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WNHOOPMALUMA ONA ABTOPOB

[Tpu HanpaBneHUw CTaTbi B pefakumio «Pycckoro XypHana AeTckoli HeBponorm»
aBTOPam Heo6X0AMUMO PyKOBOACTBOBATLCA CNleYHLLVMM NpaBUNAMU.
1. 06wue npaBuna
llpn nepBMYHOM HanpaBReHUM PYKOMUCM B PeSaKLMIo B KOMUW MEKTPOHHOrO
M1cbMa JOMKHbI ObITb YKa3aHbl Bce aBTOPbI AaHHOI CTaTbi. 06paTHYI0 CBA3b C peaakLm-
eli byneT nopaepuBaTb OTBETCTBEHHDIIN aBTOP, 0003HAUEHHBIN B CTaTbe (CM. MYHKT 2).
[lpencTaBneHue B peaakLmio paHee ony6NMKOBaHHbIX CTaTeil He JOMyCKaeTcA.
2. 0dopmneHune faHHbIX 0 CTaTbe U aBTOpax
MepBasd cTpaHuLa JONMKHA CofepKaTb:
— Ha3BaHMe CTaTby,
— VMHULManb! 1 Gamunmun Bcex aBTopoB,
— yueHble CTeneHu, 3BaHNA, LOKHOCTI, MeCTo paboTbl Kaxzoro 13 aBTopoB,
a 1akxe ux ORCID (npu Hanuuum),
— NONHOE Ha3BaHMe yupeXxaeHua (yupexaeHuii), B KOTOpom (KOTOpbiX) Bbl-
nonHeHa pabota,
— afipec yupexaeHna (yupexxaeHuit) C ykasaHuem WHAeK(a.
[ocnepHAA CTpaHML fOMKHA COfePXaTb CBeAleHUs 06 aBTope, 0TBETCTBEHHOM
3a (BA3b C pefaKLmeit:
— Gamunua, MMa, OTYECTBO NOJTHOCTH,
— 3aHUMaeMas IOMKHOCTb,
— yueHas CTeneHb, yueHoe 3BaHue,
— NepcoHanbHblil MexayHapoaHblii uaeHtudukatop ORCID (noapobHee:
http://orcid.org/),
—nepcoHanbHblit upetudukatop B PUHLL (noapobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTaKTHbIil TeneyoH,
— QfIPeC 3NeKTPOHHOI NOUTI.
3. 0popmneHue TeKcTa
(ratbu npuHumatotca B dopmarax doc, docx, rtf.
Lpu¢t — Times New Roman, Kernb 14, MeXcTpouHblil uHTepBan 1,5. Bee cTpanu-
Libl 0MKHbI ObITb NPOHYMEPOBaHBI. TEKCT CTaTbI HAUMHAETCA CO BTOPOIA CTPaHMLbl.
4, 06bem cTareit (6e3 yueta UNNIOCTPALMIA 1 CUCKA AUTEPaTYpb)
OpurnHanbHas ctatba — He 6onee 12 cTpanuy (66abLumil 06bem JonyckaeTca
B UHAMBYUAYaNbHOM NOPAJKE, M0 PELUEHNIO pedakLmy).
OnucaHue KNNHNYECKNX CyyaeB — He Gonee 8 CTpaHuL.
00630p nutepatypbl — He 6onee 20 cTpaHmL,.
KpaTkue coo6iieHna u nucbma B pefiakLyio — 3 CTpaHuLbl.
5. Pesiome
Ko Bcem Buam cTateil Ha 0TAENbHOI CTPaHULE AOMKHO ObITb NPUNOXKeHO peto-
Me Ha PYCCKOM U aHIINIACKOM (110 BO3MOXHOCTH) A3blKkax. Pe3toMe JOMKHO KpaTKo no-
BTOPATD CTPYKTYPY CTaTby, HE3aBMCUMO OT ee TeMaTUKM.
06bem pestome — He Honee 2500 3HaKoB, BKNoUaA npobenbl. Pestome He A0MKHO
C0ZiepXaTb CCbUTKM HA MCTOYHIKM IUTEPATYpbl U UANIOCTPATUBHBIA MaTepuan.
Ha 3701 Xe cTpaHuLe NOMeLLAoTCA KNtoueBble CNOBA Ha PYCCKOM W aHTNIACKOM
(no BO3MOXXHOCTH) A3bIKaX B KonnuecTtse ot 3 o 10.
6. CTpyKTypa cTarei
OpuruHanbHas cTaTba JOMKHA COJEPKaTh CleaytoLne pasaenbi:
— BBe/IeHue,
—Lenb,
— Marepuanbl 1 METOAbI,
— pe3ynbrarbl,
— 00cyxzaeHue,
—3aKntoueHue (BbIBOAbI),
— KOHQMUKT MHTEpecoB 1A BCeX aBTOPOB (B Cyyae ero 0TCYTCTBYUA HeobXo-
AIMO YKa3aTb: «<ABTOPbI 3aABAAIOT 00 OTCYTCTBUM KOHPANKTA UHTEPECOBY),
— 000peHMe NPOTOKONA MCCNEA0BAHMA KOMUTETOM M0 61103TUKe (C yKa3aHu-
€M Homepa 1 JiaTbl NpoToKona),
— MHOPMMPOBAHHOE COTNIace NALMEHTOB AN X NPeACTaBuUTENeil Ha yyac-
Tie B UCCNELOBAHUN 11 NY6AMKaLMI JaHHbIX (ANA CTaTeil ¢ aBTOPCKIMM
UCCNIEN0BAHUAMU U ONMCAHUAMU KIMHUYECKUX CYYaeB),
—NpI HaNMuMM GUHAHCMPOBAHUA UCCNEAOBAHUA — YKa3aTb €ro UCTOYHUK
(rpaHTnT. A1),
— 6narogapHocTy (pasgaen He ABNAETCA 06A3aTeNbHbIM).

7. UnniocTpaTnBHBIN MaTepuan

UnniocTpaTuBHbII MaTepuan fomxeH 6biITb NpeCTaBneH B BUAe OTAENbHbIX dail-
NOB 1 He GUrypuUpoBaTb B TeKCTe CTaTb. [laHHble TabNUL He JOMKHbI NOBTOPATb AaH-
Hble PUCYHKOB U TEKCTa 11 Ha060pOT.

Oororpadum npeactanatorca B popmartax TIFF, JPG ¢ paspeLueHnem He MeHee
300 dpi (Touek Ha aioitm).

PucyHKkm, rpadmku, cxembl, Auarpammbl JOMxHb! ObiTb pefakTupyembiMm,
BbInonHeHbIMy cpeactBamm Microsoft Office Excel unu Office Word.

Bce pucyHKM [OMKHDI BbITb NPOHYMEPOBaHbI U CHAabXKEHbI MOAPUCYHOUHBIMMU
nognucamu. OparmeHTbl pucyHKa 0603HauaoTCA CTPOUHbIMU ByKBaMK pycckoro anda-
BUTa — «a», «6» U T. . Bce cokpalueHns, 0603HaueHus B Buge KpuBblX, bykB, undp
WT. fi., UCNONb30BAHHbIE Ha PUCYHKe, IOMKHbI 6bITb pacLumdpoBaHbl B NOAPUCYHOUHOI
nognucy. Moanucu K pucyHKam AAKTCA Ha OTAENbHOM NNCTe NOCNe TeKCTa CTaTby B 04-
HOM C Heil daiine.

Ta6nuubl JomKHbI ObITb HAMNALHLIMY, UMETb Ha3BaHMe 1 NOPAZKOBbII HoMep.
3aronoBky rpad OMKHbI COOTBETCTBOBATD UX COAEPMaHI0. Bce cokpaLueHna pacmd-
POBbIBAKTCA B NpUMeYaHy K Tabnuue.

8. EAnHMLbI N3MepeHna 1 COKpaLLeHna

Eaunmubl usmepenus gatotca B MexayHapogHoil cucteme egunmy (CH).

CoKpaLLieHna CNoB He J0NYCKaloTcA, Kpome 06LLenpuHATbIX. Bce abbpeBuatypbl
B TeKCTe CTaTb AOMKHbI BbITb MOAHOCTbIO pacLuMdpoBaHbl NPU NEPBOM YNOMUHAHIM
(Hanpumep, komnblotepHas Tomorpaua (KT)).

9. CnucoK nuTepatypbl

Ha cnepyloweii nocne TekcTa CTpaHuLe CTaTbil JOMKEH pacnonaratbca CMNCOK
LMTUPYeMOil UTepaTypbI.

Bce MCTOYHMKN JOMKHBI GbITb MPOHYMEPOBaHDI, HyMepaLma 0CyLLeCTBAAETCA
CTporo B andaBuTHOM NopAAKe. Bce CCbINKM Ha UCTOUHUKI NUTEPATYPbI B TEKCTe CTaTby
0603HaualoTcA apabckimm Ldpamu B KBaApaTHbIX CKoBKax HaunHas ¢ 1 (Hanpumep,
[5]). KonuuecTBO LUTUPYeMbIX PaboT: B 0pUriHANbHDIX CTaTbAX — He Gonee 20-25,
B 0630pax uTepatypbl — He bonee 60.

(Ccbinkn ROMKHBI AABATHCA HA NEPBOUCTOYHMKY, LMTUPOBAHWE OBHOTO aBTopa
no pa6oTe Apyroro He4oONYCTUMO.

BKnioyeHwe B CNucoK nnTepaTypbl Te31COB BOIMOXHO UCKNIOUMTENbHO NPU CCbin-
Ke Ha MHOCTPaHHbIe (aHIN0A3bIYHBIE) UCTOUHUKM.

Ccblnku Ha pnccepTaumnm u agTopedepatbl, Heony6anKoBaHHbIe paboTbl, a Tak-
e Ha AlaHHble, NoNyyeHHble U3 HeOQULIMANbHBIX MHTEPHET-UCTOYHUKOB, He Aony-
cKarTca.

[ina Kaxgoro MCTOYHMKA HeobX0A4IMO YKa3aTb: GaMAMN U MHULMAnbI aBTOPOB
(ecnm aBTopoB Gonee 4, yka3blBakTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA «U1 Ap.» B pyC-
CKOM 1 "et al” B aHIMNIACKOM B TeKCTe). ABTOpbI LIMTMPYEMbIX UCTOUHUKOB JOMKHDI
ObITb yKa3aHbl B TOM e NOPAAKE, UTO U B NEPBOMCTOYHMKE.

Mpy ccbinKe Ha CTaTbM U3 XKYPHANOB NMOC/E aBTOPOB yKa3blBAOT Ha3BaHMe (Ta-
Tbi, Ha3BaHWe XypHana, rof, ToM, Homep Bbinycka, CTpaHuubl 1 DOI cTatbi (Npu Hanu-
yun). Mpy ccbinke Ha MOHOrpad M YKa3biBAKT TaKXKe NONHOE Ha3BaHWe KHUTU, MeCTo
U3[aHNA, Ha3BaHWe N3/aTeNbCTBA, MO U3AAHNA, YNCIO CTPAHML.

(1aTby, He COOTBETCTBYIOLME AaHHBIM TPE6OBAHNAM, K PACCMOTPEHMIO
He NPUHUMAIOTCA.
06wye nonoxeHuns:
« PaccmotpeHue cTatbin Ha npeameT Ny6nMKaLuM 3aHMMaeT He MeHee 8 He-
Aenb.
+ Bce noctynatowme cTatbh peueH3npyiotca. PeueHsns ABNAETCA aHOHUM-
HOIA.
« Pepakuua octanaer 3a coboil NpaBo Ha pesjakTPOBaHue CTaTel, NpeaCTas-
NeHHbIX K My6nukaumu.
« Pegakuma He npepocTaBnAeT aBTOpCKUE dK3eMIAApbI XKypHana. Homep
KYpHaNa MOXHO MONYYMTb Ha 06LMX OCHOBAHMAX (CM. UHdOpMaLMK
Ha caiiTe).
Marepuanbi gnsa ny6nnkauun npuHMMaloTca no agpecy ricn@epileptologist.ru
 0693aTeNbHbIM yKa3aHeM Ha3BaHIA XypHana.

MonHas Bepcus Tpe6oBaHUii NpeACTaBeHa Ha caiiTe XKypHana.
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Llenb pa6oTbl — aHanu3 3HeKTUBHOCTH M NepeHoCUMOoCTH namoTpukuHa (Ceit3apa) B 1e4eHnn pasnnuyHbix Gopm anu-
JIENCUM, HA OCHOBAHWUU LAUTENBHOMO ONbITa NpUMEHEHUs npenapata B 06beAMHEHUN MESULUHCKUX YYPEXAEHUI NO Au-
arHoOCTUKe, NeYeHnto U peabunutauum 3aboneBaHuii HepBHoi cucTemsl v 3nunencun um. Ceatutens JNiyku (MOH3/NABHI
um. CBT. Jlykun). B cTaTbe NpoaHann3npoBaHbl AaHHble, NOJYYEHHbIE B TEYEHUE 4-NIeTHEr0 HabntogeHns (c nioHs 2018 1.
no aeryct 2022 r.).

Marepuanbi u metogbl. MpefcTaBneHbl gaHHble no 3dhekTMBHOCTU U nepeHocumocTy Ceiizapa y 104 naumeHToB (B BO3pacTe
oT 3 po 37 net; 87 peteit u 17 B3pocnbix nauueHTos 18 neT u ctapwe (12 XKeHIWWH U 5 MYXYUH); CPELHMIA BO3paACT —
9,7 ropa; 42 — MyXCKOro 62 — xeHcKkoro nona) B 06befMHEHUM MEAULMHCKNX YUPEXAEHUN N0 LUATHOCTUKE, NEYEHUIO
1 peabunutaunu 3aboneBaHunit HepBHOW cUCTeMbI U anunencuu um. Ceatutens Jlyku.

Pacnpegenenue no opmam anunencuu: CTpYKTypHas U NpeanonoXuUTeNbHO CTPYKTYpHas dokanbHas anunencus (n = 44);
thoKkanbHas 3NuNencus HeycTaHOBNEHHO 3TUoNOruK (N = 6); reHeTUYECKUE U NMPEANOJIOKUTENbHO FEHETUYECKUE 3NN-
JIeNcuUmn 1 anunenTuyeckue aHuedanonatuu (n = 43); nguonartuyeckue dopmel anunencum (n = 11).

Ceii3ap NpuMeHANcs B MOHoOTEpanuu y 38 nauueHTOB W Obln fo6aBneH K ApyrMM aHTUanNUnenTU4eckum npenapatam (A3I)
y 66 nauueHToB (couyetanue Ceiizapa ¢ 1 A3 umeno Mecto y 48 nmaumeHToB, coyetaue ¢ 2 A -y 18). Y 2 nauneHToB
C BbICOKO 3h(heKTUBHOCTbIO B labHelLIEM CTaf BO3MOXEH YCNeLWHbI Nepexog, ¢ noauTepanuu Ha MoHoTepanuio Celizapom.
[osa Ceii3apa BapbupoBana ot 75 go 400 mMr/cyT. BonbWMHCTBO NaLMEHTOB, B TOM YXC/E BCE NaLMEHTHI JETCKOMO BO3pacTa,
nonyyanu Ceii3ap B 2 npuema. Tpu B3pocnble nauueHTkn nonyyanu Ceit3ap OAHOKPATHO B CYTKMU: B 2 C/ly4asX — Ha HOYb,
B 1 cnyyae — yTpom, B fo3e 200 mr/cyT. Mepuop KaTaMHECTUYECKOro HabloAeH!s COCTaBuN OT 6 MeC 40 >4 NeT.
PesynbraTbl U BbIBOAbI. TepaneBTuyeckas pemuccus npu npueme Ceit3apa focturHyTay 47 (45,2 %) u3 104 naumeHToB.
YmMeHblWweHne yucna npuctynos Ha 50 % u 6Gonee Habnloganoch fononHuTenbHo y 35 (33,6 %) nauueHTos; 3ddekT
OT NeyeHus otcyTcTBoBan B 22 (21,2 %) ciyyasx. 3HAYUMBbIX Cly4aeB arrpaBalium He 3aperucTpupoBaHo.

Tonbko B 9 (8,6 %) cnyyasx Ceitzap 6bin OTMEHEH B CBA3W C HEJOCTAaTOYHOI 3ddeKkTUBHOCTLIO, U ewe B 8 (7,6 %) —
B CBA3W C YTpaToil NepBOHAYaNbHOrO BhipaxeHHoro addekta (cnycta 6-12 mec neyenus). B uenom TepanesTuyeckuii
3 ekt (pemuccus uan ypexerue npuctynos Ha 50 % u 6onee) gocturHyt y 82 (78,8 %) naunentos u3 104. MpuHumas
BO BHMMaHUWE yyacTue B HAOMIOLEHUN NALMEHTOB C TAXKENbIMU GOPMAMU 3NUIENCUM, MOXKHO KOHCTATUPOBATb, YTO 3TOT
noKasarteNb O4YeHb BbICOK.

Haunbonbwyto acddekTuHocTb Ceit3ap npofeMoHCcTpMpoBan npu GoKanbHbLIX 3nunencusx (CTPYKTYPHBIX, NPesnonoxu-
TE/IbHO CTPYKTYPHBIX, CTPYKTYPHO-TEHETUYECKUX U HEYCTAHOBJIEHHOI 3TUONOTUM), @ TAKXKE NPU BCEX CUHAPOMax MAMona-
TUYECKOMN reHepasn30BaHHON 3NUNENCUN.

Xopowas nepeHocumocTb Ceii3apa oTMedanach y nojasnstoliero 60abWKUHCTBA NauMeHToB — 94 (90,4 %). MobouHble
addekThl, cBA3aHHbIE C Tepanueit Ceiizapom, 3apeructpuposansl y 10 (9,6 %) nauueHToB. Annepruyeckas KoxHas Chifb
oTmeyeHa B 5 (4,8 %) cnydasx u3 104 u nossunacb B TeYeHUE MEPBLIX 2 MeC Tepanuu. ANNepruyeckue peakuum
coctasunu 50 % cpepu Bcex NobouHbIX 3PHEKTOB M ObINM €LUHCTBEHHON NpUYMHON oTMeHbl Celi3apa M3-3a nnoxo
NnepeHoCMMOCTH.
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B 2 cnyuasx Ceit3ap 6bin BBEAiEH B TEpPanuio y NaLuMeHTOK PenpoayKTUBHOTO BO3PACTa C LieNbio CHUXEHUSA [03bl BaNbNPO-
aTa B CBA3M C BbIPAXXEHHbIMWU HapyLEHMAMU MEHCTPYyanbHOro LiMKNA, NOBLIWEHWEM MACChl Tena, anonelueil, oteKamu.
CHuxeHWe [03bl BanbnpoaTa BABoe (20 750 Mr/cyT) B koMGuHaumuu ¢ Ceit3apom NpuBENO K 3HAUUTENLHOMY YNYULIEHUIO NEPEHO-
cumocTu Tepanuu. OfHa naumeHTKa poania 350poBoro pebeHka Ha hoHe MoHoTepanuu Ceiizapom B fo3e 350 mMr/cyT.

Y 8 nauueHToB npw BeeaeHuu Ceitapa GblI0 OTMEYEHO 3HAYMTENbHOE VNYYLEHUE HACTPOEHUsA W noBedeHus (B 1 ciyyae
Ha poHe Tepanuu Ceit3apom B CBA3MN C yyuLIEHEM NCUXMYECKOTO COCTOAHMA Y NALMEHTKMN C paHee AUarHoCTUPOBaHHOI fenpec-
cvel cTana BO3MOXHOW OTMeHa aHTMenpeccaHToB). Hu B ofHOM ciyuae He 6GbiNO OTMEYEHO HeraTuBHOro BAWAHWA Ceiizapa
Ha NamATb, BHUMaHWe, HaCTpoeH e W nosefeHue (Mo OLeHKe NaLMEHTOB U UX poauTeNei, B paae Clyyaes — Heliponcuxonora).
Bricokyio addeKTMBHOCTD M Xopoluyio nepeHocuMocTb Ceit3apa noaTeepxaaeT hakT npuBepeHHOCTH nedeHuto: 82 (78,8 %)
nauyueHTa u3 104 NpofoMmKUAKM NpUeM npenapara cnycts 6 mec Tepanuun u 69 (66,3 %) — 6onee 12 mec. Nepuog Habnio-
[eHus BapbUpyeT oT 6 Mec A0 >4 fieT.

Takum 06pa3omM, Hal aHaNM3 NOKa3an BbICOKYIO 3PdEKTUBHOCTL U XOpoLLyio nepeHocumocTb Ceii3apa npu ANUTENbHOI
Tepanuu B 60/bWON rpynne NaLuyueHToB ¢ pasnuyHbIMKU hopMamMmu anunencum.

KnioueBble cnoBa: anunencus, anUAenTUYECKUA NpUcTyn, namoTpumkuH, Ceiizap, 3hheKTMBHOCTb, NEPeHOCUMOCTb,
V XKEHLMH penpoayKTUBHOMO BO3PacTa, y AeTeil

Ansa uyutupoBanua: MyxuH K.10., Meinaesa 0.A., bo6binosa M.H0., ®peiinkosa H.B. Nlamotpumku (Ceitap) B neveHuu
3NUIENCUN: Pe3yNbTaThl 4-NETHEr0 NpUMeHeHUs npenaparta B 00beAUHEHNN MeSULMHCKUX YYPEXAEHUI N0 [UArHOCTHUKE,
NeYeHuto U peabunutaumm 3a6oneBaHNit HepBHOM cucTeMbl U 3nunencun uM. Ceatutens Jlyku. Pycckuit )xypHan feTckoi
Hesponorun 2022;17(3):8-36. DOI: 10.17650/2073-8803-2022-17-3-8-36

Lamotrigine (Sazar) in the treatment of epilepsy: four years of experience in Svt. Luka's Association
of Medical Institutions for the Diagnosis, Treatment, and Rehabilitation of Nervous System
Diseases and Epilepsy

K. Yu. Mukhin®: 2, 0.A. Pylaeva®> 2, M. Yu. Bobylova®: 2, N.V. Freydkova®

1Svt. Luka’s Institute of Child Neurology and Epilepsy; 5 Nagornaya St., Troitsk, Moscow 108842, Russia;
28vt. Luka’s Institute of Child and Adult Neurology and Epilepsy; 9 Akad. Anokhina St., Moscow 119571, Russia

Contacts:

Konstantin Yuryevich Mukhin center@epileptologist.ru

Aim. To assess the efficacy and tolerability of lamotrigine (Sazar) for various forms of epilepsy, based on long-term ex-
perience of Svt. Luka's Association of Medical Institutions for the Diagnosis, Treatment, and Rehabilitation of Nervous
System Diseases and Epilepsy. We analyzed the data obtained during 4 years (from June 2018 to August 2022).
Materials and methods. We evaluated the efficacy and tolerability of Sazar in 104 patients aged 3 to 37 years (87 chil-
dren and 17 adults (12 women and 5 men)); their mean age was 9.7 years. The sample included 42 males and 62 fe-
males. All of them were treated at Svt. Luka's Association of Medical Institutions for the Diagnosis, Treatment, and Re-
habilitation of Nervous System Diseases and Epilepsy.

The sample included patients with structural and presumably structural focal epilepsy (n = 44), focal epilepsy of un-
known etiology (n = 6), genetic and presumably genetic epilepsy and epileptic encephalopathies (n = 43), idiopathic
epilepsy (n=11).

Sazar was used as a monotherapy in 38 patients, whereas 66 patients received it in combination with other antiepilep-
tic drugs (AED) (Sazar + 1 AED in 48 patients; Sazar + 2 AED in 18 patients). Two patients initially receiving polytherapy
were successfully transferred to Sazar monotherapy.

The dose of Sazar varied between 75 and 400 mg/day. In the majority of patients, including all children, Sazar daily dose
was split into 2 portions. Three adult patients received Cazar once a day either in the evening (n = 2) or in the morning
(n=1) at a dose of 200 mg/day. The follow-up time was between 6 months and over 4 years.

Results and conclusion. Therapeutic remission was achieved in 47 out of 104 patients (45.2 %) receiving Sazar.
As many as 35 patients (33.6 %) demonstrated an at least 50 % reduction in seizure frequency; 22 patients had no ef-
fect (21.2 %). None of the participants developed significant aggravation.

Only 9 patients (8.6 %) discontinued Caser due to its initial low efficacy, while another 8 patients (7.6 %) stopped
to receive Casar because it became ineffective after 6-12 months of treatment. In general, good therapeutic effect
(remission or at least 50 % reduction in seizure frequency) was achieved in 82 out of 104 patients (78.8 %). Given
the fact that this study included patients with severe epilepsy, we can conclude that treatment was very effective.
Casar was most effective in patients with focal epilepsy (including structural, presumably structural, structural-genetic,
and that of unidentified etiology) and idiopathic generalized epilepsy.

The majority of the patients (n = 94; 90.4 %) demonstrated good tolerability of Casar. Casar-associated side effects
were registered in 10 patients (9.6 %). Allergic skin rash was observed in 5 cases (4.8 %) and developed during the first
2 months of therapy. Allergic reactions accounted for 50 % of all side effects and were the only reason for Casar discon-
tinuation due to poor tolerability.
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Two female patients of reproductive age started Sazar to reduce the valproate dose that caused severe menstrual disor-
ders, weight gain, alopecia, and edema. Halving the dose of valproate (up to 750 mg/day) in combination with Casar
significantly improved treatment tolerance. One patient gave birth to a healthy baby when she was receiving mono-
therapy with Sazar at a dose of 350 mg/day.

Eight patients receiving Sazar reported a significant improvement in their mood and behavior (one patient that had
earlier been diagnosed with depression discontinued antidepressants after Sazar initiation since she did not need them
any longer). None of the patients reported any negative effects of Sazar on their memory, attention, mood, and behav-
ior (as evaluated by patients and parents; in some cases, by a neuropsychologist).

Patients’ adherence to treatment confirmed high Sazar efficacy and tolerability: 82 out of 104 patients (78.8 %) con-
tinued to receive the drug after 6 months of treatment and 69 patients (66.3 %) still continued it after 12 months
of treatment. The follow-up period varied between 6 months and 4 years.

Thus, our findings suggest high efficacy and good tolerability of long-term therapy with Sazar in patients with differ-
ent forms of epilepsy.

Keywords: epilepsy, epileptic seizure, lamotrigine, Sazar, efficacy, tolerability, in women of reproductive age, in children

For citation: Mukhin K.Yu., Pylaeva 0.A., Bobylova M.Yu., Freydkova N.V. Lamotrigine (Sazar) in the treatment of epi-
lepsy: four years of experience in Svt. Luka's Association of Medical Institutions for the Diagnosis, Treatment, and Re-
habilitation of Nervous System Diseases and Epilepsy. Russkiy zhurnal detskoy nevrologii = Russian Journal of Child

Neurology 2022;17(3):8-36. (In Russ.). DOI: 10.17650/2073-8803-2022-17-3-8-36

BBepeHue

JlaMOTpUIXMH ObLT IEPBBIM CPEIU AaHTUBIUICITAYC-
ckux npenaparoB (ADI]) mocaenHero IMOKOJICHUS 3apeTrt-
CTPMpOBaH IS JiedeHus snuiericuu B 1991 1., cran mc-
MOJIb30BaThCSI 3HAYUTEJIBHO paHbIIIe IPpyruX HOBbIX ADI,
U K HACTOSAIIIEMY BPEMEHHU HAKOILUICH OOJIBIIION OIIBIT €r0
IIPUMEHEHMS B JICUCHUHU SIUJICTICUM, XOPOIIO M3YYCHBI
MEXaHU3M JeUCTBUS, 3(PPEeKTUBHOCTD 1 MTEPEHOCUMOCTD
[8, 10, 16, 22, 23].

Ceiizap (mamotpumkuH; «Ankaaonn AO» (Pecrry6mm-
ka Makemonwmst)) Obut 3apeructpupoBad B PO B 2009 .
PesynbraThl MccaeqoBaHUi MTOKa3alu BHICOKYIO 3P dek-
THUBHOCTH M XOPOIIIYIO IIEPEHOCUMOCTh Ipernaparta. [1pe-
UMYIIEeCTBA JTAMOTPHUIKMHA B JICYeHUU (HOKAIBHBIX
1 HEKOTOPBIX TUIIOB TeHEPATN30BaHHBIX ITPHUCTYIIOB Y Ma-
LIMEHTOB Pa3HbIX BO3PACTHHBIX TPYIII KaK B BUIE TOIOJ-
HUTEJIbHON Tepaluny, TaK U B MOHOTEPAITMU TOJIYIWIN
MMOATBEPXKIEHNE BO MHOTUX pabdorax [27, 56—58, 66, 67,
77]. ABTOpHI TIOAYEPKUBAIOT BHICOKYIO 3(D(HEKTUBHOCTD
U XOPOIIIYIO IIEPEHOCHUMOCTb JIAMOTPHUIKIHA, B TOM YKCJIE
MpU JJIMTEJILHOM JiedeHUM [42], KOTophle ObLIN TIpoje-
MOHCTPHPOBAHBI BO MHOTHX HMCCIICIOBAHMSIX C Pa3HBIM
IM3aiiHOM, B TOM YMCJI€ CPaBHUTENBHBIX [36, 51, 56—58,
65]; a TakKe OJAarorpusITHOE BIUSHHE HAa HACTPOECHUE
(F. Andersohn u coasr., 2010) [50, 62, 70], KOTHUTUBHBIE
(YHKIIMN, CEKCYaTbHYIO aKTUBHOCTD [1—3, 5—7] u KadecT-
BO XXM3HU, B TOM YKCIe y geTeit [25, 59, 70].

Bbimesnstior 2 0CHOBHBIX MEXaHM3Ma aHTHUAIICIITIIeC-
koro nerictBus Ceiizapa: CTaOMIM3aIIIS TPECUHAIITIICCKOM
HelpoHaTbHOI MeMOpaHBI 3a cUeT OJ10KaIbl BOJIBTAXK3ABUCH-
MBIX HATPMEBBIX KAHAJIOB U OIPaHMYCHIUE BHICBOOOXKICHMS
BO30Y:KIAIOIIMX HEMPOMEIMATOPOB: IJTyTaMaTa 1 acriaprara.
IIpemapaT nMeeT LebIii psix hapMaKOKMHETHUECKUX IIpe-
UMYIIECTB: JIMHEHHYI0 (hapMaKOKMHETHKY, JOCTAaTOYHO
JUTATETHHBIA TIEPUOJ TTOTYBbIBEACHMSI TIPU MOHOTEpAITiy —

20—41 g (B cpemHeM 20—29 9), cpeaqHUA IIPOLIEHT CBI3bI-
BaHUsI ¢ 6e1KaMu 11a3Mbl (55 %); TpoXoauT MeTaboIu3M
B IIEUEHU, HO HE CTUMYJIMPYET [IIIOKYPOHUITPpaHChepas-
HYIO CHCTEMY, IIO3TOMY MaJIO BCTyIaeT B JICKAPCTBEHHBIE
B3auMozeiicTeusa. OnHako apyrue ADIT MOTyT BIUAThL Ha
MeTaboJIM3M JIAMOTPUIKIHA: MHIYKTOPHI (PePMEHTOB TIe-
yeHH (0apOuTypaThl, KapbamasermH, GeHUTONH) CII0CO0-
HBI YCKOPSITh METa0O0JIM3M MperrapaTa, a BaJIbIIpoaT 3aMejI-
JIIeT ero BeiBegeHue [39, 43].

Ceiizap BBIIIYCKAETCS B BUIIE TaOJETOK, COMEPKAIIIX
25, 50, 100 u 200 mr namotpumxkuHa. [TpenmyiiecTBoM
Ceiizapa nepen IpyruMu mpernapaTtamMmu U3 TPyIIibI JaMo-
TPUIKMHA SIBJISIETCS HaIM4Ine TabaeToK ¢ mo30i 200 mr,
YTO OYE€Hb YIOOHO 1151 B3pOC/bIX MalMeHTOB. biaaromaps
IJTATEIbHOMY MIEPUOY TTOyBhIBeAeHUS TabaeTku 200 Mr
Ceiizapa MOTYT IIPUMEHSTHCS OTHOKPATHO B CYTKH, UTO
yIO0OHO 1 MOBHIIIAET KAYECTBO XKM3HU 1 KOMITJIACHTHOCTD
neueHus [4].

Ceiizap 3apeructpupoBaH B PD mis nmpuMeHeHUS
y neteii ¢ 3-yetHero Bo3pacta. [IpuMensieTcs y aeteii ctap-
e 12 JIeT ¥ B3pOCIIbIX B COCTABE ITOJIN- WJIM MOHOTEPAITHHI
IUIST IedeHUsT (POKATbHBIX ¥ TeHEepaIn30BaHHBIX (BKITIOYAsT
TOHUKO-KJIOHUYECKNE CYIOPOXHBIC) SIMUICITUISCKIX
MIPUCTYIIOB, STWJISITUYCCKUX IIPUCTYIIOB IIPU CUHIPOME
Jlennokca—TIacto (CJIT). [IpuMeHnsiercs y metTeit ot 3 10
12 net (B mojuTepanuun) s JedeHUs (POKaIbHBIX M TeHE-
paIM30BaHHBIX (BKJTIOYAsi TOHMKO-KJIOHUIECKIE) SIIICTI-
TUYECKMX IIPUCTYIIOB, SIUJICIITUYECKUX IIPUCTYIIOB IIPU
CJIT [4]. IIpu gocTMXKeHUM KOHTPOJS Had MPUCTYyIIaMU
IOCJEe 3Tana IOJUTEPAIIMU B 3TOM BO3PACTHOM TpyIIIe
BO3MOXeH Tepexon Ha MoHoTepanuio Ceiizapom. Ceiizap
MOXKET OBITh Ha3HAYCH B MOHOTEPAITUY TUITMIHBIX a0CaH-
coB (y neteii ¢ 3 ner). bnaronaps 61aronpusiTHOMY BIMSI-
HUI0 Ha apPeKTUBHYIO cepy, ABIISICH CTAOUIN3aTOPOM
HacTpoeHusi, Ceiizap Takke INPUMEHSCTCS B JICYCHUU
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OUITOISIPHBIX PACCTPOMCTB Y B3POCIBIX IMAaleHTOB (18 et
U CTapIie).

Cpennss tepaneBTudeckas go3a Ceiizapa cocTaBisieT
100—400 mr/cyt y B3pocibix u 3—10 Mr/Kr/cyt y nereit. Baxk-
HO OTMETUTh BO3MOXKHOCTb OMHOKPATHOTO IIPHEMa B CYTKH,
BuacTHocT! 1 Tabmerku 200 Mr. TepaneBTYecKast KOHLIEHT-
parmsi mpemnapara B KpoBH cocTaBisieT 4—10 MKT/MiL.

He cinenyet 3a6b1BaTh 0 HEOOXOAUMOCTU MEIIEHHOM
TUTPALIIU, YTO ITO3BOJISIET YIYIIIIUT IIEPEHOCUMOCTb Te-
paInmu ¥ BO MHOTHX CITy4dasx U30eXaTh pa3BUTHS aJljIep-
TMYECKMX PeaKIInii, KOTOPbIE BOZMOXHBI IIPY IIPUMEHEHUH!
JIaMOTPUAXKMHA U TPeOyIOT OTMeHBI. B cooTrBeTCTBUU
C MHCTPYKIIVEH 10 IPUMEHEHHIO Y AeTei ¢ 12 J1eT u B3po-
CJIBIX PEKOMEHIYeTCS HAUMHATh JICYEHHE C JO3BI 25 MT/CYT,
a y mereid muaamiero Bo3pacta — ¢ 0,1 Mr/kr/cyr (mmpu
COITyTCTBYIOILIEM IIpreMe BajibIipoara), 0,3 Mr/Kr/cyT (6e3
comyrcrBytommx ADI, oka3pIBaoIMX BIUSHUE Ha (ep-
MeHTHI nedeHu) U 0,6 Mr/Kr/cyT (IIpyU COYETAHUU C MH-
IyKTOpaMu (pepMEHTOB II€UEHH ); HA4aJIbHYIO 103y PEKO-
MEHIyeTCs IIPUHUMATh B Te4eHHe 2 Hell, C TaJbHEHIINM
IMOBBIIIICHHEM Ha 25 MTr (WM aHAJIOTUYHYIO HadyaJbHOM
J103y y AeTeit) ¢ uHTepBajioM 1—2 Hen [4]. Mbl peKOMeH-
JIyeM HauMHATh TUTPALUIO C 12,5 Mr/CyT, B TOM 4uCIIe
Y B3POCJIbIX, ¥ IIPOBOAMTH ITOBHIIIICHUE OO3HI 1 pa3 B He-
JIeJTIO: Yepe3 Hemeoro — 25 Mr/cyT (v 12,5 M 2 pa3a B IeHb),
Janee y AeTeil TMTpauus npomoikaercst mo 12,5 mr/Hen,
a 'y B3pocibIx 1o 25 mr/Hen. [1pu noctiskenun mo3b1 50 Mr/
CYT, IPX XOPOIIIEH MePEHOCUMOCTH, MOXHO YBEIMINTH
CKOPOCTh TUTPALIMM U MOBHIIIATH 103y Y B3POCIBIX II0
25—50 Mr/Hen, y neteii — mo 25 Mr/Hep.

JlaMOTpUIKMH IMIMPOKO IPEICTABICH BO BCEX MEXKIIY-
HapOIHBIX peKOMEHIaUsIX (IIpexkie BCEro peKOMeHIa-
X MexXayHapOIHOM IMPOTUBOIMMICITUICCKON JTUTH
(International League Against Epilepsy, ILAE)), Haiuo-
HaJIbHBIX PEKOMEHAALIMSIX, PEKOMEHIAINSIX OTAEIbHBIX
SIUJICTITOJIOTUYSCKUX IIEHTPOB, 3KCIIEPTOB B SIMIICTITO-
JIOTUH, KOTOPHIE SBIISIIOTCS OpUEHTUPOM 11151 BEIoopa ADIT.
OpHako okoH4YaTeabHBINH BEIOOp ADII Bcerma sBisercs
IIPepOraTUBOIA JIeyallero Bpayva.

B cootBercTBuM ¢ pekomeHganusamu ILAE o nHu-
HuanbHOM MoHoTepanuu ADII mpu pa3IUUHBIX THUIIAX
SOMICTTUICCKUX IIPUCTYIIOB M SIUJICTITUICCKIX CUHIPO-
Max [45] naMOTpMIKMH peKOMEHIOBaH K IIPUMEHEHUIO
npu GoKaIbHBIX MPUCTYHAX y B3pocibix (kiaacc C)
ny nereit (kiracc D), mpu abcaHcax y aeTeit (peKoMeHIa-
u Kimacca C) [45].

DkcnepT B obnactu snuientonorun C.P. Panayioto-
poulos nipeacraBui pekoMmeHnamuu (2007, 2010), nemoH-
cTpupyomye 3O@GeKTUBHOCTh JaMOTPUIXWHA TIPU

IIAPOKOM CIIEKTPE SMUICITHUSCKIX ITPUCTYIIOB, BKITIOYAsT
BBICOKMIT 3P hEKT npu (POKaTbHBIX ITPUCTYITAX Pa3TAYHBIX
TUIIOB U OMJIaTepaIbHBIX TOHUKO-KJIOHNYECKUX IIPUCTY-
IMax, U30JIMPOBAHHBIX TeHEPAIM30BAaHHBIX CYIO0POKHBIX
npuctynax (I'CIT), n3onnpoBaHHBIX abcaHCaX, TOHUYC-
CKUX IPUCTYIIax (B Ka4eCTBE Iperapara repBoro BIOopa);
aBTOP OTHOCHUT JIAMOTPHIDKUH K TPYIIIIE TIperaparoB 1-it am-
HMU MIPU IIPUCTYIIaX YKa3aHHOTO TUIIA, OTHAKO MOT4Yep-
KMBaeT BO3MOXHOCTD arrpaBallii MUOKJIOHMIECKIX TTPH-
CTYIOB [66, 67].

OcobeHHO BaXkKHBIE OOBEKTUBHBIE JaHHBIE 10 3 deK-
TUBHOCTH JIAMOTPHUIKMHA TTPOIEMOHCTPUPOBAJIN CPAaBHU -
TeJIbHBIC MCCIICIOBAaHNUSI, CpeIU KOTOPHIX HanboJee Mac-
IITAOHBIMU U PYyHAAMeHTaAbHBIMU aBasTioTcst SANAD
n SANAD II (SANAD — Standard and New Antiepileptic
Drugs — cpaBHeHUe cTaHImapTHBIX U HOBBIX ADIT). Pe3yib-
TaThl NepBoro ucciaeaoBanuss SANAD — oTKpBITOro paH-
JIOMM3UPOBAHHOTO KOHTPOJIUPYEMOTO CPAaBHUTEIHHOIO
nccnenoBanus kiacca 111 — obimu onyonmkoBanb! B 2007 T.
[56]. Lleanto paboOTHI ABISIIOCH CpaBHEHNE 3G (MEKTUBHO-
CTHU U TIEPEHOCUMOCTU OCHOBHBIX TPAIUILIMOHHBIX 1 HOBBIX
ADII (kapbamasennHa, rabaneHTUHA, JIAMOTPHUIKMHA,
OKCKapOa3elmrHa ¥ TOMpaMara) B JICUCHUH SITUJICIICHM.
WccnepoBaHue npoBOoAMIOCH Ha 6a3e aMOyJIaTOPHBIX OT-
nIeJIeHUi KNMHUK B Benukoopuranuu. D¢pheKTUuBHOCTh
1 TICPEHOCUMOCTD TePAITMH N3YJaICh BO BCEX BO3PACTHBIX
IPYIIIax: OT AETCKOTO JI0 ITOXMIOTO BO3PacTa, B TOM UHCIIE
y maumeHToB (n = 1721) ¢ hoKaJIbHBIMU IIPUCTYIIAMU, IS
KOTOPBIX B Ka4eCTBE CTaHOApTa aHTHAMUICITUYECKON
Tepanuu (CTaHIApPTHOTO MperapaTa IepBOro BEIOOpa) pac-
cMmaTtpuBajcsd KapbamasenuH. [lalmeHTsl ObLIM Cllyyaid-
HBIM 00pa3oM pacrnpeaeeHbl 1JIsl TpuemMa KapoamMaseru-
Ha, rabarieHTuHa, JIJAaMOTPUIKMHA, OKCKapOa3enuHa Uin
TomupamaTa. DTO HMCCeqoBaHME IMOKa3aJI0 HEKOTOpoe
MPEUMYIIECTBO JAMOTPUIKMHA Ha/l KapOaMa3emMHOM 110
MEPEHOCUMOCTHU 1 HEMEHBIIYI0 3¢ GEKTUBHOCTD, a clie-
JTIOBATEIbHO, Y XOPOIIIME IIEPCIIEKTUBEI B JICUCHUH (DOKAITb-
HbIX NPUCTYIOB. JIaAMOTPUIKMH HE ycTynaia Kapbamase-
IMHY 10 BPEMEHHM JOCTIDKCHUS 12-MECSIIHON PEMUCCHUN,
a TaKXe MPEeBOCXOAWIT KapOaMasenuH, radbarneHTH, OKCKap-
0azernuH 1 Tonupamar 1o KpUTEepUIo BpeMeHU 0e3 TIPUCTY-
OB, 00JIaJaJ1 JIYYIIMM ITpodrieM 0e30IMacHOCTH U Tiepe-
HOCHMOCTH, 00JIee ITUTeIEHBIM BpeMeHEM yIep>KaHMS Ha
Teparmmu.

