biiokaTophl HATpHUEBBIX KaHATIOB (Kapbama-
3eM1H, OKcKapOa3ennH U (PeHUTOMH) HePeaKO arrpaBu-
PYIOT MUOKJIOHWYECKHE MIPUCTYITLI U abcaHChl pu FOMD
[17,73, 74]. TaMOTPpUIKXUH TaKKe MOXET YCUJIUTh MAOK-
JIOHMYECKMEe MPUCTYIILI B HEKOTOPBIX ciydasx [75—77].
IOMD, kax npaBuIo, TpeOyeT NOXU3HEHHOM Teparnu [12,
69, 70]. MuHorma ynaercs otMeHuTh ADII Bo B3pociioM
BO3pacTe mocie JauTesbHoi pemuccun [70, 72, 78, 79].

Tunwvt npucmynog. MUOKIOHUYECKUE TTPUCTYIIBI — 0051~
3aTeJIbHbI KpUTepuit 3a00eBaHus. Yalle oHU BOBHUKa-
I0T B TeyeHue 1-ro yaca rmocje npoOyXAaeHUs WU IpU
yeranoctu. [lalimeHTHI He Cpa3y 0OCO3HAIOT HAJTMINE MUO-
KJIOHUYECKMX IPUCTYyHOB. Bo MHOTHX cilydyasx TrarHos
ycTaHaBiauBaeTcs yxke 1ociie passutusa ['CII, a Muokio-
HUYECKHE IPUCTYITBI IUaTHOCTUPYIOTCS B HaJIbHEUIIIEM
PETPOCIIEKTUBHO. B penkux ciydyasx pa3BUBacTCSI DIH-
JIENTUYECKUI CTaTyC MUOKJIOHMYecKUX puctyros [80, 81].
MuoKI0HMYECKKE MMPUCTYIIBI MOTYT ObITh OMHOCTOPOHHU-
MM WIH IBYCTOPOHHUMU; MUOKJIOHUTIECKIE TTOICPTUBAHMS
TIPU 3TOM MOTYT ITPe00IaiaTh C OMHOI CTOPOHBI UJIU B OTIpe-
JIEJICHHBIX YacTIX Tena (Jalle B BEPXHUX KOHEYHOCTSX).
MMOKIIOHNN HIDKHUX KOHEYHOCTEM ITPUBOMSIT K BHE3all-
HBIM TTaAeHUSIM. MUOKIIOHUYECKHUE TIPUCTYITBI MOTYT BO3-
HUKaTh peIEKTOPHO, B OTBET Ha (POTOCTUMYIISLIMIO
WY OTIpeae/ieHHbIC NBIDKeHUS. [1pr OMHOCTOPOHHMX MU~
OKJIOHMYECKUX MTPUCTYIIAX CIEAYET UCKIIIOUUTH CTPYKTYp-
HyI0 (hoKaJIbHYIO amuencuro. [1pu snuiencuu ¢ mpucTy-
ITaMH1, BI3BAHHBIMU YTCHHEM, MMOKIIOHUIECKHE TIPHCTYIIHI
BO3HMKAIOT UCKITIOYMTEIILHO BO BpeMsI YTeHMsI. MUOKIIOHIHI
CHa, BO3HMKAIOIINE NCKITIOYUTEIHHO BO CHE, HE OTHOCSITCS
K smunentudeckuM npucrynam. ['CIT Bo3HukaioT 6onee
yem y 90 % nauueHToB. VIM npeaiiecTByeT cepust MUOKJIIO-
HUYECKUX IIPUCTYIOB, KOTOPBIE HAPACTAIOT IO YacTOTE
U TSDKECTH, YTO IMPUBOAUT K MUOKJIOHMKO-TOHUKO-KJIOHH-
YeCKOMY OpUCTyITy. [IpHCTYITBI 3TOrO THITA YaCTO BO3HUKA-
10T IPUY NPOOYKAEHUH WU TIpU AerpuBaluu cHa. Yacrora
I'CIT HenmocTostHHA. DTAIENITUYECKUN CTaTyC reHepaIn30-
BaHHBIX TOHMKO-KJIIOHNYECKUX MPUCTYIIOB pa3BUBaETCS
penxo [70, 80]. desunanus ronossl Bo Bpems I'CIT go Hapy-
IIEHMST CO3HAHMSI MOXET YKa3bIBaTh Ha (POKAJTbHBIN MPH-
CTYII, OMHAKO JIEBUALIMS TOJIOBBI IIOCJIE HAPYIIICHSI CO3HA-
HUs xapakTepHa 11t FOMOD [82—84].

AGcaHchl BO3HUKAIOT B 1/3 cityyaes [69, 85]. UMmeloT
KOPOTKYIO IIPOIOJIKUTEILHOCTD (3—8 ¢), BO3HUKAIOT PEXKe,
YeM eXEIHEBHO, CTEIIeHb HapyIIeHUSI CO3HAHUS Bapy-
abeJbHa, HO YacTO HeTIyooKast (0OBIYHO MEeHee IITy0oKasl,
yeM mpu JAD). DmtenTUdecKuii cTaTyc abcaHCOB pa3-
BuBaeTcs penko [80].

DoxanpHBIC, TeHEpaIN30BaHHBIE TOHUYECKUE WU
aTOHWYECKUe TTPUCTYIThI HexapakTepHbl 111 FOMD u 8-
JISIIOTCS] KpUTEPHUEM MCKITIOYCHUS.

DII-uccaedosarnue. ®onoast DDT B HopMe. [eHepa-
JIN30BaHHOE 3aMeUICHNE He HAOII0OaeTCsI, KPOME ITOCT-
nkTanbHoro nepuoga I'CII. B uHTepuKTaIBHOM ITEpUOAE
PETUCTPUPYETCs TeHepaIM30BaHHAs ITMK-BOJIHOBAS aK-
TUBHOCTb, KaK MPaBUJIO B COYETAHUM C TeHEePaTU30BaH-
HBIMM TTOJIMITVK-BOJTHOBBIMU Pa3psiiaMy. DTU U3MCHEHUS
00s13aTeNIbHBI IJI YCTAaHOBJICHUSI OKOHYATEIBLHOTO M-
ar’Hosa, omHako guarHo3 FOMD MoxXHO mpeamnosaraTh
¢ OOJIBIIION BEPOSITHOCTHIO 110 KIIMHUIECKUM IIPOSIBJICHU-
sM. HeperyssipHble reHepaIn30BaHHBIC ITMK- 1 TTOJIATINK-
BOJIHOBBIC pa3psiabl C YacToTou >3,0—5,5 [i1 HabmomaoT-
cs Kak B 0OIpCTBOBaHMM, TaK U BO cHe [43]. MoxHO
CIIPOBOIIMPOBATH ITOSBICHNE MHTEPUKTATILHOM SIHJICII-
TU(HOPMHON aKTMBHOCTH C TIOMOIIBIO OSTIPUBALIMU CHA.
Bo cHe pa3psiabl pparMeHTHPOBaHHBIE Y MOTYT BBHITJISIIETD
KaK perMOHaJbHBIC WJIN MYJIbTHMPETHOHAIbHBIE, OTHAKO
OOBIYHO HE BBISIBJISIIOTCSI CTOMKO B OTHOM U TOM Xe 00J1a-
ctu. PernoHanbHasi IMK- ¥ IHUK-BOJHOBAsS aKTUBHOCTH
MOXeT HaboaaTbes moutH y 20 % nalueHToB, B OCHOB-
HOM B JIOOHBIX OTBEICHMSIX, BOZMOXHO M3MEeHEHHE «(Do-
Kyca» Ha DOI npu AMHaAMWYeCKUX HabmogeHUusIX. Mop-
¢onorus pernoHaIbHOM SMUIETITU(OPMHON aKTUBHOCTHA
MOXO0XKa Ha TEHEPAIU30BAaHHbBIMA ITMK-BOJIHOBOW pa3psii.
Ecnu pernonanbHOe 3aMeIeHUE U STUAICITU(OPMHBIC
pa3psiIbl IIOCTOSTHHO PETUCTPUPYIOTCS B OMHOI 00J1acTH,
HEOOXOIMMO MCKITIOYATh (POKATBHYIO SITIJIETICHIO Y CTPYK-
TYpHBIE MI3MEHEHMS TOJIOBHOTO MO3Ta. XOTS Y HEKOTOPBIX
mareHToB ¢ FOMO, He monyyaBimx iedeHust, 331 6omp-
CTBOBaHMS MOXET OBITh B HOPME, IIPH TaTbHEHIITNX 3aITH-
CsIX ¢ IeTlpuBalMeii CHa, KaK IIPaBIIIO, BEISIBIISICTCS TeHE-
paym3oBaHHAs IMMK-BOJIHOBASI aKTUBHOCT.

dortonapokcu3mManbHbIi oTBeT Tpu PAOC HabI0-
nmaeTcst 6ojyee 4yeM B 1/3 ciaydaeB M IpH THIATEIBHOM
TECTUPOBAHUU MOXET ObITh BhIsIBICH y 90 % HejleueHbIX
nmauueHToB [86]. POC MoxeT cmpoBOLMPOBATH MUOK-
JIOHMYECKHE TIPUCTYIIBI, MUOKJIOHUIO BEK 1, B PEIKUX
ciyvagx, I'CII. Tenepanmn3oBaHHbIE TTMK- U TTUK-TTIOJIH -
MUK pa3psiabl 1 KIMHUYECKHE a0CaHCH MOTYT IIPOBO-
HUPOBATHCS TUIICPBEHTIIISIIIUCH.