B 2021 . 6butM ONMYyOIMKOBAHbBI PE3YJILTATHI 2-TO HC-
cnegoBanusg SANAD [57, 58]. Llenbro ucciaenoBaHus ObI-
JIa OLIeHKA KIIMHNYeCKOI 3 (PEeKTUBHOCTU JONTOBPEMEH-
HOl Tepanmuu M 3KOHOMHUYECKON 3>(PGHEKTUBHOCTU
(oureHka 3 heKTUBHOCTH 3aTpaTr — cost-effectiveness)

*YpoBHU HokasaTensHOCTH: A — | 1 Gosnee rccaenosanmii | kiiacca 6o 2 nmu 6osee ncenenosanuii 11 kiacca — 3¢ peKTUBHOCTD
nanHoro ADII mpu naHHO# hopme AMMIeTICHY Y TaHHO KaTerOpuy MallMeHTOB ycTaHOBIeHa; B — 1 nccienoBanme wiv MeTaaHAIA3
II xmacca — ADII BepositHo 3ddektnBeH; C — 2 wim 6omnee ucciaenoanuii 111 xmacca — ADII Bo3aMmoxxHO addekTuBeH; D —
1 uccnenosanue 111 xnacca wim skcnepTHas OlleHKa, MHEHME OTBITHBIX Bpaueit — ADIT moTeHIIManbHO 3(pheKTUBEH.
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JIeBeTHpalleTaMa 1 30HMCaMUAA IO CPAaBHEHUIO C JIaMO-
TPUIKMHOM ITpU Ha3HaueHUU 3Tux ADII B KayecTBe Tpe-
ImapaToB IIEPBOT0O BRIOOpA Y IMAIIMEHTOB ¢ HEIABHO JAMAar-
HOCTHPOBaHHOI ¢okanbHOM armtencuein. SANAD 11 —
PaHIOMU3UPOBAHHOE OTKPHITOEC KOHTPOJIMPYEMOE MCCIe-
JoBaHUe, MPoBeAeHHOe B BeaukoOpuTaHuu ¢ ydacThUeM
JeTel oT 5 neT u B3pocibix. Becero B ucciaegoBaHue ObLIO
BKJITOUeHO 990 y9acTHHUKOB; HaOOp YYaCTHHUKOB ITIPOBO-
nmuiics B mepuon ¢ 2 mast 2013 . mo 20 utonst 2017 . Yuacr-
HUKHU HCCACIOBAaHUS HAXOMWINCh IIOJ HaOIIOACHUEM
B TedyeHUe nocnenyomux 2 jget. [TaiyeHTs! ObUIM paHIo-
MusupoBansl (1:1:1) mist mpuema mamotpumkuHa (1 = 330),
seBerupanietama (7 = 332) u 3orucamumna (n = 328). Cie-
IO METOI He MPUMEHSIJICS, YIaCTHUKH 1 MCCIICIOBATE TN
IMoJIyJayii MH(GOPMAIIMIO O IMMPUHUMAEMOM IIperapare.
Hmu3zaithH SANAD II mo3BoJIsiT O1IeHUTh HEMEHBIIYIO (-
(eKTUBHOCTB JIeBeTHpalieTaMa M 30HUCAMMIIA TI0 CpaBHe-
HUIO C JAMOTPUIKMHOM 10 TIEPBUYHOMY KPUTEPHUIO 3h-
(EeKTUBHOCTU — BPEMEHU JO0 MOCTUXEHUS PEMUCCUM
JITATENIBHOCTBIO 12 Mec. JIJ1s marmeHToB cTapiie 12 et Ha-
yajbHas TeparieBTrueckas 1o3a ADII cocrapisiia: mis na-
MotpumkuHa — 50 mr yrpom 1 100 mMr BegepoM (150 mr/cyr),
st neBetupaterama — 500 mr 2 pasza B aeHs (1000 Mr/cyT),
st 3oHucamuaa — 100 mr 2 pasa B 1eHb. [ maiyeHToB
miamiie 12 jger HavajdbHasI TepareBThdeckas mo3a ADII
COCTaBJIsIIA; TSI JIAMOTPUIDKIHA — 1,5 MI/KT 2 pa3a B ICHbD,
1151 teBeTuparnerama — 20 Mr/KT 2 pa3a B IeHbD, IIJIST 30HH-
camuma — 2,5 MI/KT 2 pa3a B IeHb. Bce yuacTHUKM ObUTH
prioueHsl B ITT (intention-to-treat) aHanmu3 — aHamu3
B 3aBUCMMOCTH OT Ha3HAYCHHOTO JICUCHMSI. AHAIU3 JaH-
HBIX ITAIIMEHTOB, 3aBEPIIMBIINX JIEIYCHHUE 11O IIPOTOKOY
(per-protocol, PP), uckiroyan ciryyam HapylieHUsI IIpo-
TOKOJIa MCCIICIOBAHMS, a TAKXKE TEX MAIIMEHTOB, Y KOTOPBIX
B JAJIbHEMIIIEM OBLI ITIEPECMOTPEH AUArHO3 W SIIICTICHS
ObL1a uckJiroyeHa. Takum o0pa3oM, B aHAJIUM3 B 3aBUCUMO-
CTU OT HA3HAYEHHOTO JIeYeHUsI ObLI0 BKIOYeHOo 990 ma-
LMeHTOB. B aHanu3 neyeHus1 o NpoTOKOJIy ObLIO BKIIIO-
yeHo 324 yyacTHUKA, paHAOMU3UPOBAHHBIX IS TpHeMa
nmamMoTpuIkuHa, 320 — neBetupaterama u 315 — 3o0HuUca-
Muaa. AHaM3 0€30MMaCHOCTY BKJIIOYAJl BCEX YYACTHUKOB
MCCIIeI0BaHMsI, KOTOPhIE TTOJIYyYMJIU XOTS Obl 1 103y uc-
cienyeMoro npemnapata. [Ipenen HemeHblei a(pdekTuB-
HOCTH COOTBETCTBOBAJI OTHOIIIEHMIO prckoB (OP), paBHO-
My 1,329, 9TO COOTBETCTBOBAIO A0COTIOTHBIM Pa3IAIMSIM
B 10 %. 3Hauenue OP >1 yka3pIBajao Ha IPEUMYIIECTBO
JTamMoTpumK1Ha [58]. Pe3ynbsraTel McclienOBaHMS IIOKA3aIIN,
YTO JIeBeTHpaIleTaM He OTBeYasl KpUTEPUIO HEMEHBIIEH 2¢h-
(heKTMBHOCTH TI0 CPaBHEHMIO C JIAMOTPUIKHOM, TIO JaH-
HbM I TT-aHanu3a, o KpUTeprIo BpeMEHHU [0 TOCTVKEHUS
12-mecsrunoii pemuccun (OP 1,18; 97,5 % noBepuTeIbHBII
uaTepBai (A1) 0,95—1,47). 3oHMCaMKI OTBEYAT KPUTESPHUIO
HeMeHbIIel 3(P(HEeKTUBHOCTH TI0 CPABHEHUIO C JIAMOTPU/I-
XUHOM 110 maHHbM ITT-anammsa (OP 1,03; 97,5 % AU
0,83—1,28). AHanu3 yedeHus 110 npotokoiy (PP-anamms)
IToKa3aJI MPEeBOCXOACTBO JTAMOTPUIKMHA TI0 TIOKA3aTeI0

12-MecsTYHOM peMHCCUM KaK Haj JieBeTHpaleTaMoM
(OP 1,32;97,5 % AW 1,05—1,66), Tak 1 HaJ 30HUCAMUIOM
(OP 1,37; 97,5% AW 1,08—1,73). AHanu3 BpeMeHU
OT HayaJja JIeYCHUS 0 ITOSIBJICHUST HeyIauu JICICHUSI, KO-
TOPBIN 00BSICHST HER(M(GEKTUBHOCTD JICUeHUSI, TTOKa3all,
YTO JIJAMOTPUKUH MTPEBOCXOIUT KaK JICBETUPALIETAM, TaK
U 3oHUcamMun [58].

AHanu3 6e30MMacHOCTH TT0Ka3aJjl, YTO MOOOYHBIE 3(-
dextsl (I1D) 6111 3aperucTpupoBanbl y 108 (33 %) nanu-
€HTOB IIpU IIpUEMe JaMOTPUIKIHA, Y 144 (44 %) — neBe-
Tupaterama uy 146 (45 %) — 3onucamuaa. JJaMoTpuImKuH
IOYTH B 2 pa3a IIPEeBOCXOIMII 30HUCAMMU/I ITO TIOKA3aTEIIIO
yIepXKaHUS Ha TepaIiiy U CyLIECTBEHHO IIPEBOCXOIWII JIe-
BeTHpaleTaM OJarogapsi IPeUMYIIECTBY MO JIydIleil Ime-
peHocuMocTU. Hauaso jedeHus 1aMOTPpUIKITHOM acco-
LIMAPOBAJIOCH ¢ MEHBIIMM KoJimaecTBoM I1D, yem mpu
JICYCHUH JICBETUPALIETAMOM WX 30HUCAMUIOM (B IpyIIIax
MMAIIMEHTOB, TTOIYYAIOIINX 3TH IIPeIapaThl, ObLIO OTMEYE-
HO 3HAYUTEJIBHO OOJIbIIE IICUXuaTpudeckux I19, otmeua-
Jmch [19 y manmeHToB, CTpamaroIuX IeIpecCcueii, ITOBhI-
IIEHHOH TPEBOXHOCTHIO). TakKe OBLJIO OTMEUCHO JIydllIee
Ka4eCTBO XXM3HU MALIMEHTOB B IPYIIIE TOJIYJYaBIINX JaMO-
TPUIDKIH, HEXKEJIN B TPYITIIAX, ITOTYJaIOINX JICBETHpaIleTaM
U 3oHUCcamuy [58].

AHaN3 3KOHOMMYECKO 3(PPEeKTUBHOCTU TTOKAa3al
MMPEUMYIIECTBO JAMOTPHUIKIHA TIepel JIEBEeTUPAIICTAMOM
U 30HUCcaMUIoM [58].

I1o pesynbraraM ucciaeaoBaHUsl ObLI CcaeJIaH BbIBO/L,
0 TOM, 9TO JIAMOTPHIKVH JOJDKEH 0CTaBaThCS IIPeIapaToM
MepBoro BeIOOpaA npu (HOKaJbHONM snuiericuu. JJaHHbIX
B ITOIACPKKY IIPUMEHEHMS JIeBeTHpalieTaMa M 30HUCAMM -
J1a B KaUeCTBe IpernapaToB IIepBOro BeIOOpa Mpu (poKajib-
Ho¥#t smmienicuu B ucciengoBanuu SANAD 11 monyyeHo
He ObL0 [58].

ITo pesynsraTaM MeTaaHaIM3a CTAPTOBO MOHOTEpa-
muu ADI 1ipy pa3mmyHbBIX (POpMax SMUJIETICUH, BKITIOYaB-
mero gaHHeie 12 391 mauueHTa u3 36 ucciaegoBaHUIA
U OIMPABIIErocsl Ha peKOMEHIAIINKY OPUTAHCKOTO PYKO-
BoacTBa HalmoHabHOTO MHCTUTYTA 300POBBS M KIIMHU-
yecKoro coBepieHcTBoBaHus (National Institute for Health
and Care Excellence, NICE), ¢ BbICOKOIi TOCTOBEpPHOCTHIO
OBUIO YCTAHOBJIEHO, YTO Mpenapar BbI0Opa CTapTOBOI MOHO-
Tepanuy Mpy TeHepaIM30BaHHBIX (hopMaxX SIUJICIICUN —
BaJIBIIPOAT, a JAMOTPHUIKIH U JIeBeTUpaIeTaM — aJlbTep-
HaThBa (OCOOEHHO Y XEHIIUH C «IeTOPOAHBIM OTEHLIM -
aJioM» ), a TIpy (OKAJIBHBIX (POpMax SMUIETICUH TIpernapa-
TaMU BBIOOpA CTApTOBOM MOHOTEpAIUHU SIBISIOTCS
KapOaMa3eImH 1 JaMOTPHIKIH, a JIEBEeTUpALIeTaM — ajlb-
TepHartuBa [63].

IMocne nyonukamuu pe3ynasratoB SANAD II B mae
2021 . NICE o6HOBMII TTOJIOXXEHME IaMOTPUIKMHA B pe-
KOMEHIALIMSX B pas/esie JIeUeHUsT HeAaBHO TUarHOCTUPO-
BaHHOM (POKAJTbHOM SMUJIETICUU, C JOOaBIIEHUEM K PEKO-
MEHIALMU 10 Ha3HAYCHUIO JIAMOTPHUIKMHA B Ka4eCTBE
nepBoro ADIl XeHIIMHaAM AETOPOAHOTO BO3pacTa
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U IeBYIITKaM CIICOYIOIINIA ITyHKT B hopMymupoBke: «[Ipen-
Jlaraiite JJaMOTPUIKUH WM KapOamasenuH MajburKam,
MYXXYMHAM ¥ XEHIIMHAM, HE UMEIOIIMM IeTOPOIHOTO
noreHumana» [64]. JlodbasneHne TaHHOTO MYHKTA YKa3bI-
BacT Ha pacIIMpeHME TTOKA3aHUI K IPUMEHEHHIO JIAMO-
TPUIXUHA B CBSI3U C HOBBIMU MOJYIeHHBIMU JTAHHBIMU I10
3((HEKTUBHOCTU M 0€30MaCHOCTH IpeTiapara.

26 uroHst 2021 . COCTOSUIOCH 3aceaHne IKCIIEPTOB
Poccuiickoit mporuBoanmientudeckoit auru (PIIDJI),
MOCBAIIEHHOE BorpocaM 3 (GEKTUBHOCTU, O€30IaCHOCTH
U OLICHKY Pe3yJIBTaTOB JIEKapCTBEHHOM Tepaiy y Malli-
€HTOB C dIWIeTNcueil. B 3acegaHum MpUHSIIM ydacTue
mpod. B.A. Kapmo (Mocksa), mpod. H.A. EpMmoneHko
(Boponex), mpod. K.FO. Myxun (Mocksa), nipod.
E.JI1. benoycoBa (Mocksa), mpod. M.51. Kuccun (CaHKT-
IletepOypr), mpod. I1.H. BmacoB (Mocksa), mpod.
A.B. Jle6eneBa (Mocksa), mpod. C.I. bypx (Mocksa),
mpod. U.A. XKunkosa (Mocksa), ripod. JI.B. JlunaTosa
(Canxkr-Iletep0Oypr), mpod. E.I1. Muxaiinocka-Kapmosa
(MockBa). DkcniepTaMu OBLIO IIPUHSTO PEIICHHUE O TOM,
YTO JIJAMOTPUIKUH SABJISETCS «30JI0THIM CTAHIAPTOM» Te-
panuu (poKaIbHON SMWICIICUM Y MYXKYMH U XCHIIUH,
PEKOMEHIOBaH B KauyecTBe IIperapara IepBOro BeIOOpa
P JICYCHUHN JINII XXEHCKOTO I10J1a ¢ MAMONaTHIeCKOM
reHepajiusoBaHHoi snwiencueit (UI'D), oueHuBaercs
9KCIEPTHBIM COOOIIECTBOM U MallMEHTaMU KaK Haubosiee
s dexTuBHbIN npemapat [17]. CoBer akcnieproB PITDJI
MIPU3BIBACT aKTUBHEE BHEAPSITH JIAMOTPUIDKIH B IITMPOKYIO
MPaKTUKY, cienys pekomenaamusm 2019 r. [24], a Takxke
OCHOBBIBAsICh Ha HOBBIX JIOKa3aTeJIbCTBaX 3(PDEeKTUBHOCTU
Impernapara, NPUBEICHHBIX B IPUHATONM 2KCIEepTaMH
Pesomoru 26 uions 2021 r. [17].

Pesynbrarhl oTeuecTBeHHbBIX UCCIIEAOBAHUI, OITyOIMKO-
BaHHBIX nocyie aHamm3a SANAD 11, takke moaTBepXaaioT
BBIBOZIBI 00 ahdekTrBHOCTH Ceii3apa Ipy pa3IMuHbIX ¢op-
max snunericuu. Tak, aBropsl u13 HUKHW nenuarpun um.
akan. O.E. Bensruinena A.M. ITusosaposa u 3.K. Topuxa-
HoBa (2021) onmy0avKoBaIM aHAIN3 JAHHBIX 78 TIAIIMEHTOB
¢ pasnmuuHbBIMU hopMamu smwtenicu (13 — MyKcKoro
1 65 — 3KeHcKoro 1oia, ot 4 10 21 jet, cpenHuit Bo3pacTt —
9 ner), mony4yaBmmx Ceif3ap; ITMTEIPHOCTh HAOTIOOCHUS
Ha (pone Tepanuu Ceitzapom coctasisiia ot 10 mec 1o 2 et
[20]. TTaumeHTH OBUIM pacIpeneaeHbl Mo CIeAYIOININM
dopmam snmnencuun: UIT'D (n = 32), nnmonarumdeckast
doxkanpHas snunercust (MDI) (n =9), dokanbHast 31U~
JIETICKS HEYCTAHOBJICHHOM 3TUOIOrUH (1 = 6), CTPYKTYpP-
Hasl ¥ IIPEOINOJOXMUTEIbHO CTPYKTypHas ¢oKaabHas
saunericust (CDOI) (n = 20), reHeTUUSCKHE U IIPEIIIOI0-
XKUTEJIPHO TeHETUIECKIE SIIICIITHIECKIE SHIIe(aIona-
iu (n = 11). Ceiizap IpUMEHSUICS B MHULIMATLHOM MO-
HoTepanmuu B 12 ciaydasax, 20 manueHTOB ObLIM Iiepe-
BezieHbl Ha Ceiizap ¢ npyrux ADII. 46 manyreHToB TPUHU-
manu Ceitzap B monuTepanuu. B kauecTse coImyTcTByIONIEH
Tepanuy MPUMEHSJINCH: BajJblIpoaT — y 13 mamumeHToB,
Tormupamar — y 14, kio6azam — y 6, Jakocamun — y 4,

JieBeTUpaneTaM — y 16, 3ToCyKCUMUA — y 3, 30HUCAMMU,
—y 4, Burabarpun — y 5. TepaneBtuueckuii 2 dekT (Ha-
CTYIUICHUE KIMHUYECKOU PEeMUCCUN WU CHIDKCHUE Ja-
CTOTBI IIPUCTYITOB Gosiee yeM Ha 50 %) ObUT JOCTUTHYT
y 51 nanmenTa (B 65,4 % ciaydaeB). Pemuccust mocTUrHyTa
y 27 nmanmeHToB, U3 HUX B 16 caydasx — Ha ()OHE MOHOTE-
panuu (B 9TOM TPYIIITe Ipeodagaay IalueHTH ¢ (DOKaIb-
Holt snunencueitr) [20].

Pe3ynbraThl HETaBHO IIPOBEICHHOIO MHOTOIICHTPO-
Boro ucciaenoBanus (M.B. bapxaros, 2021), oeHuBa-
omrero 3¢@eKTUBHOCTL M NepeHocuMmocTh Ceiizapa
y 54 maumeHTOB XEHCKOIo Iojia (IeBOYeK, JEeBYIIEK
M >XEHIIWH IETOPOTHOTO Bo3pacTa; oT 4 no 40 jet, cpemHmit
Bo3pacT — 19,3 roma) ¢ UI'D, Takke mpoaeMOHCTpHUPOBa-
71 3(PPEKTUBHOCTD U XOPOIIYIO ITEPEeHOCUMOCTD Teparun
[1]. JlamoTpuaXuH Ha3Hayajcs B KaueCTBE CTapTOBOM
MmonHotepanuu MI'D nim 011 1o6aBIeH 2-M MperapaToM
(TIpu HemoCcTaTOYHOM 3(PHEKTUBHOCTHU WIIM TIOXOH ITepe-
HOCHUMOCTH TTepBoro ADIT ¢ BO3MOXKXHOCTBIO TaJIbHEHIIIe-
o Iepexoa Ha BTOPYI0 MOHOTepanuio). I1pu crapToBoit
MOHOTepanuy HauOoJIbllee YUCIO PEMUCCUM ObLIO H0-
CTUTHYTO Y IMAIIMeHTOK C M30JIMPOBAHHBIMU TeHEPaIn30-
BaHHBIMU TOHMKO-KJIOHMYECKUMHM IpucTynaMu. Jlamo-
TPUIXUH TakxKe 3POEeKTUBHO TOTABISII SMUICTITU-
¢GOopMHYI0 aKTUBHOCTh Ha 3JIEKTpodHIedaiorpaMmmMme
(D38I):y 8 (50 %) GoabHBIX U3 16 HACTYMMIA 3JIEKTPOIH-
nedanorpaduueckas pemuccus. [1pn Ha3HAYEHUN JTaMO-
TPUIKMHA B KayecTBe 2-i1 MOHOTEpaIlMy PeMUCCHUS Ha-
crynunay 87,5 % nanmeHTok [1].

Ienbto Haleir padboThl ObUT aHATU3 3D (HEKTUBHOCTU
n nepeHocumoctn Ceii3apa B JIeUeHUN pa3IUIHBIX (popM
SITWJICTICUY HAa OCHOBAHWH JJTUTEJTHHOTO OIThITA IIPUMEHEHMST
npenapara B HarieM O0beIMHEHUA MEIUIIMHCKIX YIPEKIIe-
HU 110 AMarHOCTYKE, JICYEHUIO U peadMInMTaluuy 3a00jieBa-
HMI1 HEPBHOI CHCTeMBI M A1mieric uM. Cesturents JIyku
(UuctutyT nerckoit HeBposnoruu u anunencuu (MIAHD)
uM. CBT. JIykn/MHCTUTYT IETCKOM 1 B3POCIIOi HEBPOJIO-
run u snwinerncuu (MABH3) um. CBr. Jlyku). B cratbe
IIPpOaHAIM3UPOBAHKI JAHHBIC MTALIMEHTOB, KOTOPBIE HaXO0-
IWINCH IO HaOmoneHneM B HarreM OObeIMHEHUH U T10-
sygamm Ceiizap B riepuon ¢ ntoHs 2018 . mo asryct 2022 1.,
BKJIIOYasl U TeX, KTO Havasl mpuHuMath Ceiizap B Joboe
BpeMsI 10 utoHd 2018 . 1 mpoaomKan NpMHUMATh TIperna-
pat nocjie uroHsa 2018 1.

Matepuanbl u meToAbl

XapakTepucTHKH aHaJIM3upyemoii rpynnbl. Bo3pact
u nout. [IpoaHamm3npoBaHbl pe3y/sraTel MpuMeHeHns Ceii-
3apa y 104 maumeHTOB B Bo3pacte oT 3 mo 37 et (CpenHmit
Bo3pacT — 9,7 roma), MPOXOAWMBIIMX OOCIEIOBaHME
u neuyenne B UIHDB/UIABHD um. Csr. JIyku. Becero
B aHaJIM3€e Y4acTBOBAJIO 17 B3pOCIIBIX TTalMeHTOB (12 XeH-
WUH 1 5 MmyxxunH) u 87 mereit (mo 18 ser). IlamueHTHI
JIETCKOIrO BO3pacTa cocTaBwid 83,6 % OT oOILIEero yucia
HaOIIOAEHUIA.

13
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Pacnpenenenue mo moay: 42 mammeHTa My>KCKOTO I10-
J1a, 62 — xeHckoro moa (50 greBovek U 12 XeHIIH).

Pacnipenenenue no opme u 3THONOrMM SnUjencun. Bee
MaluMeHThl, BOLIEAIINE B HaO0neHe, ObUIN KilacCUupu-
LIPOBAHBI IT0 (hOpMaM STIUJIEIICUU.

Mmuonarnaeckue popmel armatericuu (n = 11), n3 HUX
UI'D — 10 maumenroB; UMD — 1 maument. Cpeny MalieHTOB
¢ UI'D: oHomeckas MUOKJIOHWYECKAs SITMJICIICHUS
(FOMDB) — 2 ciryvas; srmericus ¢ nzomupoBaHHbIME ['CI
(BI'CII) — 2; 1oHo1eckast abcancHast armtericust (FOAD) — 2;
nmeTcKasi abcancHas amwtericus (JIAD) — 4. B oty xe rpy1i-
my ObLI BKJIFOYEH | TalyeHT ¢ Bo3pacT3aBUCUMOI (DOKaIb-
HOM 3MWJIeTICHeN IETCTBA C HEHTPAJIbHO-TEMIIOPAJIbHBIMU
crnaiikaMu (pojaHIu4YecKass STIUJICTICHS).

CrpyKTypHast 1 npennojoxureabHo COD (n = 44),
U3 HUX:

— TIOCJICACTBHUSI TIEPUHATAIBbHON SHIIe(haIONaTUN —
23 manuenTa: ¢oKaJabHasl SIUJIEIICUS JEeTCTBA C I0-
OpoKaYeCTBeHHBIMU M TU(MOPMHBIMU ITATTEPHA-
mu Ha BT (OBACUM-IBIII) — 14, CDD — 9 na-
LIMCHTOB;

— TIOCJIEICTBUE TePIIeTUYECKOro dHIIedanuTa — 2;

— (pokanbHbBIE KOPTUKAJBbHBIE TUCIUIa3uu — 4;

— IUCOMOPUOILIACTUIECKAs HEMPOIIUTEIMATbHAS OITy-
xoib (JHOT) (cocTosiHue mociie onepaTUBHOTO Jie-
yeHus) — 1;

— TaMapToMa TUIoTajaMyca (COCTOSHUE TIOCIe orepa-
TUBHOTO JiedeHus ) — 1;

— CTPYKTYPHO-T€HETUYECKHE SIUJICTICUM — 7: HOLYJISIP-
Has rerepoTtonus (Mmyrauust FLNA) — 1; maxurupus
(mytamusa DOCK7 — 1); nuddy3Has naxurupus (re-
HeTUYeCcKasl STHOJIOTHS He YCTaHOBJIEHA) — 1; TToIm-
MUKpOTUpHUs (TeHeTUIeCKasl STHOJIOTHS He YCTaHOB-
JeHa) — 4;

— TIPEATIONIOKUTEILHO CTPYKTYPHBIC SIMJICIICUH C He-
YCTaHOBJIEHHOM 3THOJIOTUEN — 6 IMalieHTOB.
®oxanpHas SMIICTICUS HEYCTAaHOBICHHON 3THUOJIO-

My — 6 mauueHToB. OTH 6 ciaydyaeB ObIIM O0bEIMHEHBI
C TPYNNOM CTPYKTYpHO# M mpeanoiaoxureibHo CDOD
(n =44), n obmag aHanM3MpyeMas TpyIiia HaCUUThIBajIa
50 manreHToB.

[eHeTnUecKMe U TIPEAITOIOXUTEIIFHO TeHETUISCKIE
SIUJICTICUU 1 SHIIe(haTIONIATUM Pa3BUTHUS W SITIICIITHIC-
ckue (OPD) (n =43). U3 Hux:

— TeHeTHYeCKasl U MPEIIIOJOXUTEIFHO TeHeTUIecKas
reHepanm3oBanHas smwtencus (I'THO) — 8 marmeHToB
(Bxmouas abcancHyio opmy ¢ mytarueit CACNAIH
—1);

— TeHepaJIn30BaHHAS SIIICIICUS ¢ (heOPUIbHBIMU CY-
nmoporami rmoc (myrtaumst SCN9A) — 1;

— BIMWIETICUS] ¢ MUOKJIOHUYECKN-aTOHUIECKIUMHU TIPH-
crymamu (cuaapoM Jlose) (myraumst KIAA2022) — 1;

— cuHapoM Petra — 2; cunapom AHrenbMaHa — 1; CUH-
npom Ilaray — 1;

— XpOMOCOMOITATUU: MUKPOIEICIINN 1 TYTUTUKALIAN — 7;

— TeHETUYEeCKHE M IIPEIITONIOXUTEIBbHO TeHETHICCKIE
OPO (n =22), Bxmouas mytauuu B reHax: SCNI4 — 3,
ANKRDI -2, PCDH-19— 1, TSEN — 1, ATP6VA — 1,
TBC1D24 — 1 (CJT) u op. — Bcero 21 nauueHt. CuH-
npom Jlanmay—Knedduepa — 1 maumeHr.

Takum oOpa3oM, pacripeaeieHre MaluueHTOB Ha TPyTl-
ITBI 110 (hOpMeE SMIICTICUM 1 STHOJIOTUH OBUIO CIICTYIOITM:
CTPYKTYpHas 1 IpeanojoxureabHo CPD (n = 44) u do-
KaJIbHAas SIWIEIICHs] HEYCTaHOBJICHHOM 3Trojioruu (n = 6)
00BEeIMHEHBI B OOIIIYIO TPYIIITY, BKIOYaroIyo 50 maim-
€HTOB; TCHETUICCKIE U TIPEIITOIOXKUTETPHO TEHETUIECKIE
SIWICTICUU U STWJICTITUIECKIE SHIIedanomatun (n = 43);
uauonaTudeckue dopmel amencuu (n = 11).

Pexum no3upoBanusa. Ceiizap IpUMEHSUICS B MOHO-
Tepanuu B KadecTBe nepBoro ADII mim npu nepesoe
¢ npyrux ADII B cBsA3U ¢ HU3KOM 3P HEKTUBHOCTHIO 1/ WIH
I1D npemmecTBylomeit Tepanuu y 38 manueHToB. Ceiizap
ObL 100aBIeH B KaueCcTBe AOIOJHUTEIbHOIO Mpenapara
B CBSI3U C HEAOCTATOYHOM 3 (HEKTUBHOCTHIO OCHOBHOTO
npenapara K apyruM ADII B 66 ciyuasix (couetanue Ceii-
3apa ¢ 1 ADII — 48 mamuenToB, coyetanue ¢ 2 ADII —
18 maumeHToB).

Haub6onee yacto nmpuMeHsumuch KomouHamm Ceii3a-
pa ¢ BajbpoaroM (n = 21), neBetupateramoM (n = 6),
Kj100a3aMoM (7 = 5); ¢ BaJIbIIPOATOM U JIEBETHPAIIETAMOM
(n = 6), c BaJIbIIpOATOM U Kj106a3aMoM (n = 5).

¥ 2 manmenToB ¢ guarHozoM C®3 ¢ BEICOKOI ahpek-
TUBHOCTHIO Celizapa cTaja BO3MOXKHBIM YCITCIITHBIN ITepexXo/,
¢ monuTepany Ha MoHoTtepanuio Ceiizapom. Ceiizap ObUT
BBeICH KaK KOMIIOHEHT ITOJUTEePAIlN, B JaJbHEHIIIEM
ITOCJIe IUTUTEIFHOM peMUCCHH COITYTCTBYIOIIME IIperapa-
ThI ObUIM MOCTENEHHO OTMEHEHBI. B HacTosI1Iee BpeMsi 3TH
MmareHTs MpuHuMaloT Ceiizap B MOHOTEPAITHU.

Ho3a Ceitzapa BappupoBaia oT 75 mo 400 mr/cyr
B 2 mpueMa; B 3 ciayvyasgx — 1 npueM. bBoabmmHCTBO Ma-
LMEeHTOB (1 = 76) moydaju Ipernapar B CpeIHell m103e
3 Mr/KT/CyT (TJ1aBHBIM 00pa3oM ¢ BasbiipoaToM). [lo3a Ceti-
3apa 5 mMr/kr/cyt — 19 maiueHToB, HIXe 3 MT/KT/CyT —
9 marMeHTOoB.

B 2 ciygasix y >keHIIIMH pelpoIyKTUBHOTO BO3pacTa ¢
nurarHo3om KOMD Ceiizap O6b11 100aBIIeH 2-M IIpenapaToM
K BaJIBIIPOATY, YTO ITO3BOJIMIIO YMEHBIIIUTD J03Y BaJIbIIPO-
ara B 2 pa3a (¢ 1500 go 750 Mr/cyT) 1 yIy4IIUTh IIEPEHO-
CHMOCTb JICICHUS.

Tpu maumenTa (Bce crapire 18 set) momydyanu Celizap
OIHOKPATHO B cyTKHU B 103¢ 200 Mr: B 2 c1ydasix — Ha HOYb,
B 1 ciayyae — yrpoM. Bo3MOXXHOCTb OTHOKpPATHOTO IpueMa
OYCHB YIOOHA TSI TTALIMEHTOB.

[lepron KaTAMHECTUYECKOrO HAOIIONEHMS COCTABUIL OT
6 Mec 10 >4 nieT. B craThe poaHaIM3MpOBaHbl JaHHbBIE AL~
€HTOB, KOTOpPbIC HAXOMWIVCH IO HAOJIONEHEM B HaIlleM
Oo6benuHennn uM. Cearutens JIlyku v ronydanu Ceiizap
B iepuox ¢ nroHs 2018 . o aBryct 2022 ., BKINIOYast ¥ TeX, KTO
Havayl npuHuMaTh Celizap B mo0oe BpeMs 1o mioHs 2018 1.
U TIPOAOJIKAN IPUHUMATh TTperapat rocje uioHs 2018 .
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Kpurepuu Brimoyenus. B aHaiu3 ObUIM BKJIIOYEHDI 1A~
LIMEHTHI ¢ BepUDUILIMPOBAHHBIM JUATHO30M JITMJICTICUH,
BKJTIOYAST pa3IMIHbIC (DOPMBI SIMICTICUA Y TUTIBI IIPUCTY-
IIOB, B BO3pAacTe OT 3 JIeT, PeTY/ISIPHO ITOCeIIaBIIIe Bpadya
C IPOBeICHNEM 00CIeIOBAHMIA, PETY/ISIPHO IIPUHIMAIOIIINC
ADBII 1 BEIMOTHSIONINE PEKOMEHIALIMK Bpada (IS ITalieH-
TOB, IIOJIyYaBIIIMX JICUCHNE HA MOMEHT BKJIIOUCHMS B Ha-
omoaeHue).

Kputepnu uckmovenusa. Hengoctarok gaHHBIX 17151 ycTa-
HOBJICHUSI AUArHO3a SIIICTICUN, HEPETYIISIPHOE MOCeIIe-
HUE HEBPOJIOTa C OTCYTCTBHEM HTOCTOBEPHBIX MAHHBIX
0 KaTaMHe3e, HeperymspHbIii mpueM ADIT 6butn Kpute-
PUSIMM UCKJTIOUCHUSI B HAIlleM HaOTIOICHUM.

Bcem nmanueHTaM ObLIO HpPOBEAESHO OOCJIEeIOBaHUE,
KOTOpPOE BKJIIOYAIO MOAPOOHbI COOp aHAMHECTUYECKUX
MaHHBIX, OIIEHKY HEBPOJIOTMYECKOTO CTaTyca, KpaTKoe
HEHPOICUXOJIOTHMICCKOE TECTUPOBaHME (OIICHKA ITaMSITH,
BHUMAaHMSI, YPOBHSI Pa3BUTHSI KOTHUTUBHBIX (DYHKIIUIA),
MIPONOJLKEHHBIN BunIeo-3D I -MoHuTOpuHT (BOM) (3HIIC-
danorpad-perucrparop «DHuedanan-D3I'P-19/26»,
ocHoBHas moaudukauus («Menrkom MT/», Poccust))
B MJIHD/MIBHS nm CBr. Jlyku (Mocksa). BOM pxmoyan
HCCIICIOBAHNE B COCTOSIHIM aKTMBHOTO 1 TTACCUBHOTO 0OMIP-
CTBOBaHMSI C IIPMMEHEHNEM TECTOB Ha OIPEIe/ICHIE YPOBHS
CO3HaHMS, aKTUBUPYIOIINX ITPO0: TMIEPBEHTISIIIAN, PUT-
MUYeCKO# (DOTOCTUMYIISLIMK B Auaria3oHe yactot 3—40 Ii,
IMPOOBI OTKPBIBAHUS—3aKPBIBAHUS IJ1a3, C BKIIIOYCHHEM
HOYHOT'O U/WJIK JHEBHOTO CHa.

MeTonbl HelipOBU3yaIM3alIMK BKITIOYAIA ITPOBEACHIE
MarHUTHO-pe30HaHCHO# ToMorpacduu (MPT) (He meHee
1,5 T) Bo Bcex ciayyasix U BbIcOKopaspematomeir MPT
(BP-MPT) (3 T o amuIenToa0ru4ecKoii Imporpamme) 1o
moka3aHusaM (3akpbeITeiii Tomorpad General Electric
Discovery 750 W, 3 T, cBepXBBICOKOITOIbHBIIA).

Jnsa uckmouenus 1D Tepanuu Ha ¢oHe JIedeHs TTPO-
BOIWIN KIMHWYECKUI aHaIU3 KPOBU (C OIpeAeIeHUeM
YPOBHS TPOMOOIIUTOB) I OMOXUMMNICCKUI aHAIN3 KPOBU
(gepe3 3 Mec TIocJie Havaia jJe4eHus U Jajiee B CpeaHeM
Kaxnable 6 Mec), YJIbIPa3ByKOBOE MCCJICIOBAHUE OPraHOB
OPIOIITHO ITOJIOCTH, KOHCYJIBTAITUIO TICAUATPA; 10 TT0Ka3a-
HUSIM Ha3HaJyayach KOHCYJIBTalus Iicuxuarpa. [1pu npu-
MeHeHuH Celizapa B KOMOMHNPOBAHHOI Tepaltiu (B cOve-
TaHWU C BAJIBIIPOATOM WJIM TIperiapaTaMy KapOaMa3ernHa)
IIPOBOIMJIOCH OMpeAesieHre KOHIICHTPAIIMN BaJIBIIPOCBOit
KVICJIOTHI WUIM KapOaMa3eIllmHa METOIOM Ta30-KUIKOCTHOM
xpoMarorpacdun. Tak kak Ceiizap uMeeT JIMHEIHYIO KMHEe-
THKY, HCOOXOIMMOCTD OITpeesICHUs] KOHIIECHTPAIUU Jia-
MOTPUIKMHA B KPOBU BO3HHMKAET TOJBKO B OTIEIbHBIX
ciaydasix (Korma HeoOXOOUMO YOSTUThCS, YTO IMAIlUCHT
IIPUMHUMAET IpernapaT B JOCTaTOYHOM 103¢).

DddextuBHOCTh Ceiizapa OLIEHUBAJIM T10 BIUSHUIO
Ha 9acCTOTY IIPUCTYIIOB: yYallleH!e IIPUCTYIOB (arrpaBa-
1us1), oTCyTcTBUEe 3hdexTa mwim ciradast 3¢ GeKTUBHOCTD
(peoyKLIMsl YaCTOThI IIPUCTYIIOB MeHee YyeM Ha 50 %), yiay4-
1eHue (CHIKEHUE YacTOThI ITPUCTYIIOB Ha 50 % u GoJiee),

pemuccus (KITMHIYECKAsk PEMUCCHST — OTCYTCTBHUE IIPUCTY-
IIOB B TeUCHUE ITIepHOIa HAOIIONECHNS; KITMHUKO-3JICKTPO-
sH1Iepaorpadpuieckast peMUCCHsI — OTCYTCTBHE ITPUCTYTIOB
B T€UEHME Neproaa HabII0EHUS B COUETAHUM C OJIOKUPO-
BaHUEM SMICTITU(POPMHOIT aKTUBHOCTA Ha DIT).

Pe3ynbrathbl

DddexruBroCcTh Ceiizapa B 001Ieii rpymie NanueHToB.
B 1ieioM TepamneBTUYeCKas KIMHUYECKas peMUCCUs IIpU
npueme Ceiizapa (n = 104) 6buta nocturnyra y 47 (45,2 %)
nmaureHToB. M3 HUX KIMHUKO-3JIeKTpodHIedanorpadu-
yeckas peMuccust ormedeHa y 14 (13,5 %), B 1/3 ciyyaeB
(29,8 %) Bcex maLMEeHTOB, JOCTUTILNX PEMUCCUM; YMEHb-
LIeHUe Yuciia npucTynoB Ha 50 % u Gosee HabMIOOAIOCH
noronHutenbHo y 35 (33,6 %) nmaumeHToB; 3 deKT oT Jie-
yeHUst oTcyTcTBOBaNI B 22 (21,2 %) ciaydasix. 3HaUMMBIX
CJIydaeB aITpaBallii He 3apeTUCTpUpoBaHoO (Tad. 1).

Tonbko B 9 (8,6 %) cnyuasx Ceiizap ObLI OTMEHEH
B CBSI3M C HEOOCTaTOYHOU 3((HEKTUBHOCTHIO, U eIlle
B 8 (7,6 %) — B CBsI3U C yTpaToil IIepBOHAYAILHOIO BbIpa-
JKeHHOro 3ddekTa (crmyctst 6—12 Mec JIedeHus).

Takum o6pa3om, B 1IeJIOM, TepareBTUUECKUii 3 HeKT
(peMuccHs WIK ypexXeHue IIPUCTYIIoB 6oJjiee yeM Ha 50 %)
pocturHyt y 82 (78,8 %) nauuentoB u3 104.

DddekTuHocTh Ceiizapa B 3aBUCHMOCTH OT (hOPMBI
smiencun. DddextuBHocTh Ceiizapa MpY pa3IMIHBIX
¢dopmax 3MuUIeTICMM B HallleM HaOIIoJeHUM 00o0IIeHa
B TaOII. 2.

WNauonaruyeckue dopmbl snuiencuu. B Hatiem Hab10-
nmennu Ceiizap nonydanu 10 mammenTtos ¢ UTD (FOMD — 2;
BI'CII — 2; FOAD — 2; IAD — 4) u 1 mauuent ¢ UPD
(Bo3pacT3aBrcuMast (hoKaabHasl SIMIJISIICHSI JETCKOTO BO3-
pacta) — Bcero 11 manyeHToB ¢ uAMONaTUIeCKUMU Gop-
MaMM SIWIETICUMN.

Y 6 mauMeHTOB PErNCTPUPOBAICS | THUIT IIPUCTYIIOB:
I'CII npu BI'CII (2 mammenTa), abcancs npu JIAD (4 ma-
MeHTa). Y 5 MauMeHTOB COYEeTaa0Ch HECKOJIBKO TUITOB
npuctynoB; I'CIT + abcaHchl + MuoKIoHNYecKue (2 Ima-
mreHTa ¢ FOM3), abcancsl u I'CIT (2 maumenTa ¢ FOAD),
¢okanbHble MOoTOpHBIE + BCIT (1 mauueHT ¢ Bo3pacT3a-
BUCHMO# (hOKATBbHOM SIUJICTICUEIT).

[Ipu nanonaTudeckux opMax SMUICTICUU TOJTOXKM-
TeIbHBIA 3()GEKT B BUIE CHUXEHUS YaCTOThI IIPUCTYIIOB
Ha 50 % u GoJiee WIKM JOCTUXKEHUSI KIMHUYECKOM PeEMUC-
cuu ObL1 nosnydeH y 8 (72,7 %) nauueHToB u3 11, B Tom
qyuciae peMuccus mocturdayra y 7 (63,6 %) mauneHTOB
n3 11; Bkinovas 3 ciriydast U3 4 malueHTOB ¢ JETCKOi ab-
CaHCHOI anuienicueit, 3 Hux 1 — Ha (poHe MOHOTEpanuu
CeitzapoM. KnmHuko-snekTposHuedanorpapuyeckas
peMuccus Obuta JOCTUTHYTA B 4 cirydyasx u3 7. Ceiizap ObuT
3(p(deKTUBEH B OTHOIIIEHNH a0CAaHCOB B 7 clydasix U3 §;
B otHomeHuu I'CIT u BCIT — B 5 cinygasix u3 7, B OTHOIIe-
HUU MUOKJIOHUYECKUX IIPUCTYIIOB — B 1 ciiy4ae u3 2.

OcHoBHast KomOouHauust ADIT B 3To rpyITie mpecTaB-
JieHa coyeTaHrieM Ceiizapa 1 BIbIIPOATa WIM 3TOCYKCUMUIA.

15



ORIGINAL REPORTS

CTATb MU

s O PUTWUHANDBHEGBIE

16

PYCCKUN

i’ TIETCKOM
HEBPOAOT UM

CHILD
NEUROLOGY

Ta6muna 1. Dppexmusnocms Cetizapa y Habarodaemvix Hamu nayuenmos (n = 104)
Table 1. Efficacy of Sazar in patients followed up in this study (n = 104)

Parameter Clinical remission

More than 50 %
reduction in seizure
frequency

47 (45,2 %), KIMHUKO-3JIeKTPO3HIIeDao-
rpacuyeckas pemuccus — 14 (13,5 %,
y 1/3 (29,8 %) Bcex manueHTOB,
JMOCTUTTIHNX PEMUCCHUI)
47 (45.2 %), clinical electroencephalographic
remission — 14 (13.5 %, in 1/3 of cases (29.8 %)
of all patients who achieved remission)

Yucno maureHToB
Number of patients

35(33,6 %)

Q]
(q\l

TOM 17 /VOL. 17 3’

o\l

Aggravation
No effect or less

than 50 % reduction
in seizure frequency

22 (21,2 %) 0

Taomma 2. Dghgexmusnocmo Cetizapa npu pazauthbix opmax Snuiencuu
Table 2. Efficacy of Sazar in patients with different forms of epilepsy

P t . S
AREIHEIEE All patients/forms of epilepsy Idiopathic epilepsy (n = 11)

(n=104)

7 (64 %), U3 HUX 5 — KK~

47, u3 HUX 14 — KIIMHUKO-
HUKO-3JIEKTPO3HITeDao-

Structural focal epilepsy
(n=50)

Genetic epilepsy
(+ developmental and
epileptic
encephalopathies) (n =
X))

32 (64 %), u3 HUX 9 — KJIU-
HUKO-3JIEKTPO3HIIehaio-

Pemuccust aJIeKTpOo3HIIehaorpacbu-
TIPUCTYTIOB 4ecKast pPEMUCCUS rpa(l;lz(lg: %?’;F&Bgflccm rpa%)zn (%Zc;z?flogﬁggcm 8 (19 %)
Remission of 47; of them, 14 with clinical T ’ BoRahas ’
. . 5 with clinical 9 with clinical
seizures electroencephalographic : ;
. electroencephalographic electroencephalographic
remission . S
remission remission
VYpexeHue
TIPUCTYTIOB
Ha 50 % u 6onee
More than 50 % 35 109 %) 8 (16 %) 26 (60 %)
reduction in seizure
frequency
Bbe3 3Haunmoro
addekra
Nosigainicont 22 3(27 %) 10 (20 %) 9 (21 %)
effect

BripaxkeHHOe CHMXXEHUE MHAEKCA SMUJIeNTU(hOPMHON
akTuBHOCTU oTMeueHo Yy 10 (91 %) u3 11 maumneHTOB,
BKJIIOYAs 2 MAIIMEHTOB, Y KOTOPHIX OTCYTCTBOBAI 3(peKT
Ha TIpUCTYIBI. Db GEeKT Ha MPUCTYIIBI OTCYTCTBOBAI B 3
(27,3 %) cnyuasax: npu JAD — 1, npu DI'CII — 1, npu
IOMD — 1. ¥ Bcex atux nauueHToB Ceiizap IpUMEHSIICS
B MOHOTEPAINH.

B 2 ciydasix y >KeHIIMH penpoOIyKTUBHOIO BO3pacTa
¢ nuarHozoM FOM B Ceiizap Ob11 100aBJIEH 2-M IIpenapaToM
K BaJIbIIPOATY, YTO ITO3BOJIWIIO YMEHBIINUTD 103y BaJIbIIpoaTa
B 2 pa3a ¥ YJIy4IIUTh IIEPEHOCUMOCTb JedeHus. B oboux
9TUX CJIy4asix IPOBOAMIIACH IIOMBITKA 3aMEHBI BaJIbIIpoaTa
Ha Ceiizap ¢ y4eTOM KakK PeIpOAYKTUBHOIO BO3pacTa
MAIUeHTKN, TaK ¥ BhIPasKeHHBIX MOOOYHBIX 3P (PeKToB
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BaJIbIIpoaTa (HapyIIeHUsI MEHCTPYaJIbHOTO IIMKJIA, TIOBBI-
IIEHUE MAaCCHI TeJla, aJomelnsI, oTeKr). OTHAKO MOJIHBII
epexon Ha MoHoTepanuio Ceii3apoM B 3THX CITyJastx OKa3ajl-
¢S HEBO3MOXHBIM: B 1-M citydae (mammeHTka M., 1982 rp.,
muartHo3 KOMD) — B ¢Bs13U ¢ HeTOCTaTOUHOM 3(P(PEKTUB-
HOCTBIO MOHOTEpPAIUM, BO 2-M cilydae (maumeHTKa M.,
2006 r.p., nmarHo3 FOMD) — B CBsI3U C MTOSBIEHUEM I10-
004HBIX 3(p(DEeKTOB (IBOCHME) IIPH MOMBITKE YBEIUIUTD
o3y Ceiizapa. B obonx ciaydasx BBeneHue Ceiizapa 1mo3Bo-
JIJIO YMEHBIINTH 103y BasibiipoaTa ¢ 1500 go 750 mr/cyT,
YTO OYEHB BAXKHO C YIETOM IUIOXOM ITepEHOCUMOCTH BaJIBITPO-
aTa B 3THX CJIyJasix M ISTOPOTHOTO BO3pacTa MAlIMEHTOK.

T'eHeTHYECKHE ¥ NIPEIOJIOKUTEIHHO FeHeTHIECKHE JIIH -
Jencun 1 DPD. B rpyniie reHeTnyeckux anusencuii u OPD
(n =43) addekr Ceitzapa OBLT HECKOJIBKO HIXE, OMTHAKO
clIemyeT OTMETUTh, YTO JaHHAsl TPYIIIa BKIIIOYajia Malu-
€HTOB C 0YCHB TSKEJIBIMK (hOPMaMU SIMWICTICUM U PE3U-
CTEHTHOCTBIO KO MHOTMM ADII. KnuHnyeckas peMuccus
6bu1a octuruyTa y 8 (19 %) naumenToB. CiiydaeB KIMHU-
KO-3JIEKTpO3HIIehaTorpadnIecKoil peMUCCUU B TOM
TPyIIIIe TOJIy4eHO He ObLUIO. YMEHBIIIEHNE JaCTOTHI IIPH-
cTynos 6onee yeM Ha 50 % mocturHyto erue B 26 (60 %)
caydasx. Y mojaoBUHBI U3 HUX (13 manmeHToB) 3¢ ¢heKT
OBbLT BpeMeHHbIM. TakuM 00pa3oM, B TeHETUUECKOM IPYII-
e Obl1a Hike yactota pemuccu (19 %). OnHako Tepa-
MeBTUYECKUI 3 deEKT B 1iesioM coctaBmwi 79 %.

HanGonbmmii apdext monydeH IMpu reHeTUYECKUX
SIUJICTICUSIX ¢ (POKATBHBIMM IPUCTYIIAMU, B TOM YHCJIC
mpu MyTanusx B rene ANKRD 1 (KimHIYIeCKasi pEMUCCHST);
rpu CJIT (ipu mytauu TBC1D24 — 3Ha4NTEIbHOE YITyd-
meHue) u npu ['TO (Bkioouas ciaydail ¢ MyTaumei
CACNAIH — ximHUYecKas peMHCCHs). 2 HMalUeHTKH
¢ I'TD HaxomsaTcsd B COCTOSSHUM PEMUCCUM U MOIYYaloT
Ceiizap B MoHOTeparuu (1 mamueHTka — 200 Mr ogHOKpaT-
HO yTpoM). OTCYTCTBHE CYIIECTBEHHOrO 3(pdeKra oT™Me-
yeHo Y 9 (21 %) maLueHTOB, B TOM YUCJIe OCOOEHHO MpU
KaHAJIONATHIX, 00YCIOBIEHHBIX MyTallUSIMU B F€HaX, CBSI-
3aHHBIX ¢ (DeOpmIbHBIMU TpucTynamMu: SCNIA, SCNY9A
u PCDH19. HanmeHnee acdextuBHA Tepanust Ceiizapom
ObLIa IIPY TOHMYECKUX IIPUCTYIIaX, aTUITMYHBIX abcaHcax
1 MUOKJIOHMYECKUX TTpucTymax npu ['TD (3a nckimoyeHn-
€M MUOKJIOHUIECKN-aTOHMIECKIX IIPUCTYIIOB ITPU MUOK-
JIOHWYECKU-aTOHUYECKOU 3MUJIETICUN, BBI3BAHHON MyTa-
uueit B reHe KIAA2022).

CTpyKTypHAs M NpeanoJI0KNTEIbHO CTPYKTYpHAas (o-
KajbHad (7 = 44) 1 hoKaabHAasT SMUIENCHS HEYCTAHOBJIEH-
HO#i 3THOJI0rMHU (77 = 6) ObLUIM 00BEAUHEHBI B OJHY IPYIIILY
(n = 50). B rpymnme manueHTOB CO CTPYKTYPHOM, CTPYK-
TYPHO-T€HETUYECKOM, MIPEAIIOJIOKUTEIbHO CTPYKTYPHOM
¢okanbHOI 1 (DOKATBHOI 3MUJIENICel HeyCTaHOBIEHHOM
stronorur (n = 50) KIMHUYECKask peMUCCHS ObUTAa JOCTHUT -
HyTa y 32 (64 %) nalLueHTOB, U3 HUX KJIMHUKO-3JIEKTPO-
sHI1Iedanorpacdudeckas peMuccusi — B 9 cirydasx. YMeHb-
LIEHME YacTOThl IIPUCTYNOB Gosiee yeM Ha 50 % — eiie
y 8 (16 %) maumenTtoB. Y 10 (20 %) nauueHTOB He MOJTY-

YyeHOo 3HauyuMoro 3¢d@eKkTa Ha 4YacTOTy IPUCTYIIOB.
B 1iesiom oT4eTIIMBLBIN TepaneBTUUecKIi 3 deKT oTMevaics
y 40 (80 %) nauuenToB u3 50. Y Bcex MallMEHTOB JaHHOM
rpynnbl HAOMoAATUCH OMIaTepajibHbIe CYTOPOXXHbBIE TIPU-
ctynsl (BCIT) — m3ompoBanHoO (37 cirydaeB) WK B codeTa-
HMH C (DOKATIbHBIMM IIPUCTYIIAMU C COXPaHEHMEM CO3HAHMS
(13 mammenToB). Hanbomnpimii achdexr momydeH mpu ¢o-
KaJbHBIX IPUCTYIaX ¢ coXpaHHBIM co3HaHueM 1 BCIT npu
CDD, a takke npu cu"apome OOIACUM-JBII u poxanb-
HOU 3MWJIETICUU HEYCTAHOBJIEHHOU 3TUOJIOTUU.

VY 2 maumeHToB (00a maumeHTa ¢ nuarHozoM CDD)
OBLIT OCYIIECTBJICH YCIIEUTHBIN IIePeXo] C MOJIUTEpauy Ha
moHoTtepanuio Ceiizapom. OnuH MalMEeHT U3HAYaIbHO
moryJyan komouHanuio u3 2 ADII, apyroit — u3 3 ASIIL.
B 1 u3 st ciygaeB (mamment P, 2005 &p., muarHos: COD,
IUCAMOpHUOIIIacTUUECKasl J0OpOKaYeCTBEHHAsI OMyX0Jb,
cocrostHre Ttocie orepaumu) Ceiizap ObLT BBEACH B IO-
JINTEePAITN B COYCTAHMHN C BAJIBIIPOATOM M JTJAKOCAMUIOM.
IMocne BBenenus Ceiizapa Obla TOCTUTHYTa PeMUCCHUS,
C IIOCJICAYIOLIEH ITOCTEIIEHHOM MOCIEN0BATEIbHOM OTMEHOM
CHayvaJla BaJIbIIpoara, 3aTeM JiakocaMuia. M B HacTosiiee
BpeMs IMalmeHT mosydaeT Ceii3ap B MOHOTEepaIiy, PEMUACCHST
MIPUCTYIIOB coxpaHsercs. Bropoit mamment (E., 1993 tp.,
JIMarHo3:; rTamMmapToMa rurotanamyca, COD) nocTur peMuccumn
T0CJIe XUPYPrudecKoro jeyeHus Ha poHe nipuema Ceiizapa
U KJ100a3aMa; B JajibHel1eM Kj1o0a3aM ObLT OTMEHEH, T1a-
LIMEHT MOJIy4aeT JaMOTPUIKIH B MOHOTEPAITUH; PEMUCCHST
coxpaHsieTcsl, ToOouHbIe 3(PPHEKTHI OTCYTCTBYIOT.

IlepenocumocTh Tepanmuu. Xopoliiasi NEPEHOCUMOCTb
Ceif3apa oTMevasach y IOIABJISIONIETO OOIBIITMHCTBA ALK~
eHTOB — 94 (90,4 %). 19, cBsi3aHHbIe ¢ Tepanueii CeiizapoM,
3aperrcTpupoBatbl y 10 (9,6 %) naimeHToB. AJieprudeckast
KOXKHasl ChIllb OTMeueHa B 5 (4,8 %) cinyvasx u3 104 u mosi-
BWJIACh B T€UEHHUE MEPBBIX 2 MeC TepaIiiu. AJIeprudecKue
peakimu coctaBwin 50 % cpeau Beex 1D 1 ObUIM €AMHCT-
BEeHHOI MpunHOoii oTMeHbI Ceii3apa 13-3a II0X0i IepeHo-
cuMocTH. TpaH3UTOpHBIE HAPYIICHMSI CO CTOPOHBI IIEHTPAITb-
Holi HepBHOI cucteMbl (LIHC) otMedeHbI y 5 malmeHTOB:
TOJIOBHEIE OOJIM, TOJIOBOKPYKEHME, HACTAIM, TUILIONNSI,
HapyuleHue cHa. M3 Hux y 1 mauueHTa rooBHbIe 00711, FO-
JIOBOKPYKEHHME, TBOSHME ITOSIBIJIVCH TP BBEICHUN JIAMO-
TpumkuHA B 103¢ 200 MT/CyT B COYETaHNH C JTAKOCAMUIOM,
IIPOILIN TP CHIDKEHUH TO3BI IAMOTPUIKIHA 10 125 Mr/cyT
1 B JaTbHEHIIIEM ITPH ITOBBIICHNH J03bI BHOBB 110 200 Mr/cyT
OTCYTCTBOBaJIU. Y 1 maluyeHTa TpaH3UTOPHAasI JUTLJIOTIUS
OTMeYajach MpY MprueMe JJIaMOTPUIKMHA B COUCTAaHUH
¢ KapbamaszernuHoM. Y 1 maiueHTKY JUILIONMS SIB/ISIIach
J10303aBUCUMBIM ITOOOYHBIM 3((HEKTOM U TTOSIBUIIACH TIPU
ITOITBITKE 3aMEeHBI BajibIipoaTta Ha Celizap IIpH YBEIMUESHNHN
nmo3bl Ceiizapa Boimre 100 mr/cyT. [IpenmpuHIManocs He-
CKOJIBKO MOTMBITOK 0YeHb MEIJICHHOTO MOBBIIIICHUS TO3HI,
KOTOPBIC KaXKIIBII pa3 COIPOBOXKIAIMCH ITOSIBIICHHEM IBO-
eHUs. YYUTBIBas JAaHHYIO WHIWBUIYAJIBHYIO PEaKIIUIo,
OompHas IpomockaeT mpuHUMaTh Ceitzap B mo3e 100 Mr/cyr
(TIpy MPUMEHEHUH TaHHOM JO3BI TBOCHUE OTCYTCTBYET)
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B KOMOMHAIIMK C BAJIBIIPOATOM IIPY CHYDKEHUU O3Bl 10~
cnenHero B 2 pa3a (¢ 1500 mo 750 mr/cyt). TpaH3uTOpHBIE
HapyYIICHUS CO CTOPOHBI XKEJIyTOYHO-KHUIIIEIHOTO TPAKTa —
TOIIHOTA, ITOTEPSI AIlIEeTUTa — BBISIBIICHBI Y 2 MALICHTOB,
KOTOpHIE TaKXKe MMeIU U HapyieHus co ctopoHsl ITHC.
DTH manueHTs npuHuManu Ceii3ap B COYeTaHUM C Bajlb-
IIPOATOM, ¥ TPAH3UTOPHOE CHIDKEHUE aIllIeTUTA, TOIITHO-
Ta MOSIBUJIMCH B TIEPUOJ TUTPALIMHI JJTAMOTPUIDKITHA B COUE-
TaHUM C BAJIBIIPOATOM M B JaJIbHEMIIIEM OTCYTCTBOBAJIM.
TpansutopHbIe HapyieHus co ctopoHbl LTHC 1 xxemynoyHo-
KUIIIEYHOTO TPaKTa He ITOTpeO0OBaI OTMEHBI TePaITUH.

B 2 cnygasax Ceitzap ObUI BBEIEH B TEPAIUIO Y AL~
€HTOK PeTPOIYKTUBHOIO BO3pacTa C IEIbI0 CHIDKCHUS
JTO3BI BAJIbIIPOATa B CBSI3U C BRIPAXKCHHBIMU HAPYIIEHUSIMU
MEHCTPYaJIbHOTO IIMKJIa, TIOBBIIIICHNEM MACCHI TeJIa, ajlo-
meuueit, orekamu. CHIDKEHHME O3Bl BajblIpoaTa BIBOE
(c 1500 mo 750 mr/cyt) B komOuHaimu ¢ CeiizapoM IPUBEJIO
K 3HAYUTEIEHOMY YJIYUIIICHUIO TTEPEHOCHMOCTHY TePaITUN.

OnHa malueHTKa pojaniia 3I0poBoTro pedbeHka Ha ¢o-
He MoHoTepanuu Celizapom B 1o3e 350 Mr/cyT.

¥V 8 manmenToB npu BBeaeHUM Ceii3apa ObLIO OTME-
YEHO 3HAYMTEJILHOE YIIyJIIeHNEe HACTPOCHUST Y TTIOBEICHIS.
B 1 cayyae Ha ¢oHe Tepanuu Ceii3apoM B CBSI3U C YIyd-
IIEHUEM IICUXUIECKOTO COCTOSTHUS Y B3POCTION IAIlMEHTKHI
C paHee TMarHOCTUPOBAHHOM AEMPECCUEN CTala BO3MOX-
HOI1 OTMeHa aHTHUIeIIpeccaHTOB. CUMITTOMBI ACTIPECCUH
MMOSIBWJIMCH Ha (pOHE TIpreMa ToImupaMaTa M 3HaYUTEIbHO
CHITKAJIM Ka9eCTBO XXU3HU OOJIBHOI, B TOM YHMCIIE TTOCITY-
KU IIPUTIMHOM TIpeKpalieHns: 00y4eHHST B MaruCTpaType.
IIpu mrepexone ¢ TonmupamaTa Ha aJIbIepHATUBHYIO MOHO-
Tepanuio CelizapoM 3HAYUTEILHO YIYUIITINCH IICUXIYEC-
KO€ COCTOSIHIE M COLIAJTbHAS aaIlTalvs O0JIbHOM, IpreM
AHTUIETIPECCAHTOB OBLI ITOCTEIIEHHO IIPEKPaIlCH.

Hu B ogHOM cilydae He ObLIO OTMEYEHO HEFAaTUBHOTO
pimstHUs Ceiizapa Ha maMsITh, BHUMaHKWE, HACTPOCHME
U ToBeneHue (10 OLICHKE MAllMEHTOB, pOOMTeNIe AeTeit
1 B HEKOTOPBIX CIyJasix — HEHPOIICUXOJIOTOB).

Ceiizap B 001I€eli TpymIie MauueHTOB ObII OTMEHEH
B 22 (21 %) cinyyasix. B 5 (4,8 %) ciaydasix IpUYMHOI OT-
MEHBI ObLUTa ajuteprudeckas peakins (KOXHasI CHITIb).

IIpenapaT ObLT OTMEHEH B CBS3M C OTCYTCTBUEM dhPeK-
TaB9 (8,6 %) ciaydasix, U3 HUX 6 maLyeHToB ¢ DPD, 2 — UT'D,
1 — ¢ CDD. OrmeHa npemnapaTa B CBSI3U € yTpaToli Bpe-
MeHHoro 3¢ dexra mposeaeHa y 8 (7,7 %) nauueHTOB (Bce
MMAIIMEHTHI ¢ TCHETUYECKIMU SIMIICIITUYECKUMHM 3HIIeda-
snonatussMu). B 1iesiom B ¢Bs13u ¢ mpobaeMamut 3(ppeKTUB-
HOCTU IIpernapar otMeHeH y 17 (16,3 %) mauueHToB.

Bricoky1o 3¢ GeKTUBHOCTD U XOPOILIYIO EPEHOCUMOCTh
Ceiizapa moarBepxuaeT QakT MPUBEPKEHHOCTH JICUCHUIO:
82 (78,8 %) mauuenta u3 104 mpomo/KIM IIPUEM Iperna-
para ciycTs 6 Mec Tepanuu 1 69 (66,3 %) — 6oiee 12 mec.
Ilepuon HaOIIOAEHUST BADBUPYET OT 6 Mec 10 >4 JIeT.

Takum obGpa3oM, HaIll aHAJINU3 TTOKA3aJl BEICOKYIO 3~
(EeKTUBHOCTH M XOpolIyio nepeHocuMocThb Ceit3apa mmpu

IJIUTEIbHON Tepanmuy B OOJBIION TpYyIIIe IMallMeHTOB
C pa3IMYHBIMHU (hDOPMaMU SITHICTICHH.

06cyxxaeHune

DddexruBrocTh Ceiizapa B 001Ieii rpymie NanueHToB.
TepaneBTuyecKas KIMHAYECKAS PEMUCCUS MDY IIpUEMe
Ceiizapa (n = 104) B HallleM HaOIIOACHUM ObLIA JOCTHT-
Hyta 'y 47 (45,2 %) nauyeHTOB; yMEHbILIEHE Y1CIa IIPU-
ctynoB Ha 50 % u 6osiee HAGIIOAANIOCH JOTIOJHUTEILHO Y
35 (33,6 %) nauueHToB. Takum 06pa3oM, B LIJIOM TeparieB-
THIecKuii 3PpdeKT (peMUCCUs WM ypeKeHUe TTPUCTYIIOB
6osee yeM Ha 50 %) nocturayty 82 (78,8 %) uz 104 nam-
eHToB. [Ipu 3ToM Gosiee yeM MOJIOBMHY CIIy4aeB XOPOILIEro
addekTa coctaBwia KimHudeckas pemuccus (45,2 %).
[ony4yeH oueHb XOPOLLUiA pe3yJIbTaT, HECMOTPsI Ha y4acThe
B HAOJIIOACHUM U OOJIBHBIX C TSKEJIbIMU (hOpMaMu SII-
nericun. DbdekT ot JedeHus otcyTcTBoBai B 22 (21,2 %)
caydasx. IIpu 3TOM 3HAYMMBIX CIydaeB arrpaBalliyd He
3apeructpupoBaHo. Toubko B 9 (8,6 %) ciyyasx Ceiizap
OBbUI OTMEHEH B CBSI3U C HEIOCTATOYHOM 3(P(PeKTUBHOCTHIO
u eie B 8 cinyyasnx (7,6 %) — B CBSI3U ¢ yTpaToii IIEpBOHA-
4yaJIbHOTO BbhIpaxeHHoro adekra (caycts 6—12 mec se-
yeHUs1). TakuMm oOpa3oM, OTMeHa Ipelrapara B CBS3U
¢ HU3KOI 3¢ GeKTUBHOCTHIO MK MoTepeid addekra ObLIa
HeobxomumMo b y 17 (16,2 %) u3 104 naLueHToB.

B 61u3koM Mo CTpyKType K HalleMy HaOJII0JIeHUIO
a"Hammze A.M. ITuBoBaposoii u 3.K. TopuxanoBoii (2021)
¢ yyactreM 78 TaieHTOB ¢ pa3InYHbIMU (popMaMU DI -
Jericuu ot 4 mo 21 jet (cpemHuii Bo3pact — 9 Jiet) Tepa-
MeBTUYECKUI 3P PeKT (HAaCTyIuIeHUe KIMHUYECKOU pe-
MUCCHUU WINA CHIDKEHME YAaCTOThI IIPUCTYIIOB OoJiee YeM Ha
50 %) 6bL1 fOCTUTHYT Y 65,4 % nauuentos (78,8 % B Ha-
1IeM HaOJTIOAeHNN ), a KIIMHUYecKas pemuccusi —y 34,5 %
(45,2 % B HaleM HaOJIOACHUM).

B nabmonenun WM.B. Jlapunoii (2021), B KoTopoM
Y4aCTBOBAJIM TOJIBKO XXEHIIMHEI, BKIIIoUaBieM 142 B3po-
CJIBIX TIALIMEHTOK ¢ (POKATbHBIMU (DOpPMaMU SITWIIETICUN,
MPpY WHULIMAJbHOU MoHoTeparuu Ceii3apoM peMuccus
6buTa fJocturHyta y 39 (65 %) mauuenrok; B 13 (21,7 %)
CIyYasix KOJMYECTBO IPUCTYIIOB COKPATHiIOCh 10 75 %,
y 6 (10 %) nauuentoxk — 10 50 %, y 2 (3,3 %) nauueHTOK
HE YIaJ0Ch COKpaTUTh KOJMYECTBO IIPUCTYIIOB Ha (DOHE
MOHOTEepAITiu B TepaneBTudeckoit 1o3e 400 mMr/cyt. Takum
00pa3oM, 00LLMIi T0Ka3aTeIb BHICOKOTO TeparneBTUYECKO-
ro apdekra coctaBui 96 %, 4TO 3HAYNTEIHHO IPEBbIIIA-
€T JaHHBIE, MTOJYYEHHBIE B IPYTUX HUcCaenoBaHuAX. On-
HAaKO HYXHO MMETb B BUAY OCOOEHHOCTH BKJIIOUEHHOM
B HaOJIIOJIcHKE IPYIIIbL: B3POCIIbIE XEHIIUHbBI ¢ MHULIM-
aJIbHOM Tepanueii jaMoTpuakuHoM. IlanmeHTsl ¢ ycra-
HOBJICHHOM (hapMaKOPe3UCTEHTHOCThIO HE BXOIUJIM B 3Ty
TpyIy.

DddekTuHocTh Celizapa B 3aBUCHMOCTH OT (hOPMBI
smnencun. Han6onbimas apdexkruBHOCTh Ceiizapa oTMe-
yeHa npu CD®D, mpeamnosloXUTETbHO CTPYKTYPHBIX,
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CTPYKTYPHO-TEHETUUECKUX U HEYCTAaHOBJICHHOM STHOJIOTHH,
a TaKke Impy Beex cuHapomax TS (cu. taoi. 2).

ITpu reneTueckux smmmerncusax 3¢ dekTuBHocTh Ceili-
3apa OblJIa HECKOJIbKO HIKE, U Y HEKOTOPHIX IMAIlUeHTOB
€O BpeMeHeM oTMeuasics peHOMEH «yCKOJb3aHus 3¢ dek-
TUBHOCTH» (CM. TabI. 2).

HNnuonarmyeckue opmbl sammiencun. DHHeKTUBHOCTh
Ceiizapa 6blIa BRICOKOI B maHHOM rpynie. U3 11 namu-
€HTOB C MAYOIaTUYeCKUMHU (hopMamu armericun (10 — UI'D
1 1 — Bo3pacTt3aBucumMast (poKaabHas SIMUIETICHUST JETCKOTO
BO3pacTa) IMOJIOKUTENbHBIN 3(pdeKT B BUIIe CHYDKEHMS Ya-
CTOTBI IPUCTYINOB Ha 50 % 1 Goee WM JOCTYKEHUST KIIU -
HUYECKOM peMuccuu Obu1 10cTUrHYT Y 8 (72,7 %) nalueHToB
u3 11, B ToM yucie pemuccus focTurayra y 7 (63,6 %) ma-
LMeHToB 13 11, BKimrouas 3 cirydast 13 4 TIallMeHTOB C JETCKOM
abcaHCHOM srmIericueit, u3 Hux 1 — Ha (hoHe MOHOTepaITiu
Ceiizapom. OcHoBHas KomouHaiyst ADIT B aToii rpymiie
mpeacTaBieHa coueTanreM Celizapa 1 BaJIbIIpoaTa I 3TO-
cykcumuna. BeipaskeHHOe CHIDKEHUE MHIEKCA SMUAJICIITH-
(opMmHoii akTuBHOCTH 0TMedeHO y 10 (91 %) u3 11 naiu-
€HTOB, BKJIIOYasl 2 MAIlMEHTOB, ¥ KOTOPBHIX OTCYTCTBOBAJ
3(deKT HA TTPUCTYITHI.

DddekT Ha puUcTybl 0TcyTcTBOBaI B 3 (27,3 %) ciy-
yagx: npu JIAD — 1, mpu DI'CIT — 1, npu FOMD — 1. ¥V Beex
9TUX nanreHToB Celizap IPUMEHSUICS B MOHOTEPATINU.

[lo maHHBIM MHOTOILICHTPOBOTO MCCJICIOBAHUSI
(M.B. bapxaros, 2021), oueHuBatomiero 3¢p¢GeKTUBHOCTD
u niepeHocuMocThb Ceii3apa y 54 malMeHTOB XXEHCKOTO
moja (ot 4 mo 40 ner) ¢ UI'D, Takcke oTtMeueHsI 3pdek-
TUBHOCTb M XOPOIIIasi IIepeHOCUMOCTb Teparmu. [1pu crap-
TOBOII MOHOTEpanuu HauboIblliee YUCI0 PEMUCCUI ObLITO
JMIOCTUTHYTO Y MAIIMEHTOK C M30JIMPOBAaHHBIMU T'€HEpaIH-
30BaHHBIMM TOHMKO-KJIOHUYIECKUMHU ITpUCTyamMu. Jlamo-
TPUIKMH TakKe 3D GEKTUBHO MOJABIISIT SIUJIETTTU(DOPM-
HYI0 aKTHUBHOCTb Ha 3JieKTpoaHLedanorpamme: y 8 (50 %)
0OJIBbHBIX 13 16 HacTyMiIa 31eKTPOsHIIEatorpadudeckast
pemuccus. [1py Ha3HaYCHNM JIAMOTPHUIKMHA B Ka4eCTBE
2-i1 MOHOTEpAITUK PEMUCCHST HacTyrma y 87,5 % nanueH-
TOK [1]. B HalreM HaOmone HUKM BEICOKUIA TeparteBTUYECKUIA
addexT 6bUT OCTUTHYT Y 72,7 % natmenToB ¢ UI'D.

CrnoxHocTh BEIOOpa Mperapara y nauvueHTok ¢ UI'D
0o0yciioBJIeHa BBICOKOM 3((GEKTUBHOCTBIO BajlbIipoara
(Tmpemapara, He peKOMEHIOBAaHHOTO Y XXEHIIUH B CBA3U
C HeOJIaroNpHUSATHBIM BIIMSTHYEM Ha PEIIPOMYyKTUBHYIO (hYHK-
LIVIO U BBICOKMM TE€PaTOr€HHBIM ITOTECHIIMAIOM), C OTHOM
CTOPOHBI, 1 (B OOJIBIIMHCTBE CIyJaeB) IMePCIICKTUBOM T -
TEJILHOTO JICUSHMS M JOCTaTOYHO BBICOKOIT BEPOSITHOCTHIO
peumnuBa mpu otMeHe ADIT — ¢ mpyroit. MckimoueHue
cocrabiseT JJAD, Ipy KOTOPOI TTpeAIonaracTcst XOpOILIni
IIPOTHO3 B OTHOIICHUM KYITUPOBAaHMS IIPUCTYIIOB Ha (hOHE
MOHOTEPANUHU Y OOJIBITMHCTBA ITAIIIEHTOB.

XoTs npy TaHHBIX (opMax B OOJBITUHCTBE CIIydaeB
BBICOKO3((EKTUBEH BaJbIIPOAT M PEMUCCUS TTPUCTYIIOB
C BBICOKOM BEpPOSITHOCTBIO OyIeT MOCTUTHYTa Ha (hoHE
Tepamuy STUM IIpeIapaToM, IIPH ITONBITKE OTMEHBI

Tepanuu Jaxe Mocje IIUTeTbHON pEMUCCUH HEPEIKO BO3-
HUKAaeT PELIUIUB C MOCIEAYIOIIUM BO30OHOBJIEHUEM Te-
parmuu ADI1. Hanmpumep, ipu FOMD, HecMOTpsT Ha BBICO-
KM IT0Ka3aTeJb PEeMHCCUU IIpU aleKBaTHOM BBIOOpE
nHumanbHoi tepanuu (75—85 %) (K.1O. Myxun, 2000;
Wolf, 1992; Grunewald, 2010), HapylIeHUsT peXnma CHa,
npoItyck B mpueme ADIT nmm oTka3 oT Teparuu IpUBOIUT
K PeIMAMBY MPUCTYIIOB Y ITOAABIISIONIEIO OOJIBIIMHCTBA
OOJILHBIX JaxKe MPU YCIOBUM MHOTOJIETHEW peMUccUU. TeH-
JIEHLIMST K BOSHMKHOBEHMIO IpHCcTynoB ripu KOMD ¢ ux ripe-
001amaHNeM B yTPEHHIE YaChl COXpaHSIeTCS Ha IIPOTSCKCHUH
Bcell Xu3Hu, 1 otMeHa ADII cTaHOBUTCS BO3MOXHOI
He bonee yem y 1/3—1/4 marmmenToB [12, 79].

Takum obpasom, Tepanus y nauueHToB ¢ UT'D mpo-
JIOJKaeTCsl Ha TIPOTSDKEHUH MHOTHX JIET. DTO YKa3bIBaeT
Ha HE0OXOAUMOCTh BbIOOpa Hanbosiee 6€30I1aCHOTO U X0-
POIIIO IIEPEHOCUMOTO IIpelapaTa B JaHHO KaTeropuu
marueHToB. st negeHus MI'D paHee mmpoko Ha3HAYaI-
csI BaJIBITpOAT, OMHAKO B HACTOSIIIEe BpeMsI OH IIPUMEHSI-
€TCS 3HAYUTEIILHO peke (0COOCHHO Y ACBYIIECK Y XKESHIIIH)
B CBSI3M C ITIOTEHIIMAIbHBIM HETaTUBHBIM BJIMSHHEM Ha
PENPOAYKTUBHBIE (DYHKIIMH M TEPATOTCHHBIM I CTBHEM.
IToaTOoMy OYeHb BaxkeH BBIOOP ajlbTepHATUBHOIO IIpera-
paTa ¢ BBICOKOI 3(p(peKTUBHOCTBIO M XOPOIIEei TTepeHOCH -
mocTteio Tipu UI'D. Tlpenaparom BbIOOpa y MallMEHTOK
JIETOPOTHOTO BO3pacTa MOXKeT ObITh JTaMOTpUmKUH (Ceit-
3ap) C YIETOM €T0 XOPOIIIei IIepeHOCUMOCTH 1 0€30I1aCHOCTH
Y XKEHIIVH JAaHHOU BO3PACTHOM IPYIIIbI, B TOM YHCJIE OTCYT-
CTBUS HEOJIarOIPHUSITHBIX HEMPOSHIOKPUHHBIX TTOOOYHBIX
3¢ dEeKTOB, BIMSHUS HAa Maccy Tejla, HU3KOTO TepaTOTeHHO-
IO ITOTEHIIMAJIA, OTCYTCTBHSI HEOIArONPUSITHOTO BIMSIHMS Ha
KOTHUTUBHBIC (PYHKIMU Oyayiiero pedbeHka. Heodxommmo
MMPOBOIUTH Oecemy ¢ MalMeHTKOM JeTOPOTHOIO BO3pacTa,
OOBSICHSS TTOTEHIIMAIBHBIN PUCK IIPUMEHEHUST BaJIbIIPOATa.
Pemenue o Beibope ADII momkHO OBITH COBMeCTHBIM. Ha-
JIMaue ymoOHOoM I TanueHToB 10361 200 MT B TabneTKe
ITO3BOJISIET IIPMHIMATH TIperiapaT 1 pa3 B CyTKU, 9TO MOBBI-
IIaeT KOMILUIAaCHTHOCTh TEPaIliH.

I'eHeTHYECKHE ¥ MIPENIOJIOKUTEIHHO FeHeTHIECKHE JITH-
Jencun 1 DPD. B rpynie reHeTnyeckux anumencuii 1 OPD
(n =43) acddexT Ceitzapa ObLT HECKOIBKO HIKE, OTHAKO
cJemyeT OTMETUTh, YTO JaHHAs TPYIIIa BKIIIOYaja Mmalu-
€HTOB C 0YCHb TSLKEJIBIMU (hOPMaMU SIWJICTICUM U PEe3U-
CTEHTHOCTBIO Ko MHOrMM ADII. Knunnueckas peMuccus
obl1a nocturhyra y 8 (19 %) mauueHTOB. YMeHbIIeHNE
YaCTOTHI IPUCTYIIOB 6oJjiee yeM Ha 50 % JOCTUTHYTO elle
B 26 (60 %) ciaydasx. Y 1mosoBUHbI U3 HUX (13 manueHToB)
¢ dekT 66T BpeMeHHBIM. Hanbombimmii 3¢ dekT rmoaydeH
IIPY TEHETUYECKMX SIMIICTICUSIX C (DOKATbHBIMU IIPUCTY-
ITaMM, B TOM YHCJIe TTpY MyTalusix B reHe ANKRD 1 (pemmc-
cust), ipu CJIT (mpu mytaruu TBC 1D24 — 3HaunTEIbHOE
yiyuienne) v npu I'T'D (Bkmrogast mytaumio CACNAIH).
2 mayeHTKH ¢ ['TD HaxomgaTcsa B peMUCCUU U TIOJTyYaroT
Ceiizap B MoHOTeparuu (1 manueHTka — 200 M ogHOKpAT-
HO yTpoMm). OTCyTCTBHE CyIIeCTBEHHOTO 3¢deKTa
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ot™MeueHo Y 9 (21 %) maiueHToB, B TOM Yuciie 0COOEHHO
IIPY MYTAIIUsIX, CBSI3aHHBIX C (peOPMILHBIMU IPUCTYIIAMMU:
SCNIA, SCN94 u PCDH19. HanMmenee 3¢pdekTuBHaA Te-
parust Celi3apoM ObLIa IIPY TOHUYIECKUX IPUCTYIIAX, aTH-
IMMYHBIX a0caHCcaX ¥ MUOKJIOHWYECKUX MPUCTyNaX IIPHU
I'TD (3a uckmoYyeHNeM MHUOKIOHNYECKN-aTOHUIECKOM
SIUJICTICUU, BBI3BAHHOM MyTanueil B reHe KIAA2022).
BesycioBHO, 09eHD BaxKHOE 3HAYCHUE NMEET OTCYTCT-
BHE OTPUIIATEILHOTO BIMSIHMS JJAMOTPHUIKIHA (11 JaHHBIC
0 €ro MOTeHIIUAJIBHO TOJIOXUTETLHOM 3(P(deKTe) Ha KOor-
HUTUBHBIE (DYHKLMU ITpu DPD, 110 TaHHBIM HETaBHO IIPO-
BEICHHOT'O 0030pa JINTePaTyphl, N3YJaIOIIeTO KOTHUTBHBIC
u noBeaeHYeckre 3¢ dekTl ADIT UMEHHO B MOMYJISIAN
nanyeHToB ¢ OPD [73]. B Hamem HaOmoaeHUNU HA B OTHOM
W3 CIy9aeB MallMeHTaMU WIN UX POAUTEIIIMU HE ObLIO OT-
MEUYECHO HETaTUBHOT'O BJIMSHUS Ha KOTHUTUBHBIC (DYHKIIMHI
U TIicuxmndeckyto cepy rpu npueme Ceiizapa.
IIpnmenenne namorpumkuna B jedennu CJII'. CJIT,
no HoBoli knaccuduxkauym ILAE 2022 1., paccmaTpuBa-
eTcst Kak DPD ¢ ne6roToM B 1eTCKOM Bo3pacTe. 3aboieBaHIe
HepenKo MMeeT TeHETUIECKYIO WA CTPYKTYPHO-TeHeTIIe-
CKYIO OCHOBY. JIaMOTPHIKIH O(ULIMAIBHO 3apEeTUCTPHUPO-
BaH B nommteparuu CJII. ITo ganneiM G.D. Montouris
u coasT. (2014), B HacTosIIIee BpeMsI B MUpe OGUITNATBEHO
3apeructpupoBao 5 ADIT s neyenust CJIT pendamar’,
JIAMOTPHMIKMH, TOMMpaMmar, pybOuHAMUI U KJI0Oa3am,
u eme HecKoabko ADI (mpexne Bcero BabIIpoar) IpH-
MeHsoTca off-label ¢ ompeneaeHHBIMU MOKa3aHUSIMU
u orpaHndyeHusIMU [60]. DTr faHHBIE B OOJBIIMHCTBE CBO-
€M OCHOBaHbI Ha 0030pe KokpaHOBCKOIt 0a3bl JaHHBIX,
omnyonukoBanHoM B 2013 . B KokpanoBckuii 0630p ADII,
nmpuMmeHsomuxcs B nedeHun CJIT (2013), BKIIOYEHO
8 nccnenmoBaHuUi 7 IpenapaToB, MPUMEHSIBIIUXCS B J10-
IMOJIHUTEIbHON Tepanmuu. BBLIO caeraHo 3aKIIOYeHUE
0 TOM, YTO HM OIVH M3 M3y4aeMbIX IIperapaToB HEIb3sI
CUMTATh MpeodIamaroInM 110 3(PHEeKTUBHOCTU HA OpY-
TMMU: pypUHAMUI, TaAMOTPUIIKVH, TONTUpaMar 1 ¢eoda-
Mart MOTYT ITPUMEHSTLCS B HOMOAHNUTEbHOM Tepanu CJIT,
a xy100a3aM — B JICUCHUM IPUCTYIIOB NaaeHuid. Dddek-
TUBHOCTh M XOPOIIas IIePEeHOCUMOCTD JIAMOTPUIKITHA
OblJ1a JOKa3aHa B IJIalle00KOHTPOJUPYEMOM PaHIOMU3M-
poBanHoM uccinenoBanuu 111 ¢aser mpu CJIT, BKITIouaB-
mweM 169 nanuenrtos ¢ CJII [61]. Takke GbLI0 IPOBEACHO
JIBOMHOE CJICTIOE IUIALIe00KOHTPOIUPYEMOE TIEPeKPECTHOE
HccaegoBaHue JaMoTpuIkuHa y 30 meTeit 1 moapoCcTKOB
C PE3UCTEHTHOM reHEPpAIN30BaHHOM SMIECIICUEH, BKIIIO-
yag 20 mauneHTtoB ¢ CJII. OTMedeHbI Xopomiasl mepeHo-
CHMOCTb IIperiapara 1 CTaTUCTUIECKH 3HAUMMOE CHIKE-
HHUE YaCTOTHI IIPUCTYIIOB IIPM IIpHEME JaMOTPUIKINHA
10 CpaBHEHUIO C Ir1aieto [41]. B cooTBeTcTBUM € peKo-
meHpanusiMu NICE craproBas MoHOTepanus y neTeit

*ABII He 3aperncTpupoBaH B PD.