HxkranbhHas D91 He sSBIsIeTCST 00s3aTeIbHOM TS M-
arHoCcTHKU. CHHXPOHHO MUOKJIOHHWYECKOMY IPHUCTYITY
Ha DI perncTpupylorcs reHepaan30BaHHbBIC TTOJTUTTUK-
BOJTHOBBIC pa3psiibl, P KOTOPBIX OJWH pa3psil COBITagacT
C MHUOKJIOHUYECKUM B3AparuBaHueM. OTCYyTCTBUE TeHepa-
JIN30BAaHHOTO MHUK-BOJHOBOTO pa3psiaa Py MUOKJIOHYCE
CBHIIETEJILCTBYET O €TI0 HEAMMICTITUICCKOM IIPUPOJIE.
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AbcaHCHI conrpoBokaaloTcs Ha DT reHepalM30BaH-
HOM MOJIMITHK-BOJHOBOM aKTUBHOCTBIO >3,0—5,5 Ti1 wim
reHepaIn30BaHHBIM ITMK-BOJHOBBIM pa3psiioM B Hadalie
MIPUCTYTIA.

ITpu I'CIT nxranbHas B3I conpoBoXKaaeTcs IBUTaTe/Ib-
HeIMU apTedakTamu. B ToHM4eckoit haze HabmogaoTCS
reHepaan30BaHHBIC OBICTPHIC PUTMUUYCCKUE Pa3pSIOb,
32 KOTOPBIMM CJICAYIOT ITMK-BOJIHOBBIE KOMILIEKCHI M T10-
CJIeAYIOIIME MeUIEHHBIC BOJIHBI, CHHXPOHHO KJIOHUIECKIM
B3AparvBaHMSIM BO BpeMsI KIIOHMIECKOM (ha3bl.

B noctuxransHoMm niepuonae I'CIT peructpupyercs He-
peryiisipHasi MeIJIeHHAass aKTUBHOCTb.

JaHHble Hetiposuszyaruzayuu B HopMme. Eciu KiuHU-
yeckas kaptuHa 1 D91 tunmmansl g FOMD, npoBeneHue
HelpoBusyanu3auuu He Tpedyercss. MPT pekomeHayoT
B CIyYasiX aTUIWYIHBIX CUMIITOMOB MM papMaKopes3nc-
TEHTHOCTH, a TAK3Ke IMPY CTOMKOM PeTHMOHAIIBHOM 3aMe/I-
JeHun Ha D3OI

ITenemuueckue uccaedoganus He SIBISIIOTCS. PYTUHHBIM
JMMArHOCTUICCKMM METOIOM IIpH JaHHOU dhopme. KimmHu-
YeCcKHe TeHeTUIEeCKIEe NCCIeI0BaHMsI, BKIIIOUasi OJIM3HE-
LIOBBIE MCCIIeOBaHMS, ToKa3anu, 4yTo npu KOMD nmeer-
¢S BRIpaxkeHHasl TeHeTUYeCKasl TIpeapacIiooXeHHOCTb.
CeMeliHbIIT aHAMHE3 OTSATOLIEH B HEKOTOPBIX CIIydasix;
Y POICTBEHHUKOB B TAKMX CEMbSX BCTPEUAIOTCS (DOPMBI
HI'D, Ho He obs3arenbHO KOMD [19]. ¥V oTnenbHBIX 1a-
LIMEHTOB OITMCAHBI MATOT¢HHBIE MyTaliuy B TeHax CACNB4,
GABRAI, GABRD v EFHC1 [87]. OMD He saBnseTcs MoO-
HOTeHHBIM 3a0ojieBaHueM. Takke Mpu MUKPOAEISIIUSIX
15q13.3, 15q11.2 u 16p13.11 BoBIEKaIOTCS ajljIe]ik, OTBET-
CTBEHHBIE 3a IIPEAPACIIOIOKEHHOCTh K FOMD [25-27].

Memaboauueckue uau dpyeue nrabopamophsie uccaedo-
éanus ipu FOMD He TpOBOISIT.

Hughgpepenyuansruiii duaero3 BKITIOYAET IPEXIEC BCETO
dpyeue snurenmu4eckue CUHOPOMbL:

1. Muokaonuueckas snunencus mMiadeH4ecmea: MAOKIIO-
HUYECKHE IIPUCTYITBI BOSHUKAIOT B BO3pacTe 0 3 JIeT.

2. IOnoweckas abcancuas snunrencus: MUOKJIIOHNIECKIE
IIPUCTYIIBI OTCYTCTBYIOT.

3. DICII: oTCYTCTBYIOT OIPYTHE THUIIBI IIPUCTYIIOB KpOME
I'CIL.

4. Dnunencus ¢ MUOKAOHUeIl 6eK: BEIYIITUI TUIT IIPUCTY-
MOB — abCaHChl C MUOKJIOHUEN BEK.

5. Dnunencus ¢ MUOKAOHUYECKUMU abcancamu: MAOKIIO-
HUYecKue abcaHchl He Habmogatorcs mpu KOMD.

6. Ilpoepeccupyroujue MUoKAoHU4ecKUe Snuaencuu; CHU-
JKeHHE KOTHUTUBHBIX (DYHKIINI, TOCTOSTHHBII HEPUT-
MUWYHBIT MUOKJIOHYC, 3aMeieHre (D)OHOBOM 3aInucu
D3OI u boTonapokcu3maabHas peakiys Tpyu HU3KUX
yacToTax hotocTuMyistinu (<3 Iir).

7. Bnunencus ¢ npucmynamu, 8bI36aHHbIMU YMEHUEM: MVIO-
KJIOHMYECKHE ITPUCTYITBI BO3HUKAIOT UCKITIOYUTEIFHO
BO BpeMsI UTCHHUSI.

8. CJIT ¢ no30uum Hauasom: TOHNIECKIE TIPUCTYITLI U Te-
HepaJn30BaHHAasI OBICTPOBOJIHOBAsI aKTHBHOCTD Ha
CICIN

9. QokanvHas snunsencus: MAOKIOHUYECKHE TTPUCTYIIBI
nim ['CIT Bo3HMKAIOT BO CHE, a He IIPU MPOOYKASHUH,
B HEBPOJIOTMYECKOM CTaTyce M BO BpeMs IPHUCTYIIa
MOXKHO BBISIBUTb JIATepaIN3allMOHHbBIC TIPU3HAKMN.

10. Cemetinasn muokaonuveckas snunencus 83pocavix (Takxe
M3BEeCTHAS KaK MUOKJIOHWYECKAsl SITMICTICHUST B3pOC-
JIBIX C KOPKOBBIM TPEMOPOM): CXOIHA T10 TIPOSBIICHUSIM
¢ FOMDB, Ho conpoBoxXIaeTcs BhIPaXKEHHBIM KOPKO-
BBIM TPEMOPOM KOHEUHOCTE, JINIIa ¥ TOpTaHU (Ipo-
JKaHUE rojioca), KOTOPHIA YCHIIMBAETCS C BO3PACTOM.

[lnarHocTyeckne KpuTepum IOHOLECKON MUOKNIOHUYECKON SNuencum
(OM3) no MpoekTy KnaccudpukaLum snunenTUYECKUX cuHapomoB 2021 .
(ILAE Guidelines, 2021)

0643aTenbHble KpuTepum

MpucTynbl: MUOKNOHMYECKMe.

33[: reHepanu30BaHHasA NNK-/NOAMNIUK-BONHOBAA AKTUBHOCTb
cyactotoii 3,0-5,5 iy (B HacToAwee Bpema n Ha npegbiaywmx ).

HacropaxuBaroLyme npusHaku

Mpuctynbl: CTaTyC reHepanu3oBaHHbIX CyAOPOXHbIX NPUCTYNOB.

Bo3pacr nebtota: 8—9 net u 25-40 ner.

KorHutneHble GyHKUNK B fiebloTe: fierkie HapyLUeHus.

HeBponoruyeckmii cTaTyc: NoTeHLMaNbHO 3HaUUMble HEBPONOTMYECKIUE HAPYLLEHNS
(Mckniouan ciyyaitHble HaxoaKM).

MPT: noTeHUManbHo 3HaunMble CTPYKTYpHble HapyLLeHus (MCKtouas ciyyaiikble
HaXofKu).

Kputepuu nckniouexus

MpUCTYNbl: MUOKNOHUYECKME ABCaHCbI, aTOHMYECKHE, TOHUYECKUE, aTUNINYHbIE
abcaHCbl, GoKaNbHblE C HApYLUEHNEM CO3HAHUA, MUIOKTIOHYC NPENMYLLECTBEHHO
WK UCKAIOYMTENbHO BO CHE, MIAOKIIOHYC UCKAIOUMTENbHO BO BPEMA UTEHNS,
KOPTUKasbHbIii TPEMOP C MUOKNOHYCOM.

3L TMKOMAHBIIA (MoBefeHueCKMi) MUOKOHYC 6e3 KOppenaLmuy ¢ UK-BONHOBOI
aKTUBHOCTbIO Ha I3T; pernoHanbHoe 3ameaneHie; yCToiuNBbIi YHUNaTepanbHbIi
dOKYC NMK-BONHOBOI aKTUBHOCTY; reHepan30BaHHas MefIeHHas akTUBHOCTb
0CTpas — MeJIeHHas BOJTHA YacToToil <2,5 Iy (kpome perucTpauum AaHHoii
AKTUBHOCTM B KOHL|E BbICOKOYACTOTHOIO reHepani3oBaHHoro pa3paaa);
3ame/i/ieHIne OCHOBHO aKTUBHOCTY (hOHa, He CBA3AHHOE C NOCTUKTabHbIM
nepuoaoMm.

Bo3pact nebrora: o 8 net u nocne 40 ner. Mpu Tparcdopmanym A3 8 OM3
BO3MOXeH f1ebtoT abcaHcoB 10 8 neT, Ho He [CMN!

KornutueHble GyHKLNN B fieboTe: yMepeHHbIe U BbIPaXeHHbIe HapyLLeHNA.
Teuenue 3aboneBaHua: NPOrpeccupyloLLiee CHUKeHNe KOrHUTUBHBIX QYHKLMIA;
HapacTaH1e MIUOK/NOHYCA C HapyLLIEeHeM JBUTaTeNbHbIX QYHKLMIA.

MPT He aBnAeTcA 0643aTeNbHbIM METOOM A YCTaHOBNEHUA ANarHo3a.
VikTanbHas I He ABNAETCA 06A3aTeNbHBIM METOZIOM ANA YCTaHOBNIEHMA
[AnarHosa.

CuHapom 6e3 nabopatopHoro noATBepXaeHNs: B CUTyauuax, Korga BO3SMOXHOCTU
NPUMEHEHNA APYrUX METOL0B ANArHOCTUKM OrpaHUYEHbI (B (TpaHax
COrpaHUY€EHHbIMKU ANarHoCTU4YeCKumin BO3MOXXHOCTAMN), AnarHo3 lOM3 moxet
6biTb YCTaHOBNEH NPU OTCYTCTBIM HACTOPAXMBAIOLLIUX NPU3HAKOB 1 KpUTEpUEB
NCKNIOYEHNA, Npu Hannuum 00A3aTeNbHbIX Kputepues.
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DTOT TPeMOp YacTO OIIMOOYHO IIPUHUMAIOT 32 SITPO-
TeHHbI, CBSI3aHHBIM C IIPUEMOM BaJIbIIPOATA WIK JIAMO-
TpumkuHa. [ToMMMO MHOKIIOHMYECKUX IIPUCTYIIOB

y 15—100 % nauuentoB ormeuatorcs ['CIT [89].

Hesnuaenmuueckue paccmpoiicmeéa (Ha D3I B MOMEHT
MMOKJIOHMI MKTaJIbHBIC TTATTEPHBI HE PETUCTPUPYIOTCS):

1. Muokaoruu cHa 9aCTO BO3HUKAIOT BO CHE Y 3I0POBBIX
JIIOJEN.

2. Ilepuoduueckue deuxcenus KoHeyHocmell 60 cHe — CTe-
PEOTHUITHBIC IBIDKEHUS B COCTOSTHUM TIOKOSI MJIH BO CHE.
B otnmnume ot FOMD, 3TH nposiBiAeHUS OTCYTCTBYIOT
IIPY aKTUBHBIX ABIKEHUSAX B OOAPCTBOBAaHUU 1 HAM-
0oJiee BhIpaXKeHbI B HOTaX.

3. Ilponpuocnunanvrolii. MUOKAOHYC — pemKoe 3adoJie-
BaHMUE, BCTpeUaloleecs y OIS CPeIHEro BO3pacTa,
MIPOSIBIISICTCSI B BUIIE MUOKJIOHUI, BOSHMKAIOIIINX B TTe-
pHOM peJlaKCcallvK IIepel CHOM M BBI3BIBAIOIINX HApy-
1LIeHKe CHa (BBIpaXKeHHYI0 6eccoHHuLy) [90]. Muokio-
HIYeCcKasi aKTUBHOCTb HAUMHACTCS B MBIIIIIIAX TYJIOBUIIIA
U KOHEYHOCTEH M MEIJIEHHO PacipOCTPAHSIETCS OT
LIEHTpa POCTpaJbHO W KaymajibHo. I[lomepruBanms
McYe3aloT BO BpeMsI CHa.

4. Hesnuaenmuyeckue npucmynst: y TTAIIAEHTOB C IICUXO-
TeHHBIMU HEAMMJICIITUYECKUMU IIPUCTyHaMU, HyHK-
IIMOHAJILHBIMU HEBPOJIIOTMIECKIUMHU PACCTPOMCTBAMU
WIA IBUTATCJbHBIMU HAPYIICHUSIMU TaKXKe MOTYT
BO3HUKATh ITOAEPIUBaHUS, KOTOphle 6e3 DDI TpynmHO
OTJIMYUTDH OT MUOKJIOHMYECKUX IIPUCTYIIOB [91].

5. Memaboauueckue, mokcuueckue, HeiipodeceHepamueHble
(6ome3Hbp AsblireiimMepa) uau eeHemuueckue (TPUCO-
Must 21) sryeghasonamuu: 3T COCTOSTHHSI OOBITHO TIPO-
SIBJISTIOTCSI CITyTAHHOCTBIO CO3HAHUS, IEMEHIICH 1 Te-
HEepaJIu30BaHHBIM WIN (POKAJTbHBIM HETaTUBHBIM
WIA aKTUBHBIM MUOKJIOHYCOM.

Anusencus ¢ u304UPOGAHHBIMU 2EHEPAAU306AHHIMU
cyoopoxcrvimu npucmynamu (II'CII) (nepBoHavaIbHOE
Ha3BaHWeE: SIMWICTICUS ¢ IPUCTYIIaMU grand mal TIipy TIpo-
OyxneHun) — yacThiii cuaapoM UID, xapakTepusyroniuiics
TeHepaIM30BaHHBIMU CYIOPOKHBIMU (TOHUKO-KJIOHUYEC-
kumn) npuctyamu (I'CIT) pa3munyHOM CTEIIeH! TSKECTH
M 4acToThl, ¢ nedtotom Bo I1—I1I nexane xxuzuu. [Ipucry-
Bl OOBIYHO TIPOBOIUPYIOTCS HemochlmaHueM. dpyrux
TUIIOB TIPUCTYIIOB TIpH 3TOM (popMe He ObIBaeT. DD BbI-
SIBJISICT TEHEPATM30BaHHYIO MUK~ WX ITOJIUITHAK-BOJTHOBYIO
aKTUBHOCTH ¢ yacToroii >3,0—5,5 Ii1. Pemuccus (6e3 te-
paImmn) HaCTyIIaeT PeIKo, OOBIYHO TPEOYeTCS IOXKMN3HEH-
HOE JICUCHUE.

Dnudemuonoeuueckue dannvie orpanmdeHsl. 1o maH-
HBIM ogHoro uccienosanus, Ha DI'CII npuxoguTces TpeTh
cinydaeB UT'D ¢ nebioToM B MoapocTKoBoM Bo3pacte [50].

Kaunuueckas kapmuna. TMNAYHBIA BO3pacT nedloTa —
10—25 net (y 80 % nepsbiii I'CI1 Bo3HuKaet Ha 2-M Aecs-
TUIETUM XWU3HU), Auana3oH ot 5 mo 40 net. [Ipuctynsl
NIeOIOTHUPYIOT B CpeIHEM Ha 2 Toja mmo3xe, yeM rpu FOAD
n FOMD [50, 54]. YeTkue pa3inudus 110 MOJIy OTCYTCTBYIOT.

Pannwmii anamHe3 1 pa3BuTHe B HOpMe. Bo3MoXHEBI (heb-
PUJIBHBIC TIPUCTYIIBI B aHaMHe3e. KorHuTrBHBIE (DYyHKIIMHI
OOBIYHO B HOPME, MOTYT BCTPEUATHCSI HAPYIIICHUS B OTIpe-
JIeJICHHBIX cepax (BHUMaHUE, IPUHSITHE peleHuit). Yarre,
YeM B OOIIEeH OMYJISIIAY, PaCIIPpOCTPaHEHBI TPEBOTA U -
npeccust. DT CIT MoxeT BOZHMKATD Y JIIOJIEH C YMCTBEHHOM
OTCTaJIOCTBIO, B 3TUX CJIy4YasX IIOKa3aHbl TeHETUIECKHUE
HCCIICIOBAHUS JUISI UCKITIOUCHMSI MUKPOIEJICIINIA.

Teuenue 3abonesanus. IIpucTymbl BOSHUKAIOT PEIKO,
MHOIJIA pa3 B roa 1 pexe. TpedyeTcs: MOXXU3HEHHbBIN prueM
ADBII. [enmpuBauus CHa, yCTaIOCTh, YIIOTPEOJICHUE aJIKO-
TOJIsI IOBBIIIAIOT PUCK pa3BuTHs IpucTya [92]. Kak mpa-
BWJIO, TIPHUCTYIIbI XOPOIIIO KOHTPOIUPYIOTCS C IIOMOIIIBIO
ADII [92].

Tunwt npucmynos. I'CI1 — 00s13aTeTbHBIN TUIT IIPUCTY-
OB JJIst 3TOro snujenTudeckoro cuHapoma. I'CII, kak
MPaBUJIO, Pa3BMBACTCS B TEUCHNE 2 U TIOCTIC TIPOOYKICHNS,
HO MOXET BO3HMKHYTb U B IDYrO€ BpeMsl, KaK B 6OAPCT-
BOBaHMU, TaK 1 BO CHe. JIpyrue TUIIbI IPUCTYIIOB (abcaH-
CBhI, MUOKJIOHUYECKHE TIPUCTYIIBI) HeXapaKTePHBI U TPe-
OyIOT IIepecMoTpa auarHo3a (Hampumep, FOAD, IOMB).

DII-uccaedosarnue. ®onopast DDT B HopMe. [eHepa-
JIN30BaHHOE 3aMeljieHre HaOJomaeTcsl TOJBKO B ITOCT-
HUKTaJIbHOM Mepuofe. PernoHanpHOE 3aMelieHHE, TIOCTO-
SIHHO PETUCTPHUpYIOIIeecs B OMHOI 00J1acTH, YKa3bIBaeT
Ha CTPYKTYPHBIE U3MEHCHUS U MCKIIOYACT SIIICTICHIO
¢ nsonupoBanHbeiMu ['CIT.