¢ CJIT nHaumHaeTcsl ¢ BaJIbIIpoaTa; B JTOIIOJHUTEIbHOMN
TepaIuy y IeTei, ITOAPOCTKOB 1 B3POCIIBIX ITPUMEHSIIOTCS
JIaMOTPUKMH, pyprHamua v tormupamart [40]. B cooTBeT-
ctBuu ¢ pekomeHmarusimMu C.P. Panayiotopoulos (2007,
2010) B neuenuu CJII' 1 npyrux DP3 K npemaparam mnep-
BOT'O BBIOOPA OTHOCSIT BaJIbIIPOAT, JIAMOTPUIKIH, JIEBETH-
patietaM, pydruHaMUI, TOIMMpPaMaT, K IIperapaTtaM BTOpO-
ro BblOOpa — Kjo0OazaM, KJIOHa3emaM, 3TOCYKCHUMMUI,
¢denurouH, pendamar. Beioop ADII B 6onbllieil cTereHn
3aBUCHUT OT IIPEOOIagaIOIIETO THUTIA STMICTITUICCKIX IIPH-
CTYIoB [66, 67].

Ipu CJII' naMOTpUIKUH PEKOMEHIOBAHO BBOIUTH Ha
HaYaJIbHBIX STaIlaX JICYCHMsI, Cpa3y MU ITOTyIeHNH TaHHBIX
0 Hea((PEKTUBHOCTH MOHOTEPATTMY BaJIBIIPOATOM, 2-M IIpe-
napaToM B KOMOMHALIMU C BabIpoaToM. [10CcKoIbKY Ballb-
IMPOAaT MHIMOMPYET NIIOKOPOHM3AIINIO JIJAMOTPUIKHA, YTO
MIPUBOIUT K CHIDKEHHIO MeTabO0JIM3MA U ITOBBIIIIEHUIO TIEPH-
oJ1a TTOJTYBBIBEICHIS IIOYTH B 2 pa3a, B KOMOMHAIIUY C BaJlb-
IIPOATOM TpeOyeTCs MPUMEHEHNE MEHEEe BEICOKHX 103 JIAMO-
TPUIKMHA, a B CJIy9ae OTMEHBI BaJIbIIpOaTa MOXET CTaTh
HEOOXOIUMBIM TIOBBIIIIEHUE 03Bl JIAMOTPUIXKMHA [38].
ITo pekoMeHmAIMsAM SKCIIEPTOB, Y MAIMEHTOB ¢ HEOABHO
nunarHoctupoBaHHbIM CJIT mipermapaTtom mepBoro BEIOOpa
B MOHOTepanuu sipsieTcst Babiipoar [38]. Eciu Baabmpoar
He BbI3bIBAET 3HAYMTEILHOIO YJIydlleHUs (4TO ObIBaeT B 00Ib-
IIMHCTBE CJIyJ4aeB), PEKOMEHIOBAHEKI IIEPeXo Ha IToJITepa-
M0 ¥ J00aBJICHUE JJAMOTPUIKIHA (C KOPPEKIIMEe TO3bI
C YYETOM JIeKapCTBeHHBIX B3auMoeiicTBuit) [38]. Ecim koMm-
OMHAaLIMsI BaJblIpoaTa U JJaMOTPUIIKMHA He obecrieurBaeT
aleKBaTHBIN KOHTPOJIb IIPUCTYITOB, PEKOMEHIOBAHO J00aB-
JieHre pydbrHaMuIa (TIPY 3TOM HYKHO ITOIIBITATECSI OTMEHUTH
BaJIBIIPOAT WIN JIAMOTPUIKMH). Eciin oTMeHa Basibmpoara
OKaXXeTCsI BO3MOXKHOM (He BBI3OBET YXYAIICHNS ), 103y JIAMO-
TPUIDKMHA MOXHO yBemunTh [11, 38, 41, 61].

Bo MHorux ciayyasix mpu Hadajie 3a00J1eBaHusI ¢ TeHepa-
JIN30BaHHBIX TIPUCTYIIOB C JayibHeieit spomonueit B CJIT
MMALIMEHTHI YK€ TIOTyJYaloT BAJIBIIPOAT K MOMEHTY YCTaHOBJIC-
Hust guarHo3a CJIT B atux ciydasix sKcIepThl IpeniaraioT
CJICIIOBATh TOMY K€ AJITOPUTMY, KOTOPBIH IIPEIIOXKEH B OTHO-
1eHny Briepsble BoIsBiieHHOTo CJIIE mobaBieHre K BajIbITpo-
aTy JJaMOTPUMIDKMHA, Jajiee — Ipyu Hed(hPeKTUBHOCTY — BBe-
JIeHre pydruHaMuyIa, 1 Aajee OeiicTBOBaTh B COOTBETCTBUM
C TIpeIJIOXKEHHBIM ajiroputMoM [11].

IIpuBonum ucropuio 60Jie3HU HAOIIOJAEMOT0 HAMU
nmanyeHTa ¢ CJIT mpeanonoXuTeIbHO TeHeTUYECKOM 3THO-
Jorum, noiaydatomero Ceiizap B TeUeHHE MHOTHX JIET
¢ xopominM 3¢ GEKTOM.

KnuHunueckuit cnyyai 1
Ilayuenm I (1998 ¢.p., 24 200a). Habawooaemces ¢ H/IITHD
um. Cem. Jlyku c urons 2006 e. (¢ éo3pacma § nem)
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¢ duaenozom: CIIT (npednonoxcumensvro eeHemu4eckoi smu-
0/102Ult) ¢ CEepULHbIMU MOHUMECKUMU AKCUANbHBIMUL, MUOKAO-
HUYeCcKUMU NPUCMYNAamMu, amunuuHsIMU abcancamu u ouia-
mepanbHbIMU MOHUKO-KAOHUYECKUMU NPUCIYNAMU.

Ilepunamanvnoui anamues: pebenox om I1-ii, HOpMANLHO
npomexasuieli bepemeHHOCMU, 0m P00 NymeM Kecapesa ceue-
Hus (803pacmuas nepeopodawas, eospacm mamepu — 38 nem),
macca meaa npu poxcderuu 3500 e, evinucan 6 cpox. Hacaed-
cmeeHHocmb He omsieoulena. Eduncmeennbiii pebenok 6 cemve.
Pannee gusuueckoe u MomopHoe pazeumue coomeemcmeo8ano
6o3pacmy. Peub: nepavie crosa c 1200a 5 mec.

Anamnes 6oaesnu. Jlebriom npucmynog 6 3 eooa 4 mec:
BCII 6 600pcmeosarnuu, 60 eépems uepsi, OAUMEAbHOCHBIO
3 muH. Hanee npodoaxcenue u yyawernue BCII, nosenenue
INUAENMUHECKUX CNA3MO8 (8 8Ude «KUBK08»), INU30008 6 8-
de «nodeubanus Hoe» (¢ nadeHuem HA KOAeHU UAU HA OOHO
K04eHO0), npucmynsl ¢ nadeHuem Hazao («3anpokudsiéaem»
20408y Hazad — nadaem Ha3zad). B yeaom, co croe mamepu,
Y pebenka ommeuanocs 0koao 20 pazHvlx mMunoe npucmynos.
Bpauom no mecmy scumenvcmea HazHauen ghenobapbuman,
3amem eHobapbuman bvln 3amerer Ha anvnpoam (0enaxkuH
XpoHo), 6e3 sghdhekma. Janee pebeHok noayuan MHO2OHUCACH-
Hole ADI kak 6 monomepanuu, mak u é pasHvlx KOMOUHAYU -
5X, BKAIOMAS. MONUPAMAM, AeGemupayemam, Kapoamasenut,
K/AOHA3enam, 3mocykcumud, oKkcKkapbasenut, nepamnanen,
pygunamud, cyabmuam, genumoutri. OOHAKO BbIPANCEHHO2O
agpgpexma om ADII noayuero He 6bin0. B danvheiiuiem é kapmu-
He 6one3HU NPpeo01adano couemanue HeCKOAbKUX 8U008 NPUCH-
noe (cepuiinble MoHUYecKUe aKCUaibhble, MUOKAOHUYECKUE,
amunuunsle abcarcot u BCII), 603HuKarouiux exceoHegHo, MHO-
20KPAMHO 8 CYMKU, Pe3UCIEHMHbIX K Mepanuu.

Heepoaoeuueckuii cmamyc: neexuii npagocmoporHuil
yeHmpanvhulii cemunapes, 6onee vipaicet 8 pyke. Jlesopy-
Kocmb. Jleudicenus 3amedneHbl, CKOBaHHble. YmepenHble Koe-
HUMUBHbIe HAPYUEeHUS; YUUACS HA 00MY N0 8CHOMO2AMEAbHOL
npozpamme.

Ilpoeedennsie uccaedosanus: MPT (2001 e., Kazans)
u BP-MPT (2014 2., @oxmepoiid, lepmanus) — namonoeuu
He ebisisaeHo. lenemuyeckue uccredoganus: naHeab 2eH08
«Heeponoeuueckas» (2015 e., «lenomed», Mockea) — 6e3
Hapywenuil. O0Haxo nposedentoe 6 Iepmanuu uccaedosarue
(3nunenmonocuecKds NaHeab 2eH08) BblsIBUN0 2emePO3U20m -
Hyto mymayuio 6 eene TBCI1D24 (c.641G>A; pArg214His).
Mymayuu 6 danHom eene accoyuupoganst no baze OMIM
¢ InuAenmu4eckoil dHyegaronamueil MaadeHHecKo2o 603pa-
cma 16-20 muna (OMIM: 615338) u akmuensi Kak é 2omo-,
mak u @ 2emepo3ueOmHOM COCMOSHUU, 0OHAKO NPUMUHOI
INUNENMUMECKOLL SHUeparonamuu, o OGHHbIM AUMePamypbl,
OblaU UMEHHO eomo3ueomuble mymayuu. Ilo dannbim aume-
Pamypul, 5ma Mymauyusl 8 20MO3U20MHOM COCIMOSAHUU 51851~
emcst NPUMUHOLL INUAeNMUYEeCKOl SHYedharonamuu MaaoeH-
YecK020 803pacma, HO 6 aumepamype npeocmasaeHsl AUULb
eOuHUuHble CAyHau, U 6 HACMmosiuee 8pemMs Mbl He MOJceM
uckaouums, ymo cumnmomorxomnaexc CJ/I'y naweeo nayu-
enma cesazan ¢ mymauuei 6 eene TBC1D24. Kaunuueckuii

2eHemuK, KOHCYAbmuposaswuil nayuenma @ lepmanuu, cuu-
maem smy Mymayuro ¢ 8biICOKOI 8epOSMHOCHbIO OMEEemc-
6eHHOIl 3a pazeumue 0aHHo20 3a001eéanus. Pekomendosano
uccaedosanue danHoii mymauuu no Caneepy y oboux poou-
meneil ¢ danbHelulell KOHCYAbmayuell 2eHemuKa.

Mmnoeoxpamuo nposoduauce III' u BOM. Ilo danubim
BIOM peeucmpupyemcs myabmupecuoHaibHas SnUienmu-
@POpMHAsT AKMUBHOCMb 8bICOKUM UHOEKCOM 8 COHemaHuu
¢ MeOnaeHHbIMU OUD@DY3HLIMU pa3padamu KOMNAEKCO8
ocmpasi—meoneHHas 8oaHa. boavuuncmeo dughghysnoix pas-
PpA008 6MOPUHHOL OULAMEPANbHOI CUHXPOHUZAUUU HAYUHA-
Iomcs U3 npaeoil 8UCOYHOU obaacmu. 3apeeucmpuposansi
DIATI-nammepub amunu4HbIX AOCAHCO8.

3a nepuod nabarodenus sghgpexma om npuema MHO20HU-
cnennwix ADII 6 paznbix KomMOUHAYUSAX NOAYHEHO He OblAO.

B nacmosiwee epems (no dannoim Ha aseycm 2022 e.)
nayuenm noayyaem aamompuodxcur (Ceizap) 200 me 2 paza
6 OeHb, nepamnaren (gaiikomna) 6 me Ha HOUb, bpusapaye-
mam 150 me/cym.

Teuenue anunencuu peaucmenmnoe, RPUCMYNbL HPOOO -
acaromes. llayuenm npunuman MHoyicecmeo 00CMYNHbIX
6 Hacmosauee epema ADIl. IIpunumaem Ceiizap >7 sem
(c mas 2015 e.). Ilo cpasuenuro ¢ dpyeumu ADII umenuo
Celiizap obecneuusaem y 0aHHO20 nayuenma cmaduAu3ayu0o
cocmosiHusA u seasemcs bazoevim. JApyeue ADII dobasasrom-
cs 6 mepanuto 6 donoanenue k Ceiizapy. Ceilzap xopouio
nepeHocumcs, pooument OMMe4aiom yayuuleHue HacmpoeHus
nayuenma u ymeHouleHue nogeoenuecKux HapyuleHui Ha ¢go-
ne mepanuu Ceiizapom.

D GeKTHBHOCTD JTAMOTPUIKMHA NMPH a0CaHCAX W MHUO-
KioHmdecKux npuctynax npa IT'D u I'TH. Mb1 Beiae i 00-
CYXIIEHUE 3TUX BOIIPOCOB B OTIENbHBIN PA3/e, aKIIEHTUPYS
BHMMaHME Ha TOM, YTO IPOTUBOPEUYMBBIC JaHHBIE 00 3 deK-
TUBHOCTY JIAMOTPUDKMHA TIPU IAHHBIX TUTIAX MPUCTYIIOB
MOTYT OBITh CBSI3aHbI CO CJIOXKHOCTSIMUA TUATHOCTUYECKOU
MHTEPIIPETAlM Pa3INYHbBIX ClIydaeB armerncun Kak UI'D
wm ['T3. JlaMoTpumkH MOXKeT OBITh 3(P(HEeKTUBEH B OTHO-
LIEHNH a0CAHCOB ¥ MUOKJIOHMYECKUX IMprcTynoB ripu UI'D,
OITHAKO MOXKET BbI3bIBATH AITPABALIIO MUOKIIOHMYECKUX TP~
crynoB Kak 1ipu UUI'D, Tak u npu HeKoTopbix popMax ['TH.
B pamkax Hogoit kiaccuduikarmu ILAE 2022 . 4 hopmbr UTD
ObUTM BBIIEIEHBI B OTACIBHYIO, YETKO OYEPUEHHYIO TPYIIITY,
VMEIOIILYIO OTpeieJIeHHbIEe AuarHocThdeckue Kpurepuu. Pa-
Hee MI'D npennaranock paccMaTpuBaTth Kak yacTh ['TH, uro
BBI3BIBAJIO OOJIbILIKE TTPOOIEMbI C UHTEPIIpETALIMEN TOTydeH-
HBIX JAHHBIX, TaK Kak VI nMmeeT MpuHUIMITMATbHBIC OTIIAYMST
ot ['T'D. MbI HameeMcsl, YTO MHOTOJISTHHIA CITOP B OTHOILIEHUN
naeHTnuHoctu opm MI'D 3aBepimiics, U 3TO TIpUBEICT
B JTbHEHIIEM K 3HAYUTETbHOMY YIyUIIIEHUIO TUATHOCTUKYA
Y MHTEpIpeTanmy TaHHbIX. OMHAKO, K COXATICHUIO, TAJIEKO
HE BO BCEX paHee OMyOIMKOBAHHBIX UCCIIEIOBAHMSIX BO3ZMOX-
Ha TouHas uaeHTUGUKaIMs (GOPMbI SITWIETICUA ¢ MUOKJIO-
HudecKnMU ripuctyraMu Kak UI'D v I'TD. B cBs13u ¢ atim
BO3MOXKHA Pa3IMYHasi MHTEPIPETALIMS JAHHBIX 00 arTpaBalviv
MUOKJIOHYECKUX MPUCTYIIOB.
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B cootBercTBUM ¢ pekomeHganusamu ILAE nmo nHu-
HuanbHOM MoHoTepanuu ADII mpu pa3nMUHBIX THUIIAX
SOWICTTUICCKUX IIPUCTYIIOB M SIUJICTITUISCKIX CUHIPO-
Max JJAMOTPUIKXUH PEKOMEHAOBAH K MPUMEHEHUIO TPU
abcaHcax y mereil (pekomeHmamuu kjacca C) [45].
C.P. Panayiotopoulos (2007, 2010) 0OTHOCUT TaMOTPUIKIH
K Iperaparam IepBoro Beioopa rpu n3onrpoBaHHbIx ['CIT
1 M30JIMPOBAHHBIX abcaHcax, HO YKa3bIBaeT Ha BO3MOX-
HOCTB arrpaBalliy MUOKJIIOHMYECKHX ITPUCTYIOB [66, 67].
BesycnoBHO, BEIOOP mpemnapaTa 3aBUCUT OT (hOPMBI IITH -
JIericuu (B TOM 4YUCIIe TIposBIIsTIoNIelicss abcancamm). [lpu
JIAD 0CHOBOI1 JIeYEHUSI MOKHO CYMTATh STOCYKCUMUZ, TP
9TOM 3a00JIeBaHIH TAKKe MOTYT IIPUMEHSITHCSI TAMOTPUIKIH
(2deKTBHOCTD MOXKET OBITh HECKOJIBKO HITKE) 1 BAJIBITPO-
ar (cymecTBeHHO Xyxke nepeHocurcs) [52]. [1o mHeHMIO
oteyecTBeHHOro 3kcnepra B.A. KapioBa, abcaHc siBisieTcst
muieHso i ADII, geifctByromux Ha T-Ca'-kaHanbt
Hecnieunduueckux saep tamamyca. I1pu JJAD nenecoo-
6pas3Ho ¢ yueTtoM I1D BanmblpoaToOB HAYMHATH JIeYCHUE
C CYKIIMHMMMJIOB, Y MAIIMEHTOB C COYeTaHMEM abCaHCOB
C IPYTUMU TUTIAMU IIPUCTYIIOB — C BaJIbIIpoaToB. CpeacT-
BaMU CJICAYIOIIEH odepean BRIOOpA SBISIOTCS TAMOTPHI-
XWH, 30HUcaMuI, Tonupamar [5]. OmnucaHbl ciiydan BhI-
COKOTO TepaneBTUIECKOro 3 deKTa JaMOTPUIKIHA U TIPU
TeHEeTUYECKUX SIMICTICUSIX (C YCTAHOBJICHHOM TeHeTHIe-
CKOI IPUYIMHOI) IIPY MyTaIUsIX B TeHAX KaJbIIMEBHIX Ka-
HajoB [48].

Ceiizap 3aperucTpMpoOBaH B TOM YKCIIC IS JICUCHMS
abcaHCOB B MOHOTEpAITUU Y IeTell ¢ 3-JIeTHEro BO3pacTa.
DD PeKTUBHOCTD TaMOTPUIKMHA B JIeYeHUHN aOCaHCOB ObI-
Jla ToKa3aHa Bo MHorux uccienoBanusx. O. Dulac (1994)
IIPOAEMOHCTPUPOBAJI, YTO JJAMOTPHIKIH 3(PHEeKTUBEH IIPU
ATUIMYHBIX U TUIIMYHBIX abcaHcax [39]. I1pu geTckoii ad-
CaHCHOM AMUJICIICUM JIAMOTPUIKUH ObUT 3 (hEeKTUBEH
B KynupoBaHuu abcaHcoB B 73 % ciydaeB. F. Besag 1 coaBT.
(1997) xoHCcTaTUPOBAIM BHICOKYIO 3(D(DEeKTUBHOCTD JIAMO-
TpUIXWHA Y 12 manueHToB Ipu cratyce abcancos [30].
IIpemnapaT oka3bIBasI BEIpaXKeHHbBIN KIMHUYECKUM 3P PeKT
M BBI3BIBAJI PEAYKIIMIO T€HEePAIN30BAHHON ITMK-BOJIHOBOK
akTuBHOCTU Ha DI L. Frank u coasr. (1997) otMeTin
BBICOKYIO 3(h(heKTUBHOCTD JIAMOTPUIKMHA B BHUIE MOHO-
TepaIuy IIpyu KYIMMPOBAaHUU IETCKUX W IOHOIIECKUX a0-
caHCOB. Db PEKTUBHOCTD JTAMOTPHIKIHA cocTaBmia 64 %
(mosiHast pemuccus) B cpaBHeHMU ¢ 21 % mpu miane6o
(p = 0,015). B uccnenosanuu S. Wallace (1990) nipu Ha-
3HAYCHUU JIAMOTPUIKIMHA OTMEUYCHO 3HAYUTEILHOE CHU-
XXeHHe 4acTOThl MUOKJIOHMYECKHUX abcaHCOB y 18 mereit
B Bo3pacte 5—11 ner. C.P. Panayiotopoulos (2005) paccma-
TPpUBAeT BO3MOXKHOCTh CTAPTOBOII MOHOTEPAIIUH JIAMO-
TpuKUHOM TIpr KOAD y XKEHIIMH ¢ MeIbI0 U30eraHus
Hepenkux [1D BaybIIpoara Ha penpOIyKTUBHYIO (DYHKIIMIO,
a B padore 2007 r. oTMeUaeT BO3MOXHOCTb ITPUMEHEHUS
namMoTtpukuHa mpu FOMD s nedeHus pe3nuCTEHTHBIX
K Tepanuu abcaHcoB [66, 67]. A. Arzimanoglou (2002)
PEKOMEHIOBaJI Ha3HAUYCHUE JaMOTPUIKMHA B Ka4eCTBE

JIOITOTHUTEILHOIO TIperiapaTa B HEOOJIBIINX J03aX B KOM-
OMHALIMY C BaJIBIIPOATOM ISl KYITMPOBAaHUS TUIIMIHBIX
abCaHCOB Y MALIMEHTOB, PE3UCTEHTHBIX K MOHOTEPAIINHI
BaJIBIIPOATOM, MJIY IIPU HETIEPEHOCUMOCTH TepareBTUIC-
cKux 103 Banbipoara [26]. H. Hwang u coast. (2012) oue-
HUBaIu 3G GEKTUBHOCTD U IEPEHOCUMOCTD IJTUTETHLHOMN
TepaIy 3TOCYKCUMUIOM, BAIBIIPOATOM 1 JTAMOTPHIKITHOM
B MOHOTeparuu y 128 neteil ¢ HefaBHO IMarHOCTHPOBaHHON
JIETCKOM aOCaAaHCHOM 3MWJIETICHEN U T0KA3aJI PABHOLIEHHYIO
3¢ deKTUBHOCTS 3 TipernapaToB. I1pu 3ToM 3¢ PeKTUBHOCTD
Tepanyy 3HaYMMO He pa3indyaiach B 3 IpyImax, HO ObLIA
BBISIBJICHBI IIPEUMYIIIECTBA JJAMOTPUIKIHA T10 TIEPEHOCH-
MOCTH y IETEH.

B otnenbHBIX paboTax yKa3biBaeTCsl Ha BO3MOXHOCTD
arrpaBanuu a0CaHCOB IIPU MPUMEHEHNH JIAMOTPHUIKITHA
(Hasan u coasr., 2006). B Haiiem HaG110A€HUM arrpaBaliii
abcancoB mipu npueme Ceiizapa 3aperucTpUPOBAHO HE
ob110. Ceit3ap ObLT 3(P(PEKTUBEH B OTHOIIIECHMM a0CaHCOB
B 7 ciydasix u3 8 nmpu UTD.

JlaHHbIe TUTEpaTYphl B OTHOILLIEHNH 3((heKTa Ha MHO-
KJIOHWYECKHe MPUCTYIbI IIPOTUBOPEYMBEI, TIPEXKIIE BCETO B
CBSI3U CO CJIOXXHOCTBIO MHTEPIIPETALIMU PAa3HBIX CIyJacB
kak UTD umm I'TD. B wacTHOCTH, Hanboee U3BECTEH
IMOTEHIIMAJI aITpaBalluyi JAMOTPUIXXKMNHA B OTHOLICHUH
MMOKJIOHMYECKHX IIPUCTYITOB ITpY cUHIpoMe JIpaBe, paHee
M3BECTHOM KaK «TsiKeJlass MMUOKJIOHUYECKas SIUJICIICUS
MianeHuyecTBar [18, 26]. ITo HoBoii Kitaccudukauun ILAE
2022 r., cuaapom JIpaBe OTHOCUTCS K Kateropuu DPD
¢ 1e6roToM B MitafieHUYecKoM Bo3pacre. [1o pekoMeHgalm-
M paboueit rpynmbl ILAE B paMkax HOBo Kiaccudurka-
mun ILAE 2022 1., 1aMOTpUIKIUH MOXET arTpaBUpOBaTh
MIPUCTYIIHI IIpK cuHApPoMe JIpaBe y MaJIeHbKHUX IEeTel, O~
HaKO MOXeT ObITh 3((EeKTUBEH Y IMallMeHTOB OoJiee cTap-
1IIeTo Bo3pacTa ¢ 3TUM 3abojeBaHueM [80].

B HekoTophIx paboTax Mpu yKazaHUM Ha arrpaBaluio
MMOKJIOHHMYECKHUX IIPUCTYIIOB (DOpMa SIIICTICHI HE YTOU-
HSIeTCsI, MO0 yKa3bIBaeTCs TakKXKe MOTeHILIMATbHAsI BO3-
MOKHOCTbD arrpaBalliii MUOKJIOHMYECKHUX TIPUCTYIIOB IIPU
IOMD (Ben-Menachem, 2003; Wallace, 1996; Catania
u coasT., 1999; Guerrini u coasr., 1998; Maiga 1 coasr.,
2006; Genton u coaBr., 2006; Janszky u coasr., 2000) [31,
39, 77]. B pekomeHmanusix padoueii rpynmsl ILAE B pam-
kax HoBoi1 kimaccudukanum ILAE 2022 . oTMeueHo, 4To
JIAMOTPUIIKH MOXKET arrpaBUpOBaTh MUOKJIOHUYECKUE
npuctymbl Ipu FOMD B HekoTophIX citydasx [31, 34, 47, 75].
OpHako apyrue NccieaoBaHus IEMOHCTPUPYIOT 3(PPeKTHB-
HOCTB JIAMOTPUIKMHA B OTHOILICHUY MUOKJIIOHUIECKUX ITPH-
crymnoB ipu FOMD. B nccnenosanum H. Bodenstein-Sachar
u coaBT. (2011) moJst pecroHAEPOB Cpear ITallEHTOB
¢ JOMD, npuHUMaBIINX JIAMOTPUIKIAH, cOCTaBuIa 56 %:;
3¢ (HEeKTUBHOCTD JAMOTPUIKIHA ObLIa BBIIIE Y IAIIMEHTOB
0e3 reHepaIM30BaHHBIX TOHUKO-KJIOHMIECKHX ITPUCTYIIOB
(p=0,04) [32].

B Haiiem HaboaeHMY arrpaBaliii MUOKJIOHWYECKUX
mpuctymnoB npu npueme Celizapa 3aperucTpUpoOBaHO
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He 0b110. Ceiizap Obl1 3(p(PeKTUBEH B OTHOIIIEHUN MUOK-
JIOHMYECKUX MPUCTYIIOB — B 1 ciayyae u3 2 ipu UT'D.

C.P. Panayiotopoulos (2007, 2010) ormeuaeT 3 dex-
TUBHOCTD JJAMOTPUIKHA B JICUCHUH STTUJICTICHHI C MAOK-
JIOHMYECKN-aTOHUYECKMMU IIPUCTyTamu [66, 67]. Pesyiib-
TaThl HAIlMX MCCIEIOBAHUI TaKXe MEeMOHCTPUPYIOT
3((HEKTUBHOCTD JTAMOTPUIKMHA B KOMOMHALIMY C BaJlb-
IIPOATOM B JICUCHUM SMIICTICUA ¢ MUOKJIOHUIECKI-aTO-
HUYECKMMMU Mpuctyrnamu (cunapom Jlose) [9].

B pamkax naHHOT0O HaOMIOAEHYSI Mbl OTYYMIU XOPO-
mmit a¢dekt Ceiizapa y NallMeHTKA ¢ MUOKJIOHUYECKH -
ATOHUYECKOU SMWJICTICUEl, BBI3BAHHOM MYTallEd B T€HE
KIAA2022.

PesyibsraTel IpOCIEKTUBHOTO PAaHIOMU3HMPOBAHHOTO
KOHTPOJIMPYEMOTO JIJTUTEJILHOTO, C OTKPHITOM (ha30ii uccre-
nmoBaaus R. Machado u coast. (2013), cpaBHMBaroIIero 3¢-
(heKTUBHOCTD ¥ TIEPEHOCUMOCTD JIAMOTPHUILKITHA 1 BAJTBIIPO-
ara npu FOM 3, nokazainu, 4To JaMOTPUIKUH 3¢hPeKTUBeH
Y B3pOCJIbIX TAaIMeHTOB ¢ FOMD u jtydiiie mepeHOCUTCS, YeM
BaJIbIIPOAT, XOTsI OCHOBHOM IMp001eMOo¥ ITepeHOCUMOCTH OCTa-
eTcs1 6os1ee BBICOKAs YaCTOTa peaklnii MIuocuHKpa3uu. [1a-
LIMEHTHI OBLTM PaHIOMU3UPOBAHBI LIS TIPHEMa BajIbIIpoara
WU TaMOTpUIKUHA. OCHOBHBIMU KPUTEPUSIMU 3P PEKTHB-
HOCTH OBUTM BpeMsI OT PaHIOMM3AIINH IO HeYyIaur JICICHMST
(oTMeHEI TIperrapara) ¥ BpeMsI OT paHIOMU3alIiN 0 HACTYII-
JeHust pemuccun. Kpurepusmu 6e301macHOCTU iedeHus SIB-
JISUTCh YaCTOTa KIIMHUYECKY 3HAUMMBIX TTOOOYHBIX 3D heK-
TOB ¥ U3MEHEHNe TTapaMeTpoB KadecTBa Xu3Hu (QOLIE-31)
rmocie paHgoMm3anuu. Ilom pemuccueit moapasymMeBaaoch
MpeKpaIleHre BCeX TUITOB IIPUCTYIIOB ¥ ICUE3HOBEHHE ST~
nenTtrdopMHO akTUBHOCTH Ha DO Pe3ynsraThl nccieno-
BaHMS TIOKA3aJIM, YTO BpeMsI OT PaHIOMU3AIIY 10 HEyTadn
JIYCHUSI 3HAYUTEIbHO HE Pa3Indajioch B TPYIIIIAX BAJIbIIPO-
aTa v JaMoTpuIKUHA. [TokazaTenb peMUCCHM TaKKe He pa3-
Jmyacs B 2 rpyrmax: Tojabko 8 (19,1 %) naiyeHToB Ha (poHe
npuemMa JaMmoTpumkuHa u 6 (19,4 %) nauueHToB Ha (OHe
IpreMa BaJIbIIpoaTa He JOCTUIIIA PEMUCCHM Yepe3 4 Mec Jie-
yenust. [19 BoisiBieHsl y 17,03 % nauueHToB Ha (hoHe rpruemMa
JIAMOTPUIXMHA 1 Y 35,3 % naLMeHTOB IIPU IIPUEME BaIbIIPO-
ara (p = 0,07). [1o Bcem mapaMeTpam OITPOCHUKA IS OLICHKH
kauectBa xku3Hu (QOLIE-31), kpoMme nokaszaresneit, CBI3aH-
Heix ¢ 1D, B 00oux rpymniax HaOIOmaIOCh YAy4IIeHUe
Ha 5 6amoB [54].

B xauecTBe npumepa IIpuBOAUM JaHHbIE UCTOpUU 00-
JIE3HM ITAIIMCHTKY ¢ (DaHTOMHBIMM abCaHCaMU 1 IIPUCOE-
MUHUBIIMMCS B JAJIbHEHIIINM 3ITICTITHICCKIM MUOKIIO-
HycoM BeK. PaHee MbI paccMaTpuBaiu JaHHBIN cllydait
B paMmKax adcaHcHoi popmbl UT'D. OnHako B JaabHENUIIIEM
IIpY TIPOBEICHNUM T€HETUIECKOTO MCCIICIOBAHMST ObUIA BbI-
sIBJICHAa TeHeTUYeCcKasl MpUIMHA 3a00JIeBaHUSI — MyTallMs
B reHe CACNAIH. 1 B HacTos1Iee BpeMsl y TTallUEeHTKU
nuarHoctupoBaHa I'TD, oOyciioBlieHHasl JTaHHOI MyTalll-
eii. [lepexon Ha ansrepHaTUBHYIO MOHOTepanuio Ceiiza-
POM IIPOIEMOHCTPUPOBA BBHICOKYIO 3((DEKTUBHOCTD
U TIEPEHOCUMOCTbD Y 3TOI OOJIBLHOM.

KnuHuueckuit cnyyai 2

Iauyuenmra T. (2004 e.p., 18 aem). Habarooaemcs
6 WITHD um. Cem. Jlyku c mapma 2018 2., ¢ eo3pacma 13 sem
11 mec, ¢ duaenozom eenemuyeckoil abCaHCHOU SNUNENCUL,
obycnoenernnoii mymauueii 8 eene CACNAIH. [Ipucmynoi: ghan-
MOMHble aOCAHChL, SNUACNMUMECKULL MUOKAOHYC 6€K.

Ilepunamanvhutii anamues e omsieoujer. OcobeHnocmu
HacneocmeeHH020 aHamHe3a: omey, 0e60YKU Obl1 YCbIHOBAEH
6 6o3pacme 4 nem (babywika co cmopoHsl omya — Oypamka).

Budumbix npucmynoe podumenu ne omme4ani.

Bnepesvie 6 gospacme 7 nem Obiau 8bls181€HbI USMEHEHUS
Ha DII: 3apeeucmpuposarsvt npucmynsl abcancos (panmom-
Hote). C 8 nem npunumaem denakuu — Ha (oHe NeveHUs
omMmeueHbl yXyouleHue CKOpOCMU peaKyul U KOHUeHmMpayuu
BHUMAHUS1, YXYOuleHue YCnegaemocmu, ygeiudeHue Maccol
mena. lleeouxa Ovina nepesedena Ha uHOUBUAYANbHOE 00YHe-
HUe 88UAY «3AMOPMONCEHHOCU».

1Ipu B3I u BOM snunenmuveckue npucmynbol He pecucmpi-
posanucs. Pecucmpupyromcs pedkue kopomiue ougghysrole nuk-
NOAURUK-BONHOBbIE pA3Psi0bl ¢ NPeobAadaHuem 6o cHe.

IIpu nposedenuu eenemuteckoeo uccie0oéanus (nanens 2e-
Hoe «Hacaedcmeernnuie snunencuu u cxooOHble cocmosHusy («le-
HEMUK0»)) BbI6AEHA 2eMEPO3ULOMHASL MYMAaUUst 8 35-m 3K30He
eena CACNAIH (accoyuuposannas  eemepo3ucomHom co-
cmosanuu ¢ UI'D, abcancnoii snunsencuei, mun 6, OMIM:
611942). Y mamepu dannas mymayus omcymcmeyem. Pe-
KomeHdyemcs uccredoganue danHoi mymayuu no CoHeepy
y omuya c nocaedyroueil koncyassmayuelii eenemuka. C 601b-
WOLl 8ePOSMHOCMbIO IMA MYMAYUsl 18ASeMCs NPUYUHOU 3a -
b01e6anHuUsI NAYUECHMKU.

MPT (nosabps 2017 2., kauecmeo uccaedosanus Heyo0os-
AemeopumensHoe U3-3a 08ueamenbHbix apmeghakmos) eudu-
MbIX INUNENMO2EHHBIX HAPYUEHUTL He 8bIsGUAA.

C yuemom omcymcmeuss Manughecmusix IPUCMYNO8

U MUHUMAABHOLL 8bIPAICEHHOCMU INUANMUDOPMHOU AKMUB-
HOCmU, a maksjice NA0X0U nepeHocuUMocmu OenaKuHa Oviaa
npeonpuHsma NONbIMKAa NOCMeNeHHOI OMMeHbl npenapama,
umo, 00HAaKo, 66136410 YXyouieHue ¢ 60300H08AeHUEM (PaH-
momubix abcarcos. Ilpu nposedenuu BOM 6 ounamuke na
@hoHe cruiceHust 003bL 0enaKuHa OMme4aemcs OmpULamenbHas
JuHamuka 6 sude nosviuleHus uHoexca ougghysHoil nuk-6oa-
HO601l akmugHocmu 6 600pcmeosanuu. JlanHas aKkmueHoCcms
603HUKAem 8 (OHe U npu pUmmU4eckoli pomocmumyiayu,
HepeoKko ¢ OugpormanbHbviM npeobaadanuem, MaKkCcumManbHoi
npodoaxcumensHocmoto 00 3 ¢. B omdeavHoix cayuasx npu
pumMu4ecKoll omocmumyanayuy 3apesucmpuposansl Qan-
MoMHble abcaHcyl (npeKpaulerue cuema 6cayx) ¢ Aeekum Muo-
KAOHUYECKUM KOMHOHEHMOM.

C yuemom nodpocmk06020 603pacma NAUyUeHmMKU C ye-
Abto munumuzayuu 119 éansnpoama Ha 3HOOKPUHHYIO CUC-
memy peKomMeH008aHa 3aMeHa 8aabnpoama Ha AlbMepHa-
mugHyo mMoHomepanuro aamompudxcurom. Ceiizap 0bin
86edeH no cxeme, HayuHas ¢ 12,5 me ympom,; yepe3 Hedenio:

25 me ympom, uepes nedearo: 25 me 2 pasza é denw; uepes Hede-
ar: 37,5 me 2 paza 6 denv, uepes vedearo: 50 me 2 pasa é deHv,
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yepe3 Hedenro: 75 me 2 paza 6 denv; uepe3 Hedearo: 100 me
2 paza 6 denv (200 me/cym). IIpunumaem Ceiizap ¢ okmaops
2018 e.

Ha ghore npuema Ceiizapa eudumoie npucmynst Oomcymcm-
606anu, (panmomHble abcancel He peeucmpupoganucs Ha 331,
00Haxo 6 urone 2021 2. npu nposedenuu BOM obbin 3apecucmpu-
POBAH dNUNENMUMECK ULl MUOKAOHYC 8eK (003a aamompuoicu-
Ha — 200 me/cym, konuenmpayus — 5, 1 Mke/mn), 6 ces13u ¢ uem
dosa Ceiizapa 6vira yeeauyerna do 300 me/cym.

Ilocaeonsisa koncyromayus 6 UIHD um. Cem. Jlyku npo-
gedena 5 urons 2022 e. B Hacmosuee epems 0esouKa u ee
podumenu npucmynoe He ommeyarom. Ilocaeonuit BOM (maii
2022 e., HITHD um. Cem. JIyku): uckarouumenvHo npu pum-
Muyeckoi homocmumyasyuu ¢ yacmomoii 3—5 Iy nocae
npobycoenUs pecucmpupyromest Kopomiue ouggysHole Hu3-
KO CUHXPOHU3UPOBAHHbIE NUK- U NOAUNUK-B0AHOBbIE PA3DS-
bl MakcumanbHoll npodoadcumensiocmoto 0o 1 c. bodpcm-
608aHue 00 CHA, COH: NAMOAO2UYECKAs AKMUBHOCMb,
BKAIOYAs INUAENMUDOPMHYIO, omcymcmayem. Dnunenmu-
Yeckue npucCmynsl He 3apeeucmpupogansl. B yeaom no cpas-
HeHUI0 ¢ uccaedoganuem, npogedeHHbIM 200 Ha3ad, ommeua-
emcsl BbIPaANCEHHAsl NOAOICUMENbHASI OUHAMUKA, 8EPOSMHO,
CBSA3AHHAS C Y@eauHeHuem 003bl AAMOMPUONCUHA.

B Hacmosiwee epems nonyuaem Ceiizap 6 doze 150 me
2 pasa 6 dendv (300 me/cym); KOHUEHMPAYUSL NAMOMPUOICU -
Ha 6 kpogu — 8,7 mke/ma (ympom, 0o npuema npenapama)
(Hopma — 4— 10 mre/ma).

B cés3u ¢ xopowum mepanesmuveckum 3ghghexmom pexo-
MeH008aHO nPpodoadiceHUe mepanuu 6 moi dce 0oze. B nacmo-
sauee epems npodoncaem npurnumams Ceiizap >4 aem. llepe-
Hocumocmb aeueHus xopowas. I3 omcymemayom.

Kommenmapuu. Knunuueckuii npumep demoHcmpupyem
aghgpexmusHocms u xopouryo neperocumocms Ceiizapa y Oe-
B0YKU C 2eHEMUYECK Ol 2eHepanu308aHHOLL (AOCAHCHOIL) InU-
Aencuell, obycroenenroli mymayueii 6 eene CACNAIH. Ha-
3HAYEHHBII 8 UHULUAALHOU Mepanuu 8aibnpoam 6bi3bl8al
soipadcenHvle 119, 3nauumenvHo cHudcaowue Kavecmeo
JHcu3HU (KaK HellpoIHOOKPUHHbIEe HapyUleHUs, MAK U CHUdIce-
Hue wkoabhol ycneeaemocmu). C yuemom nioxoii nepeHocu-
Mocmu 8aabnpoama, a makdce ¢ y4emom noopoCHKO08020
603pacma nayueHmku ¢ yeavto munumuzayuu 119 eéanrsnpo-
ama Ha 3H00KPUHHYI0 cucmemy 0blaa peKoMeH008ana 3ame-
Ha 8aabNPOaAmMa Ha A1bMepHaAmuHy0 MOHOMePanuio Aamo-
mpuodxcurnom (Ceiizap). Ilayuenmxa noayuaem Ceiizap
6 doze 300 me/cym ¢ nepuodom Kamamuecmu4ecKoeo Habar-
denus >4 nem. Tepanuro nepernocum xopouto. Ceiizap 3¢pghex -
mueen: chanmommuble abcancel Ha oHe mepanuu He peeu-
cmpupytomces. Ilpu nogviuwenuu 0o3vl u KoHuenmpayuu
Ceiizapa snusenmuuecKuil MUOKAOHYC 8eK MakKice He pecu-
cmpupyemcsi, ommeueHo yayuuenue nokaszameneii I (cHu-
JceHue uHdekca snuaenmugopmMHol aKkmugHocmu,).