HMHTepuKkTanpHas reHepaln30BaHHAsI TUK-ITOJIATINK-
BOJIHOBAsI aKTUBHOCTbB ¢ 4acToTtoit >3,0—5,5 Ti1 Bo cHe
Habmonaercs y 50 % nanumeHToB. MoxeT oTMedaThbest ho-
TonapoKCcH3MaJIbHas peakiusi. Bo cHe pa3psimpl 4acTo cra-
HOBSITCSI (DparMEHTUPOBAHHBIMUA M MOTYT BBITJISIIETh KaK
pEeTMOHAIbHBIC WJIN MYJIBTHPETHOHABHBIC, HO JIOKAIM3a-
LIS «OYara» He IMOCTOSTHHAS. MeXIIpHUCTYITHAS STIMICTITH-
(opMHasT aKTUBHOCTh YCWIIMBACTCSI ITPU IETIPHUBAIIIN CHA.
®dparMeHTbl peTMOHAJIBHOM MUK-BOJHOBOM aKTUBHOCTU
B PEIKMX CJIyYasIX MOTYT CTOMKO PETMCTPHUPOBATHCS B OMHOM
00JIaCTH, OJHAKO B TaKMX CIyYasx CJIeIyeT MCKIIYaTh
CTPYKTYPHYIO (DOKAJIBHYIO SIMIUIETICHIO. MemieHHasT K-
BOJTHOBAsI aKTUBHOCTH (<2,5 Ii1) He perucrpupyercs.

HxkranbHasg D3I Bo Bpems I'CIT na D3I perucrtpu-
PYIOTCSI IBUTATeNIbHbIC apTe(aKThl; B TOHMYECKOM (hasze
HaOJII0IAI0TCS TeHepaJIn30BaHHBIC OBICTPHIC pPUTMUYHBIE
pa3psIIbL; Pa3psiIbl OCTpas — MeIJICHHAsI BOJIHA MOTYT BO3-
HUKaThb CHHXPOHHO C KJIOHUWYECKUMMU TTOACPTUBAHUSIMHU.
B mocTukTaabHOM MepHUoOe MOXKET PEerucTPUpPOBATHCS
HepeTyJIsIpHOE 3aMeIJICHHUE.

HaHHble Heliposusyanruzayuu B HopMme. Eciay KIuHU-
yeckast KaptuHa 1 DD TUMMYHBI, HeipoBU3yaIu3as
He TIpoBoaMTCs. TeM He MeHee IIPUMEHEHNE METOIOB Heli-
POBU3YyaIM3alMU PEKOMEHIOBAHO IIPU aTUITAYHBIX TIPO-
SIBJICHUSX, (hapMaKOPE3UCTEHTHOCTH, CTOMKOM PEruo-
HaJIBHOM 3aMenjieHrur Ha DT

lTenemuueckue uccaedosanus He OTHOCSTCS K py-
TUHHBIM METOAaM AMAaTHOCTHKU IIpW JaHHOH dopme.
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JlmarHocTiyeckmne KpUTepum SNUNENCUN C U30NMPOBAHHBIMM
reHepanu3oBaHHbIMU CyAOPOXKHbIMU npuctynamu (31CM) no MpoekTy
Knaccuukauum Snunentuyeckux cuiapomos 2021 r. (ILAE Guidelines, 2021)

06sa3aTenbHble KpuTepum

[puCTynbl: reHepanin30BaHHbIe TOHNKO-KNOHNYECKMe.

I3[ pa3pAafbl reHepann30BaHHbIX NNK-/NOAMMMK-BONH YacToToli 3,0-5,5u
(B HacTOALLEE BpeMSA UK Ha npeablaywwmx 33T).

Hacropaxusaiowwye npusHakm

Bo3pacr gebrora: 5-9 net u 26—40 ner.

Pa3BuTie fo febtoTa 3a60neBaHNA: Nerkue HapyLLIEHNA UHTENNeKTa.
HeBponornyeckuii CTaTyc: n13MeHeHUs B HeBPONOrMYECKOM CTaTyce, NCKMoYan
CONYTCTBYIOLLME HApYLUEHNA.

HeiipoBu3yanu3auua: u3meHeHus Npu HeipoBuU3yanu3aLiny, uckioyas
CONYTCTBYIOLLME HApYLUEHNA.

Kputepumn uckniouenns

[puUcTynbl: MUOKNOHMKO-TOHIKO-KNOHNYeckue (TuninyHbl ana OM3). Miobble
apyrue, kpome ICM.

3 peruoHanbHoe 3amMeaNeHNe U NOCTOAHHbIE PETUOHAIbHBIE INUAENTUHOPMHDIE
pa3psaabl. [eHepanin30BaHHble MeANeHHbIE MUK-BONHBI <2,5 [l (33 UCKNoYeHnem

OKOHYaHUA SMUnenTGopMHoro paspaaa onee Bbicokoii yactotsl). lnddysHoe
3aMezNeHme OCHOBHOI aKTUBHOCTH, He (BA3AHHOE C NOCTUKTANbHBIM NEPUOZOM.
Bo3pacr febiota: 10 5 net v nocne 40 ner.

Pa3BuTie 0 fie6toTa: BbIpakeHHaA yMCTBEHHAA OTCTANOCTb.
HeiipoBu3yanu3auua: natonoruyeckue n3meHeHna no Aanxuivm MPT, umetowyne
OTHOLLIEHUE K 3a6oneBaHuI.

Teuenve 3a6oneBaHuA: NporpeccupytoLLve KOTHUTUBHDIE HapYLLIEHWA.

MPT He ABNIA€TCA 06A3aTENbHBIM METOZOM ANA YCTAHOBEHIA ANArH03a B KaXKAOM
U3 CNlyyaeB, OZIHAKO UCCEA0BAHIE OMKHO ObITb MPOBEAEHO MPU HANMYUM
HaCTOPaXMBAIOLLMX NPU3HAKOB WM NOAO3PEHIA O CTPYKTYPHBIX HAPYLLEHMAX

Ha 0CHOBAHUM KNMHNYECKIX IaHHbIX.

MkTanbHas I3 He ABNAETCA 06A3aTeNbHBIM METOAOM ANIA YCTAHOBNEHNA
JMarHo3a.

CuHapom 6e3 nabopaTopHOro NOATBEPXKAEHNA: B CUTYALMAX, KOTAA BOIMOXHOCTY
MPUMEHeHNA APYIUX METOZI0B ANArHOCTUKM OrpaHnueHbl (B CTpaHax

C OPAHNYEHHDIMI ANATHOCTUYECKIMMU BO3MOXHOCTAMM), ANATHO3 HE MOXKET ObITb
YCTaHOBNEH 663 MHTepUKTaNbHoiA 33T, AEMOHCTPUpYIOLLEN reHepanin30BaHHble
MUK-BONHOBbIE Pa3pAzbl, Tak Kak GOKaNbHOE HAYano He MOKET ObITb UCKNHOUEHO
6e3 naHHbIx III.

VY poacrtBeHHuUKOB | cTeneHu poacTBa aHaAMHE3 IO M-
JIETICUX OTSTolleH mpuMmepHO B 12 % ciydaeB [50].
Kaxk n nipu Bcex popmax UI'D, y GONBHBIX SMMIETICUEH
POINCTBEHHUKOB IUATrHOCTUPYIOTCS cUHApoMbl MI'D
i I'TO. Ecnm npuctynbl hapMaKope3MCTeHTHBI, TTOKa-
3aH XpOMOCOMHbIA MUKPOMATPUYHBINA aHAJIN3 1151 IOKMCKA
MUKPOIEICHUNA MJIN MAUKPOIYIUIMKALIUIA.
Memaboauueckue u dpyeue 1a60pamopHbie uccae008anus
npu snuierncum ¢ nzoaupoBanHbiMu I'CIT He TTOKa3aHHL.
Hughgpepenyuansroiii duazro3 BKIIOYAET IPEXIE BCETO
dpyeue snurenmu4eckue CUHOPOMbL:
1. FOnoweckas muoxkaonu4eckas snuiencusi OTINIACTCS
MMOKJIIOHNYECKUMM MIPUCTYIIAMU B aHAMHE3E.
2. IOnoweckas abcanchas snunencus OTIMIASTCS aOCaH-
caMH B aHaMHe3e.
3. @C+ cnegyeT UCKIIIOYATh, €CJIM B aHAMHe3¢e eCcTh (pebd-
PUIbHBIE IIPUCTYIIbI, IPOIOJIKAIOLIUECS TTOCIIE 6 JIET,
B couetanuu ¢ adpeopunbHbIMU ['CIT mnm 6e3 Hux [93].
Hesnunenmuueckue paccmpoiicmea (B 3aIICSIX UKTaJIb-
HBeIX D3OI orcyTcTBYeT AmuienTU(GOpPMHAsI aKTUBHOCTD):
1. Ilcuxoeennsie Heanurenmu4eckue npUCMyns. — OIVH U3
Haunoonee yactbix uMuTaTopoB ['CIT. OTMmeuaercs co-
XpaHeHUEe CO3HAHME, aCHHXPOHHOCTD IBIDKEHHUI KO-
HEYHOCTE, OTCYTCTBHE PUTHIHOCTHU BCETO TeJia Ha IIPO-
TSDKEHMM BCEro SIIM30[a, OTMEYAIOTCS IBIDKCHUS
Ta30M, ITOBOPOTHI TOJIOBHI U TeJIa 3 CTOPOHBI B CTOPO-
Hy [94, 95].
2. ObMopoK (CUHKONAAbHbIE COCMOSAHUA) ¢ 08U2amenbHbl-
MU nposiéaeHUAMU: KPAaTKOBPEMEHHbBIC TOHUYECKUE
W KJIOHMYECKME IPOSIBICHUS] MOTYT OIMMOOYHO WMH-
TEPIIPETUPOBATHCS KaK TOHUKO-KIOHUISCKUMA TIPH-
ctyn. OmHAKO 0OMOPOK MOXHO auddepeHIMpoBaTh
Ha OCHOBAHMM YCIIOBUIA €T0 BOSHUKHOBEHUS 1 KOPOT-
KOM MPOIOJIKUTEIILHOCTA MOTOPHBIX IIPOSIBJICHUIA
¢ ObicTpbiM paspewieHueM [96]. Ilpu oGmopoke

MIPUKYCBIBAaHME SI3BIKA CIy4aeTCs peaKo, HO MHOTIa

BO3HMKAET Hellep>KaHNEe MOYH.