CTpyKTypHAas ¥ IPEMOJIOKUTETHHO CTPYKTYPHAS (hOKAIL-
Has (n = 44) 1 poKaIbHAS IATENCHS HEYCTAHOBICHHOM 3TH-
oJiornu (1 = 6) ObUTM O0BEAMHEHBI B OnHY rpyIty (n = 50).
B rpynme manueHTOB CO CTPYKTYpHOU, CTPYKTYPHO-

TeHEeTUIECKOM, IPEATIONIOXUTEILHO CTPYKTYPHOI (pOoKaIh-
HOI 1 (pOKaJTBbHOI dIujIericueil HeyCTaHOBJIEHHOM 3THO-
Jornu (n = 50) KIIMHUYECKass peMUCCHsI ObLIa TOCTUTHYTA
y 32 (64 %) nauyeHTOB; YMEHBIIEHNE YaCTOThI IIPUCTYIIOB
6osee yeMm Ha 50 % oTmeueHo ewe y 8 (16 %) maLKeHTOB.
Y 10 (20 %) nmaLreHTOB He MOIy4eHO 3HAaYMMOTo 3P dek-
Ta Ha YaCTOTY MPHUCTYIOB. B 11€10M OTYETIIMBEII TepaIieB-
tryeckuit apdekT ormevancs y 40 (80 %) u3 50 marueH-
ToB. Hanbonpmmuii apdekt monydeH mpu (QoKalbHBIX
MpUCTynax ¢ coxpaHnHeM co3HaHueM u BCIT mpu CDD,
a taxxe rmpu cuaapome OOICUM-JIDII/I u pokanbHO
SIUJICTICUY HEYCTAaHOBJIICHHOM 3THOJIOTHH.

[NokazaHune K Ha3HAYCHMIO JTJAMOTPUIKUHA TIpU Po-
KaJbHBIX TIPUCTYNaX BKIIOUYEHO BO BCE MEXKIYHAPOIHBIE
pekoMeHmanum (Ipexne Bcero pekomeHmanuu 1LAE),
HallMOHAJIbHBIE PEKOMEHIAIINY, PEKOMEHIAIIUH OTAC/Ib-
HBIX SITIJICTITOJIOTMYECKHX IIEHTPOB M 3KCIIEPTOB B 3ITH-
JICTITOJIOTUH, SBJISIIOIINXCSI OPUEHTUPOM IIJIsI Bpada IIpU
BeIOOpe ADII. B cooTBeTcTBUU ¢ peKomeHmansaMu ILAE
10 MHULIMATbHON MoHOoTepanuu ADII mpu pasamyHBIX
TUIAX STWICIITUICCKUX IMPUCTYIIOB M SIUJICIITUYECKIX
CHHIIPOMAX JIAMOTPUIKIH PEKOMEHIOBAH K IIPUMEHEHHIO
mpy (OKATBHBIX IIPUCTYIAX ¥ B3POCHIBIX (PEKOMEHIALINHI
kinacca C) m y gereil (pekoMeHmamuu Kiacca D) [45].
C.P. Panayiotopoulos (2007, 2010) pekoMeHIyeT ImpuMe-
HEHME JIAMOTPMIKIHA IIPU (DOKATIBbHBIX IIPUCTYIIAX Pa3HBIX
TUTIOB ¥ OMJIaTePaJIbHBIX TOHMKO-KJIOHMYECKUX ITPUCTYITax
1 OTHOCHUT JIAMOTPHU/KMH K TPYIIIIe IIPerapaToB MepBOit
JIMHUM TIPU (DOKATBHBIX IIPUCTYIAX Pa3HBIX TUIIOB C BTO-
PUYHOI reHepanu3alneil wim 6e3 Hee [66, 67].

MHOroYNCICHHBIE UCCAeTOBAHUS IEMOHCTPUPYIOT
3(OEKTUBHOCTD JTJAMOTPUIKMHA TIpU (POKAJTBHBIX 3ITH-
JIercusiX, B TOM uucie y gereii [27, 33, 69]. Hauunas
¢ HanboJIee paHHUX MCCIICAOBAHUI 1 IO HACTOSIIETO Bpe-
MEHU, aBTOPHI TaK3Ke MMOAUYEPKUBAIOT 00JIee 0J1aronpusT-
HBIE ITapaMeTPhI IIEPEHOCHUMOCTH JIAMOTPHUIKITHA 110 CPaB-
HeHuto ¢ apyrumu ADII, B Tom umcne y mereit [33, 53].
Taxcke aBTOpPBI MOTYEPKUBAIOT, YTO JJAMOTPUIKIH 3P deK-
TUBEH Yy JIeTeil ¢ (OKATBHBIMM IIPUCTYIIAMU KaK B TIOJIM-
Tepanuu, Tak ¥ B MOHOTepanuu [27, 53].

Cucremaruyeckuii 0630p Y.T. Liu u coasr. (2016) npu-
MEHEHMS JJaMOTPUIKINHA B MOHOTEepanuu y aeTeit [53],
BKJTIOUAIOIINI 9 paHIOMHU3UPOBAHHBIX KOHTPOJIUPYEMBIX
ncciaenoBaHuii ¢ yaacrueM 1016 manyeHToB, ToKasai, 4YTo
3 (HEKTUBHOCTD JIAMOTPUIKMHA B MOHOTEPAITUHU 10 Ta-
paMeTpy JOCTYKEHHUS TIOJIHOTO KOHTPOJISI Hall IPUCTYIIa-
MM CYIIIECTBEHHO HEe OTINYaIach IT0 CpPaBHEHMIO C KapOa-
Ma3eIIMHOM U BaJIbIIPOATOM, IIPU 3TOM JIAMOTPUIKIH
HWMeEJT IIPEUMYIIECTBa 10 IEPEHOCHUMOCTH.

Cucrematndeckuii ananm3 KokpaHoBCKoi1 6a3bl TaH-
HBIX IToKa3an 3(p@PeKTUBHOCTb J00aBOYHON Teparnuu Ja-
MOTPHUIKMHOM JaXe y MaIlMeHTOB C PEe3MCTEHTHBIMU
K Tepanuu (poKaJIbHBIMU ITPUCTyIaMu [68].

ITo nanubM A. Warshavsky u coaBr. (2016), y B3poCJIbIX
MMalMEHTOB ¢ (hOKAJBHBIMU IIPUCTYyIIAMU C BTOPUYHOM
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reHepanusanyeit i 6e3 Hee HanbombIIas 3PHeKTUB-
HOCTB JICUCHUST TOCTUTACTCS IIPU IMPUMEHEHUH CYTOYHBIX
IT03 JaMOTPUIXKMHA He MeHee 250 Mr/cyT (0COOeHHO IpH
YCIIOBUH JTUTEILHOTO TSYCHMS SITUJICTICHH > 5 JIeT 1o Ha-
3HaYeHUs JaMoTpumkuHa) [78]. Ilo HammMM maHHBIM,
a¢pdexkTuBHOCTL NeyeHust CeiizapoM npu (HoKaJbHBIX
dopmax anuierncuu Oblia JOCTUTHYTA U IIPU IIPUMEHEHUU
CyTOYHBIX 103 200 MT 1 MeHee, B TOM YHUCJIe ¥ IIPU OMTHO-
KpaTHOM IIpHeMe MpemnapaTa Ha HOYb.

V 2 nmaummenTtoB co CDD B HalleM HAOIIOLEHUU B CBSI-
3U C BBICOKOM 3 dekTnuBHOCTHIO Ceii3apa ObLT OCYIIECTB-
JICH YCTICTIHBIN TIEPEXO0 C TTOJINTEPAT HA MOHOTEPAITIIO
Ceiizapom. B Tom uncie Ceiizap 6bU1 BEICOKO3(DDEKTUBEH
Yy U3HAYAJIbHO PE3UCTEHTHOTO K TepaIliy MallMeHTa C TH-
arHo3oM: JIHOT neBoit 3aTbIOYHO-BUCOYHOM 001aCTH,
COCTOSTHHE TTOC/IC YOAJICHUS OIYXOJIH, CTPYKTypHast (o-
KaJIbHasl BUCOYHAS SIMJICTICHS CJIeBa. Y 3TOTO MalneHTa
ITOCJIe OTIEPALIY IPHCTYIIBI IIPOIOJLKAINCH Ha (POHE IpHU-
eMa JJaKkocaMuIa 1 BaJIbIIpoaTa, INIAHUPOBAJIMCH ITOBTOP-
HOE MIPEXUPYPruYecKoe 0bcae0BaHUE U MOBTOPHAS OIle-
pauusg. OmHako IIpU AO0OABICHUU JTaMOTPUIXWHA
IIPUCTYIIBI IPEKPaTIWINCh, OIlepaliis He OblIa IIPOBEICHA,
U B JaJbHEeIeM Ha (DOHe JUTMTETbHOM PEMUCCUY YIaJIOCh
ImepeiiTh Ha MOHOTEPAIUIO JIAMOTPUIKUHOM, OTMEHUB
BHaYaJie BaJIBIIPOAT, a 3aTeM | jakocamu. [lamment E.
(1993 tp., 29 net) co COD nOCTUT pEMUCCUU TIOCTIE XU~
pyprudeckoro jgedeHus Ha ¢poHe npuema Ceiizapa u KJo-
bazama (B JaspHEHIIIEM KJ100a3aM ObIT OTMEHEH, ITAIIEHT
ITOJTy4YaeT JIAMOTPUIKH B MOHOTEPAIIUU; PEMUCCHUS CO-
xpansercs, [1D oTcyTcTByIOT).

ITpuBoguM ncTopyu 60JIe3HM 2 TTALIMEHTOB C BEICOKOM
a¢pdextuBHOCTBIO Ceiizapa mpyu CPD, y KOTOPBIX OCYIIIE-
CTBWICS YCIICIITHBIN ITepexo ¢ MOJUTepanuy Ha MOHO-
tepanuio Ceii3apom.

KnuHuuyeckui cnyyaim 3

IHlayuenm P. (2005 2.p.). Habawoaemcs ¢ UITHD
um. Cem. Jlyku ¢ mapma 2015 e., ¢ 6o3pacma 9 aem, ¢ duae-
HO30M CMPYKMYPHOU (hOKAAbHOL BUCOMHOL SNUAENCUL C1eaa.
[Ipucmynol: caodicHble 3pumensHble 2antroUUHayUL, GoKanbHsle
¢ ocmanoexoil akmusHocmu, ¢ agmomamuzmamu. CocmosiHue
nocae yoaneHusi onyxoau €60kl 3amuLA0MHO-8UCOMHOLL 00nacmu
(onepauus nposedena 6 aseycme 2010e.). Ilpu eucmonoeuteckom
uccaedosanuu 8 Ipaareene udenmuguyuposara JTHIT.

Ilebiom 3abonesanus 6 5 nem ¢ noséaeHus IMU30008
CAONCHBIX 3pumenvHuix earnoyunayui. Ilo dannoim MPT
duazHOCMUpo8ana onyxonsb 8 A€ol BUCOUHO-3AMbLIOYHOL
obnacmu. 24 aseycma 2010 e. vinoanena xupypeueckas
pesexuus 6 HMUI] neipoxupypeuu um. axao. H.H. bBypoen-
Ko (Hosoobpazosarue no mopgonoeuu — JAHIT). Pemuccus
cpazy nocae onepayuu, 6e3 nevenus, 8 meverue 3 aem. Boz-
06HOo8AeHUe npucmynog 6 okmsabdpe 2013 e. [Iposodumas
MedukameHmo3nas mepanus (mpusenman, OenaKux, mona-
Makc, Kennpa, 6UMnam, 6 MOHOmepanuu U KOMOUHAUUsX) —
be3 cyujecmeenHoeo 3gpghexma.

Ilpu nepeom obpawenuu 6 HIHD um. Cem. Jlyku
6 mapme 2015 2., 6 gospacme 9 nem, y pebenka Habawdaioce
3 muna npucmynoag. Ilepeviii mun — owyujerue caaboii 6oau
U «BPAUjeHUs» , <UulegeseHUs» Hympu 20406bl. Moeym conpo-
8021C0aMbCs 3aMUPAHUeM ¢ 0CIAHOBKOU AKMUGHOCMU, 00-
makanuem u nadenuem. Yacmoma — 1 pas é nedearo. Bmopoii
mun — cocmosiHue de3opueHmayuu (He Modcem 2080pUmb,
He NOHUMAem peyb, «He 3HAem, KMo OH, 3a0bigaem ceoe ums»)
daumenvHocmoio 1—3 MuH (603MOJNCHO couemarue 2 npucmy-
noe nodpso daumenvrocmoio 1—2 mun). Ilepuod eoccmanos-
neHust — 1—2 4 (6 meuenue 3moeo epemeru pebeHoK 3a0bi6a-
em HazeaHus npeomemos). Yacmoma — 1—3 paza é nedenio.
Tpemuii mun — 3pumenvuble 2artOUUHAYUU («OKpYeaas
HenpasuavHas ueypa», Yygemuas (Hceamo-cute-3e1eHblil
OMMeHOK) 6 npasoii eepxteil yacmu noas 3perus). Exced-
HeBHO, HeCK0AbKO pa3 @ OeHb.

IIpu nesponoeuueckom ocmompe 04a208blx CUMNIMOMOS,
6 MOM Uucae HapyueHUs noaell 3peHUsl, He GblA8AEHO.

Anaauz dannvix HBIM. B 600pcmeosanuu — npodon-
JHCEHHOE HU3KOAMNAUMYOHOe HepumMUYHOe 3amedieHue no
N€8bIM GUCOUHBIM omeedeHusM. Bo cne — wacmoie npobeeu
CePYRNUPOBAHHBIX OCIPbIX 80AH, 1AMEPANU30BAHHBIX NO Ne-
601l eemucghepe, c MaKCUMYMOM 8 GUCOUHBIX OMBEOCHUSIX.

BP-MPT (15.03.2015, Cankm-Ilemepbype): cocmosnue
nocae yoanenus JAHIT seeoii 3a0nesucounoll 3amolio4HO
obnacmu. Pybyoso-ampoghuueckue uzmenenus 1egoii 8ucoy-
HO-3amblLI04HOU 001aCMU C 808AEHEHUEM KODb.

C yuemom pe3ucmenmHocmuy NPUCMYNO8 K mepanuu 0bL10
DpeKomendo8ano 06caedosanue no npexupypeu1eckoll npo-
epamme (exarouarouee BP-MPT, uneasusmnvie 30eKkmpoosl
U mpakmoepaguio) ¢ noCAe0yIouUM XUpypeuieckKum e1eHu-
em (yoanenue 3nunenmozeHHol 30Hbl), 0OHAKO C Y4emom
AoKanuzayuu 66110 06paweHo 6HUMAHUE HA PUCK PA3GUMUSL
nocne onepayuy HapyuleHus noaeil 3peHus..

Ilayuenm noayuan éanvnpoam (Oenakuu XpoHocgepa)
900 me/cym, nakocamuo (eumnam) 150 me/cym.

Ilnanuposanuce npexupypeuveckoe obcaedosanue u ne-
yenue 6 lepmanuu (Schon Klinik Vogtareuth), odnaxo nocae
66e0eHUs 3-M npenapamom Aamompuoxcuna é doze 125 me/
cym 6 utone 2015 e. 6biau docmueHymol pemuccusi RpUcmynos
(6 so3pacme 9 nem) u Hopmaauzayus nokazameneii III.
B3OM om nosopa 2016 e.: 600pcmeosanue — HOpMA; COH —
eOUHUYHble NUK-80IHOBble KOMHNAEKCHL 8 CPYKMYpe pe2uo-
HAaAbHO20 3aMe0NeHUs N0 NeBbIM MEMEHHbIM 0MBe0eHUsIM.

Ilpu nonvimike nosoviuteHus 0036l 1AMOMPUONCUHA
do 200 me/cym nossuauce I19: ucarobst Ha eonoeHble o,
201080KpYycenue, dgoerue. CocmosiHue YAyHuuiIocs npu CHU-
JceHuu 003b1 00 125 me/cym, u navuenm npodoaican mepa-
nuto 6 3moii 0o3e. B ceésa3u co cmoiikoil pemuccueil xupypeu-
yeckoe neueHue He 0bi10 nposedeno. Baavnpoam Obin
nocmeneHHo ommeHeH 6e3 yxyouleHus COCMOsIHUL, 8 803DAce
10 nem. Jloza aamompuodxcura noswviuiera do 200 me/cym 6e3
yeunenus I19. B danvHeliuiem 6bia nocmeneHHO OmMMeHeH
seumnam, u c eozpacma 11 aem pebenox noayuaem Ceiizap
6 MOHOmMePanuu.
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B Hacmoswee epems (nocaedHsin KOHCYAbMAYUs npoge-
dena 1 mapma 2022 e.) nayuenm Haxo0umcs ¢ COCIMOSHUY
pemuccuu 0aumeabHOCMbl0 0K010 6,5 eoda (6 Hacmosuee
épems gozpacm nayuenma — 17 nem), nosyuwaem Ceiizap
6 moHomepanuu 6 doze 200 me/cym (100 me 2 pasza 6 dens);
KOHUeHmpayus ramompuoxcuna — 4,2 mxe/ma (om mapma
2022 e., do npuema npenapama; Hopma — 4—10 mre/ma).
Kaunuueckas pemuccus ¢ cenmsabps 2015 e.

Heeponoeuueckuii cmamyc: o4azo8bix CUMARIMOMO8 He
8bl516NEHO.

BAM (mapm 2022 ., HIITHD um. Cem. JIyku): nepuo-
duyeckoe pe2uoHANbHOe 3amedNeHle NO Ne8biM 3A0He8UCOU -
HbiM omeedeHuam. Bo cne — edunuunsie ocmpole 601HbI
N0 YEeHMPANbHO-MEMEHHbIM OMBe0eHUAM Cead.

MPT (PIAKD, okmsabps 2020 e., koucyrvmauus npog.
A.A. Aruxanosa): npusHaKu npoooadNCeHHO20 pOCMaA ONYXoau
omcymcmeyrom. B aeeoii 3a0nesucounoil obaacmu umeemcs
NOCMONEepayUoHHas KUucma c 10KansHo YmoaueHHOl Kopoli
6 obaacmu ee 1amMepPanbHbIX 0MAeN08 — 8epOsMHble NPU3HA-
xu kpaesoti OKJI.

Pexomendosaro npodoncenue mepanuu Ceii3apom 6 npeic-
Hell doze. Tepanuro nepenocum xopouio. 112 omcymemeyrom.

Kommenmapuu. Taxum obpasom, nepexod Ha arvmep-
Hamuenyio monomepanuto Ceiizapom 6vin nposedeH @ 803pa-
cme 11 aem. lnumenvHoe HabaoOeHUe NO3604UN0 NOOMEep-
dumbs cmoiikuii agpgpexm Ceilzapa, Komopolii cOXpaHsemcs
u 0o Hacmoswe2o gpemeru >6 aem. Imom KAUHUHECKULL
cayuaii no0meepicoaem 603MONCHOCHb OE30NACHO20 nepexo-
Oa Ha anvmepHamuegnyto monomepanuto Ceii3apom u ommeHsl
conymemayioujux ADIl y demeii. Coenacro peeucmpayuu
Cetizap modcem npumMeHsmoCsi 8 MOHOMepanuu ¢ 3 1em, ecau
dobaesnen K dpyeomy ADII, ¢ nocaedyroweit ommeroil conym-
cmeyrueeo ADII. OcobenHocmamu OGHHO20 CAY4Ast MAKice
ABAAIOMCA Aedcaujue 8 0CHO8e INUAENCUU CIMPYKMYPHble
Hapyuierusi 8 Mo32e, pe3UcCmeHmHOCMb K AHMUINUIenmuye-
CKOll mepanuu u npoooadcenue NPUCMYN08, HeCMOMpPs HA
nposedennoe xupypeuyeckoe aeyerue u npuem 2 ADII, u evi-
cokas 3gpgpexmusnocmo Ceilzapa, no3eoausulas uzoexicams
noemopHoil onepayuy u 6e30nacHo nepeiimu Ha MoHOmepa-
nuro Ceiizapom.

KnuHuueckuu cnyvai 4

Ilauuenm E. (1993 2.p., 29 aem). Habarodaemcs ¢ UJTHD
um. Cem. Jlyku c gpespans 2002 e., ¢ 8 aem, ¢ duaeHozom
cmpykmypHoil 1006101 snusencuu (G40.2). Pemuccus ¢ de-
kabps 2008 e. B nosope 2002 2. npu nposedernuu MPT 6vina
O0UACHOCMUPOBAHA 2AMAPMOMA MAMUAASPHBIX Mea 2UNoma-
aamyca. Onepamusroe emeuamenscmeo (deapgepenmauus
eamapmomsl, npogedera 6 Hosbpe 2008 2.) evinoaHeHO
6 HMHUI] netipoxupypeuu um. akad. H.H. Bypdeuko. Ilocae
onepayuuy pazeuacs mpaH3umopHbLil NPABoCMOPOHHUL 2eMU-
napes, 6oablle 8 Hoee, KOMOPbLL 8 OANbHeleM NOCHEeNeHHO
VMEHbUUACA, U 8 HACMOsIUlee 8DeMsi COXPAHSIEMCS CYXOHCUNb-
Has anuzopeghaexcus, aerenus napeza omcymemeyrom. Ilpu-
cmynbsl NpeKpamuaucy nocae onepayuu. /lo nposedenus one-

pauuu nayueHm noay4an aamompudxcurn 350 me/cym
u kaobazam 20 me/cym. B danrvueiluem npu coxpanernuu
CMOLKOU KAUHUYECKOUL pemMuccuu K100azam bbla NocmeneH-
Ho ommeHeH ¢ cenmabpa 2009 e. Iayuenm noayuan Ceiizap
6 monomepanuu 8 doze 350 me/cym. B daavHetimem doza
ovlaa nocmenenHo cruxcena do 200 me/cym. Ilo danHbim
HBDYM 60 cHe coxpaHnsaucy kopomkue duggysroie paspsadsi
ougpoumansvroil rokasuzayuu, borvue cnpasa. Ilpu Kow-
cyavmayuu 6 dexabpe 2019 . nayuenm noayuan Ceiizap
6 doze 200 me/cym; KOHUeHmpayus AamompuolICuHa —
6, 1 mxe/mn (nopma — 4— 10 mke/ma). Ilpu anasruze HBOM:
6apuanm Hopmbol. INUAeNMUPOPMHAS AKMUBHOCIb OMCYM -
cmeyem. B cesazu ¢ daumenvhoii pemuccueii 0b110 NPUHAMO
peuienue 0o nocmenenHom cHuxceHuu 0osvt Cetizapa. Ilpu
CHUdIceHuu 0o3btL do 175 me/cym ommeuero yxyouieHue noka-
samenetl DII 6 anpene 2020 2. 6 sude nosienenus snusenmu-
@OpMHOI aKmusHOCU (80 CHe U HeNOCPeOCMBEeHHO cpasy
nocae npoOYICOeHUsT pecUCmpupyemcs: HU3KUM UHOeKCoM
HU3BKOaMNAUMYOHAS NUK-60AH08AS AKMUBHOCIY C N0KAAU-
3ayueti no NPasviM U Ae8biM A0OHO-UYEHMPANbHbIM Omeede-
Husam, Hezasucumo). Temn cruxcenus dosvt Celizapa Obin
3amednen: ocmaeénena 0oza 150 me Ha 6 mec ¢ darvHelwum
cHUdNCceHuem ewje Ha 25 me. Ilpu KoHcyavmayuu ¢ sHEaA-
pe 2022 e. no dannvim HBIM 3apeeucmpuposana noaodicu-
meavHas OUHAMUKA: OCHOBHASI AKTNUBHOCMb (hOHA COXPAHHA,
nepuoduueckoe pecuoHaNbHOe HUBKOAMNAUMYOHoe 3amede-
HUe No NpagviM A00HO-BUCOUHBIM OMEEOCHUAM, FNUACNMU-
@opmras akmuerocms omcymemeyem. Ilpu nocaeonei Kou-
cyavmayuu 12 uroan 2022 e. 6 6ospacme 28 rem cmoikuil
CMAbUAbHBLI Pe3YAbMAm COXPAHACMCS, INUACNMUPOPMHAS
aKmueHocmos omcymcmeyem 6 600pCcme08aHuu U 60 CHe.
Tlayuenm Haxooumcst 6 COCMOAHUU KAUHUKO-21€KMPOIHYe-
panoepaghuueckoii pemuccuu. B nacmosuee epems npoooi-
acaem noayuams Ceiizap 50 me ympom u 100 me euepom
(150 me/cym). Pexomerndosaro npodoaxcenue mepanuu. Ilo-
6MOopHas KOHCYAbMAayus pekomenoosana yepes 6 mec. Ilpu
omcymcmeuu yXyouleHuss — peuwums 60npoc 0 0anvHeliuem
cHucenuu dozwl Cetizapa. Tepanuro neperocum xopouto. 119
OMCYMCMEYIom.

Ilepenocumoctb Tepanuu. Xopoliasi IEPEeHOCUMOCTb
Ceii3apa B HallleM HaOIIOAEHMY OTMeUaiach y OOIbIITH-
ctBa nauueHToB (94 (90,4 %)), I1D 3aperucTprpoBaHbI
y 10 (9,6 %) nauneHTOB. Ajuleprudeckasi KOXHas ChIlb
otrMeueHa B 5 (4,8 %) cinyuasx u3 104; oHa mosiBUJIach
B TEYEHME MEPBBIX 2 Mec Teparnuu, coctasuia 50 % cpenun
Bcex [1D 1 OpUTa eMMHCTBEHHOM TPUINHOM OTMeHBI Celi-
3apa u3-3a IJIOXOH MepeHOCUMOCTU. TpaH3UTOpHbIE Ha-
pyimieHust co cropoHnl ITHC u keymouHo-KUILIEUHbIE
paccTpoiicTBa OTMEUYEHBbI Y 5 MalMeHTOB, He TpeboBalu
OTMEHBI Tepalliu, B JaJIbHEUIIIEM He OTMEYATHCh.

H3BecTtHO, uTo MamoTpumkuH (Celi3ap) oTIMIacTCs
XOpolleii mepeHocuMocThio. Celizap — oguH U3 HanboJee
«MSITKUX» B oTHoweHuu 1D ADII. 3a MHOTHME TOABI TPU-
MeHEeHUST HAKOITJIeHbl MHOTOYUCICHHBIE JaHHBIE O 6J1aro-
MIPUSITHBIX TTapaMeTpax 6€30MacHOCTU M TIePEHOCUMOCTH
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JIAaMOTPUIXKWHA, BKJIOYasl OJIATONPUSITHOE BIHUSHUE
Ha KOTHUTUBHBIE (DYHKIIMHK, TTIOBEICHNE U HACTPOCHHUE,
B TOM UYHKCJIE Yy JeTel, ¥ OIaronpusITHBIA TTpodUiIb TIepeHo-
CHMOCTH Y >KEHIIIH IETOPOTHOTr0 Bo3pacta. OCHOBHOI IIpo-
01eMOIA SIBJISIIOTCS aJJIEprUuecKyie peakiu; U3 HUX Haubo-
JIee 9acTO BCTPEUYAETCSI KOXHAsl ChIIlb, KOTOpPask MOXET
BO3HMKHYTbH B TIepBbIe 3 Mec (Jalle B TeueHre 1-ro Mecsiia
npuemMa npenapara) [10, 16, 21, 22]. Puck nmosipieHus: KOXHO
CBIIM TOCTOBEPHO ITOBBIIIACTCS ITPY KOMOMHUPOBAHHOM Te-
paruu, ocoOEHHO € BajiblpoaToM. PrcK pa3BUTHs ajliepru-
YeCKOI KOXKHOM ChIIM CYIIECTBEHHO CHIXKAETCS IPU M-
JIECHHOM TUTpalMK OO3bI Iperapara B TedeHue 6—8 Hel.
Taxcke ¢ yBenmyeHreM Bo3pacTa pedbeHKa BEPOSITHOCTD M0~
SIBJIEHMSI KOXKHOM chiru cHkaered [10, 16, 21, 22].

B 1ie1oM mpenmyIiecTBa 1aMOTPHIKIHA T10 TIEPEHO-
CHMMOCTHA OTMEUEHBI B CPAaBHUTEJIBbHBIX MCCICIOBAHUSIIX.
B uccnenoBanum S.1. Johannessen u E. Ben-Menachem
(2006) npu cpaBHeHUU HOBBIX ADII (JlTaMOTpumIKUH, raba-
IIEHTHH, JIEBETUpALIeTaM 1 TOIMPAMAaT) JIAMOTPUIKMH Ha-
XOIMJICS Ha 2-M MeCTe TIOCIIe JIeBeTHparieTaMa 110 HavTydIIei
nepeHocumoctu. Ilo gaHHBIM Haubosiee MaciITabHOro
u pyHnameHTapHOTO cceaoBanus SANAD, TaMOTpUIKIH
He ycTymay KapOaMas3elnHy M0 KIMHUYSCKUM KPUTSPHSIM
OLIeHKM 3(P(HEeKTUBHOCTH, OMHAKO TOKA3aJl IIPEBOCXOICTBO
Haj, KapbaMa3enrHOM I10 ItlepeHocuMocTtu [49].

Hccnenosanue A.M. IusoBaposoii u 3.K. TopuxaHoBoii
(2021), BximouaBiiree 78 MalMEHTOB C pa3IMIHBIMU (hOpMaMH
snwiernicuu, Haomonasixcs B HUKHW neauarpuuy M. akan.
IO.E. Bensruiena, Takke MOATBEPAMIIO XOPOIIYIO TIepeHO-
cumoctb Ceiizapa. B 88,4 % ciydaeB Ceiizap miepeHOCHICS
6e3 I19, B 4 (5 %) ciy4asix OTMEUEHbI TPAH3UTOPHbBIE HAPY-
meHnst co croporbl IIHC 1 kemymouHo-KUIIIEYHOTo TpaKTa
(TOIIIHOTA, TOJIOBOKPY:KEHNE, BO3OYINMOCTh), HE TPeOOBAB-
1IIe OTMEHBI TIperaparta. OTMeHa Iperapara oTpedoBajiach
Jiib B 5 (6,4 %) ciiydasix B CBSI3U C BOSHUKHOBEHMEM ChIITH.
B namem Habmonennu gaHHbeie o 19 okazanuch o4eHb
ONMU3KUMU: 5 CITyyaeB KOXKHOM ChITIU, TIOTPeOOBABLIIX OTME-
HBI TIperapaTa, v 5 cJIy9aeB TPAaH3UTOPHBIX JKETYITOUHO-KH-
IICYHBIX ¥ HEBPOJIOTMYECKIX HAPYILICHUH, KOTOPBIS TTPOIILTH
CaMOCTOSITEJTFHO ¥ OTMEHBI ITperapara He ITOTpe0OBaIH.

MHorue aBTOpBI TAKsKe TOTYSPKUBAIOT XOPOIIIYIO TIepe-
HOCHMOCTb JIJAMOTPHIKIHA Y TTALIEHTOB AETCKOTO Bo3pacTa
[18, 19, 26, 39]. I1o manHbM R. Moavero u coasr. (2017),
13 HOBBIX ADIT mamotpumkuH otHocuTcs K ADIT ¢ Hammy4-
11IeH TIepeHOCUMOCTBIO Y IeTelt 1 Harbosiee 01aronpusiTHbIM
BIIMSTHUEM Ha KOTHUTUBHBIE (GDYHKIMHU neteit [59].

Bansanne Ha KOrHUTHBHbIe (DYHKIHH, NOBEIEHHE
1 HACTpoeHHe. Y 8 HAIIIMX MTAallMeHTOB py BBeneHun Ceii-
3apa ObUIO OTMEYEHO 3HAUYMTEIPHOE YIyUIIeHNEe HACTPO-
eHus U noBeneHus (B 1 ciydyae 3TO Jajio BO3MOXHOCTb
OTMEHUTh MPUHUMAEMbIe MMAIIMEHTKON aHTUICIIPeCCaH-
ToI). Hu B ogHOM cllydyae He ObUIO OTMEUEHO HeraTHUB-

Horo BiausHuA Ceiizapa Ha IMaMsATh, BHUMaHHE, HACTPO-
eHue U noBeAcHME (IT0 OILIEHKE IMAIMEeHTOB, POXUTEICH
JIeTei 1 B HEKOTOPHIX CIIyJasix — HEMPOIICHUXOJI0Ta).

MHorue aBTOpbl OTMEUaloT 01arorpusITHOE BIUSHUE
JIaMOTPUIKMHA Ha KOTHUTUBHBIE (DYHKIIUM, HACTPOCHHUE
U TIOBeieHune, B ToM unciie y neteit (F. Andersohn 1 coaBT.,
2010) [25, 37, 50, 62, 70]. CaMblit HU3KHI PUCK PA3BUTHUS
nenpeccuu u cynimaa (<1 %) rnpu npueme JJaMOTPUIKA-
Ha [62], o ganaeM B.B. KanuauHa, 00GyciioBiIeH cepo-
TOHUHEPTUIYCCKMMHM CBOMCTBAMU IIpeliapaTa, B CBSI3U
C YeM OH MOXKET OKa3bIBaTh JEICTBHE, CXOTHOE ¢ AP deK-
TaMM aHTUAETIPECCAHTOB (TaKMX KaK CEJICKTUBHBIC MHTH-
6uTOpHI 0OpaTHOrO 3axBaTa cepoTroHuHa) [50]. s cpas-
HEHMs, K IIpeliaparaM K3 TPYIIIBI BEICOKOTO pUcKa 10
pasputuio genpeccuu (>10 %) oTHOCATCST GapOUTYpaTh,
BUTa0AaTPYH 1 TOITMPAMAT, M 3TOT II0Ka3aTeIb MOXKET OBITh
elll¢ BBIIIC Y MAIlMEeHTOB M3 TPYIIILI PUCKA, B TOM YHCIIE
C MIPOSIBIIEHUSIMU Jenpeccuu A0 HazHadyeHust ADII [62].
Wrpaet poib 1 nipeobiiagaonini MexaHu3M JIeMCTBUS TIpe-
maparta. ADII ¢ mpenmyIiecCTBEHHBIM BIUSITHUEM Ha HATPU-
€BbIe KaHAJIBI (BKJIIOYAsT JJTAMOTPHUIKIH), MTO-BUINMOMY,
OKa3bIBAalOT MUHMMAJILHOE BO3IEMCTBYEC HA KOTHUTUBHBIC
¢dynkunm (Sankar, Holmes, 2004), B omtmuue ot ADII
¢ ipeodnmanaromnM TAMKepruueckum aeiictBuem. Xo-
polasi IIepeHOCUMOCTh W OJIAaTONPUSITHOS BIMSHHUE Ha
HaCTpOEHME, KOTHUTUBHBIE (GYHKIIUY ¥ KAYECTBO KM3HU
JIeJAl0T JIAMOTPUIKIUH OCOOCHHO MEPCIEKTUBHBIM JIJIS
MMPUMEHEHUS Y AeTe, TOAPOCTKOB M MOJIOIBIX B3POCIIBIX
[37]. TTo muenwmio S.I. Johannessen 1 E. Ben-Menachem
(2006), GonbHBIM 3ruIencueil ¢ ahpheKTUBHBIMU pac-
CTpOIiCTBaMMU 11eJIecO00pa3HO Ha3HAYaTh JIAMOTPUIKIH,
BaJILIIPOAT WM KapOaMasenuH, Tak Kak 3Tu ADIT moryt
MMPUMEHATHCS KaK CTaOMIM3aTOphl HacTpoeHus [49].

ITo narabIM 0030pa R. Moavero u coast. (2017),
n3 10 HoBBIX ADII naMoTpUIKUH U pypUHAMUIL OBLIN
paclieHeHbI KaK Ipernaparsl ¢ HAaWIydIIuM BIMSIHUEM Ha
KOTHUTUBHbBIE (PYHKLIMK OeTei [59].

JlaMoTpuIXuH, Hapsiay ¢ KapbaMa3emuHOM, MOXET
OKa3BIBaTh ITOJIOKUTEILHOE BIMSIHIE HA BHUMAaHUE U T10-
BEICHNE, a TAKXKE YMEHBIIIACT BEIPAXKEHHOCTD ITPOSIBIICHUI
cuHIpoMa AeduIInTa BHUMaHHUS U THUIICPAKTUBHOCTHU
y 60bHBIX aruaencueii [10, 21, 22].

ITo manubM otderta padoueii rpynmbl ILAE (ILAE Task
Force Report 2016), namoTpumkuH oTHocuTcs K ADII
¢ OJ1aTOIPUSITHBHIM BIMSTHAEM Ha KOTHUTUBHBIC (DYHKIINHI
y IeTel, a TAaKXKe SIBNsIETCS eAMHCTBEHHBIM U3 ADII ¢ no-
Ka3aHHO 0JIArONPUSITHBIM BIMSHAEM Ha IIOBEICHUE Y Ie-
Teit ¢ sarmiericueii [25].

IIpuBonumM o0oO0IIaIONIMEe JaHHbIE OTYeTa paboueit
rpynisl ILAE o meiictBun ADIT Ha KOTHUTHBHBIC (DYHK-
LI 1 TIOBeACHME JeTell, OCHOBAaHHBIC Ha pe3yjIbTaTax
o03opa nuTepaTypsI [25].

27
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U noBefieHUe y aeTei» [25]:

HeUTpatbHbIN 3(hheKT Ha TTOBeieHE: KapbaMa3enH;

TIOJIOXXUTETbHBIN 3(1)(1)61('1' Ha INMOBCIACHUE: JAMOTPUIKWH.

IMo nanubM oTueta paboueit rpymel ILAE (ILAE Task Force Report 2016) «Brmusitiue ADI1 Ha KOTHUTUBHBIE QYHKITUN

HeraTUBHbIE KOTHUTUBHBIE 3(DEKThI y AeTell ¢ anuiencueil umert dheHodbapouran, GeHUTONH, TonMpamar, 30HUCAMMU]T;
HeraTtuBHbIE 3(DGEKTHI HA TOBEACHUE eTel: (heHOOapOUTal, BAJILITPOAT, TabareHTHH, TONKMpaMar, JieBeThpaleTaM U 30HUCaMU];
NMaHHBIE B OTHOIIIEHUY BIusTHYS ADT1 Ha KOTHUTUBHBIE (DYHKIIUA U TTOBEeHNE TIPOTUBOPEYMBHI, HE TOKA3aHbI: TOCYKCUMMUII,
ki106a3aMm, Burabatpun*, endbamar*, mperadanH, CTUPUTIEHTOT ™, pyhUHAMUIL, JJAKOCAMU] U pETUTa0NH™;

HeUTpaTbHBIN 3(PhEKT B OTHOIIEHUY KOTHUTUBHBIX (DYHKIIMIA: BATTBIIPOAT, KapOaMaselH, TabarieHTH U OKCKapOa3erH;

TTOJIOKUTEIbHBIE KOTHUTUBHBIC 3(1)(1)6KTI)II JIAMOTPHUIKUH U1 JICBETUPALICTAM,

I1o naHHBIM HegaBHO MPOBEAEHHOTO 0030pa JIMTepa-
TYpBI 10 BoIlpocy BiausHUS ADIT Ha TmoBeneHue, IICUXU-
YyecKylo cdepy M KOTHUTUBHBIE (pyHKLIMU ripu DPD [73],
JIeBeTHpalieTaM, IepaMIlaHe] M, B MEHbBIIEH CTEIeHHU,
OpuBapalieTaM acCOLMMPOBAHBI C IICUXUISCKIMU U TIOBE-
JMIEHIeCKUMHU HapyIICHUSIMHU (BKJIIOYAsI arpeCCUBHOCTD U
pa3mpaXuTeTbHOCTD) Y TALIMEHTOB 3TO# KaTeropun. To-
mpamMar 1, B MEHbIIICH CTETIeHH, 30HCAMMUIL ACCOLIMUPO-
BaHBI C PEYCBBIMM HAPYIIIEHUSIMHM, KOTHUTUBHOM 3aTOPMO-
JKEHHOCTBIO ¥ TIPOOJIeMaMHU IAMSITH, a TAKKE C HETaTUBHBIM
BJIMSTHHEM Ha PSiI aCIIeKTOB KOTHUTUBHBIX (DYHKIIUIA, B TO
BpeMsI KaK JIJAMOTPHUIIKIH, a TAKKE JIeBeTHpaLieTaM 1 Opu-
BapalieTaM MOTYT OKa3bIBaTh ITOJIOKUTEIBHBIN 3¢ (eKT Ha
KOTHUTHBHBIE (PYHKIINH. JIaMOTPHIKITH MOXKET BBI3HIBAThH
HapyIIeHUs CHA, B TO BpeMsI KaK IlepaMITaHe)I, HAIIPOTHUB,
MOXKET YJIy4IlIaTh COH (BEPOSITHO, B CBSI3M C OoJiee BhIpa-
KEHHBIM cemaTUBHBIM [13). PrcK ncuxmieckux 1 mose-
neHJecKux I19 BhIIe Mpy HAIMYIWY TaHHBIX HapyIIeHU
B aHAMHE3¢ MAIMeHTA.

BraronpusarHoe BIusSHUE IAMOTPUIKITHA Ha Pa3Idd-
HbIE TIapaMeTpbl KOTHUTUBHBIX (DYHKIIWi, ITOBEICHUS
U1 HACTPOEHUSI UMEET OCOOEHHO 0O0JIbIIOE 3HAYEHUE B CBSI-
31 C BBICOKOIM YaCTOTOM BCTPEYaeMOCTH KOMOPOUIHBIX
PacCTPOMCTB IMOBEACHUSI U HACTPOCHUS Yy IMAIlMCHTOB
¢ samwrernicueit. [IpyBomuM B KauecTBe IIpUMepa UCTOPHIO
00JIe3HU MTallUeHTKHU, Y KOTOpoii BeIOop Ceiizapa ObIT 00-
YCJIOBJICH MPEKIIE BCEIO XOPOIIei IEPeHOCUMOCTHIO TIpe-
Imapara ¥ OTCYTCTBMEM HETaTUBHOTIO BIMSIHMS Ha KOTHU-
TUBHBIC (DYHKIIMU 1 HACTPOCHME.

KnuHuueckuu cnyyai 5

Ilayuenmrxa M. (2005 e.p., 17 aem). Habarooaemcs
6 UITHD um. Cem. Jlyku c 2010e., ¢ 5 rem. [uaeno3: npeonono-
JHCUMENbHO 2eHemuU1ecKasi POKANbHAs InUaencusl, 00)C1061eHHAsS
mymayueti 6 eene ANKRD 1; koeHumueHbie HapyuieHus.

[lepunamanvHoiii aHamHe3 He OmsOWeH; PaHHee pa3eu-
mue — ¢ 3a0epiHCKOLl NCUXUHECKO20 U peueoe0 pa3gUumusl;
HacnedcmeeHHOCMb He OMsA2OUeHd.

Ilebrom npucmynog 6 7,5 mec (uHpanmuavHbie snusen-
muueckue cnasmot). Ilpucmynst npexpamuiauce 6 6ozpacme

*ABII He 3aperncTpupoBaH B PD.

1-20 200a xcusnu Ha ghone npuema éanvnpoama (denaxKut,).
Ommena denakuna c gpeepans 2013 e. Peyudue BCII 22 mapma
2020 e.: nocae 0aumenbHo20 OMCYMCMEUsS NPUCMYNO8 0e3
sneyenus: 8 6odpcmeosanuu 603nux BCII (monuueckuii), Ha-
YaBUIUIICA C OPOANUMEHMAPHBIX AGMOMAMU3MO8 U burame-
DAAbHBIX HCECMOBBIX ABMOMAMUIMO8 8 DYKAX 8 COCHOSHUU
CNYMAHH020 CO3HAHUSL (8 IMO 8peMsi NAUUeHMKa 00pawanacs
K Mamepu u eogopuna: «I[locmompu Ha meHs»), ¢ nocaedyro-
welli NOCMAIPUCMYNHOLL HeuwemKocmbio peuul. /o 603HUKHOGe-
HUsl 0GHHO20 NPUCMYNA pooumen omme4anu peokue Kopom-
Kue 2nu300bl 6 gude 0pOAAUMEHMAPHBIX ABMOMAMUIMO8
(3nu300b1 NPUUMOKUBAHUSL, 8 IMO 8PEMsl 0e80HKA 2080PUAA:
«llocmompu na mens»).

IIpu ocmompe nocae peuuousa (28 mapma 2020e2.): oua-
208ble CUMNMOMbL omcymcmaylom. Beiseasitomes ymepentoie
KOCHUMUBHblE HAPYUIeHUSI.

Ilpu ananuze HBOM: 6 nauane 3aboneeanus na 39T
peeucmpuposanacy euncapummus. B darvnetivem na 331
COXPAHANACH SNUNENMUDOPMHASL AKMUBHOCMb 8 8Ude 006po-
KauecmeeHHbIX INUNENMUPOPMHBIX NAMMEPHO8 Demcmea
C 8e0yWUM 04A2OM 8 NPABLIX 3AMbIIOYHbIX OMBeOeHUsX,
¢ nepuooutecKum pacnpocmpaneruem Ha npagoe noayuiapue,
a makoice Ha obe eemucgbepnl. Bo cre undekc snusenmughopm-
HOU GKMUBHOCMU 3HAYUMENbHO HAPACMAU.

BP-MPT 3 T (2016 2., Mockea; KoHCyabmauyusi CHUMKO8
npogh. Xonbmxayzenom): omcymcmeue 3HauumMblxX SNULenmo-
2EHHbIX UBMEHeHUI 8 CMpYKmYype Mo32d.

B c653u ¢ pazsumuem peyuduea 603HUKAA He0OX00U-
MOCMb 8 80300HOBAEHUU AHMUINUAENMUYECKOU mepanuu.
C podumensmu nayuenmku bvlaa nposedena beceda o 8vl60-
pe ADII. C yuemom nodpocmko602o eo3pacma degoux, ¢o-
KanbHOIL hopmbl InUAENCUU 8 Kayecmae Npenapama 8sloopa
obin pexomerndosan Ceiizap (1amMompuo’CcuH) 8 MOHOMePanuu.
Ilpu ewvibope npenapama yvumei8a10cy makoce HALU4Ue
Y nayueHmKU HelpoIHOOKPUHHBIX HAPYUWEHUI U HapyuleHU
MeHCmpyanbHoeo yukaa (0o Hauana aeenus ADII), a makce
KOeHUMUBHbIX U nosedenyeckux Hapyuwenui. Ceil3ap Ha3Ha4eH
6 mapme 2020 e. 6 doze 200 me (1 mabn) Ha HO4b NOCMOSHHO
OnumensHo. J[isi MUHUMU3AUUY PUCKA pa38umus ariepeuu Obina
pexomendosana meorennas mumpayus Celizapa HauuHas
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¢ 12,5 me/cym, ¢ nosvluieruem doswt 1 paz 6 nedearo. Ha ghore
npuema Ceiizapa 3apecucmpuposano 3 OKanbHbix npucmyna
C UBMEHEHHbIM COCIOSIHUEM CO3HAHUS, C OPOAAUMEHMAPHbIMU
aA8MOMAMUMamu U OUAAMEPANbHBIMU JCECOBbIMU ABMOMA-
muzmMamu 8 pykax (6 smo epems degouxa eosopuna: «llocmompu
Ha meHs»). Ilepeviil npucmyn 6o3uuk 6 koHue aseycma 2020 e.
nocne moeo, Kak pooumenu HAYUEHMKU CAMOCMOSIMENbHO OM-
menunu eit Ceiizap Ha I Hed. B danvreituem npuem Ceiizapa 6vin
60300H06¢eH U 003a yeeauvera 0o 300 me/cym. Budumote npu-
cmynwl omcymemeyiom ¢ cenmsops 2020 e.

Ilpu nocnedueit koncysomayuu (12 anpeas 2022 e.)
6 gospacme 16 nem: npucmynsi OmMcymcmaym ¢ cenmsops
2020 e. Ilo dannbim nocnedneeo BOM (anpens 2022 2., HITHD
um. Cem. Jlyku): ocHOBHas1 akmusHocmb oHa 6 HopMe.
B 60dpcmeosanuu snusenmu@opmHas akmMugHOCMs OMCym-
cmgyem. Bo cne — edunuunble ocmpbie 604HbL NO NPABLIM
AN00HO-UeHMPANbHbIM 0meedeHusM. B yeaom, evipasxcennas
noaodcumenvHas OUHAMUKA.

[Ipu nposedenuu pexomeH008aHHO20 6 C8A3U C peyUOUBOM
2eHemu1ecK020 Uccaedo8anus (NOAHOe CeK8eHUPOBaHUe K-
3oma, «lenomeo»): visenreHa eemepo3ucomuas Mymayus
6 eene ANKRD1. 3abonesanue, accoyuuposanHoe ¢ 2eHOM:
cundpom KBG (148050), aymocomHo-0omunanmubiii mun Ha-
credosanus. Xoms pekomer008aHHOe Ucc1ed08anue Mymayuu
8 eene ANKRD 1 y oboux podumeneii 6 Hacmosujee epems euje
He nposedeHo, 8blCOK0BEPOSMHO, YMO NPUYUHOLL 30001e6aHUS
A6ASEMCSE MYMAYUS 8 IMOM 2€He 8 C853U CO CXOOCMBOM KAU-
Huyeckoil kapmutsl. OOHAKO HeAb3s. NOAHOCIbIO UCKAIOUUMb
U CMPYKMYPHYI0 SMUOA02UI INUAENCUL.

B nacmoswee epems noayuaem aamompudxncur (Ceiizap)
100 me ympom u 200 me eeuepom. B ceszu ¢ pemuccueii npu-
CMYN08, 8bIPpANCEHHOU NOAOHCUMENbHOU OUHAMUKOU Ha DDT
u xopouteil nepenocumocmoio mepanuu (omcymcmeuem 119)
pekomendogano npodoavcenue monomepanuu Cei3zapom
6 doze 300 me/cym.

B Hacmoswee epems nayuenmka npodoadxcaem npuHu-
mamo Celizap 6 moHomepanuu >2 aem.

Kommenmapuu. C yuemom nodpocmkogozo 8o3pacma
desouku, hokansHoll hopmel Snusencuu 8 Kavecmae npena-
pama evibopa bvin pexomendosar Celizap (1amompuoicut)
6 monomepanuu. IlIpu gvibope npenapama y4umol8ai0co maK-
Jce Haauuue HelpoIHOOKPUHHbBIX HAPYUEHU U HaApYUeHUll
MeHCmpyanrvbHoeo uukaa (eo3nuxwux 0o npuema ADII),
a makoice Haau4ue KOCHUMUBHbIX U N08edeHYeCKUX Hapyule-
Huil. Xoms nayuenmka, Haxo0Auwascs 8 NOOpOCMK080M 803~
pacme, cmpadaem KOSHUMUBHBIMU HAPYUIEHUSMU, U N0 IMOlL
nputuHe 80npoc ee 6ydyuieco 0emopodcoenus He 8bixo0um Ha
nepeulii naaH (6 omauuue om nayueHmox OaGHHOU 803paAcmHOLL
2PYNNbL C HOPMANbHBIM UHMEANEKMOM, CHOCOOHBIX JHCUMb
CamocmossmenbHo U NAGHUPYIOWUX CO30aHUe ceMblU), 8b100p
npenapama, He ycy2yoasoujeo umerouuecs y 0e6o4Ku Heli-
POIHOOKPUHHbIE HAPYUIEHUs U 001a0aroue20 61a20NpUsSMHbIM
GAUAHUEM HA KOCHUMUGBHblE (YYHKUUU U noBedeHue, cHOCO0-
CMEYem NOBbIULeHUI0 KAYeCmEa JHCU3HU CeMbU.

Cienymoliasi UICTOPUSL IEMOHCTPUPYET yJydlleHue
IICUXUYECKOTO COCTOSIHUSI MALIMEHTKY ITOCJIEe 3aMEHbI TO-
nupamara Ha Celizap B MOHOTEpaIlUH.

KnuHuuyeckui cnyyai 6

Ilayuenmxa M. (1993 c.p., 28 nem). Habawodaemcs
6 WITHD um. Cem. Jlyku c 2008 e., ¢ 15 aem, ¢ duaernozom
gokanvHoll 3nusencuu HeycmarogaenHoi smuonoeuu (G40.9).
Ilpucmynoi: hokansrble c agmomamusmamu ¢ HapyuieHuem
cosnanus, BCII. llebrom npucmynos ¢ 3 rem.

JlaumenvHo npunumMana monamakc, NPUCynsl OMcym-
cmeosanu.

B cea3u ¢ dnumenvHoll KAUHUKO-21eKMPOIHUeparozpa-
@uueckoil pemuccueli Monamarc 0bia NOCMeNneHHO OMMEHeH
¢ cenmsops 2013 e. B urone 2014 2. peyudue BCII 6e3 mepa-
nuu u yxyowerue nokazameaneii 931 (énepgvie 03HUKAO
nepuooduteckoe Hepummu4Hoe 3amedneHue no NPaegoiil BUCOU-
HOll 06aacmu ¢ KAIOYeHUeM KOMNAEKC08 OCMpasi—MeONeHHas
B0/HA, NPEUMYUECMBEHHO 60 CHe). B cea3u c peyudusom me-
panus monamaxcom 6viaa 60300HoeAeHa 6 doze 100 me/cym;
NPUCMYNbL OMCYMCMBO8ANU, COXPAHAAACH KAUHUKO-I1eK -
mposnyeganoepapuueckas pemuccus. OoHaxo cnycms 3 eoda,
6 dexabpe 2017 2., ommeueHo @vipascentoe yxyouleHue ncu-
XU4eCcK020 COCMOsHUSL NAYUeHMKU (nposeaenus denpeccu,
HeobbluHble Udeu, CMPAHHOCMU NOBe0eHUs), 8 C8A3U C YX)O0-
weHuemM COCMOAHUS NAUUeHMKA npeKkpamuna obyueHue
6 maeucmpamype. Korncyabmupoeana ncuxuampom, OUazHocmu-
posar denpeccusHblii snu3o0. Ilposodunace mepanus anmude-
npeccanmamu. B ces3u c nomeHyUanbHbimM HeeamugHsiM ek -
MOM MORUPAMAMA HA NCUXUYECKOe COCMOsIHUEe npogedeHa
3aMeHa monamaxca Ha aamompuodxcur ¢ saueaps 2018 e.
Ha ghone 3amenvr mepanuu u npuema AGMOMPUONCUHA COXPAHS-
emcst KAUHUKO-31eKmpodHyegharoepagueckas pemuccus.

Ilcuxuueckoe cocmosiHue nayuenmiy NOCMENeHHo YayH-
wunoce. Ilpu noemophoil Koncyssmayuu ncuxuampa (de-
Kabpy 2019 2.) duaznocmuposano opeanuvecKoe IMOYUOHANb-
Ho-nabunvHoe paccmpoiicmeo. Agpgexmuenvix HapyuieHuil
He gbiseaeno. JlonoanumensHoil mepanuu ve noayuaem. Om-
Mena mepanuu aumudenpeccanmamu c uroasn 2019 e.

IIpu nocaedueii koncysomavuu ¢ UAHD um. Cem. Jlyku
3 mapma 2022 e.: coxpausemcs pemuccusi NpUCmMynos
c urons 2014 e. BOM (mapm 2022 2.): ocHoéHasi akmueHoCmb
ona 6 Hopme; 8 600PCMBOBAHUU — HOPMA, 80 CHE — eOUHUY-
Hble 0OCmpble B0AHbL N0 NPABLIM BUCOUHBIM OMBEOCHUSIM.

ITlayuenmka Haxodumcs 6 cOCMOAHUU KAUHUKO-I1€K -
mposHyeghanoepaghuueckoil pemuccuu 6 meuerue 6 sem.

B Hacmoswee apems npodonxcaem npunumams Ceiizap
6 dose 150 me/cym: 75 me ympom u 75 me éeuepom. Konyen-
mpauus ramompudxcuna — 5, I mxe/ma (Munumanvras) (Hop-
ma — 4—10 mxe/ma). Tepanuio nepenocum xopouwio. 119
He ommevaemcs.

Kommenmapuu. Jlannulii kaunuueckuii npumep noouep-
Kueaem 6Oaaeonpusamuoe eausinue Cellz3apa Ha NCUXUYECKYIO
chepy nayuenmku. 3amena monamakca na Ceiizap npugena
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K UCHe3HOBEeHUI0 CUMNMOMO8 0enpeccuil, U 8 Nocaedyroulem
cmana 603MONCHOI OMMeHa aHMUOenpeccanmos,; ncuxu4e-
CK0e cCOCMOsIHUe NAYUeHMKU ONUMENbHO 0Cmaemcs cmadunb-
HbIM NpU COXPAHEHUU OAUMEeNbHOU KAUHUKO-21eKMPOIHYe-
ganoepagpuueckoii pemuccuu.

B cutyauusix, koraa mpucTymnbl BO30OHOBIISIIOTCS ITOCTIe
JUTUTEJIbHOM PEMUCCUHU U KEHIIMHA HAXOIUTCS B IETOPOJI-
HOM BO3pacTe, IperapaToM BHIOOPA B CBSI3U C ONITUMAJThb-
HBIMHU ITapaMeTpaMu IePEeHOCHMOCTU M 0e30IacCHOCTHU
Y XKEHIIUH JETOPOTHOIO BO3pacTa MOXET OBITh JAMOTPUI-
xuH (Ceiizap). [IBe IpencTaBIeHHBIC UCTOPUU OOJIE3HU
WUTIOCTPUPYIOT TpyIHOCTH Bbi0Opa ADII y >keHIIMH aeTo-
POTHOrO BO3pacTa, TaAKXKe MMEIOIINX COITYTCTBYIOIINE
KOTHUTHUBHEBIC 1/ WJIH TICUXWUYECKUE HAPYIIEHHS. DT KIIHM-
HUYECKHE CITydand IeMOHCTPUPYIOT IIPEUMYIIECTBO BBIOO-
pa B ITOJIB3Y JIAMOTPUIDKITHA KaK B CBSI3H C OJIATOIIPUSITHBIM
BJIIMSTHUEM IIperiapaTa Ha IICUXUYeCKyIo cpepy 1 KOTHU-
TUBHBIE (PYHKIIUM, TaK U C OTCYTCTBHEM HETaTUBHOTO
BJIMSTHUS Ha PEIPOAYKTUBHYIO (DYHKIIWIO V XKCHIIIH JIe-
TOPOTHOTO BO3pacTa (BOIPOC, KOTOPHIN MOIAPOOHO 00Cy-
XKJIaeTcs B CIIEAYIONIEM paszee).

IIepenocumoctp 1 Oe3onacHocTh Ceiizapa y KeHIIUH
JIETOPOIHOTO BO3PACTA: BIMSHHE HA PENPOAYKTUBHYIO CHC-
TeMy y JKEeHIIHH W 0€30IaCHOCTh BO BpeMsI 0epeMeHHOCTH.
B Hamrem HabGmoneHUM y9acTBOBAIIO 12 XXEHIIMH AETOPOI-
Horo Bo3pacTa, u3 Hux 10 monyyanu Ceiizap B MOHOTEpa-
mu. [1pu npumenerun Ceiizapa He OTMEUEHO BIMSTHUS
Ha 9HIOKPUHHYIO CUCTEMY, HE BBISIBICHO CTATUCTUIECKH
3HAYMMOT'0 M3MEHEHHUSI MAaCCHI TeJIa M pa3BUTHUSI HEMPO3H-
JTOKPMHHBIX HAPYIIICHMI1; TIpeIiapaT He OKa3bIBaJl HeraTHB-
HOTO BIMSHUS Ha (pOpMHUpPOBaHME PEITPOTYKTUBHOM (PYyHK-
LIMY B TOAPOCTKOBOM MEPHOIE. DTO SIBIISICTCS BaXKHBIM
mpenmMyinecTBoM Celizapa B JIEYeHNH STICTICUH Y KCHIITNH
U JEBOYEK IOIPOCTKOBOIO Bo3pacTta. BaxkHo, 4To JaMoTpHI-
XUH oTHocHTCs K ADIT, He BIUSIOIIMM Ha Maccy Tejla v He
MIPUBOISAIINM K pa3BUTHIO KocMeTrdeckux [19, uro mo3Bo-
JIgeT U30exKaTh MHOTHX OCJIOKHEHUIM TePAITiX ¥ 3HAYNTEITb-
HO ITOBBIIIACT KOMITIAGHTHOCTD JICYeHMSI, OCOOCHHO Y IeBO-
YeK-TTOJPOCTKOB ¥ MOJIOJBIX KEHIINH [28, 66, 67].

B Hacrosiee Bpemst HauboJjiee 6e30IacHbBIMU TIperia-
paTamMu y KEHIIWH, B TOM YHUCIIe IIPU OCpEeMEHHOCTH
(B CBSI3M ¢ HAMMEHBIIINM T€PATOT€HHBIM PHCKOM), CUUTA-
I0TCSI TAMOTPUIKMH U JIeBeTHpalleTaM, TAaKKe TIOSIBIISTIOT-
cs1 JaHHbIe 00 OTHOCUTEIbHOI 0€30ITaCHOCTU OKcKapOa-
denuHa. [lo JaHHBIM perucTpoB OEpPEeMEHHOCTH,
HAVMEHBIINMA PUCK TEPATOT€HHOIO BO3ICHCTBUS CBSI3aH
C IIpMEMOM JIaMOTPUIKIHA U JIEBeTUpaIeTaMa, COIocTa-
BUM IIPU UX MIpHEME U HaXomuTcs B npeneiax 2,0—2,4 %
(m1st cpaBHEHMS, YaCTOTA IIOPOKOB Pa3BUTHUS O€3 JICUCHUS
cocraBuiaa 1,1 %) [72]. Ana cpaBHeHMSI, IPUMEHEHUE
BaJIBIIPOATA BO BpeMsI OEPeMEHHOCTH COIPSKEHO C HAaM-
0oJiee BHICOKUM TepaTOreHHbIM puckom (5,4—20,3 %),
IIPY 3TOM PUCK 3HAYMTEIHLHO ITOBBIIIEH ITPU IPUMEHEHNHI
cyTouHOM 1036l >600 MIr 1 0COOEHHO BBICOK IIPU 103€
>1000 mr/cyT [44].

DTHU 3aKOHOMEPHOCTH IPOCIICKMBAIOTCS IIPY aHAJIM -
3¢ OOJIBLIMHCTBA PerucTpoB oepeMeHHOCcTU. Hampumep,
B ucciemoBanuu D.G. Vossler (2019), cpaBHUBaIOLIEM
TepaToreHHBIN 3pdekT 8 ADII Mo maHHBIM perucTpa
EURAP, oxBarsiBatomero 42 cTpaHbl, 9aCTOTa IIOPOKOB
pa3BUTHS IS JIAMOTPHIIKITHA U JIEBeTHpalleTaMa OCTaeTCs
HauvMeHbllel u coctasisieT 74 (2,9 %) u3z 2514 ciydaes
OGepeMeHHOCTH it JamMoTpumxkuHa, 10 (3,0 %) ciaydaes
u3 333 s okckap6azenuna u 17 (2,8 %) u3 599 s ne-
BeTupateTama [76]. Xoreaock 6b 0OpaTUThL BHUMaHUE
Ha TO, YTO YHCJIO CllydaeB OCpPeMEHHOCTH IIpU IIpHeMe
JIAMOTPUIKMHA 3HAYNUTEIBHO IIPEBHIIIAET YU CIIO HAOJIIO-
nmeHwnii mst apyrux HoBeix ADI. Takum obpazom, Ge3ormac-
HOCTB JIJAMOTPHUIKMHA TIPU OEPEMEHHOCTH 3HAYUTEIHLHO
Jydiie u3ydeHa, yeM 3¢ deKkT apyrux HoBbIX ADII.
U ¢ yaeToM 3TOTO haKTOpa OUECHB BAXKHO, YTO JIAMOTPH/I -
KMH paclieHeH KaK 0e30MacHbIi mpenapar.

Ilo naHHBIM HETABHO OITYOJIMKOBAHHOTO UCCIEI0BAHUS
TeyeHus 123 6epemeHHocTe y 110 3KEHIIUH ¢ SIUIETICHUEN,
MoJTyJaromuyx nomrepanuio ADI1, B ieJToM yacToTa mopo-
KOB pa3BuTHs Ha ¢oHe nmonutepanuu ADII cocraBmia
10,4 %, u HanGoee BEICOKUIA pPUCK BPOXIEHHBIX IIOPOKOB
pa3BUTHS OBUT OTMEUCH ITpH IipreMe Basbiipoata (OP 4,441;
95 % AW 1,165—-16,934; p = 0,029), deHobapbuTaia
(OP 13,636; 95 % AU 2,146—86,660; p = 0,006) 1 Tonmpama-
ta (OP 7,527; 95 % AW 1,764—32,118; p = 0,006) [71].

be3onacHocTh npuMeHeHUs IpU OePEMEHHOCTU HO-
BbIX ADII, MOSIBUBIIMXCS B ITOCJICIHUE TOIBI, €Ile HaX0-
JIUATCS B IIpOIlecce U3YYCHMSI, M B HACTOSIIIEE BpeMsI TaH-
HBIX HEIOCTATOYHO.

HecMmoTpst Ha moKa3aHHO TOCTATOYHO BHICOKMIA Tepa-
TOTE€HHBII PUCK B CIIy4yae IIpreMa MaTepblo BaIbIIpoaTa BO
BpeMsI OepeMEHHOCTH, C IPYTOil CTOPOHBI, OTKA3 OT BaJlb-
IIpoaTa MOXET IIPUBECTH K YXYIIICHUIO TCUCHUS SITHJICTI-
cun. OcoOeHHO OMacHBI AJIS TUI0JA OOIIKe CyIOPOKHBIE
MIPUCTYIIBI, KOTOPBIE aCCOLIMMPYIOTCS C TUTIOKCHEH 1 JIaK-
TaT-allMI030M, YTO MOXET IIPUBECTU K ac(PUKCUM ILTONA
[46, 74]. Bpau nomkeH nHGOPMHUPOBATH JKEHILMHY 000 BCEX
BO3MOXHBIX PHCKaX, CBSI3aHHBIX C IIPUEMOM BaJIbIIpOaTa
M OTKA30M OT ero IpuMeHeHrs1. OTBeTCTBEHHOCTh B IIPH-
HSITUU PEIICHUS O TIpUeMe BaJIbIIpoaTa JODKHA OBITh pa3-
JeJieHa MexX Iy IallMeHTKOM 1 jevaliM BpadyoM [55].

ITo panabeM peructpa EUPAR, mpriMeHeHNe HU3KMX 103
BaJIBIIPOATA B IOJIMTEPAIIN OBLIO aCCOLMMPOBAHO C MEHEe
BBICOKOM YaCTOTOM ITOPOKOB Pa3BUTHSL, YEM ITPU ITIPHEME BATb-
Mpoara B BLICOKMX 103X B MOHOTeparuu [74].

OnmHMM 13 BO3MOKHBIX ITyTei peIIeHHsI IIPOOIeMbI TUC-
OaJytaHca MEXKIy BbICOKOM 3(P(DEeKTMBHOCTBIO BAJIBITpOATa IIPU
WI'D 1 m10Xx01i MepeHOCUMOCTBIO Y JKEHIIUH JETOPOIHOTO
BO3pacTa MOXeT OBITh Mepexon Ha KombuHaumio Ceiizapa
1 BaJIbIIpoaTa (CO 3HAUUTEIIbHBIM CHIKEHHE TO3bI IIOCIe-
HETo mperapara 10 6ojiee 0€30I1aCHOTO YPOBHSI).

B 2 cnyyasx B HalieM HaOJIIOIEHUHN Y XKEHIITUH PEIpo-
IyKTUBHOTO Bo3pacTa Ceiizap ObLT 100OaBiIeH 2-M MIpera-
paToOM K BaJIBIIPOATY, YTO ITO3BOJIMIIO YMEHBIIUTH 03y
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BaJIbIIpoaTa B 2 pa3a U YAyJIIUTh IIEPeHOCUMOCTh JICICHHUSL.
B 000ux 3THX cily4yasix IMpOBOAMIACH MOMNbITKA MOJIHOM
3aMeHBI BasibIipoara Ha Ceiizap ¢ y4eTOM KaK PerpomyK-
THUBHOTO BO3pacTa ITallMeHTKH, TaK U BBIpaxeHHbIX 11D
BaJIbIIpoara (MOBBIIICHUE MACCHI TeJIa, OTEKHU, HapyIIeHUE
MEHCTPYaJIbHOIO IIUMKJIA, YTpeBas ChIlb, ajorenus). Om-
HaKO TOJIHBI Iepexo Ha MoHoTeparuio Celi3apoM B 3TUX
CIyJasix oKasajicsl HEBO3MOXHBIM, B OTHOM ciIyJae (I1a-
mueHTka M., 1982 r.p., nuaraoz KOMD) B c¢BsI13u ¢ Hemo-
CTaTOYHOM 3(PPEeKTUBHOCTHIO MOHOTEPATUU U B APYTOM
(manuentka M., 2006 r.p., namarno3 OMDB) — B cBsI3u
¢ nosiBiieHreM [1D (mBoeHME) TIpU MOMIBITKE YBEINIUTH
no3y Ceiizapa. B oboux ciayyasx BBegenue Ceiizapa no-
3BOJIMJIO YMEHBIINTH 103y AenakuHa ¢ 1500 mo 750 Mr/cyT,
YTO OYEHb BAXKHO C YIETOM IUIOXOM IEPEHOCMMOCTH Bajlb-
IIpoaTa B 3THUX CJIydasiX M JETOPOIHOTO BO3pacTa MalueH-
TOK (TaK KaK HarboJiee TOKCUIHBIMU IUTSI TJIOA CUUTAIOT-
CsI CYyTOUYHBIE 103HI Basibripoara >1000 mr) [74].

IIpuBoaMM HaHHBIE UCTOPUM OOJIE3HU OJHOM U3 ITUX
2 MalMeHTOK.

KnuHuueckuu cnyyai 6

Ilayuenmxa M. (1952 c.p., 40 nem). Habawodaemcs
6 UIHD um. Cem. Jlyku ¢ 2004 2., ¢ 22 nem, ¢ duaenozom
IOMD. Ha gone npuema eéarvnpoama (0enakuu XpoHo)
8 doze 1500 me/cym 6vira docmuenyma onumenvHas KAUHU-
yeckas pemuccus. lIpu nonvimie ouenb MeOaeHHO20 CHUICE-
Hus do3bl denakuHa 00 250 me Ha HO4b cnycms 5 rem pemuc-
cuu 6o3Huk peyudue (ICII), umo npuseno k 60300H08AeHUIO
npuema denaxuna 6 doze 1000 me/cym. B 2014 e. na gone
S-nemmueil pemuccuu 6 céa3u ¢ evipaxcerHvimu 119 (nogviuie-
HUe Maccel mena, HapyueHue MeHCmpPYalbHo20 YUKAA, Gbl-
nadenue 8040c, omeKu Hoz) N0 HACMOSHUIO NAYUEHMKU Obll
PeKoMeHO08aH NOCMenerHblll nepexod Ha AaMOMPUONCUH
8 doze 200 me/cym. Ha gpone monomepanuu aamompuoxcurnom
6o3Huk peyudue ICII ¢ dexabpe 2015 2. (uepe3 6 mec nocae
3amenst npenapama), ¢ mex nop ICII npodoaxcaaucs ¢ ua-
cmomoti 0o 4 pas 6 200, 00HAKO obujee coCMosiHUe NAYUCHMKU
yayuwunoce. B céa3u ¢ nedocmamounoii aghghekmugrnocmoto
MOHOmepanuu Aamompuddicurom 6 utore 2017 2. k mepanuu 611
dobaesnen 2-m npenapamom O0enaKuH 6 MUHUMAAbHOU 003e
750 me/cym (odnokpamHo na Hous). Tlocre noemopHoeo 86edenus
denakuna nepeHoCUMOCHb Mepanuu 6HO8b YXyOulUIacs, U 603-
00H08UAUCH HellpoIHAOKpuHHble 11D 6 ude nosviuienus maccol
mena, HapyuleHuss MEHCMpYaIbHO20 UUKAQ, BbINAOeHUsl 8040C
U OMeK06 Hoe, 00HaK0 @ meyeHue 2.1em cOCMOosiHUe cmaduau3u-
P0BANOCh, U 8 HACMOsAUjee 8peMsl NayUeHmKa pacyeHusaem ne-
PEHOCUMOCMb mepanuu KaxK xopouwlyio u He ommeuaem I12.
Ilpucmynsr omcymemeyom c utons 2017 e. do Hacmosiueeo
épemeHU. B Hacmosuee 8pems nayuenmka npuHuMaem Aamo-
mpudxcur (Ceiizap) 100 me ympom é KomMOUHayUY ¢ 8a16NPOA-
mom (Oenakun xpoHo) 750 me éeuepom.

OnHa Hama manueHTKa poauia 340POBOrO pebeHKa
(82020 1) Ha hore MoHOTeparyu CeiizapoM B 103¢ 350 Mr/CyT.
IIpuBoaUM JaHHBIE KCTOPUU OOJIE3HU 3TOM MALIMEHTKH.

KnuHuueckui cnyvau 7

Ilayuenmxa 3. (1987 2.p., 35 nem). Habawoodaemcs
6 HIITH? um. Cem. Jlyku c duaenozom CDPD. Ilpucmynoi:
gokanvrole, buramepanvuvle cyoopodicHble (MOHUKO-KAOHU-
yeckue). Pemuccus npucmynos ¢ 2005 e.

IlepunamanvHolii anamues omseoujen: CmpemumensHole
podsl. Pannee pazeumue no ospacmy.

Jlebrom snunenmuueckux npucmynos c 11 nem.

1lo daunoeim MPT: ampoghus npaeoeo eunnokamna.

Iloayuana eanvnpoam, 6e3 sghpgpexma. Ilpucmynsr Kynupo-
8aHbl npu e6edernuu asamompudxcura 6 2005 e. C 2016 e. noayua-
em Cetizap 150 me ympom u 200 me éeuepom (350 me/cym).

Konuenmpayus namompudicuna 8 kpogu — § mke/Mma.
Macca mena nayuenmxu — 90 ke.

IIpucmynor omcymemeyiom c 2005 e. Ha D3I na ¢ghone
npuema Ceiizapa 3nurenmu@opmHas akmMueHOCHb OMcym-
cmeyem. llayuenmka naxooumcs 6 cCOCMosHUU OAUMENbHOLL
KAUHUKO-31eKmpod3Hyedaroepaguueckoil pemuccuu.

B 2020 e. nauyuenmka poduaa 300p06020 pebeHKa
Ha goue npuema Cetizapa 6 doze 350 me/cym.

IIpencrapnsier UHTEPEC HEAABHO OMYOJIMKOBAHHOE MC-
cleoBaHue, IeMOHCTpUpYoliee 3(D(GEKTUBHOCTD 1 6e3011ac-
HocTh Ceii3apa (B TOM 4MClIe ¥ BO BpeMsI OepeMEHHOCTH)
Y KEHIIMH PENPOLYKTMBHOrO Bo3pacTa [6]. B ananms Bkiio-
4yeHO 142 marmeHTKY ¢ (poKaTbHBIMM (hOpMaMU SITJICTICHH.
[pu vanmaapHON MOHOTepary CelizapoM peMICCHST ObI-
Ja gocturHytay 39 (65 %) mauuentok; B 13 (21,7 %) ciyya-
SIX KOJIMYECTBO TIPUCTYIIOB COKPATIIOCh 10 75 %,y 6 (10 %)
narueHToK — 10 50 %, y 2 (3,3 %) maiueHToK He yaaaoch
COKPATUTh KOJIMYECTBO IIPUCTYIIOB Ha (pOHE MOHOTEPAITMH
B TepanieBTdecKoit go3e 400 Mr/cyt. 3aMeHa Tepaliu B CBSI-
31 C IJIaHUpYyeMoll 0epeMeHHOCThIO Obla IpOBeAcHA IIPU
JIeYEHUU BaJibIIpoaToM Y 11 malueHToK, Ipuy JiIeYeHUU TOIK -
pamMaToM — y 2, TIpH JIe4eHU OEH30HAJIOM — y | TTalleHTK!.
B cBs13u ¢ otcyrecTBUEM 3D HEKTUBHOCTH 15 TTAlMEHTOK ObLTA
TaKoKe TepeBeICHBI ¢ BaJIbIIpoarta, KapbamMas3erHa, JICBeTH -
parierama, TonMpamMaTa Ha MoHoTepanuio Celi3apoM B 103¢
200—400 mr/cyt. Ha mpoTsbkeHUM UCCICIOBaHMS PEMICCHST
MPUCTYNOB ObUIa gocTurHyta y 16 (55,1 %) nauueHToK,
y 8 (27,6 %) naLreHTOK KOJIMYECTBO IIPUCTYIIOB COKPATUIOCh
Ha75 %,y 3 (10,3 %) matuenTox — Ha 50 %, ny 2 (6,9 %)
MMAIIUEHTOK JOOUTHCS CHIDKCHUSI KOJIMYECTBA IIPUCTYIIOB
He yaanock. TakuM oOpa3oM, JieueHne Ob110 3POEKTUBHBIM
B 96 % cnydaeB. 3a iepron HabmoneHust y 42 MalueHTOK Ha-
cryrmia 6epeMeHHOCTh. M3 Hux 20 manyeHTOoK IoIydanu
Ceiizap: 8 maumeHTOK nomydam Celizap B MOHOTEpAIM 110CTIe
TIPEALLIECTBYOIIEH Teparu; 5 MAalMeHTOK — C BIIEPBEIC yCTa-
HOBJICHHBIM TUAarHO30M SITJICTICUH U TIEPBUYHBIM Ha3HAUe-
HreM ADIT (Ceiizap); 7 maumeHTOK romydam Ceiizap B code-
TaHWM C JICBETUpALIeTaMOM. B 2 ciTydassx oTMeYeHO IpephIBaHIe
0epeMEHHOCTH Ha PAHHUX CPOKaX IT0 HEYTOUHEHHBIM ITPIIH-
HaM. Poxneno 40 3mopoBbIx neteil. B 5 ciydassx mpoBeneHO
KecapeBO CeYCHHE IT0 aKyIIIePCKUM ITOKA3aHUSIM, OCTAJIbHBIC
OepeMEHHOCTH Pa3peLINC ECTECTBEHHBIMU pomamu [6].
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IIETCKOM
HEBPOAOT UM

Tpu B3pOCIIbIEe TALIMEHTKHU B HallleM HaOJII0OIeHUU M0~
nyganu Ceiizap OMHOKPATHO B CYTKH: B 2 ClIy4asx —
Ha HOYb, B 1 ciaydae — yrpoM B mo3e 200 Mr/cyT, 9T0 H0-
ITOJTHUTEILHO MO3BOJISLIO YIIYYIINATH KaK IIEPEHOCUMOCTD,
TaK 1 IIPUBEPKCHHOCTH TEPAITM.

BbiBOAbI

Harre HabmoneHre MoATBEPXKIaeT BBICOKYIO 3 dek-
tuBHOCTE Ceiizapa. Beicokast 3¢ eKTUBHOCTD (peMUCCHS
WM YMEHbIIIEHNE YaCTOThI IIPUCTYIIOB OoJjiee yeM Ha 50 %)
ObL1a 1OCTUrHYTa 'y 78,8 % mauneHToB, IIpu 3ToM B 45,2 %
cIyJaeB JOCTUTHYTA KJIMHWYecKas pemuccus. [Ipemapar
OBLT OTMEHEH B CBSI3M ¢ HU3KOM 3(P(DEKTUBHOCTHIO WA
notepeit adpdekra muib y 17 (16 %) nauneHToB u3 104,
O6pairaeM BHUMaHUE Ha HU3KUM ITOKa3aTeIb OTMEHBI
B CBSI3U C TTOJTHBIM OTCYTCTBHEM 3 dekra — Bcero 9 (8,6 %)
caydyaeB. OueHb BaxKHO, YTO B HaIlleM HAOIIONCHUN CIIy-
YyaeB arrpaBaliy IMIPUCTYIIOB OTMEYEHO HE OBLIO.

Hau6onbias a¢pdekTuBHOCTh Ceiizapa oTMedeHa Ipu
(hOKaTBHBIX AMJICTICUSIX CTPYKTYPHBIX, TIPEIITOIOXUTEIb-
HO CTPYKTYPHBIX, CTPYKTYPHO-T€HETUUECKUX 1 HEeycTa-
HOBJIEHHO# 3TMOJIOTUM, a TaKxXe Ipu cuHapomax UTD.
Ceiizap 6b11 Hanoosee apdekTrseH nmpu CDD, B ToM uncie
IIPU CTPYKTYPHO-TEHETUYECKOM, MPEAIIOJOXUTEIbHO
CTPYKTYPHOI 1 (POKAJIbHOM SMUJIETICUN HEYCTAHOBJIEHHOM
STUOJIOTAN: KIIMHUYECKas pemuccust — y 32 (64 %) maum-
eHTOB 13 50, BeIpakeHHBIN TepareBTUYeCKUii a(ppeKT —
y 40 (80 %). Hanbonpiiuii a¢deKT oTMedeH rpu GoKaib-
HeIx ipuctymax u BCIT mpu CP3D, a Takke TpU CUHIPO-
me ODJICUM-ABII u hoKalbHOM SIUIEIICUM HeyCTa-
HOBJIEHHOM 3TUOJIOTUU.

MEI IpeaCcTaBUIN IIPUMEPHI YCIICIITHOTO TIepexoaa Ha
aJbTepHATUBHYIO MOHOTepanuio Ceif3apoM C IOCIeayIo-
meil orMeHo# comyTcTBytomux ADII pu coxpaHeHUn
peMuccun, B ToM 4yuciie y pedenka 11 jet. CorjlacHoO UH-
CTPYKIIMU 110 TIpuMeHeHU10, Celi3ap MOXeT IIPUMEHSIThCS
B MOHOTEpanuu ¢ 3 JIeT, eclii JobaBlieH K apyromy ADII,
C TIocJIeIyIoleit oTMeHo# comyTcTByiomero ADIT.

ITpu NUT"D yacrora peMmuccuu ripu npruMmeHeHnn Ceiizapa
coctaBuia 63,6 %, TepaneBrdeckuii 3¢ ekt — 72 %. Ilo-
Kazaresib peMUCCUM ObLIT BEICOKMM, HO ODII1IA TOKa3aTeNlb
TeparneBTUYECKOro 3 deKTa — HEMHOTO HIKE, YeM B Ipy-
TUX TPYyIIIax.

ITpu reHeTueckux srmercusax 3¢ gekTuBHOCTh Celi-
3apa ObLJIa HECKOJIBKO HITKE, U Y HEKOTOPHIX MTALIMEHTOB CO
BpeMeHeM OTMedasicsl (PeHOMEH «yCKOIb3aHUs 3 PEKTUB-
HocTh». OIHAKO 3Ta IPYIIIa BKIoYaia HarnboJiee TSoKebIe,
pe3ucteHTHBIE opMbl. HanmeHee addekTBHA Tepamust
CeiizapoM ObLIa IPY TOHUIECKMX IIPUCTYIIAX, aTUITAIHbIX
abcaHcax ¥ MUOKJIOHWYECKMX IpucTyrax rmpu ['TH, a Tak-
K€ TIPY TIPHUCTYTIAX, aCCOLMUPOBAHHBIX C JIMXOPAIKOM, — IIPH
cuHapoMme paBe u mytamusx B reHax SCNY94, SCNIA
u PCDH 9.

DddexTuBHOCTh Ceiizapa TPy TeHeTUYECKUX SITUJIETI-
cusIx Obl1a HanboJee BhICOKA TTPU (POKATIBHBIX MPUCTYIIaX

1 HeKOoTopbiXx ¢opMax I'TD, B ToM 4ucie mpu MyTamuu
B reHe CACNA1H v ipy HEKOTOPBIX XPOMOCOMOITATHSIX.

B rpymmne reHeTuueckoi anuiencuy Obia HUXe Ja-
crota pemuccun — 19 %. OnHako TepareBTUYECKuUid 3¢-
(exT B 1iestoM cocrasui 79 %.

B cirygae HegocrarouHoro 3¢pdexra mpyu MOHOTEpa-
muu y mauueHToB ¢ UI'D u I'T'D mMoxHO paccMoTpeThb
BO3MOXHOCTh KoMOMHaiuu Ceiizapa ¢ 3TOCYKCUMUIOM
(ripu abcaHcax) WK ¢ HEOOJIBIIION T0301 BajbIipoaTa —
B TEX CIyJasix, KOTIa pEMHUCCHSI COXPaHSIETCs TOJIBKO IIPHU
IIPUMEHEHUM BaJIbIIpOAaTa.