3akmouenne. Vcropnuecku kareropust UI'D Bkimrouana
JIAD, FOAD, IOMD u BI'CII. CornacHo kiaccupuKalu
ILAE 2017 r., TepMUH «reHeTU4eCcKasi reHepaJInu30BaHHas
SIWICTICUS» MOJIKEH MPUMEHSATHCS IJIsI 0003HAUCHUS
OOJIBIIIETO YMCJIA SMICITUICCKUX CUHIPOMOB C TeHepa-
JIM30BAaHHBIMY TUITAMM IIPUCTYTIOB M TeHEepaIM30BaHHBIMU
pa3psamMy MUK—BOJIHA, MPEAIIOJIOXUTEIbHO TeHETUYE-
ckoii atTnonorun. OmHako UI'D u I'TD He aBisttoTcs cu-
HOHMMaMHU. B HacTosIiee BpeMst IPUHSITO PEIIeHUE BbI-
nensatb UI'D cpenu popm I'T'D Kak oTnesbHYIO TTOATPYIIITY,
HMMEIOIIIYIO OOIIMIA IIPOTHO3 U TePAIIeBTUYCCKIE TTOIXOBI.
Junarnoctrka UI'D nmeeT BaskHOe 3HaUYEeHME, TaK KaK ITpa-
BWJIBHO YCTAHOBJICHHBIN JMATrHO3 IT03BOJISIET OIPENCIUTD
MIPaBWJIBHYIO TAKTUKY TePaITy, N30eKaTh HEHYXKHBIX HC-
cliefoBaHMI, ONTUMaTbHO nomoopaTh ADII u onpenenuTsb
mporHo3. [Ipuznanme UT'D (JIAD, FOAD, IOMD u snu-
nencuu ¢ n3oaupoBaHHbIMU ['CIT) B KauecTBe 0co00it
rpynibl ['TD BaxkHO ¢ TOYKM 3peHMST IIPOrHO3a 1 TepareB-
THYECKOIO ITOAX0/a.

IMTockonbKy cnop o mpuMeHeHuu tTepMuHoB UT'D
u I'TD niponomkaercs, B coorBeTcTBUM ¢ [TpoekTom Kitaccu-
uKaIMy SIUIENTHIecKX cuHApoMoB 2021 T. 4eTKo ompe-
neneHo, uto MI'D aBisercst oTnenbHOM ITOArpyINIon BHYTpUA
I'TO, u repmun UI'D caenyeT OTHOCUTH CTPOTO K 4 SMmier-
TIecKuM cuHIpomam (JAD, FTOAD, IOM3D, BI'CII).

Cnucok aumepamypul Haxo0umcs 6 pedaxKyuu u npedo-
cmaeasemcesi no mpedoeaHui.

06cyxxaeHune

OrpoMHBIM TOCTOMHCTBOM IIpoekTa SIBsgeTCs Kiiac-
cudUKalys BceX CUHAPOMOB I10 BO3pacTy 1ebroTa. Briepshie
B MICTOPHH SIMJICIITOJIOTUN JaHa ITOAPOOHEeMIIasT XapaK-
TEPUCTHUKA BCEX CHHIPOMOB; IIPEICTABJICHBI 00SI3aTEIbHBIC
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KPUTEPUHU, HACTOPAXKMBAIOIINE MPU3HAKU U KPUTESPUH
HUCKIIIOUeHUs. BBemeHO MHOTO HOBBIX TEPMHHOB: «CHH-
JIPOMbI B Pa3BUTUU», «dHLIE(ATIONATUN PA3BUTUSL U DIIH-
senrrndeckue (DPD)», «reHeTHIecKue TeHepaTn30BaHHBIC
smuencun (I'TD)», «craiik-BoIHOBasI aKTUBAIIMSI BO CHE
(CBAC)» u MHOTHE npyrue. B uneHTndukanum cuHapo-
MOB 3a/IeICTBOBAaHbBI IIOAPOOHBIC KIMHUIECKIE KPUTEPHH,
a TakKe IMMPOKUI apceHal COBPEMEHHBIX METOIOB 00CIe-
nmoBanus: D3I, Buneo-D3I'-mounuropunr, MPT, renetn-
YecKHe ucciaenoBaHus nocienHero moxkojeHus (NGS),
HEKOTOpPBIC 1a00paTOPHBIC TECTHI.

BMecte ¢ TeM ecTb OTIeIbHBIE TTOIOKEHUSI, C KOTOPHI-
MM MBI He MOXKEM COIJIACUTBLCSI, KOTOPBIE TPEOYIOT YTOU-
HEHUsI, a B psIe CIy9aeB — HelleJIeco00pa3HbI MJIN UMEIOT
OOJIBIIINE CJIOKHOCTHU C TIEPEBOIOM Ha PYCCKUIA SI3BIK.

1. JIura okoHYaTeIbHO M3bsa (HaMIIMK TIEPBOOT-
KpBIBaTeJIe CHHAPOMOB U3 KJIacCH(bUKALIMY 1 COOOIIIIIA,
4yTO OOJIce He OyIeT IprUCcBaBaTh UMEHA YICHBIX HOBBHIM
cuHapoMaM. KoHeuHO, 3TO ouyeHb 0OUIHO, TeM Ooliee
YTO MHOI'MIX U3 HUX MBI 3Ha€M JIMIHO, U 3TO UCTOPHSI SITH -
snentojornu. Kpome Toro, B Hallly TOBCETHEBHYIO KI3Hb
OYEHb ITIPOYHO BOLILIM «cUHIpoM BecTa», «cuHapoM [oze»,
«cuHapoM [laHaitoToryaoca» U Ipyrue SIOHUMHbBIE CUH-
JPOMBbI, ¥ IIPOU3HOCUTH BMECTO HUX JUIMHHbIE HAa3BaHUS
He Tak KoMdopTHO. BMecTe ¢ TeM clienyeT MOHMMATh, 9TO
Ha3BaHME CUHAPOMA IT0 OCHOBHOMY THUITY IIPUCTYIIOB, OCO-
OCHHO UISI MOJIOIBIX Bpadeil, JOCTATOYHO YETKO XapaK-
TepU3YET «SIIPO» KIMHUYECKOW KapTUHBI 3a00JIeBaHUS,
B OTJIMYKME OT MMEHHU aBTopa. Hampumep, cuHapoMm mH-
¢aHTWIBHBIX CITA3MOB — BMECTO CMHIpoMa BecTa; Mmo-
KJIIOHUYECKM-aTOHMYECKAs STTMISIICHS — BMECTO CUHIpOMa
JHo3e; Bo3pacT3aBuCHUMAasl (hOKaIbHAsI SIUICTICHS IETCTBA
C BeTeTaTUBHBIMU IIPUCTYIIaMH — BMeCTO cuHApoma I1a-
HaloToITyJI0Ca.

2. HazBaHue cuHIpOMOB B KiacCU(UKAIIAN, BIIpOYEM
KaK ¥ Ha3BaHME SIUJICTITUYECKUX IIPUCTYIIOB B KJIACCH-
¢uKaMu IPUCTYIIOB, 3BYYUT OYCHb CJIOKHO U JIJIMHHO.
OcobenHo 310 Kacaetcst B3MD/I. Hanpumep, Bo3pacrt3a-
BUCHUMAsI SMUWICTICUS C LIEHTPAIbHO-TEeMIIOPaJIbHBIMU
craiitkaMu (poJlaHIW4YecKasl SIUJICTICHS ), MJIU BO3pacT3a-
BHICUIMasI STIWJICTICUSI C BETCTATUBHBIMM IIPUCTYIIaMU (CHH-
npom IlaHaitoTomynoca), Wi meTcKasl 3aTbUIOYHAST SITH -
JICTICUSI CO 3PUTEJIbHBIMM MHPUCTyIaMU (3aThUIOYHAS
stitenicust [acTo), wim paHHSAS MiIageH4YecKas sHieda-
JIOITATHS PA3BUTHS U SIMIICTITUYECKAs (paHee — CUHIIPO-
Mbl OTaxapa u Alikapau). besycioBHO, B odUIIaabHON
MEIMIIMHCKON JHUTepaType, HAyYHBIX COOOIICHUSIX
U TIpY (QOPMYIMPOBAHUHY THATHO3a HEOOXOMMMO UCIIONb-
30BaTh TOYHOE HAa3BaHUE CUHIPOMA I10 KIaCCU(DUKAIINH.
OmHako B TOBCETHEBHON MEAUIIMHCKOM IIPAKTUKE HUKTO
M3 Bpadeil He OyIeT Ha3bIBaTh POJIAHAMIECKYIO SITMJICII-
cHIo, Ipou3HOoCs He 2, a 6 nian gaxe 8 cios: B3D-1TC,
B3OS-1ITC.