IMonTBepxxaeHa xopoiasa nepeHocuMocTb Celizapa,
oTMedeHHas 6osiee yeM y 90 % maimeHToB. OTMEeHa Tepa-
nmun u3-3a [1D norpeboBanacek auiub B 4,8 % ciaydyaes
(koxHast cplltb). OCHOBHAS IIpobieMa — BO3MOXHOCTD
Pa3BUTHS AJJICPTUIECKUX PEaKIIMii, KOTOPHIE BO BCEX CITy-
yasx TpeOYyIOT OTMEHbI IIpenapara. B HaleMm HaGIoaeHUn
ajutepruyeckas peakiuys (KoxXHas ChIIlb) ObLJIa eIUHCT-
BEHHOM NMpUUMHOI oTMeHBI Ceii3apa B CBSI3M C TIJIOXOi
nmepeHocuMocThio. Octanaphbie 1D (co ctoponsr IITHC
1 XeJTyITOYHO-KUIIIEYHOTO TPAKTa) ObLIA TPAaH3UTOPHBIMU
1 He TpeOOBaIM OTMEHHI IIperapara.

OmHa manyeHTKa pomuia 3mopoBoro pederka (B 2020 r)
Ha (oHe MoHoTeparmn CeiizapoM B 1o3e 350 mr/cyt. Ceitzap —
ONTUMAJIBHBIN Mperapar IS KSHIIUH PerpOTyKTUBHOTIO
BO3pacCTa, YTO TOKA3aHO JaHHBIMM MHOTOYMCICHHBIX UCCIIe-
nmoBaHMiA. B Tex ciydasix, Korma BaIbITpoaT BEICOKO3(h(eKTH-
BEH M OTKA3 OT IO IIPUMEHEHMSI IIPUBOINT K CPBIBY PEMUCCHUH,
penieHeM IpodIeMbl MOXeT ObITh KoMOuHaLms Ceiizapa
C BaJIBIIPOATOM, TIO3BOJISIONIAs] CHU3UTD 03y BaJIbIIpOAaTa
1 YITyYIIATH IEPEHOCUMOCTD JICYEHHSI. DTO TO3BOJISIET OITH-
MU3MPOBATh TEPAMUIO Y XEHILINWH JAETOPOIHOIO BO3pacTa
1 B 1IEJIOM YITyYIIAET TIEPeHOCUMOCTh JiedeHMs. B 2 cydasix
nobasneHne Ceitzapa K BaJIbIIPOATy y IMALMEHTOK PEIPOIYK-
TUBHOTO BO3pacTa B HAIIIEM HAOTIONEHUY TTO3BOJTAIIO CHU3UTh
JIO3y BaJIbIIPOATAa BIBOE, YTO IIPUBEJIO K 3HAYUTETEHOMY YITyd-
IICHUIO IIEPEHOCUMOCTH TePAITX ¥ KAYEeCTBA SKN3HM.

¥V 8 matmenToB nipu BBeieHMM Celizapa ObLIO OTMEYEHO
3HAUYUTEILHOE VIIYYIICHHE HACTPOCHMS M ITOBEICHUS
(B 1 cirydae crajia BO3MOXHOM OTMEHA aHTHICIIPECCAHTOB,
paHee Ha3HAYCHHBIX B CBS3H C TMATHOCTUPOBAHHOM JIETIpec-
cueii). Hu B omHoM ciygae mipu ripueme Celizapa He OBUIO
OTMEUYEHO HETAaTUBHOTO BJIMSIHUS Ha HACTPOSHUE U TIOBeIe-
HUe€, NaMsITh, BHUMaHUE U APYyrie KOTHUTUBHbIE QYHKLNAN
(110 OLICHKE MAITMEHTOB ¥ POAUTENICH IeTei).

Ceiizap MOXeT OBITh IPEapaToM BEIOOpa y TAalIMEHTOB
C HapyIIEHNSIMUA HacTpoeHUs (apheKTUBHBIMU PacCTPOI-
CTBaMM ), TaK KaK SIBJISICTCS CTAOMIN3aTOPOM HACTPOCHMSL.

Bricokyio 3¢ GeKTUBHOCTD 1 XOPOIIYIO IEPEHOCUMOCTh
Ceiizapa moaTBepxkaaeT hpakT MPUBEPXKEHHOCTH JICUSHUIO:
82 (78,8 %) u3 104 nauueHTOB MPOAOJIKIIN IPUEM IIpe-
rapara cIrycTs 6 Mec Tepanuu u 66 % — 6ojee 12 mec.

TakuMm 06pa3oM, HalllM JaHHBIE ITPOIEMOHCTPUPOBA-
JIM BBICOKYIO 3(P(PeKTUBHOCTD 1 XOPOIIIYIO IIEPEHOCUMOCTh
Ceiizapa B MOHO- U MOJHUTEPAalMUd B OTHOIICHUH
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sruernicud. HaGmoneHue mokasajno, 4YTo M0 KpUTEPUSIM
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OnbIT npuMmeHeHus npenapara HycuHepceH
V AeTel C NPOKCMMaNnbHOW Mbille4yHOU aTpouen 5¢
B MocKoBCKOM 06nacTu

M.B. IlanreneeBa

T'BY3 MO «Mockosckuii obaacmmoti HayuHo-uccaedosamensckuii Kaunuueckuti uncmumym um. M.D. Bradumupckoeo»; Poccus,
129110 Mockesa, ya. lllenkuna, 61/2

KoHTaKThI:

Mapraputa BnagumuposHa MaHteneesa m-102030@yandex.ru

BBepeHue. MpokcumanbHas cnuHanbHas MblilweyHas atpodus 5q (5qCMA) — Taxenoe ayTocOMHO-peLecCcUBHOE HEpPBHO-
MbllieYHOE 3a601eBaHNe, XapaKTePHU3YIOLLEECS NPOrPeCCUPYIOWMMU CUMITOMAMK BSJIOTO Napasnya U MblWeYHOI aTpotum
BC/EACTBUE A€reHepauum a-MOTOHEMPOHOB NEPELHUX POrOB CMUHHOMO MO3ra, YTO 06YCNI0BNEHO MyTauuUAMK B reHe SMN1,
KOAMpyloLeM 6enoK BbXKMBAEMOCTU MOTOHeHpoHOB (SMN), c 0XMAaeMOit NPOAOMKUTENLHOCTbIO XU3HW OT HECKONbKUX
Hefiesb 1O HECKOIbKUX AECATKOB NIET, C BbIPAXKEHHbIMU OTPaHUYEHUAMN [BUTATENbHO aKTUBHOCTU. Pa3paboTka u npume-
HEHWe NpenapaTtoB MaToreHeTUYecKoN Tepanuu NO3BOJAMIM YAYYIWINTL KAYECTBO XU3HU U MPOSJIUTE CPOK OXMUAIEMON
MPOAOMIKUTENBHOCTU XMU3HU y NauueHToB co CMA. OfHMM 13 NepBbiX NpenapaTos, 3aperncTpUpoBaHHbIX HAa TEPPUTOPUM
Poccuitckoit ®egepauunu, sensietcs HycuHepceH, npeacTaBasiowmii coboit npenapar aHTUCMbICIOBbIX OJIMTOHYKIE0TUAOB,
KOTOpbIE YBEIMYMBAIOT CUHTE3 NONHOLEHHOMO 6enka SMN.

Llenb npepcTtaBneHHoin pa6oTbl — noateepanTh 3HeKTUBHOCTL U He30nacHoOCTL NpUMeHeHUs npenapara HycuHepceH
y aeteit co CMA I-IIT tuna 8 MockoBckoit o6nacTu.

Marepuanbl u meTofbl. 22 nauueHTa getckoro Bo3pacta ¢ guardosom CMA I-IIT Tuna nonyyatoT neyeHne npenaparom
HycuHepceH ¢ 2020 r. no HacToslee BpeMA. Pe3ynbratel natoreHeTUYeCKoi Tepanum npenapatom HycuHepceH oLeHuBa-
ance ¢ nomoubto wiansl CHOP INTEND y geteit co CMA I tuna v pacuimpeHHOM LWKanbl OLeHKM MOTOPHbIX yHKLMA HFMSE
y peteit co CMA II-IIT tuna.

Pe3ynbratbl. Bce naumeHTbl 3aBeplmAM 3Tan Harpy304HbIX 403: 1 NaLMEHT noiy4aer neyeHune 6onee 5 net (nposefeHo
18 BBefeHui npenapara), 3 roga (12 BBefieHuit) nevarcs 3 pebeHka, 2 ropa (9 BeeaeHwit) — 10, 6onee 1 roga (6 BBefeHuit) —
4 naumenTa, fo 1 roaa (5 BBefieHUi) — 4 pebeHka. Y naumentos co CMA I Tuna oTMeyeHo yBeNMYeHME OLEHKM B 6annax Yepes
rog, npumeHeHus npenapara. Y nauuentos co CMA I-IIT Tvna Takxe OTMEYEHO NPOrPECCUBHOE yBEMYEHWE 6ANIOB NO WKane
OLEeHKM MOTOPHbIX yHKUnit HFMSE nocne BBeaeHMs Harpy3o4Hblx 403, C fanbHeiLen NONOXUTENbHON AMHAMUKONA nocne
2 1 3 net natoreHeTUYecKoil Tepanuu. Npu oueHke 6e30NacHOCTU Npenapara HexenaresbHbIX ABNEHWI HE OTMEYEHO.

B cTaTbe Take NPUBOAATCS KNMHWYECKMUE NPUMEpDI, MOATBEPXKAAIOLWME HEOOXOAMMOCTb HauaNa NaToreHeTUYecKoi Tepa-
nuu B 6osiee paHHUE CPOKM OT NOATBEPKAEHUSA AnArHo3a.

BbiBoabl. MogTeepxaeHa 3G dekTMBHOCTL U 6e30nacHOCTb NpUMeHeHUs npenaparta HycuHepceH B yCioBUsAX peanbHOM
KNMHUYECKON NPAKTUKK y feTel ¢ pa3nnyHbiMm Tunamm CMA.

KnioueBble cioBa: cnuHanbHas MblweyHas anO(bVIH, [eTu, HyCVIHepCGH

IOna uutupoBaHua: MNaHTeneesa M.B. OnbiT npuMeHeHus npenaparta HycuHepceH y aeTeit ¢ NPOKCUMaNbHO| MbILIEYHO
atpodueit 5q B MoCKOBCKoOI 06nacTu. Pycckuii xypHan aetckoii Hesponorun 2022;17(3):37-42. DOI: 10.17650/2073-
8803-2022-17-3-37-42

Experience of Nusinersen in children with proximal spinal muscular atrophy 5q in Moscow region

M.V. Panteleeva

M.F. Viadimirsky Moscow Regional Research and Clinical Institute; 61/2 Schepkina St., Moscow 129110, Russia

Contacts:

Margarita Vladimirovna Panteleeva m-102030@yandex.ru

Background. Proximal spinal muscular atrophy 5q (5g-SMA) is a severe autosomal recessive neuromuscular disorder
characterized by progressive flaccid paralysis and muscular atrophy caused by degeneration of a-motor neurons
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in the anterior horns of the spinal cord resulted from mutations in the SMN1 gene encoding the survival motor neuron
(SMN) protein. These patients have pronounced limitations of motor activity and their life expectancy is between sev-
eral weeks and several decades. The development and implementation of causal therapy improved the quality of life
and increased life expectancy of SMA patients. Nusinersen is one of the first drugs approved for SMA in the Russian
Federation. It is an antisense oligonucleotide drug that increases the production of full-length SMN protein.

Aim. To confirm the efficacy and safety of Nusinersen in children with type I-IIT SMA from Moscow region.

Materials and methods. A total of 22 patients with type I-IIT SMA have been receiving Nusinersen since 2020. Treat-
ment outcomes were evaluated using the Children’s Hospital of Philadelphia Infant Test of Neuromuscular Disorders
(CHOP INTEND) in children with type I SMA and Hammersmith Functional Motor Scale Expanded (HFMSE) in children
with type II-III SMA.

Results. All patients completed the stage of loading doses, including 1 patient treated for 5 years (18 injections),
3 patients treated for 3 years (12 injections), 10 patients treated for 2 years (9 injections), 4 patients treated for more
than 1 year (6 injections), and 4 patients treated for less than 1 year (5 injections). Patients with type I SMA demon-
strated increased scores after one year of therapy. Patients with type I-III SMA also had some improvement and higher

HFMSE after loading doses followed by positive dynamics after 2 and 3 years of therapy.
This article also contains cases that confirm the need of early treatment initiation immediately after the diagnosis.
Conclusions. We corroborated the efficacy and safety of Nusinersen in routine clinical practice for children with differ-

ent types of SMA.
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BBepeHue

CrnrHanbHbIe MbIIIeuHbIe aTpoduu (CMA) oTHOCST-
CsI K TPYIIIIe HEPBHO-MBIIICYHBIX 00JIE3HEH, XapaKTepu-
3YIOIIMXCS IPOrPeCcCUpPYIONIEil ¢1aboCcThio U aTpodueit
MBIIIII BCJICACTBHUE AeTeHEPAIIMU KJIETOK ITIePEeIHUX POTOB
CITMHHOTO MO3Ta M MOTOPHBIX SIAEP B HIDKHEN YaCTH CTBO-
ja Mmo3sra [3, 11]. B HacTos1ee BpeMs U3BECTHO HECKOIb-
Ko gecatkoB opm CMA ¢ ayTOCOMHO-TOMUHAHTHBIM,
ayTOCOMHO-PEIIECCUBHBIM U CLETUICHHBIM ¢ X-XpOMOCO-
MO TUITAMU HACJIEIOBaHMS M Pa3IMYHON Tororpadueit
MBIIIEYHOTO MOpaxkeHUs (IPOKCUMaIbHBIC, TUCTATbHBIC
u OynpbocHaIbHbBIE) [8, 16]. CaMbIM paciipocTpaHEHHBIM
BapHaHTOM SIBJISICTCSI ayTOCOMHO-pELIeCCUBHAS ITPOKCH-
MaJlbHasl CITMHaJIbHAas MbledHast atpodus 5q (SqCMA) —
TSDKEJI0e ayTOCOMHO-PEIIECCMBHOE HEPBHO-MBIIIIEYHOE 3a-
OoJieBaHME, XapaKTEePU3YIOLIEECS MPOrPEeCCUPYIOLIUMA
CHMIITOMaMU BSIJIOTO Tapajdya M MBIIICYHOU aTpohuun
BCJICIICTBHE JIETCHEPALIMH 0.-MOTOHEHPOHOB ITEPEIHUX PO-
roB crimHHOTO Mo3ra [7]. PazButue 5CMA o06ycioBieHo
MyTauusgMu B TeHe SMN 1, konupylolieM 0eJIOK BbDKIBae-
MocTu MoToHelipoHoB SMN (survival motor neuron) [2, 4,
5]. K Bo3HMKHOBeHMIO TTpoKkcuManibHOoi CMA TIpuBOJAT
MYTallMX B TenoMepHoi Konuu reHa SMN1. OCHOBHBIM
THIIOM MYTallMii B 3TOM TeHE SIBIISIIOTCSI TOMO3UTOTHBIC
JIeJIELINY 9K30HOB 7 MiIn 7—8, KOTOpbIE BBIABIAIOTCA Y 95 %
nanueHToB. [eH SMN 1 KapTupoBaH Ha XpOMOCOME 5 Y UMe-
eT LIEeHTpOMepHYIo Konuio — SMN2. OnHako reH SMN2
SIBJIIETCS (DYHKIIMOHAJIBHO HEIIOJTHOLIEHHBIM [ 3], TaK Kak
MPOAYLUPYET IMOTHOPa3MEPHBII (DYHKIIMOHATLHBIN 0eJTI0K
B OTHOCHUTEJIbHO MaJbiX KonudectBax (mpumepHo 10 %)
[1, 2]. Myrtamuu rena SMNZ2 He MOTYT OBITh IPUYUHOM

Russian Journal of Child Neurology 2022;17(3):37-42. (In Russ.).

CMA, ogHaKO YUCJIO €ro KOIUIA Ha CEromHs SBISIeTCS
OCHOBHBIM MoAuduKaTopoM 3aboneBaHus. [IpumepHO
y 80 % nmioaeit B MOMyJIILUKA HaOM0OAI0TCsT 1—2 KOMUM.
V¥V nmanuenToB co CMA pa3HooOpa3ue yncia KOIUid reHa
SMNZ2ropazno 6ombliie — ot 1 1o 6 konuii. To HeGobIIOE
KOJIMYEeCTBO (bPYHKIIMOHAIBHOIO OeJIKa, KOTOPOe IIPOIy-
LUpYeT LeHTpoMepHas Komus reHa SMN2, crioco6HO
CMSITYATh TSDKECTh TEUCHUS 3a00JIeBaHUS Y MAIMECHTOB,
MMEIOIINX YBEIMICHHOE YMCII0 Konuii TeHa. PacripocTtpa-
HeHHOCTH npokcnmanbHoit CMA cocrasiser 1 Ha 6 000—
10 000 HoBOpOXIEHHBIX [6, 9—11, 13, 15].

ITo ximmHMYecKoi KiaccuuKalmy, OCHOBAaHHOM Ha
Bo3pacTe AeOl0Ta, TSKEeCTU TeYeHUs 3a00J1eBaHUs U IIPO-
JOJDKUTEIIPHOCTU XXU3HU OOJIPHBIX, B HACTOSIIEE BPEMS
MIpUHATO BRIIEISITEH 5 hopm CMA. CMA 0 Tina Bo3HHKA-
€T BHYTPUYTPOOHO, M OXHuaaeMas IIPOIOJIKUTEIBHOCTD
JKM3HM TAKMX OOJIEHBIX COCTABIISIET 10 HECKOJIBKIX HEIEIb.
ITpu CMA I tima ne6ioT KIMHUYECKMX MPOSIBIICHUI OT-
MeydaeTcsl B Bo3pacTe oT 3 10 6 Mec, ¢ 0XUAaeMOI IIPOa0JI-
KUTEJTbHOCTBIO XM3HU MauueHToB 1o 2 net. [Ipu CMA
II Tmma Bo3spact nebrora cocrasisier 6—18 mec, u 70 %
060bHBIX JoxkuBaloT 10 25 net. [Ipu CMA 111 tuma niepBbie
CUMIITOMBI OTMEYalOTCS B Bo3pacTe crapiie 18 mec,
1 OXMIaeMasl IPOIOJLKUTEIbHOCTh XXNU3HU OOJbHBIX CO-
crapiseT 10—40 net mocie manugecrauuu. CMA 1V tuna
MaHUGbECTUPYET BO B3POCIOM BO3pacTe 1 HE MMEET Orpa-
HUYEHUN 10 OXMIAEMOM IPOIOKUTEIbHOCTH XU3HU
OONbHBIX [14].

[IpuMeHeHNe TTaTOTeHETUYECKOM TepaITiy ITO3BOJI -
JIO YJIYYIIIUTh Ka4eCTBO KMU3HM U IIPOIJIUTH CPOK OXKMIA-
€MOI1 IPOJOJKUTEIHLHOCTH XXM3HM Y TTalimeHToB co CMA.
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HycunepceH, nmpenapaT aHTUCMBICIOBBIX OJINTOHYK-
JICOTUAOB, KOTOPHIE YBEJIMUYUBAIOT CHTE3 ITOJTHOIICHHOTO
6enka SMN, 6611 omo0peH B Poccum 15 aeyeHust naim-
eHToB co CMA 16 aBrycta 2019 . HycuHepceH npoaeMoH-
CcTpupoBas yoeauTenbHylo 3POEKTUBHOCTh B IBOMHOM
CJICTIOM KIIMHITIECKOM HCCIIeIOBAaHNM Y aririeHToB co CMA
I Tuma ¢ MaHudecraueii B Bo3pacre 10 6 MeC B UCCIIEIO0-
Bannu ENDEAR n y naumenToB ¢ manudecrauneit CMA
B Bo3pacte >6 mec B uccienoBanuu CHERISH, a Takxke
3 HEKTUBHOCTD U OJIATONPUSITHBIN MPodUIIb 0€30ITacHO-
CTH B JOJTOCPOYHOM pPACIIMPEHHOM MCCICIOBAaHUU
SHINE y manmenToB co CMA pa3HbIX TUTIOB. DD HEKTUB-
HoCTh IIpenapaTa HycuHepceH Oblia olieHeHa Y TTallieHTOB
co CMA I tumna B Poccuu B yclioBUsIX peajlbHOM KJIIMHU-
YeCcKOM IpaKTUKHU B pamKax [IporpaMMbI pacIInpeHHOTO
JIOCTYTIA.

B Hameit pabote npeacTaBiaeHbl Pe3yabTaThl COOCT-
BEHHbIX HAOJIIOIeHUI TpUMeHeHus TipenapaTta Hycunep-
ceH i aevyenus nereir co CMA I—III tuna B MockoB-
CKOIf 00J1aCTH.

Ieab padoTel — TOATBEpANTH 3G (PEKTUBHOCTD U 0€3-
OITaCHOCTH IpUMEHEHUs IIpernapata HycuHepceH y neteit
co CMA I-III tuna.

Martepuanbl u metogbl

C 2020 1. To HacTosIIee BpeMs 22 maliieHTa IeTCKOTO
Bo3pacta ¢ nuarHo3oM CMA I—III tuma ronyyaror ie4eHue
npernapatom HycuHepceH Ha 6a3e reauaTpuyecKoro otaese-
Hust TBY3 MO «MockoBcKuit 00J1aCTHOI HayYHO-UCCIIeA0-
BaTeJIbCKUI KIIMHNYEeCKUIA MHCTUTYT M. M.D. Brnamummp-
CKOTO» 3a cueT cpeacTB MockoBcKoit oomactu, u ¢ 2021 . —
¢ momoIIblo 0JarorBopuTesibHOro oHma «Kpyr mobpar.
4 maupenTta co CMA I Tuna Hayam jedeHue B pamkax [1po-
rpaMMBI pacIIMPEHHOTO JIOCTYIIa Ha 0a3e IICHTPOB (heepaib-
HOT'O YPOBHSI.

Bospact manmeHTOB Ha MOMEHT Havajia BBEICHMS IIpe-
mapara coctasJisu1 oT 1 roga 4 mec o 15 et 6 mec, U3 HUX
12 manpunkoB u 10 neBouek. JAnarno3 CMA y Bcex nerteit
UMEET MOJIEKYISIPHO-TeHETUYECKOE MIOATBEPKICHNE.

PesybraTsl maTOreHeTUYECKOM TepaIliy IIperapaToM
HycunepceH olleHMBAINUCh C TIOMOIIBIO TeCTa METCKOM

3

oonpHULNB Punanenbun IIST OLEHKHM IBUTATEIbHBIX
(GYHKLMIA TIpY HEMPOMBIIIIEYHBIX 3200JIeBAHUSIX Y HOBO-
poxneHHbIX (CHOP INTEND) y mereit co CMA I tuna
U pacIIMPEeHHON IIKaJbl OLEHKN MOTOPHBIX (DYHKIIMIA
oonpHUIEI XamMmepemuT (HFMSE) y mereii co CMA 11—
III Tuna. OueHka mpoBoAMIACH IO HAadaia BBEACHUS TIpe-
nmapata 1 4epe3 1, 2 1 3 roga mpuMeHeHu TIpenapara.

Pe3synbrartbl u 06CykAEeHUE

Junarno3 CMA u tur 3a00J1eBaHus ObUIN YCTaHOBIIE-
HbI HA OCHOBAaHMM BO3pAacTa IIePBbIX CUMIITOMOB, YTO CO-
OTBETCTBYET KIIMHUYECKOM KJIacCU(DUKALIMK U IIOATBEPXKIE-
HO MOJICKYJIIPHO-TEHETUYECKUM METOIOM: OIIpelcsieHa
TOMO3UTOTHAA JeJIelnsd 7-r0 JIM0O 7—8-ro SK30HOB reHa
SMNI. 6 maumenTaM ycraHosieH guardio3 CMA 1 tumna, 8 —
CMA Il tTuna, 8 — CMA III Tuna. ¥ 11 naumeHTOB onpe-
JIeJIEHO KOJIMYEeCTBO Komuii reHa SMN2: 2 KOIIUU BbISBIE-
HBI Y 4 malmeHToB, 3 —y 5, 4 — y 2. Bo3pacrt nosiBiaeHus
IEPBbIX CUMIITOMOB M BO3PACT HayaJla MaTOre HeTUYECKOM
Tepamuu IpeacTaBlIeHbl B TA0IULIE.

Kak BuaHO U3 MpeacTaBIeHHOM TabULIbl, HAUMEHb-
LLIMIA TIEPUO/I, OT IIEPBbIX CUMIITOMOB /10 HayaJia [aToreHe-
TUYECKOI Tepanuy BhIsIBIICH y mauneHToB co CMA I tuma,
Haubonbmmii nepuon — y nereit co CMA III tuma.

CortacHO yCJIOBHOMY pa3zesieHrIo naiyeHToB co CMA
I10 YPOBHIO ABUTATEIbHOI aKTUBHOCTH, HA MOMEHT Havajia
Teparuu 3 MaluyeHTa OTHOCIKCH K KATETOPUU «HE CUISUNE»,
12 manyeHToB — K KaTerOpuM «CUAdgure», 7 MaueHTOB —
K KaTETOPUH «XOIIUME>.

ITare manmenToB co CMA I Tuia umenu pecmmpaTop-
HYIO IIOAEPXKKY: 1 M3 HUX HAXOAWICS Ha IMOCTOSTHHOM
HEMHBAa3MBHOM BEHTWISILIMM JIETKUX, 4 MallMeHTa HyX1a-
JIUCh B PECIIMPATOPHON MOAAEPXKKE BO BPpeMsI THEBHOIO
1 HOYHOT'O CHA Pa3HOi CTEIIEHU ITPOAOJIKUTEILHOCTHU. JIBa
MalKyeHTAa SIBISUIMCh HOCUTE/ISIMU FaCTPOCTOMBI.

B HacTosiee BpeMs Bce 22 manMeHTa 3aBepIIdIv
9TaIl HArPy304YHBIX 103: 1 MallMeHT Io/Iy4aeT JedyeHue 60-
Jee 5 et (BBIIOJIHEHO 18 BBemeHmii mperapara), 3 roma
(12 BBemeHumit) nevarcs 3 pebeHka, 2 roga (9 BBeaeHuUit) —
10 nauueHToB, 6osee 1 roga (6 BBemeHuil) — 4 peGeHKa,
1o 1 roma (5 BBemeHMIt) — 4 mandeHTa.

Conocmaenenue eo3pacma debroma 3a601e6aHUS U HAMANA NAMO2EHEMUHECKOLL mepanuu

Age at onset and at treatment initiation

Age at symptom onset, months

Spinal muscular

atrophy type
I 4,0 3-5
II 10,3 6—15
111 35,9 12—120

Age at treatment initiation, months

Menuana Jlnana3on
25,0 12—48
73,7 24—156
115,0 48—195
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N WA 1Y N 0O

OueHKa B 6annax / Score

WcxopHo / Baseline 1rog/ 1year

e=@==[lauyueHT 1/ Patient 1
e=@==[lauueHT 2 / Patient 2

Puc. 1. unamura oyernxu no wixare CHOP INTEND y demeii co CMA I muna
Fig. 1. CHOP INTEND response in children with type I SMA

Onenka o mkajge CHOP INTEND mnposoguiach
TOJNBKO y 2 mareHToB co CMA I tuma (puc. 1), mocKois-
Ky 4 naumeHTa 10 Havana Tepanuu B ['bY3 MO «MockoB-
CKUi1 00J1aCTHOI HayYHO-UCCJIeI0BATEeIbCKUM KIMHUYe-
ckuit mHCTUTYT M. M.®. BraguMmupckoro» Havaau
ITOJIyJaTh Tepanuio B paMkax [IporpaMmbl pacimmpeHHOTO
JIOCTYIIA U TTEPEIUTM B KATETOPUIO «CUISYME» C TIPUOOpE-
TEHUEM HOBBIX MOTOPHBIX HABBIKOB, U OLICHUBAJIACH YK€
o mkaie HFMSE.

Kaxk BumHO u3 puc. 1, oTMevaeTcs yBeITMIEeHHUE OLIEHKI
B 6ajurax mo mkage CHOP INTEND. V¥ nammenra 1 —
yBenuueHue ¢ 1 6amia go 3, 94To B KIMHUYECKOM KapTUHE
COOTBETCTBOBAJIO U3HAYATIbHO SAMHUIHBIM ABIKCHUSIM
B MMaJIblIe KUCTHU IO MOSBJICHUST EAUHUYHBIX IBVKCHUI
B KHUCTsIX pyK. Co CJIOB MaTepu, YBEJIUYMIOCHh BpeMs
0e3 pecnUpaTOPHOM MOAAEPXKKU: OT MMOCTOSTHHOI B Te-
YeHHE CYTOK HEWHBA3MBHOM BEHTWJISIIUHU JIETKHX
no 7,0—7,5 4/cyT Bo BpeMsi OOIPCTBOBAHMS O€3 peCIy-
PaTOPHOM MOMACPXKKHU. Y MallMeHTa 2 OTMEYEHO YBEJIN-
yeHue ¢ 2 10 8 6aaoB 3a 1 rom HaAOMIOAEHUS, UTO KIIM-
HUYECKM BBIPAXaJloCh B BO3MOXHOCTH IIOBOPOTOB
TOJIOBBHI B CTOPOHBI M KPAaTKOBPEMEHHOM YIIEep>KaHUH €€
B CpeAMHHOM TosioxkeHUU. OHAKO B CBSI3U C YaCTHIMU
ITHEBMOHUSIMU BPeMSI PECITMPATOPHON MOIIEPKKH YBE-
JIMIUJIOCH, OBLJIa YCTAHOBJIEHA TPAXeoCTOMA.

Hike npuBeneHa quHaMKKa OLIEHKH T10 IIIKaJIe OLIeH-
ku MotopHbIX ¢pyHKuMi HFMSE otnenbHO y malimeHToB,
OTHOCSIIIMXCH K KATETOPUSAM <«CUISIYME» U «XOASTYUE»,
B CBSI3U C BBIPAXXCHHBIM Pa30pOCOM 3HAYCHUI B JaHHBIX
KaTeTOPHSIX.

B rpynny nauueHToB, CIIOCOOHBIX CUETh, OTHECEHBI
u 3 nmaunreHTa co CMA 1 tuma, KoTopble HaYaJld IT0JIy4aTh
Teparnuto no IIporpamMe paciipeHHOro JocTyna. Y aTux
MMAIleHTOB OBUIM OTMEYCHBI ITOJIOXMTEIbHAS TMHAMMUKA
1 TIpHOOpETeHNE HOBBIX MOTOPHBIX HABBIKOB, B TOM YHCIIC
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Puc. 2. lunamuxa oueniu momopnwix gyuxyut no wixase HEMSE y nayu-
enmos co CMA I—I111 muna 6 kameeopuu «cudsuue»
Fig. 2. HFMSE response in children with type I—I11 SMA (seated)

U CIIOCOOHOCTHU cuIeTh. TaKMM 00pa3oM, B TaHHYIO IPyII-
my Bouny rmanueHTsl co CMA 1 u Il Tuna u 1 maumeHT co
CMA 111 tuma, KOTopblil yTpaTHi CITOCOOHOCTH K X0Ib0e
B CBSI3U C JJIUTEJIbHBIM IIEPUOIOM MEXIY Ne0I0TOM 3a00-
JICBaHUS M HAYaJIOM TepaIlvi.

B maHHoOI1 rpyTITIe MAIMEHTOB MCXOMHAS OIIEHKA 10 IITKa-
e HFMSE cocraBuna 17,8 & 11,7 6anna, 4yepe3 To mpuMe-
HeHusd Tipenapata — 18,2 + 10,8 6amna, yepe3 2 roga —
23,3 £ 9,0 6aia, coycts 6osee 3 et — 28,0 £ 5,6 6auia
(puc. 2).

JIBa maliMeHTa U3 JTaHHOM TpyMITBEl Ha (poHe peabuin-
TAIIMOHHBIX 3aHATHI ITOCTETICHHO IPHUOOPETAIOT HABBIK
CTOSITh Y OIIOPbI 6€3 OpPTE30B.

¥ 1 nauueHTa U3 JaHHOM TPYIIILI T10C/IE BBEACHUS
Harpy309HBIX 103 OTMEYAIOCh PE3KOe YMEHBIIICHHE OLICH-
ku o mikainel HFMSE ¢ 13/40 no 9/40 6annos, 4yTo ObLIO
CBSI3aHO C MIEpeHEeCEHHOM BUPYCHOM MH(EKIIMEi, TpoTe-
KaBIIEW IJIMTEJIbHOE BPEMS C MOBBIIICHHON TeMIepaTy-
POI1; BOCCTAaHOBJICHNE OLICHKM 10 UCXOTHBIX 13/40 6auioB
JMOCTUTHYTO K 2-My TOAY IPUMEHEHMS TIperrapara.

V 3 maumneHTOB, CITOCOOHBIX CUIETh, HECMOTPSI Ha YBe-
JmyeHne oleHKH 110 mKajae HFMSE, ormedeHs! ObIcTpOE
¥ BBIpaXXCHHOE IIPOTPECCUPOBaHNE CKOJIMO03a U (DOPMHU-
poBaHue neopMali TPYITHOM KICTKH.

W3 maneHToB, UMEIOIINX HAaBBIK XOMBOKI (TTAIIeHTHI
co CMA 111l tuna), Toapko y 1 pedeHKa olieHKa I10 IIKajie
1-1 vactu mkaiast HFMSE ucxonno cocrasma 35/40 6an-
JI0B 1 yBenmumiaach 1o 40/40 mocite 2 et mpremMa Ipermna-
pata. Bce octanbHBIe 4 TTalMeHTa UMEJTA UCXOTHYIO OIICH-
Ky 40/40 6aynos.

OneHKa (pyHKIIMIT MOTOPHBIX HABBIKOB Y TJAHHOM TPYyTI-
bl AETEM MPOBOAMJIACH YXKE€ II0 PACIIMPEHHOMN IIKaje
HFMSE. /o Hauasa ie4yeHns OLIEHKA B CPEeIHEM COCTaBJIsI-
na 55,3 £ 11,7 6anmna, yepe3 rol IpMMEHEHUs IIpernapara —
59,0 + 8,7 6aa, uepes 2 rona — 61,0 £ 5,2 Gasuia.
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Takuim 06pa3oM, Mbl BUIMM YBEJTMUEHUE Oa/LUTbHON OLIEH-
KU I10 IIKaJIaM Y TTallieHTOB co BceMu TutiamMut CMA. TTomu-
MO 3TOr0, BCE POIUTEJIN AETEN OTMEYAIOT MOJO0XUTEIbHYIO
NIUHAMMKY B BUJE YBEJIUYEHUS BBIHOCIUBOCTU, YTO MPO-
sIBJIsIeTCS B O0Jiee 3(p(HeKTUBHOM M JIUTUTEILHOM IIPOBEIE-
HUU peaObMINTALIMOHHBIX MeponpusaTuil. Y gereit co CMA
| Tuna poauTtenn oTMEYAIOT YMEHBIIEHUE CIIOHOTEYEHMS,
MOSIBJIEHUE HAaBbIKA OTKALJIMBAHUS CJIIOHBI.

C y4eTOM MHTpATEeKaJIbHOTO IyTH BBEACHMUS IIperia-
para BCceM MalMeHTaM IPOBOAWIACH JIOMOaIbHasl MyHK-
111 TI0 CTAHIAPTHOW METOJIMKE.

I1pu npoBeneHUn Npoueaypbl U3HAYATBHO MCIOJb-
30BaJIaCh BHYTPUBEHHAs aHECTE3UsI, YTO, MPEXIE BCETO,
OBLIIO CBSI3aHO C OMNACeHUSIMU poauTelieil Mo moBoay 00-
JIEBHEHHOCTU Mpoueaypbl. B nanbHelileM nmpakTuyecKu
BCE POIUTEIN OTKA3AJIUCh OT IPUMEHEHUSI BHYTPMBEHHOM
aHeCTe31M, U B HACTosIIIee BpeMsl 1o, o01M 006e300J11-
BaHUEM IIPOLIEAYpa IIPOBOIUTCS TOIBKO 3 TTALIMEHTaM, YTO
CBS3aHO, MIPEXJIE BCETO, C MOBBIIIEHHON SMOIIMOHAIBHON
JIAOMJILHOCTBIO U TPEBOXKHOCTBIO 3TUX AETEH, UYTO MELIAET
3a(bMKCHUPOBATh OIIPENEICHHOE TIOJIOXKEHIE, HEOOXOMMMOe
JIJ151 TIPOBEACHUST MAHUITYJISILUU U TAJIbHEMIIIETO BBEAEHUS
JIEKapCTBEHHOTO Ipenapara.

OcltoXXHEHMIT BO BpeMsI TTPOBeIeHUS JTIOMOATbHOM
IyHKLIM ¥ BBEIICHUS TIpeTiapaTa He OTMEUYCHO. Y 4 TmalmeH-
TOB MMEIOTCSI TEXHUIECKKUE TPYAHOCTH, CBSI3aHHBIC C BbI-
paxkeHHOI nedopMallieil MO3BOHOUYHMKA U HAJIUYUEM
y 1 U3 HUX METAJZIOKOHCTPYKLIMIA.

ITocTnyHKUMOHHBIMA CUHAPOM B BUJIE TOJIOBHOM 001U,
pBOTHI oT™Mevancst y 17 (77,3 %) nmauneHToB B Iepros Habo-
pa Harpy304HbIX 103. B HacTos1ee Bpemsi TONBKO | maluueHT
OTMeYaeT HaJIMUKe TOJI0BHOM 00/ 1 pBOTHI HA CJIEAYIOLIIA
JIEHb T10CJI€ TTPOBEIECHUS JIIOMOATBHOM IMTyHKIIWH.

B xauectBe nmpuMepa 3pHEeKTUBHOCTH Tepanmu 1mpe-
napatoM HycuHepceH, HauaToil Ha paHHUX CpOKax Mocjie
MOATBEPXKICHUS AMArHO3a U PETYJISIPHBIX KYPCOB peabu-
JIMTAIMOHHBIX MEPONPUSATUI, XOTEJOCh Obl MPUBECTU
KIIMHUYECKUM CIIy4ai.

KnuHunuyeckui cnyyaim 1

ITayuenm 4 sem co CMA I muna. U3 anamnesa uzsecm-
HO, 4Mo ¢ podcOeHus: podument oopawaIu 6HUMAHUE HA 00-
WYH0 MbIULEUHYIO 2UNOMOHUIO U HeakmueHoe cocanue. B 1200
3 mec nposeder MOAeKYAAPHO-2eHeMUYeCKULl AHAAU3 U 6bl-
sae6aeHa deneyusi 3k30Ha 7 eena SMN1 6 eomozueomnom co-
cmosinuu. Iloomeepucden duaernoz CMA I muna. Buiseaeno
3 konuu eena SMN2. B 1 200 § mec hauama mepanus npe-
napamom Hycunepcen no Ilpoepamme pacuiuperroeo docmy-
na. Ha momenm navana mepanuu, co2AacHo npedocmaeneH-
HOU MeOUUUHCKOU 0OKyMeHmauuu, pe6eHoK He yoepicugan
20108Y 8 8EPMUKANLHOM NOAONCEHUU U 8 NOAONCEHUU HA HCU-
some, camocmosmenvro He cudea. Ilo npoepamme pebeHok
noayyun 5 66edenuii u 0458 NPOOOANCEHUS MEPANUU NOCMYRUA

6 neduampuueckoe omdenerue I'bY3 MO «Mockoeéckuii 06-
AACMHOU HAYMHO-UCCAe008aMenbCK ULl KAUHUMECKULL UHCMU-
mym um. M.D. Bradumupckoeo».

Ha momenm nocmynaenusi pebeHok yice moe cudems,
Y0epicusan 20108y 8 6epmuKarbHom noaoxcenuu. Ouenka no
wkane HFMSE nocae 7-20 66edenus cocmasuna 30/40 6an-
108. [lomumo 3mozo opmonedom ommeueHo yMeHblUeHUEe
degpopmayuu epyOdHOll KaemKU, 8aAb2YCHO20 OMKAOHEHUs]
2oeHeil, HecmabuavHocmu 6 mazobedpernvix cycmaesax. Ilo-
cae 10-20 e6edenus oyenka cocmasuna yyce 34/40 6annos.
Pebenok camocmosmenvHo nepegopauugaemcs, caoumcs,
noasaem, Modcem CMosimb ) ONOPbl, deadaem NONbIMKU Ca-
MocmosimenvHoil Xxo0w0bl. TIpodoascaromes npuem npenapa-
ma Hycunepcen u npogedenue pecyasipHuix Kypcos peabunu-
MAYUOHHBIX MepOnpUsmuil Hapsoy ¢ eicedHeGHbIMU
3aHAMUAMU 00MA ¢ POOUMENSIMU, YO CHOCOOCMBYem NPUo-
OpemeHuI0 nayUeHmom HO8bIX MOMOPHbBIX HABbIKOG.

Bropoii KinumHn4YecKurii IpuMep HarIsiAHO TTOATBEPKAa-
€T HEeoOXOAMMOCTh Hayajia MaTOTEHETUYECKOW Tepanuu
B KaK MOXHO 00Jiee paHHUE CPOKU OT MOMEHTA MOSIBIICHUS
TEPBBIX CUMITTOMOB U MOATBEpKneHUs tuarHoza CMA, uro
yBennuuBaeT 3 GEeKTUBHOCTD ITPOBOANMOM TEPATTAMN.

KnuHuueckuit cnyyai 2

ITlayuenm 17 aem co CMA I1I muna. B eospacme 1,5 eoda
(2005 2.) mamb ommemuna HapyuieHue NOX00KU — «HOUamblea-
Hue». B 3 200a (2007 2.) nposedena ceemosas mukpockonust 6u-
ONnmMama cKeAemHoll MbliuYbl, 20e 8biA8AEHA PE3KO BbIPAICEHHA
KapmuHa HetipoeeHHol mvluteHoi ampoguu (no muny CMA).
B 3 200a 5 mec npogeden monekyaapHoO-eeHemu4ecKuil aHanu3
u evisieneHa deneuyust 7—8-20 k30106 2eHa SMN 1 6 como3ueomHom
cocmosHuu. Koauuecmeo konuii eena SMN2 ne onpedeasinu.

Ilepuoduuecku npoxodun Kypcel peadbusumayuoHHol me-
panuu. Tlamoeenemuyeckas mepanus npenapamom Hycunepcen
Hauama 6 mae 2020 . 6 sospacme 15 rem 6 mec.