3. CriopHBIM gBJIIeTCs TOApoOHOe onucanue Jiuroi
«YTIPOIIEHHBIX» TUATHOCTUYCCKUX MPOLEIyp I CTpaH

«UMEIOIINX OTPAaHWUYCHHBIN JOCTYN K AMarHOCTUYECKUM
pecypcam». OU4eBUIHO, YTO ITO «PEeBEPAHC» B CTOPOHY
«OeTHBIX» cTpaH Mupa. OmHAKOo OHA U Ta XKe (pas3a 0 BO3-
MOXHOCTH OTUATHOCTUKM IIEJIOTO psiia SIUICTITHICCKIX
CHHAPOMOB («CHHIPOMBI 03 JTa00paTOPHOIO IMTOATBEPXK-
JIEHUSI» ) TOJIBKO T10 KIIMHKUKE, 063 IPUMEHEHMS TaKe Py-
TUHHOI DBI, He roBopsa yXe 0 HelpoBU3yaIM3alUH,
He SIBJISIETCS TPaBWIBHON M MOXET IPUBECTU K (paTaib-
HbIM TMAarHOCTUYECKUM ollrMOKamM. Poccust He oTHOCUTCS
K JaHHBIM CTpaHaM, M B HACTOSIIIEE BPeMS MBI MOXEM
IIPOBOIMTH ITPAKTUIECKH BCE TMATHOCTUICCKIE UCCIICHO0-
BaHUS TIPU SIMIICTICUM, KOTOPBIEC IIPUMEHSIIOTCS B MUpE.

4. CnoxHasl TVCKYCCMOHHas IpodJjieMa — mepeBoJ,
AHTJIOSI3BIYHOTO TePMHUHA «CaMOJMMUTHPOBAHHBIC ITH-
JISTICHII» , KOTOPBIE paHee OTHOCUJIMCH K MINONATUISCKIM
¢okanbHBEIM (popmam. TepMuH «uamonaTuyeckass» Jiura
HU3bsIIa IPUMEHHUTEIBHO K (POKATBHBIM SIMWICTICUSIM JICT-
CKOro Bo3pacta. MBI IIpEAIIoOYnTaeM B PYCCKOS3BIYHOM
JINTepaType UCIIOIb30BaTh TEPMUH «BO3PACT3aBUCUMbIC
¢okanbHble armtenicum getcTsa (B3MD)». TepmuH «ca-
MOJIMMHUTUPOBAHHAS 3MWIEICUs» — OYE€Hb HEYIOOHbII
BO BpaueOHOM MpaKTUKE. YCTaHOBJIEHUE JUArHO3a «CaMO-
JIMMATHPOBAHHON 3MUJIENICMM» O3HAYAET, YTO OHA «IIe-
pepacTeT» U 3aKOHYUTCS 0e3 JICYCHMSI, YTO alipuopu He
sBysieTcst BepHbIM B 100 % citydasix; KpoMe TOro, HeJlb3sl
HUCKII0YaTh AUArHOCTUYECKUE OIIMOKU. B CBSI3M ¢ 3TUM
MBI PEKOMEHIIYeM B KIMHUYECKOM MPaKTUKE OCTaBUTH
0oJiee «<HEUTpaIbHBIN» TEPMIH, HO C TEM K¢ 3HAYCHUEM —
«BO3pacT3aBUCUMasl SIMWIETICUST> , KOTOPBIA U 3BYYMT JIy4-
1IIe Ha PYCCKOM SI3BIKE.

5. O4eHb CIOPHBIM M, C HAIlIC TOUKHU 3pEHUS, HE-
1IeJIECOOOPA3HBIM SIBJISICTCSI U3BSITUE M3 KiIaCCU(UKAIIUN
cungpomoB Jlanpay—Kneddnepa, nceBmo-JIeHHOKCa
1 2HIe(haJTONaTUH C 3JIEKTPUICCKUM SIS TUICCKUM
cTaTycoM MemjeHHoro cHa (BOCM). Otu 3 cuHapoMa
00BEeIMHEHBI B OOWH: 3HIIe(aIonaTUs pa3BUTHUS U SITH-
JenTudeckasl co caikK-BOJIHOBOM aKTUBalLlMell BO CHE
(OPD-CBAC). JlanHBle CUHIPOMBI UMEIOT PSII OOIINX
YepT: IPU3HAKK SHIIe(AIONAaTUN Pa3BUTHS M SIUJICTITH-
YECKOM, a TAKXKE «3HAYUTEIbHOE» HApACTAHUE CITANK-BOJI-
HOBOIT aKTUBHOCTH B MeIJICHHOM cHe. OMHAKO B OOJIBIIH-
CTBE CJIy4aeB — 3TO Y€TKO OYePUCHHBIC CAMOCTOSITEILHEIC
3a00JIeBaHYSI C YHUKAIBHBIMU KIIMHUKO-3JICKTPO3HIIEDa-
Jnorpacduaeckumu kputepusamu. [1pu cunapome mceBao-
JlenHoKca MMeeTcsl KaTacTpohruecKoe HapacTaHUE Ja-
CTOTBHl (POKAJBHBIX U «IICEBIOTeHEPATN30BaHHBIX»>
MIPUCTYNOB, a npu cuHapoMax Jlanmay—KiaedbdHepa
n DOCM O0OBIYHO OTMEYAIOTCS HEYacThble MPUCTYITHI
WIN OaXe UX OTCYTCTBUE. BRIpakeHHOCTHh (heHOMEHa
CBAC na 99T’ MuHUMabHA ¥ BpeMEeHHA IIPU CUHIPOME
rceBno-JIeHHOKca, HO MaKCMMaJjibHa M IIOCTOSTHHA TIPHU
DDCM. KpomMe Toro, yHuKajibHa crieiduKa HapylIeHUs
BBICIHINX TIcuxudeckux hyHKuuii: mpy 99CM — rinobab-
HOE W TsIXKeJoe HapylleHHue, Mpu cuHApoMme JlaHmay—
KrneddHepa TOMUHUPYIOT KOPKOBBIE HapYILICHUST PeYH,
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a IIpu CUHIpOMe TceBao-JIeHHOKca HapyIIeHUsI KOTHU-
TUBHBIX (PYHKIIMI HE CTOJb TSKEJIBIC U B psIlie CIydacB
obpaTtumele. Jlura nmpemyiaraeT HEKOTOPhIE «yCTYIIKU», KaK,
HarpuMep, «DPD-CBAC ¢ TpaH3uTOpHOI1 TpaHchopMa-
meit B cudapoM Jlanmay—Kieddrepa». Ho mouemy mpocto
He yctaHoBUTH cuHapoM Jlangay—Knedduepa? Bee 3 yka-
3aHHBIX CMHIPOMa MMEIOT Pa3INYHOE TEUYCHHUE W MCXOI
Kax 110 3MWICIITUYSCKAM IIPHUCTYIIaM, TaK U 10 XapaKTepy
U CTETICH! BBIPAXKEHHOCTY KOTHUTHBHBIX HAPYIIICHUIA; B CBSI-
3H C 3TUM HUX CJICAYeT pacCMaTPUBaTh KaK OTHEIbHbBIC CHUH-
JIPOMBI OITHOM TPYIIIIBI, KaK, HaIlprMep, BO3pacT3aBUCUMEBIC
¢oxanpHBIC TMIIETICHH (4 pa3HBIX CHHIPOMA, a He 1).

6. JIura nipu 0003HaYEHUM TPYIIIHI SHIE(aTONaTHIA
B KJ1acCH(UKAIINM CUHAPOMOB IIPAKTUIECKU BE3/Ie IIPH-
MEHSIeT KOMOMHUPOBAaHHBIM TEPMHUH «3HIIE(aIONaTH
pa3Butud u snwientuyeckas (OPD)». C Haieit Touku
3pE€HMUSI, 3TO IIPOTPECCUBHBINA TEPMUH, KOTOPHII OTpaxa-
€T CYTh HapYLIEHW# BBICIIMX MCUXWUYECKUX (PYHKIIMI
y OOJIBIIMHCTBA NalMeHTOB. BMecTe ¢ TeM ymoTpebiieHue
noHgaTus DP3D Bo Beex clydasx Kak KOMOMHUPOBAHHOTO
HapyIlieHs (CBSI3aHHOIO C 3TUOJIOTHEH + B pe3yibrare
CcaMoii AMIJICTICUN ) HEBEPHO, TaK KaK Y HEKOTOPHIX 00JIb-
HBIX SIIICTICUA KOTHUTHBHBIC, peUeBbIe, IICUXUICCKUE
U IBUTATEJIbHBIC PACCTPOICTBA OOYCIOBICHBI JTUOO TOJIb-
KO 3THOJIOTMYECKNM (DaKTOpoM (HaIrpuMep, FTeHETUIECKIM
CHHIPOMOM), JIN0O TOJIBKO SIIWICTICKEH (HarpuMep, CUH-
npombl ¢ runcaputmueii mim CBAC na B3TN). Kpome
TOrO, «IIPOLEHTHBIN BKJIad» SHIEeDATONATUN Pa3BUTUS
W SIMIICTITUYECKOi SHIIe(aNIOaTUN B Pa3BUTHE TSKEJIBIX
HapyIICHNH Y MAaIlMeHTOB MOXET OBITh COBEPIIICHHO pa3-
JIMIHBIM. DTO TpeOyeT YTOYHEHUs IIPU CUHAPOMAX, CO-
MIPOBOXIAIOIINXCS SHIIe(aToIaTUCH.

7. Jlura o4eHb JErKO «>KOHIJIMPYET» TTOHSITUSIMU «I'€-
Hepaan30BaHHBIN» 1 «(DOKAIbHBII» MPUMEHUTEIHHO KaK
K IMPUCTYIIaM, TaK 1 K JaHHBIM DT, MBI IB/IsIEMCSI CTOPOH-
HUKaMH «KJIACCUYECKOTo» TToaxona akageMuka B.A. Kapiosa
n X.-0O. Jlionepca. TepMuH «reHepaa30BaHHBII» O3HAYAET
MIePBUYHO-TeHEPATN30BaHHBIN (KOPTUKO-TaIaMO-KOp-
TUKAJIBHBIN) TIPUCTYN U OMJIaTepaTbHO-CUHXPOHHBIC 13-
MeHeHus Ha DI, omHOBpeMEeHHO 3aXBaTbIBAIOIINE BCE
OTBeIeHUs OT 00enx remucdep. [103ToMy BBI3BIBAIOT YIWB-
JIeHUe TepMUHBI JIUTH «reHepaln30BaHHbIE IIPUCTYIIbI»
y 60sbHBIX B3D-1ITC (ponananyeckoil anuerncueii) uim
«TreHepam3oBaHHbIe DD -TIaTTepHEBI» IPU CTPYKTYPHBIX
(OKaNBbHBIX 3MUWIETICUSIX. B mepBoM ciydae 3TO OuIaTe-
paJbHBIC CYIOPOXKHBIC IIPUCTYIIBI, a BO BTOPOM — IH(D-
¢y3HBIe DOI-HapymeHus. KpoMe Toro, coraacHO KOH-
uernunu Jogepca, TepMUH «(hOKaIbHbIE» OTHOCUTCS
K IIpUCTyNaM, a B ormcaHum DDI ciaenyeT UCITOIb30BaTh
CJIOBO «pErMOHAJIbHBIE» U «MYJIBTUPErMOHaIbHbIC». JlaH-
HBII ITOIXO/ TOJDKEH OBITh YHU(MDUIIMPOBAH C IIEIbIO M3-
0exXXaHUSI TEPMUHOJIOTMYECKOM ITyTAHUIIBI.

8. B Kimaccudmkarm 2017 T. TS pMUH «AIUOIIATAYEC-
Kasi» TeHepaJIn30BaHHAasI SITIICTICHS ObLT 3aMEHEH Ha «Te-
HeTHUYeCKas». DTO OBLIO CACIaHO, ITOCKOJIBKY «MIMOIIa-

TUYECKUI» MPOUCXOOUT OT APEBHETPEUYCCKOTO CIOBA
B 3HAYEHUM «COOCTBEHHBII, caM I10 cebe», T.€. C MO3ULIU
COBpPEMEHHBIX 3HAHUH «UANOTATUICCKHIT» IToApa3yMeBa-
eT «TeHeTnIecKuii». Ha mepBhIii B3IJISII, 3TO IIPAaBUILHO.
Ho BMecTe ¢ TeM B pe3yJibTaTe TaKOro 000011eHNSI B OZHOM
paszesie 0Ka3ajarch OBIBIIME UANOIATHICCKIC STIICTICUH,
obagaronre 100poKadYeCTBEHHBIM TeYeHUEM (HOpMaJIlb-
HBIM HEBPOJIOTUYECKUM CTAaTYCOM M Pa3BUTHEM), U TeHE-
TUYECKHE SIMIICITUICCKUE dHIedatonaTuu ¢ HapyIe-
HHUEM Pa3BUTHUS 1 IIPOTPECCUPYIOIINM TeICHUEM.

9. MHorue BemyIue SMUJISIITOJIOTH BHICKA3aIuCh 3a
Xu3HecrnocobHocTh TepMuHa MUI'D B oTHOIIEHUH K 4 311 -
JnenTudeckuM cuHapomam (JIAD, FOAD, KOMD u srmmnen-
cuu ¢ n3onupoanHbiMu I'CIT). Takum odpaszom, UT'D
cramm niogpasaeniom I'TD. Beimenenue UT'D B cTpykType
I'TD BaxkHO ¢ TOYKM 3peHUS TIPOrHO3a 1 TeparieBTUYECKO-
ro moaxonaa. DTu 4 CMHApPOMAa OTJIMYAIOTCS APYT OT Apyra
BO3pacTOM J1e0I0Ta 1 OCHOBHBIM TUIIOM IPHUCTYIIOB. O-
HaKO IrpaHULIbl MexXay cuHapoMaMu MIT'D pa3MbITHI, K TOMY
K€ MOXKET ITPOUCXOAUTH TpaHC(HOPMALIHS OMHOTO CHHAPO-
Ma UI'D B npyroii (Hampumep, JAD MoxeT TpaHCHOPMHU-
poBatbes B FOMD).

10. Takue snuyieNTUYECKUE CUHAPOMBI, KaK STTHAJIETI -
CHSI ¢ MMOKJIOHMYECKMMHM a0CaHCaMM 1 STIWJICTICUS C MUO-
KJIOHMEN BEK TAKXKE XapaKTEPpU3YIOTCSI TeHEPAITU30BAHHOM
IMMK-BOJJHOBOM aKTUBHOCTBHIO, HO OTJIMYAIOTCSI CITCIIH-
¢UYeCKUMU TUIIAMU IIPUCTYIIOB, KOTOPBIE HE SIBIISIIOTCS
yactbio 4 UT'D. K ToMy ke 3T 2 hopMBI Yallle CoYeTaroT-
CS1 C YMCTBEHHOM OTCTAJIOCTBIO.

11. Ing UUT'D ob6s3aTeIbHBIM SBIISIETCS TIPOBEICHUE
BUe0-DDI-MOHUTOpMHTA ¢ BepUDULIMPOBAHNEM UKTAITb-
HOM aKTMBHOCTH (B T€X CIyJasiX, KOrJa 3TO BO3MOXHO).

12. MPT npu Bcex 4 cunnpomax UT'D B HopMme, omHa-
ko MPT cienyer mpoBoauTh B HeJIsIX UM hepeHIINATBHO-
ro auarHosa. JJabopaTopHble UCCIeA0BaHUSI HE TOMOTal0T
B muarHoctuke MI'D. OgHako eciy MaluueHT IoJiydaeT
ADBII, BaxXHO MepHOINICCKH OIIPEICIISATh €r0 KOHIICHTpa-
LIVIO B KPOBH, a TAKIKE OTCIICXKMBATh YPOBEHB ITEYCHOYHBIX
¢depMeHTOB WM (QYHKIIUIO ITOYEK IJIST CBOEBPEMEHHOIO
BBISIBJIEHUSI TOOOYHBIX 3 HEKTOB.

13. KpaiiHe CJIOXHBIM SIBJISIETCS BOIIPOC MOJIEKYJISIP-
HO-TEHETHUYECKOM ANArHOCTUKN. OUeBUIHO, UTO CUHIPOM,
Ki1accuuupoBaHHbIl Kak [TH, 1ookeH nMeTh M3BEeCT-
HYI0 reHeTu4yecKyo npuuuHy. Ho Jlura He pekoMeHayeT
00s13aTeIbHYIO TeHETUIESCKYI0 TUAaTHOCTUKY IallueHTaM
¢ I'D, Tak kak: 1) mo HEM3BECTHBIM IPUIMHAM TOCTYII-
HbI€ HBIHE MCCIICA0BAHMS HE BBISBIISIIOT ITATOJIOTMIECKIX
MYTaIlvii; 2) BBIIBICHUE MyTalldii HE MEHSIET ITOIXOI0B
K Tepalyy 1 IIPOTrHo3a. MBI cuMTaeM, 9TO TaKOM ITOIXO
HeBepeH. B HacTosIee BpeMsT MBI He BCeria MOXeM Be-
pUGUIIMPOBAaTh OTBETCTBEHHBINM ITe¢H WM TPYIIITY I€HOB,
HO CJIeIyeT IMMPOBOAUTb TEeHETUUECKHE NUCCIeI0BAaHUS (Ta-
K€ KaK CeKBEHUPOBaHME TeHOMA WA 3K30Ma) JIJIST HAaKO-
TUIeHUs 3HaHUi o mpuanHax UT'D, a Takske i pa3padbor-
K1 BO3MOXHOI TapreTHOM TepaIivu.
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WMHOOPMALUMA ONA ABTOPOB

[Tpn HanpaBneHum CTaTbit B pefaKumio «Pycckoro XypHana JeTckoii HeBponorm»
aBTOPam HeobX0AMUMO pyKOBOACTBOBATHCA ClleAYHLLMMM NPaBUNAMU.
1. 06wue npaBuna
Mlpn NepBUYHOM HanpaBReHUM PYKOMUCM B PesaKLMio B KOMUW 3MEKTPOHHOrO
M1cbMa JOMKHbI ObITb YKa3aHbl BCe aBTOPbI AaHHOM (TaTbin. 06paTHyH0 (BA3b € pefaKLm-
eli byneT noaaepuBaTb OTBETCTBEHHDII! aBTOP, 0603HAUEHHBIN B CTaTbe (CM. MYHKT 2).
[lpencTanenue B peaakLmio paHee ony6nMKoBaHHbIX CTaTeil He JOMycKaeTcA.
2. 0popmneHue faHHbIX 0 CTaTbe U aBTOpax
MepBasd cTpaHuLa JOMKHA cofepaTb:
— Ha3BaHMe CTaTby,
— MHULManb! 1 Gamunuin Bcex aBTopoB,
— yueHble CTeneHu, 3BaHNA, LOKHOCTI, MeCTo paboTbl Kaxz0ro 13 aBTOpoB,
a 1akxe ux ORCID (npu Hanuuum),
— MONHOE Ha3BaHUe yupexaeHna (yupexaeHuit), B KOTOpOM (KOTOpbIX) Bbl-
nonHeHa pabota,
— afipec yupexaeHna (yupexaeHuit) C ykasaHuem UHAeK(a.
MocnepHAA CTpaHML fOMKHA COfePXaTb CBEAleHUsA 06 aBTOpe, OTBETCTBEHHOM
3a (BA3b C pefaKLmeit:
— Gamunua, MMa, OTYECTBO NOJTHOCTDH,
— 3aHUMaeMast IOMKHOCTb,
— yueHas CTeneHb, yueHoe 3BaHue,
— NepcoHanbHblil MexayHapoaHblit uaeHtudukatop ORCID (noapobHee:
http://orcid.org/),
—nepcoHanbHblit upentudukatop B PUHLL (noapobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTaKTHbIil TeneoH,
— aAPeC ANEKTPOHHOIA NOUTI.
3. 0popmneHue TeKcTa
(ratbu npuHuMatoTca B gopmartax doc, docx, rtf.
WWpu¢t — Times New Roman, Kernb 14, MeXcTpouHblil uHTepBan 1,5. Bee cTpanu-
Libl 0MKHbI 6bITb NPOHYMEPOBAHbI. TEKCT CTaTbi HAUMHAETCA CO BTOPOIA CTPaHULbl.
4. 06bem cTareit (6e3 yueta uNNIOCTPALMI 1 CIMCKA AUTEPaTYpbI)
OpurnHanbHas ctatba — He 6onee 12 cTpanmy (66nbLumil 06bem JonyckaeTca
B UHAMBUAYaNbHOM NOPASKE, M0 PELLEHNI0 pedakLmy).
OnucaHue KNMHNYECKNX CyyaeB — He 6onee 8 CTpaHuL.
0630p nuTepatypbl — He 6onee 20 cTpaHuLL.
KpaTkue coo6ieHnsa u nucbma B pefiakLmio — 3 CTpaHuLbl.
5. Pesiome
Ko Bcem Bupam cTateii Ha 0TAENbHON CTPaHULE AOMKHO ObITb NPUNOXEHO pe3to-
Me Ha PYCCKOM U1 QHIMIACKOM (10 BO3MOXHOCTH) A3blKax. Pe3toMe JOMKHO KpaTKo no-
BTOPATD CTPYKTYPY CTaTby, HE3aBMCUMO OT ee TeMaTUKM.
06bem pesiome — He Honee 2500 3HaKoB, BKNoUYaA npobenbl. Pesiome He 0MKHO
COAepKaTb CCbIKM Ha MCTOYHNKM IUTEPATYPbl U WAMKOCTPATUBHDII MaTepuan.
Ha 370l e CTpaHuLie NOMELLAKTCA KIIoueBble CNOBA HA PYCCKOM 1 aHTNMIACKOM
(no BO3MOXKHOCTY) A3bIKaX B KonuuecTse ot 3 1o 10.
6. CTpyKTypa cTareil
OpurvHanbHas CTaTba JOMKHA COZepaTh CledytLune pasaensl:
— BBE/IEHME,
—Lienb,
— MaTepuanbl 1 MeTofbl,
— pe3ynbTatbl,
— 0bcyxpeHue,
—3aKntoueHue (BbIBoAbI),
— KOHOMNKT MHTEPeCoB ANA BCeX aBTOPOB (B Clyuae ero 0TcyTCTBUA Heobxo-
ANMO YKa3aTb: «ABTOpbI 3aABNAKT 00 OTCYTCTBUN KOHNMKTA MHTEPECOBY),
— 0pobpeHue NPOTOKONA UCCNEA0BAHUA KOMUTETOM 0 G1O3TUKe (C yKa3aHu-
€M HOMepa ¥ JaTbl NPoTOKoNa),
— UIHGOPMUPOBAHHOE COrNIacke NALMEHTOB WA UX NpeaCTaBuUTENeli Ha yyac-
Tie B UCCNESOBAHUM W NYOAMKALMIO AaHHBIX (ANA CTaTeil ¢ aBTOPCKUMMA
UCCNEef0BAHUAMM U ONUCAHNAMMN KIMHUYECKMX CTyYaeB),
—NpW HanMuuM GUHAHCMPOBAHUA UCCNELOBAHNA — YKa3aTb ero UCTOYHNK
(rpanTnT.A4.),
— bnarogapHocTy (pasgen He ABNAETCA 00A3aTeNbHBIM).

7. UnniocTpaTuBHbIN MaTepuan

WnniocTpaTuBHbIN MaTepuan foMmKeH ObITb NpeCTaBneH B BUe OTAENbHbIX dail-
OB M He GUrypupoBaTb B TeKCTe CTaTby. [laHHble TabnuL He A0MKHbI NOBTOPATD faH-
Hble PUCYHKOB U TEKCTa 1 Ha060pOT.

Ootorpadum npeacrasnaiorca B popmartax TIFF, JPG ¢ paspeLueHnem He MeHee
300 dpi (Touek Ha aioitm).

PucyHku, rpadmkm, cxembl, Auarpammbl JOMKHbI ObITb pefakTUpyemMbimMu,
BbinonHeHbIMu cpefictBamin Microsoft Office Excel unu Office Word.

Bce pucyHKn fomxHbI ObiTb NPOHYMEpPOBaHbI U CHABXKEHbI NOAPUCYHOUHBIMIA
noanucamu. OparmeHTbl pucyHKa 0603HauaTca CTPOUHbIMK ByKBaMK pycckoro anda-
BUTa — «a», «6» U T. 1. Bce cokpaLeHus, 0603HaueHua B Buge Kpusbix, 6yKB, LGP
W T. [, UCTIONb30BaHHbIE Ha PUCYHKe, JOMKHBI ObITb pacLuMdpoBaHbl B NOAPUCYHOUHOI
noanucy. NMoanucy K pucyHKam AaloTeA Ha 0TAENbHOM AMCTe NOCNE TeKCTa CTaTbi B 0A-
HOM C Heil daiine.

Ta6nuubl JomKHbI ObITb HArNALHIMY, UMETb Ha3BaHWe 1 NOPALKOBBII HOMep.
3aronoBky rpad AoMKHbI COOTBETCTBOBATD MX COAEPXaHMI0. Bee cokpaLuenmna pacumd-
POBbIBAIOTCA B NpUMeYaHIK K Tabnuue.

8. EAMHMLIbI N3MepeHna 1 CoKpalLeHus

Eaunnubl nsmepenna fatotca B MexayHapoaHoii cucteme egunmt (CH).

CokpaLLeHna CnoB He AONYCKaloTCA, Kpome obLienpuHATbIX. Bce abbpeuatypbl
B TeKCTe CTaTbit JOMKHbI ObITb MOHOCTHIO PacLIMGPOBaHbI NPU NEPBOM YNOMIMHAHUM
(Hanpumep, komnblotepHas Tomorpadus (KT)).

9. Cnucok nuteparypbl

Ha cnepyloweii nocne Tekcta CTpaHuLe CTaTbit JOMKEH pacnonaratbea CMUCOK
LMTUpYeMOi uTepaTypbl.

Bce nCTOUHMKI BOMKHBI ObITb MPOHYMEPOBaHbI, HyMepaLua 0CyLIeCTBAALTCA
CTporo B andasuTHOM NOpAAKe. Bce CCbINKM Ha MCTOUHNKIN NTEPATYPbI B TEKCTe CTaTbk
0603HavaloTca apabckimm Lundpamn B KBaApaTHbIX CKoOKax HaunHas ¢ 1 (Hanpumep,
[5]). KonuuecrBo LuTPYeMbIX paboT: B 0pUritHaNbHbIX CTaTbAX — He Gonee 20—25,
B 0630pax nuTepatypbl — He 6onee 60.

CcolnKN BOMKHBI AABATHCA HA NEPBOUCTOYHMUKY, LUTUPOBAHWE OAHOTO aBTopa
Mo paboTe Apyroro HeLoMyCTUMO.

BKntoueHue B CMncok nuTepaTypbl Te31COB BOIMOXHO UCKNIOYUTENBHO NPK CCbI-
Ke Ha MHOCTPaHHble (aHTN0A3bIYHBIE) UCTOUHUKIA,

Ccbinku Ha auccepTawim v agTopedepatbl, HeonybnnKkoBaHHble paboTbl, a Tak-
e Ha flaHHble, NoyYeHHble U3 HeOPULMANbHBIX UHTEPHET-NCTOYHUKOB, He AoMy-
cKatTCA.

[Ing Kaxporo NCTOYHMKA HeobX0AMMO YKa3aTb: GaMUANN U MHULMANbI aBTOPOB
(ecnu aBTopoB Bonee 4, yka3biBatTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA «it Ap.» B PyC-
CKOM 1nu "et al.” B aHINIACKOM B TeKCTe). ABTOPbI LUTMPYEMbIX UCTOUHMKOB JOMKHbI
6bITb yKa3aHbl B TOM e NMOPAAKE, YTO 1 B NEPBOUCTOUHNKE.

[pu CCbinKe Ha CTaTby U3 XKYPHANOB NOC/E aBTOPOB YKa3blBAIOT Ha3BaHIe (Ta-
Tbl, Ha3BaHWe XypHana, rog, TOM, HoMep Bbinycka, cTpaHuLbl 1 DOI cTatbu (npu Hanu-
yun). Mpu ccbinke Ha MOHOFPad MM YKa3bIBaKT TaKXKe NONHOE Ha3BaHMe KHUTW, MECTo
U3[aHNA, Ha3BaHIe N3ATeNbCTBA, FOZ U3LAHNA, YNCIO CTPAHNL.

(raTby, He COOTBETCTBYHLLME JAHHBIM TPE6OBAHNAM, K PACCMOTPEHUIO
He NPUHUMAIOTCA.
06wue nonoxeHuns:
« PaccmoTpeHne cTatbit Ha npeameT Ny6MKaLMM 3aHUMaeT He MeHee 8 He-
Aenb.
- Bce noctynaiowme cTatbi peuex3upytTca. PeleH3ua ABNAETCA aHOHUM-
HOIA.
« Pepakuua octasndeT 3a co6oil npaBo Ha peakTMpoOBaHue CTatel, NpeacTas-
NeHHbIX K nybnukaumm.
- Pegakuma He npepocTaBnAeT aBTOpCKMe K3eMnAApbl XypHana. Homep
KYpHana MOXHO MONYYMTb Ha 06LMX OCHOBAHMAX (CM. UHdOpMaLMK
Ha caiiTe).
Matepuanbl gna ny6nukaLumn npuHMMaloTca no agpecy ricn@epileptologist.ru
€ 06A3aTeNbHbIM yKa3aHMeM Ha3BaHMA XypHana.

Nonnas Bepcua Tpe6oBaHMII NpeACTaBNEHA Ha cailTe XypHana.