Co cr106 mamepu, bbicmpblil peepecc MOMOPHbIX QYHKYUL
Hauaacs 3a 6 mec do Hauana ggedenus npenapama. /[o smo-
20 @pemMeHU pebeHOK noceujan o0u,eobpazo08amensryrO UKoY,
Kyda xodun camocmosmenvto. TpyOHocmu 803HUKAAU NPU OAU-
menvHoIl Xo0bbe U HowleHuu msicenoeo nopmeens. 3a 6 mec
pebeHok npaKxmuvecKu ympamusa Hagblk Xo0s0bl. Moe cmosame
Y OnOpbL U nepedsueamsbCsi ¢ NOMOWbIO PYK, Nepecmaensis
Hoeu. llo eedenus npenapama ouenka no wkare HFMSFE
cocmaensina 34/40 bannos, uepes 200 chuzunace do 26/40 6an-
108, uepes 2 200a — do 20/40 6annos. Ilpoepeccusroe cHuxiceHue
0aNbHOIL OUEHKU CBSI3aHO0 U C HedicenanuemM nayueHma Ha gote
NOHUICEHH020 HACMPOEHUsl NPOX00UMb PeaduIumayuoHHble
Kypcol. Cmenens ckoauosa 3a 200 om Havana mepanuy yeeau-
yunacs ¢ 1 do 111 ¢ degpopmauyueil epyonoil knemxu.

JlaHHBINM KIMHUYECKUI TpUMED ellie pa3 IMOATBepKaaeT
HEOOXOMMMOCTh HAYMHATb MTATOTEHETMYECKYIO TEPATMIO B KK
MOXHO 0Oosiee paHHUe cpoku. K coxkanieHuto, TaHHbI! naiu-
€HT Hayal IoJTy4YaTh Teparuio TOIbKO crycTs 12 et u 1 Mec
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ITOCJIe TIOATBEPKICHNUS AUArHO3a B CBSI3U C OTCYTCTBHEM
Ha TOT MOMEHT IIpeIrapaToB MaTOr¢HETYECKOM TePaITiu.
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MUKY B IIPUOOPETEHNN HOBBIX MOTOPHBIX HABLIKOB, UTO
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Bpo)kaeHHble uepebpanbHbie napanuum,
COMpPOBOXKAAIOLMECA INUNencuen:
KNWHUKO-reHeTUYeCKue conocTaBsieHus

H.B. Yebanenko!, I1.JI. Cokonos2, A.T". ITputbiko?

I Kagpedpa nesponoeuu demckozo éo3pacma @IEOY IO «Poccuiickasn MeOuyuHckas aKkademus HenpepbieHo20 npogheccluonansHoeo
obpazosanus» Munzdpasa Poccuu; Poccus, 125993 Mockea, ya. bappuxaounas, 2/1, cmp. 1;

2I'BY3 «Hayuno-npaxmuueckuii YeHmp cneyuaru3upoeannoli nomousu demam um. H.B. Boiino-Hceneyxoeo Jenapmamenma
3dpasooxpanenus . Mockewr; Poccus, 119620 Mockea, ya. Asuamopos, 38

KoHTaKThI:

Nasen JleoHnposuy Cokonos psok.sci@gmail.com

BBepeHue. Npobnemarika BpoXAEHHbIX LepebpanbHbix napanuyeit (LiM) akTyanbHa U3-3a orpaHUYEHHbIX BO3MOXKHOCTEN
BOCCTAHOBMWTENbHOTO NIEYEHMUs U COLMANbHOM afanTalumu Takux nauMeHToB. [eHETUYeCKME acnekTbl natoreHesa 3abone-
BaHMA aKTUBHO u3yyatoTca. Yacro LM conpoBoxpatoTcs anunencuei, KOTOpPOW CBOMCTBEHHA pedpakTepHOCTb.

Llenb nccnepoBaHua — npoBefieHMe aHanM3a KNMHUYECKUX, TeHETUYECKUX U HEPOBM3YaNN3aLMOHHbIX aCNEKTOB AaHHOIA
naronoruum y naumenTos ¢ L.

Marepuanbi u metoabl. B uccnepgosanue BkaoyeHo 136 nauymnentos c L. leHeTuyeckne nccnegoBaHnus npoBoAMANCH
Ha maTtepuane BeHo3Hoi KpoBu meTogamun NGS u Tpuo no Canrepy. Pacnpegenenune reHoB NpoM3BOLMAOCH MO rpynnam
AETEPMUHAHT.

Pesynbtatbl. Y 136 nauneHToB BbifBAeH 91 ciyyai naToreHHbIX BAPUAHTOB HYKNEOTUAHOMN NOCNE0BATENbHOCTH B FeHax.
Hanbonbluee 4ncno NaToreHHbIX BApMaHTOB B reHax Obl10 0OHApYKeHO B AeTepMUHAHTHBIX rpynnax CS (perynauus obpa-
30BaHUA U BYHKLMOHMPOBaHHUA uutockeneta), ENM (perynauus Bo3dyaumocTu HelipoHanbHoit MemGpaHsl), CMTR (ynpas-
neHue MoaMdUKaLuMAMU XPOMATMHa, NpoLeccaMu TpaHCKpUnuuu 1 penaukauuu), NTS (perynsuus oOmeHa Heilpomeama-
TOPOB W (YHKLMOHMPOBAHUA CUHANCOB). PacnpeaeneHne reHoB No CTENEHU MOTOPHOTO AeduumuTa b0 CneuudUUHbIM:
BO BCEX rpynnax, Kpome reHos kaHanonatuit (ENM), kaxgoit cteneHu MoTopHoro geduLnTa COOTBETCTBOBANIN ONpeaeneH-
Hble reHbl. B rpynne ENM Takas cneunduyHocTb Nposeasnach nuwb otyactu. Haubonblee Yncno ciydyaes aHomanui
CTPOEHMSA TOJIOBHOTO MO3ra Obino BbisiBNeHO B rpynnax CMTR (ynpaBneHue MopucbuKaLMAMU XpOMaTUHA, NpoLeccamm
TpaHcKpunumu u penaukauum), CS (perynauus obpasosaHus U QYHKLUOHUPOBaHUA uuToCKeneTa) u ENM (perynauus
B036YAMMOCTH HelipoHanbHOM MembpaHbl). Haubonblueil pe3ucTeHTHOCTbIO 3nunencum otinyanack rpynna RMF (peryns-
uMs GYHKLMI MUTOXOHAPUANbHOTO annapata). B cayyasax u3 rpynnbl ¢ reHamu kaHanonatuu (ENM) anunentuyeckuit
npouecc 6611 He caMbiM pedpaKkTepHbIM.

BbiBopabl. o Bknagy B narorexes LM ¢ anunencueit gonyctumo pacnpefeneHue AeTepMUHAHT Ha obecnedyeHne Bo36yau-
MOCTU 1 npoBoAuMOcTH HepBHOW TkaHu (ENM u NTS), perynauuio npoueccos HeitpooHToreHesa (NOG u CMTR) v npepo-
npegenexne GpepMeHTaTUBHbIX Ae(EKTOB, NPUBOAALMX K 6one3HaM HakonneHus (GSD). letepmuHanTa ENM oTBeTcTBEH-
Ha Kak 3a (hopMMpOBaHME MOTOPHOTO fiednLMTa, TaK U 3a POPMUPOBAHME INUIENTUYECKOTO npolecca. pu 3Tom BauAHWe
€e Ha MOTOpHBIK aeduuuT HecneunduyHo, a cTeneHb pedpakTePHOCTU INUNENTUYECKOTO NpoLecca B 60/bluei cTeneHu
onpepensieT leTepMUHaHTa perynaunu GyHKLMU MUTOXOHAPUANbHOTO annapara.

KnioueBble cnoBa: getckuit uepeGpanbHblil napanuy, reHeTuKa, anunencus

Dna uutuposaHua: Yebanewnko H.B., Cokonos MN.J1., Mputbiko A.T. BpoxaeHHble LepebpanbHbie Napanuyu, ConpoBoXaa-
IoLLMecs 3Nunencueii: KNIMHUKO-reHeTUYeCcKne CONoCTaBneHns. Pycckuii )ypHan geTckoi Hesponorumn 2022;17(3):43-54.
DOI: 10.17650/2073-8803-2022-17-3-43-54

Congenital cerebral palsy with epilepsy: clinical and genetic comparisons
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Background. The problem of congenital cerebral palsy (CP) is relevant due to the limited complexity of habilitation
and social adaptation of such patients. The genetic aspects of the pathogenesis of the disease are being actively studied.
CPis often accompanied by epilepsy, which is characterized by refractoriness.

Aim. To analyze the clinical, genetic and neuroimaging aspects of this pathology in CP patients.

Materials and methods. The study included 136 patients with CP. Genetic studies were carried out on venous blood
material using NGS and Sanger trio methods. The distribution of genes into groups of determinants was carried out.
Results. In 136 patients, 91 genes with pathogenic variants were found. There were more of them in the determinant
groups CS (requlation of cytoskeleton formation and functioning), ENM (regulation of neuronal membrane excitability),
CMTR (control of chromatin modifications, transcription and replication processes), NTS (regulation of neurotransmit-
ter metabolism and synapse functioning). The distribution of genes according to the degree of motor deficiency
was specific: in all groups, except for canalopathy genes (ENM): certain genes corresponded to each degree of motor
deficiency. This specificity was less pronounced in the ENM group. The largest number of cases of abnormalities in the
structure of the brain was in the CMTR (control of chromatin modifications, transcription and replication processes), CS
(requlation of the formation and functioning of the cytoskeleton) and ENM (regulation of the excitability of the neuro-
nal membrane) groups. The RMF group (regulation of the functions of the mitochondrial apparatus) was characterized
by the highest resistance to epilepsy. In cases from the group with the canalopathy genes (ENM), the epileptic process
was not the most refractory.

Conclusions. According to the contribution to the pathogenesis of CP with epilepsy, the distribution of determinants for
the provision of excitability and conduction of the nervous tissue (ENM and NTS), the regulation of neuroontogenesis
processes (NOG and CMTR), and the predetermination of enzymatic defects leading to storage diseases (GSD) are permis-
sible. The determinant ENM is responsible for both the formation of motor deficits and the formation of the epileptic pro-
cess. At the same time, its influence on motor deficit is nonspecific, and the degree of refractoriness of the epileptic
process largely determines the determinant of mitochondrial function regulation.
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BBepeHue

IIpoGrema riepedpansHoro napanuya (LLIT) e Tepsier
CBOeH aKTyaTbHOCTH. [IpMYrMHa COCTOUT B BRIPAXKECHHOCTH
IBUTATEJIBHBIX U IICUXWUYECKUX PACCTPOMCTB, a TaKXkKe
B OTCYTCTBUM (KaK MUHUMYM) TEHAEHLIMA K CHIKEHUIO 3a-
o6oneBaeMoctu. B ¢penorurte LI nBuraTebHbIe 1 KOTHUTHB-
HbIe HApyLIEHMS YaCTO COUETAIOTCs C anwiencuei [1].

TpanuLIMOHHO MPUYMHAMU pa3BUTHUS 3a00JIeBaHUS
CUNTAIOTCSI TUIIOKCUSI-UIIEMUsI, THTOKCUKAIIUS MaTepu
U 1JI01a, a TaKXe pogosas TpaBMa. OmnHako okoio 30 %
ciygaeB L1 ¢ snuencueit Helb3st 00bSICHUTD BIUSTHUEM
9THX (hakTOopoB. [ToaTOMY B IoC/IefHIE TOIBI MHTEHCUBHO
MPOBOAATCS TeHEeTUUeCKe nuccaenoBanud [27].

Yucno reHOB, CBSI3aHHBIX ¢ pa3ButreM (peHotua LIT,
IIOCTOSTHHO PacTeT. Y:Ke NeJIaIuCh ITOMBITKA KiacCuhpu-
LIMPOBATh 3TH T€HBI B COOTBETCTBUM C OIpPEAEISIEMbIM
¢depMeHTOM 1 Tpo1ieccoM (QYHKIIMOHUPOBAHUS KIICTKH.
G. McMichael 1 coaBT. uAeHTUGUIMPOBATIA TaK1UE Ha-
MIpaBJICHUS ICHCTBUS aCCOLIMMUPOBAHHBIX TeHOB, KaK Ha-
BUTALIMS ITO aKCOHAM, YYaCTHEe BO BHYTPUCHHANITUIECKIX
B3aUMOJIEAICTBUSIX OEJIKOB U y4acTHe B CUHAIITUUYECKOM
nepeaaue [17].

VY nanuenTtoB ¢ LIT HabGmomaoTCs IpakTUYECKU BCe
TUIIBI STAJICITUYCCKIX IIPHUCTYIIOB, IIPUYeM HauboJee Ja-
CTO — CJIOXKHBIC TTapLIAIbHbIC M BTOPUIHO-TeHEePaTM30BaH-
Hele. YacTo BcTpeuaroTcst cuHapoMbl Becta u JleHHOKca—
lTacro [9, 10]. DnumenTUdeckKue IPHUCTYIBI y TaKHUX
MMalIMEeHTOB MMEIOT TEHACHIIMIO K 0ojiee paHHEMY Havaly 1
4yacTo NMosIBsoTCs y Aereit ¢ LITT 1 yMCTBEHHOM OTCTANIOCThIO.
Kak npaBuio, oHU ITPOTEKAIOT TEM TsiXKeliee, YeM 0oJiee Bbl-
pakeH HEBPOJIOTMYECKUIT M MEHTAIbHBIN aeduimT [21].

Brtenicus y 00JIbHBIX ¢ BRIPaXKCHHBIMU BPOXKICH-
HBIMU TTOPAXKEHUSIMH TOJIOBHOTO MO3Ta 9acTO YKJIaIbIBa-
eTCs B KAPTUHY YK€ OIMCAHHBIX HO30JIOTUIECKUX (PopM,
TeM HE MEHEee IIEPBUIHOCTD WJIM BTOPUIHOCTD SITWIICTITH -
yeckoro Ipouecca Ipu BpoxaeHHbIX LI mo HacTosiee
BpeMsI aKTUBHO TUCKyTUpYyeTcH [8].

B mocneqame romp! reHeTrdecKast SIMAICTICHS M3YJaeTCs
0COOEHHO MHTEHCHUBHO [3, 6,7, 11, 12, 15]. Ocoboe BHUMaHME
yAeJISIeTCST SIIISTICUH, BRI3BAHHOM HapyIlleHHeM BO30YIu-
MOCTU HeMpOHAIbHOM MeMOpaHbl BCIEACTBIE KAHATIOMNATUIA
[19, 21, 30]. lyist 3TOM ITATOJIOTUH XapaKTepHBI (hapMaKope-
3WCTEHTHOCTD U BBICOKASI CTEIIEHb ITOTPEOHOCTH B ITOJIAIIPA-
IMa3uy aHTUKOHBYJIbcaHTamu [17, 19, 26, 27, 30].
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Ieapio HacTosIICH padOTBI OBLIO M3YUYCHUE TEHETH -
YeCcKUX aHOMaIMil y MalueHTOB ¢ BpoxaeHHbIMU L1I1,
CTpaJalolIuX SMWICICUECH.

JLJ1st TOCTM>KeHMSI 11e/Iv ObLIY ITOCTaBJICHBI CIISAYIOIIE
3a1a4u:

1. I[IpoaHanmn3npoBaTh CIIEKTP TEHETUYECKIX aHOMAJIHMI
C UCIOJb30BaHMEM KIACCU(PUKAIUU I10 IPU3HAKY
JIETePMUHAHTBHI.

2. BBISIBUTH 3aKOHOMEPHOCTH PaCIIpeaeICHUS IeTePMU-
HaHT (¥ TeHOB) B 3aBUCHMOCTH OT (peHOTHUIIA 3a00J1e-
BaHUSI.

3. BeIIBUTH 3aKOHOMEPHOCTH pacIIpee/ICHIS IeTePMU-
HaHT (M TE€HOB) B 3aBUCHMOCTH OT KIMHUYECKUX
MIPOSIBJICHUI SIMIICITUIECKOTO IIpoliecca.

Martepuanbl u metogbl

Ilon HaGmoneHeM Haxomwiuch 373 manuenta ¢ LIT1
M 3IIericueil B Bo3pacte oT 1 no 17 netr. [eHetnueckme
MyTaiyu ObUtn noaTBepxaeHb MeTonoM NGS'y 136 (36,5 %)
TMaIeHTOB, cpeay HUX 84 (61,8 %) manpumka u 52 (38,2 %)
neBouky. OOpanaer Ha ceOsa BHUMaHNWE 3HAYMTEJIbHOE
npeobnagaHue MaabuyukoB. B Bo3pacre 1—3 roga ObLI10
ob6cemoBaHo 18 merei (ManbuukoB — 10, meBouek — §),
4—5 ner — 28 mereil (ManbumMKoOB — 17, meBouek — 11),
6—8 et — 41 pebeHOK (MaNbYUKOB — 28, neBoueK — 13),
9—14 net — 32 pebeHKa (MaTbYMKOB — 18, meBouek — 14),
15—17 ner — 17 peteii (ManpyvkoB — 11, neBoyek — 6).

BbisiBIeHBI 3 rpyMiibl SMMWIENTUYECKUX CUHIPOMOB:
(oxanpHas ctpykrypHas stnerncus (PCD) — 37 (27,2 %)
MAaLUEHTOB, (DOKAIbHAS SITWICTICHS IETCTBA CO CTPYKTYPHbI-
MU U3MEHEHUSIMU B MO3Te 1 I0OPOKAYeCTBEHHBIMU SITHJIEII-
T(hOPMHBIMU MATTEPHAMU JETCTBA Ha 3JIEKTPO3HIIE(DaIo-
rpamme (DBI) (OOACUM-ADIIA) — 41 (30,1 %),
smienTrudeckue sHiedanonatuu (99) — 58 (42,7 %) neteii.
Co cnactuueckum LIIT 6pu1m 55 (40,4 %) neteit, ¢ AMCKUHE-
TUYECKOI 1 ruIepKuHeTr4Yeckoi popmamu — 31 (22,8 %),
¢ atakcueit u runnoronueit — 50 (36,8 %) (kinaccuduxanms
LIIT, C.P. Panteliadis u P. Korinthenberg, 2005).

INalLyeHTBI IIPOXOIMIIY IUIAHOBOE 00C/IeI0BAHIUE, BKITIO-
yarolliee OLEHKY HEBPOJIOIMYECKOro CTaTyca; CTeIeHb Hapy-
LIEHUS [JI00AIbHBIX ABUTATEIbHBIX (DYHKILIMI OLIEHUBAIACH

3

o mkaige GMFSC (Gross Motor Function Classification
System). InarHoCTHKa TUIOB SMIICITUYECKUX IIPYCTYTIOB,
opM SMIITETICUY U SITWICITHYECKIX CHHIPOMOB OCHOBBI-
BaJIach Ha KJIACCU(DUKALIMK 3IEKTPOKIMHINYECKIX CHHIPO-
MOB U IpyTuX (POpM SIMIICTICUY, TIPeACTaBIeHHOM MexXmy-
HapomHo#l mpotuBosnmiIenTudeckoir auroin (ILAE),
OIepalMoOHHOM Ktaccudukany TUIoB npuctyros 2017 T
U Kiaccudpukanuuy srmtercuii 2017 r.

Bcem marmeHTaM poOBOIMIMCH BUACOJIEKTPOIHIIE(hA-
Jorpadmdeckuii MoHuTOprHT (BOM) (BKITIOUast BUIEOMOHM-
TopuHT DDI" CHA) ¥ MAarHUTHO-PE30HAHCHAST TOMOTrpadust
TOJIOBHOTO MO3ra. DJIeKTposHIIeaorpadpuaeckuie ucciaeao-
BaHMs1 BbINOJHeHb! Ha DOTA-21/26 «OHLIEDATIAH-131-03»
11-i1 mopucdukauuu (000 «Meaukom MT/», Poccust),
«Heitpockor 6.1.508» («buoma», Poccust).

[laToreHHble BapMaHTHl HYKJICOTHIHOM IOCIEIOBa-
TenbHOCTH TToaTBepKaeHbI MeTogaMu NGS 1 tpuo 1o CaH-
repy y mpob6aHzaa 1 ero o6monorudeckux poaureneit. Mctou-
HUKOM MaTepHayia Obljla BEHO3Hasl KPOBb MHAIIMCHTOB.
Breigenenue JHK npoBoauim ¢ ncrnojib3oBaHMeM Habopa
peareHToB QIAGEN (CIIIA) B COOTBETCTBUU C ITPOTOKOIOM
IMPOM3BOAMTEIISA. MaccoBoe NapaieIbHOe CEKBEHUPOBAHIE
BBITIOJIHSUT C UCITOJIb30BaHMEM cekBeHaTopa Illumina
NextSeq500. O6paboTKy JaHHBIX IPOBOIMIIN T1I0 3araTeH-
TOBAaHHOMY aJIFCOPUTMY, KOTOPBIi BKIIIOYaeT BRIPABHUBAHIE
I10 3TAJIOHHOH ITOC/IeI0BATEIbHOCTH, IIOM0OPKY X aHHOTA-
1Mo BapuaHToB. OnpeneneHre KIIMHUTIECKOI 3HAUNMOCTH
BapUaHTOB BHITIONHSIIN C YYETOM peKoMeHmanmii «Pyko-
BOJICTBA IO MHTEPIIPETAIINN TAHHBIX IIOCJIEIOBATEIEHOCTH
JIHK uenoBeka, momydeHHbIX METOIaM1 MaCCOBOTO Iapai-
JIEJILHOTO cekBeHnpoBaHus (penakivs 2018 1., Bepcus 2)»
U COOTBETCTBUS (DeHOTHIIA MTAIIMEHTA IIPU3HaKaM 3a0071e-
BaHUsI, CBSI3aHHOTIO C T€HOM, B KOTOPOM ObLT OOHapyKeH
MaTOTeHHBIN BapUAHT.

[enb1, maroreHHbBIE BApUAHTHI B KOTOPHIX OBUIH BBISIB-
JICHBI B IIpoIecce 00CIenOBaHUsI, PACIIPEIeIsUIUCh I10
IPyIIiaM B COOTBETCTBUU C ACTEPMUHUPYEMBIMH TTPA3HA-
Kam# (Tabm. 1).

I[naBHBIM KpuUTEpueM OTHECEHUS K TOW WM MHOH
rpymnmne ObI OCHOBHOW AEeTepMUHUPYEMbBIN IPU3HAK.
[pu HaMMYIMKM HECKOJIBKIX IeTEPMUHUPYEMBIX IIPU3HAKOB

Ta6auua 1. Ipynnuposka eenoe no npunyuny demepmuHupyemvix QyHKyuil

Table 1. Grouping of genes according to the principle of determinants

Determinable features

Peryisiius mporeccoB, pacCTPOMRCTBO KOTOPBIX MPUBOAUT K (POPMHUPOBAHUIO 6OJIE3HEN HAKOIUIEHUST

Group of genes
O011Me acTeKThI perysiiuy 0OMeHa BEeIeCTB B KJIETKe
GASM . . .
General aspects of the regulation of cell metabolism
GSD . ; o : .
Regulation of processes, the disorder of which leads to the formation of storage diseases
RMF Perynsuust pyHKIMU MUTOXOHAPUI

Regulation of mitochondrial function
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OkoHuanue maon. 1
End of table 1

Group of genes Determinable features
PCI‘YJ'[HHI/IH TOJIEPAHTHOCTHU KJICTKU K BHCIITHUM BO3IEHCTBUSIM (I‘I/IHOKCI/II/I, HIIeMunu, 9K30r€HHOW MHTOKCHKA-
CT IIUY U T.1.)
Regulation of cell tolerance to external influences (hypoxia, ischemia, exogenous intoxication, etc.)
cs Perymsammst o6pazoBanms n GYHKITMOHNPOBAHUSI IIMTOCKETIETa
Regulation of the formation and functioning of the cytoskeleton
Perynsums HelipooHTOreHe3a (HeiipOHAIBHOM MUTPAIIUM, CIIPYTUHTA, CHHAIITOreHe3a, MUCTMHU3AIUN 1
NOG arornTro3a)
Regulation of neuroontogenesis (neuronal migration, sprouting, synaptogenesis, myelination and apoptosis)
GC Perynsiumst BHyTpUKIETOYHOTO TPAaHCIOPTa U ceKpelinu ((PyHKIIMOHUPOBaHUS KOMILIekca [0mbaku)
Regulation of intracellular transport and secretion (functioning of the Golgi complex)
Perynsiums TpaHcniopTta yepes HapykKHYyI0 MeMOpaHy KJIETKU
ECM .
Regulation of transport across the external membrane of the cell
ENM Perynsumst Bo30yamMocTy HeiipoHaIbHOI MeMOpaHbl ((DyHKIIMM MOHHBIX KAHAJIOB)
Regulation of the excitability of the neuronal membrane (function of ion channels)
RPS Perynsiumst pudbocomManbHOro 6eJ1KOBOro CUHTE3a
Regulation of ribosomal protein synthesis
NTS Perynsumst ooMeHa HeiipoMenuaTopoB 1 YHKIIMOHUPOBAHUS CHATICOB
Regulation of the exchange of neurotransmitters and the functioning of synapses
10G Perymmm{ UMMYHUTETA 1 OHKOTCHE3a
Regulation of immunity and oncogenesis
CMTR VnpasiaeHue MoauduUKausgIMU XpoMaTUHa, IpolieccaMy TPAHCKPUITIIUY U pEeTUIMKALIUNA

Control of chromatin modifications, transcription and replication processes
|

(TUTeifoTponMu) B Ka4eCTBe OCHOBHOTO M30UPaJICS TOT,
KOTOPbII OKa3ajl ompeaeisiollee BIMsIHNE Ha (HDeHOTUIT
B KOHKPETHOM CJIyYae.

1. Pacnpenenenue ciiyuaeB mepeOpaIbHbIX Mapamdei,
CONPOBOK/IAIOIMXCS IMIETICHENd, TI0 TPYNIAaM JeTePMUHAHT.
V¥ 136 manuenToB, crpagamoiux LI ¢ snunencueii, Boi-
siBJieH 91 reH ¢ maToreHHbIMU BapuaHTaMu (Tabi. 2).

[Ipu aHanKM3e YaCTOThI MPEACTABICHHOCTY OCHOBHBIX
IPYII T€HOB, B KOTOPbIX ObLIM OOHAPYXEHbI MyTALlUU,
HauOOoJIbIlIee YMCIIO CIIy4aeB ObLIO OTHECEHO K IeTEPMU-
HaHTHBIM rpynmaM CS (peryssiims oopa3oBaHus U (GyHK-
LIMOHMpPOBaHus 1uTockesnera) — 18 (13,2 %), ENM (pe-
TYJISIIASL BO3OYIMMOCTH HEHMpOHAJIbHOM MeMOpaHbI) —
28 (20,5 %), CMTR (ynpaBieHue MoaM(MUKALIMSIMU XPO-
MaTHHa, [IpoLeccaMy TPAHCKPUIILIMK U PEIUIMKALIMU) —
20 (14,7 %). bonee 10 % — 14 nmauueHTOB — BKJIIOYEHO
B rpyniry NTS (perynsims odMeHa HeiipoMeaInaTopoB
1 GYHKLIMOHUPOBAaHMS cUHArcoB), 12 (8,8 %) nauueHTOB
ObL10 OTHeceHO K rpymme GSD (perynsius mpoleccos,
PacCTPOMCTBO KOTOPHIX IPUBOIUT K (DOPMUPOBAHUIO 6O-
Jie3Hei HakorutieHust), 11 — k rpynme GC (pery/siyst BHYTpy-
KJISTOUYHOTO TPaHCIIOPTa 1 ceKpelny ((pyHKITMOHMPOBAHUS
koMrIutekca l[onpaxku)). [To 8 manmeHTOB OBLJIO OTHECEHO

K rpynmaMm RMF (perynsiust pyHKIIMM MUTOXOHIPUIA)
1 NOG (peryJisiiiys IIpoLieccoB HelipooHToreHesa). 1o 6 na-
1MeHTOB ObLIO B rpymmax GASM (o01ue acrekThl pery-
JIsiuu obMeHa BellecTB B KiieTke) 1 ECM. Tpu (2,2 %)
nauMeHTa ObUIM BKIIIOUYeHHI B rpyniy 10G (perymismus
MMMYHUTETa U oHKoTeHe3a). [1o 1 mamueHTy ObUIO OTHE-
ceHo B rpyrmbl CT (peryisiumst ToIepaHTHOCTH KIISTKHU
K BHEIITHUM Bo3neiicTBusM) 1 RPS (peryssitmst 6e1KoBo-
IO CMHTe3a Ha pub0oCcoMax).

TakuMm 00pa3om, 3aBeTOMO OOJIBILNI BKIAI B GOPMU-
poBanue ¢enorumna LI ¢ snumencueil BHOCUIN T€HBI,
JEeTepPMUHUPYIOLIKE yIIpaBIeHHe MOIU(PUKALMSIMU XPO-
MaTuHa, TpaHckpumiuy 1 permmkanuu (CMTR), rensr,
JleTepMUHUPYIOIIME 00pa3oBaHue M (PYKIIMOHUPOBAHME
mutockenera (CS), ¥ TaKk Ha3pIBaeMbIe TeHbI KAHATOIATUIA
(ENM).

B HecKoIbKO MeHbIIIEH CTereH ObUIM aCCOLIMMPOBA-
oI ¢ matoreHe3oM LIIT rensr rpymm NTS (perymstust 06-
MeHa HelipoMeauaTopoB U (HYHKIIMOHUPOBAHMS CHHAII-
coB), GSD (perynsmuss IpoOIECCOB, PacCTPOMCTBO
KOTOPbIX IPUBOAUT K POPMHPOBAHUIO OOJIE3HEI HAKOILIE-
aus), GC (perymsiuus BHYTPUKJIETOYHOIO TPaHCIIOPTA
" cexkpennn ((pyHKIMOHUPOBAaHUS KoMIuiekca [ombmkm)),
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NOG (perysaiums IIpolieccoB HelipooHToreHe3a), RMF
(perynsust GyHKIIMM MUTOXOHIPHIA).

CootBerctBeHHO, ipu LITT ¢ armmiencueit B HanbOJIb-
IIeil CTeIeHU OIpenesisiioT popMupoBaHue (GeHOTUIIA
IMOpaKeHMST MO3TOBOM TKAHU Y U3MEHSIOT (DYHKIIMOHU-
poBaHME HEeWpOHA TaKuWe MPOIECChl, KaK HapyIIEHUS
B 00eCIeYeHNN KJIETOYHOIO MeICHMsI, afalTalluOHHON
CITOCOOHOCTU TeHOMa U BHYTPEHHEro ooOMeHa B KJIETKE.
Bnustaue atHx mpoieccoB Ha (hOPMUPOBAHUE TSIKEIOTO
ITOPaKeHMS MO3Ta He SIBJISIETCSI HEOXUIAHHBIM, B OTJIMINE
OT TAKOT'0 YIACTHS TeHOB KaHAJIOIATHIA.

2. Acconyanuy reHHbIX JeTEPMUHAHT C BBIPAZKEHHOCTHIO
MOTOPHOTO JeuimTa. [EHbI B KaXX10¥ TpyIIie AeTEPMUHAHT
OBLTH pacTIpenesieHbl IO CTeTICHU TSDKECTH MOTOPHOTO e~
¢unura B 6amiax no mkaine GMFCS (ta6ur. 2).

[Ipu aHanm3e rpynnmupoOBKYU F€HOB IO IIPU3HAKY Je-
TePMUHUPYEMBIX (DYHKIIMI B 3aBUCHMOCTHU OT TSIKECTHU
MotopHoro nedunura B rpynmnax GASM, GSD, RME CT,
CS, NOG, GC pacnpeneneHue reHOB I10 CTEIeHU TSDKECTA
MOTOPHOTO AeduumuTa OBUIO CTPOTO CIeUM(pUUHBIM,
T.€. HU B omHoM 13 Kateropuit GMFCS reHbl He TOBTOpPSI-
smch. K npumepy, mpu GMFCS-1 B rpyrme CS (peryrsiiys
(GYHKIMY IIUTOCKEJIeTa) OTMEUYAINCh aHOMAIMU B TeHE
DYNCIHI, npu GMFCS-2 — PAKI, nipu GMFCS-3 —
PCDH19, npu GMFCS-4 — TUBB4A, LAMA2, LAMA?2,
LAMA2, CEP41, nipu GMFCS-5 — NEB, SPEG, SPEG,
TUBB4A, FLNA, SPTAN 1. AHanornyHasi KapTUHa CITeI-
(UIHOCTH TEHOB B aCCOIMALINY MX CO CTETICHBIO MOTOPHO-
ro aeduIMTa HAOMIOIANIACh U B OCTAIBHBIX YIIOMSHYTHIX
rpyIImax.

PacripeneneHye reHOB 10 CTeTIEHU TSDKECTH TBUTATEITb-
HBIX paccTpoiicTs B rpymre ENM (peryssiiyst Bo3oymmmo-
CTH HEPOHAJIbHOM MeMOpPaHBI) CTPOTOM CIIELIM(UIHOCTHIO
He oTiimyajochk. aHoManmuu reHa SCNIA BcTpeyanuch
y 60sbHBIX MOTOPHBIM neduimrom GMFCS-1, GMFECS-2,
GMFCS-3 u GMFCS-4, anomanuu reHa ATPIA3 — ipu
GMFCS-1 u GMFCS-3, anomanuu reHa KCNO2 —
npu GMFCS-3 u GMFCS-5. CienupuyHbIMUA 0Ka3aJIMCh
redbl: KCNTI v TRPM6 — nnas GMFCS-1, KDM6A —
st GMFCS-3, SCN4Au SCN2A — nna GMFCS-5. B rpyn-
e ECM (peryisiiyst TpaHCIIOpTa Yepe3 HapyKHYIO MEM-
opany xkietku) anHoMmanuu reHa SLC2A1 (GLUT1) Bctpe-
YaJMCch IPH JIETKON CTEIIEHWM MOTOPHOro neduiimra
— GMFCS-1nu -2.

OCO0OEHHOCTH pacIIpeaeIeHUs] OTMEUCHBI HE TOJIBKO
IIJIST OTIETBHBIX TEHOB, HO U TSI MIX ceMelcTB. Tak, B TpyII-
e ECM (peryisiiust TpaHCIIOpTa Yepe3 HapyKHYIO MEM-
OpaHy KJIeTKH) reHbl cemeiictBa PIG Berpevanuch npu
GMEFCS-3 (PIGG) u GMFCS-5 (PIGA). B rpyrme NTS
(perynsauust ooOMeHa HeiipoMeaIaTopoB 1 (PYHKIIMOHUPO-
BaHMs CMHAIICOB) aHOMaJIuM reHOB cemeiictBa GABR
Habmomanuck nmpu GMFCS-3 (GABRG2 u GABRD),
GMFCS-4 (GABRB3) u GMFCS-5 (GABRAI).

Takum oOpa3om, s OOJBIIMHCTBA JETePMUHAHT-
TPYIIN paclipelnesieHre TeHOB 0 CTEIIEHSIM MOTOPHOTO

neduunTa 66UT0 CrIeIU(UIHBIM, IIPY 3TOM ITPABUIIO CIIe-
HU(PUIHOCTA HE PaCIPOCTPAHSIIOCH HA TETePMUHAHTY
ENM (perynsiumst BO30yIMMOCTH HEHPOHAIBHON MeM-
OpaHBbl) M B MEHBIIICH CTETICHN PacIIpOCTPaHsUIOCh Ha JIe-
tepmuHaHTY ECM (peryisius TpaHCIIopTa Yepe3 HapyK-
HYIO0 MEMOpaHY KJIETKH).

3. Accoupanuy reHHbIX TeTePMHHAHT ¢ AHOMAJHSIMH
CTPOEHHS IoJIOBHOro Mo3ra. CTpyKTypHBIC U3MEHEHUS TO-
JIOBHOTO Mo3ra HaOmogammchk y 67 (49,3 %) nauneHTOB
¢ LI ¢ srmunernicreit, mopoku mosra —y 51 (37,5 %) (tabm. 3).
MBI BKITIOYA/IA B aHAJIM3 BCE CTPYKTYPHBIC U3MEHEHMST He3a-
BHCHMO OT TOTO, TPAKTOBAJIMCh OHM KaK TMOPOKM JIMOO KaK
MTOC/IEACTBYS, K MPUMEPY, TUITOKCHUECKU-UIIIEMIYECKOTO
JI60 MH(PEKIIMOHHOTO NopaxkeHus. Llenbio ObII0 N3ydeHne
3aKOHOMEPHOCTEH pacIipeneicHUsI BCeX CTPYKTYPHBIX aHO-
Maymit. Kpome Toro, MbI MICXOIWIIN 13 TIPESATIONOKEHIST O TOM,
YTO JaJIeKO He BCera KaKasi-TO CTPYKTYPHAsT aHOMAJTVS, TaKe
€CJIM OHa MMeeT IMPU3HAKK TOTO WM MHOTO IIaTOTeHEeTHYEeC-
KOTO BO3IEHCTBYSI, HAIIPSIMYIO OOYCIIOBJICHA IMEHHO VM.

W3 anoManuii pa3BUTUSI ObUIM IIPEACTABICHBI: MUKPO-
nedanusa — y 18 manumneHToB, TUITONJIA3US MO3XeduKa —
v 9, dokanbHass KOPKOBAsI AUCILIA3USA — Y 3, IPOSBICHUS
MEPUBEHTPUKYIISIPHOM JIEHKOIMaTUN — y 2, TakxKe y 2 ma-
LIMECHTOB OBLIM BBISIBJICHBI TUITOTUIA3US YEPBSI MO3XKEUKa
U peTpolepebesisipHas KucTa. JIBa mauueHTa uMeIn riu-
ITOTEHEe31I0 MO30JIMCTOrO Tela. [eTepoTomnmio ceporo Be-
LiecTBa OOHAPYXUJIHU y 2 MALIMEHTOB, IEPUBEHTPUKYJISIP-
HYI0 TeTepOTOIMIO, TJINO3, ITOIKOPKOBYIO aTpoduio
B TEMEHHO-3aTBUIOYHBIX 001aCTSIX, HOJTUMUKPOTUPHIO, Ma-
Kpoledannio, KOpKOBYIO TeTepOTOIHIO — B 1 cirydae.

N3 67 ciydyaeB aHOMaJINi pa3BUTHS TOJJOBHOTO MO3Ta
OHM MMEJIM XapaKTep MopoKoB pa3Butus B 51 (76,1 %)
cilydae, M €Ba JIM He KaxKabli 2-1i u3 Hux — 29 (43,3 %) —
COITPOBOXKIAJICS TTOPOKAMU Pa3BUTHS BHYTPEHHUX Opra-
HOB. TOJIEKO OTHO 3TO TOBOPUT O TOM, UYTO TaKTHKa aHa-
JIn3a BCel COBOKYMMHOCTHU CTPYKTYPHBIX U3MEHEHU ObLia
n3bpaHa 000CHOBAHHO.

Hawub6osbiee yucio ciydaes — 17 (25,45 %) — aHo-
MaJuii CTPOCHMS TOJOBHOTO MO3ra OBLIO BBISIBICHO
Brpymre CMTR (yrpasireHre MomudrKarpsMu XpoMaTrHa,
IporieccaMy TPAHCKPUITLIMK 1 perumkaiin). [To 13 cimyga-
eB — BTpymmax CS (pery/siiys oopa3oBaHys ¥ (DyHKITMOHH-
poBaHus 1uTocKeaera) 1 ENM (peryssiis BO30yInMOCTH
HelipoHabHOM MeMOpaHbl). B rpymnie NOG (peryisiust
HelpooHTOreHe3a) ObLI0 oTMeueHo 7 cirydaeB. MHTepeceH
TOT (haKT, YTO BO BCeX MEPEUNCIICHHBIX KATETOPHUSIX B 00JIb-
IIMHCTBE CBOEM MMEBIIMECS aHOMAJIUM OBbLIA OTHECEHBI
K YKCJIy IIOPOKOB Pa3BUTHSI, UTO MO3BOJISICT IPU3HATD UX
MIPUPOAY NEPBUYHO-TU30HTOTCHETUIECKOM.

K moxoxum BEIBOZaM MPUBOIUT 1 aHAIN3 COUETAHMS
ITOPOKOB Pa3BUTUS TOJIOBHOTO MO3Ta C IOPOKAMM pa3BU-
THUsI BHYTPEHHUX OpraHoB. Takoro poja coyeTaHue ObLIO
BbIsiBIIeHO B 11 (64,7 %) u3 17 cay4aeB B rpynne CMTR
(yripaBieHre MOAM(DUKALTMSIMU XPOMATHHA, IIPOIIeCCaMu
TPAHCKPUIIINI 1 PETUIMKAIINI), YyTh MEHEEe YeM B TTOJIOBUHE
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Taomuna 3. CmpykmypHbie uzmeHeHus: U NOPOKU Pa3eumus 20106H020 Mo32eay 136 nayuenmos ¢ uepedpanrbHbiM Napatuuom u Snuiencuen

Table 3. Brain structure changes, brain malformations and somatic malformations in 136 patients with cerebral palsy and epilepsy

Brain malformation

Brain stucture changes

Group
of genes

Number
of patients, n

Proportion
of patients, %

GSD 3 2,1 1
RMF 2 1,4 1
CN 1 0,7 0
cs 13 9,6 1
NOG 7 5,1 6
GC 4 2,9 3
ECM 3 2,1 2
ENM 13 9,6 9
RPS 1 0,7 0
NTS 1 0,7 0
10G 1 0,7 1
CMTR 17 12,5 17
e 67 100 51

Total

ciayuaeB (5u3 11, 45,5 %) B rpynmne CS (peryssiuus oopa-
30BaHUA U GYHKIMOHUPOBAHUS IHMTOCKeEIeTa),
B moJioBHHE citydaeB B rpymie NOG (perymisiust Heipo-
OHTOTeHe3a), B 2 ciaydasix B rpymie GC (peryisimust hyHK-
uoHMpoBaHMs KoMIuieKca Tonpmku). JlaHHOE TIpaBIIIO
He pacrupocTpaHsioch Ha rpymniry ENM (perymsiims Bo3-
OyIMMOCTH HEMPOHATILHOI MeMOpaHbI), B KOTOPOIi ITOPO-
KaMM pa3BUTHUsI BHYTPEHHMX OPTaHOB COIIPOBOXIAIKNCH
quib 2 (22,2 %) u3 9 ciiydaeB IOPOKOB MO3Ta.

Hawmu BbmciieH KoaGUIMEHT KOpPesILi TOPOKOB
B 3aBUCUMOCTH OT IPYIIIbI F[EHOB-AeTePMUHAHT. OYeHb BbI-
CoKasl IpsMasl KOppeJsIiMOHHAsT 3aBUCUMOCTD (r = 0,92)
ObLIa B IPYIIIAX «[IOPOKU PAa3BUTHUS TOJIOBHOIO MO3Ia» U «I10-
POKM BHYTPEeHHUX OpraHoB». KoadduimeHT Koppensaimmn
«CTPYKTYPHBIX U3MEHEHHUIA TOJIOBHOTO MO3Ia» U «[IOPOKOB
BHYTPEHHIX OPTaHOB» ITOJTYYIMJICS TAKKe BRICOKVM (r = 0,84).
TakuM 006pa3oM, BhIIE/IEHBI TPYITITHI JETEPMUHAHT, KOTOPbIE
HaunboJIee YacTo 00YC/IOBIMBAIOT OMHOBPEMEHHO KaK ITOPOKU
TOJIOBHOTO MO3ra, TaK U BHYTPEHHUX OPraHOB.

Number
of patients, n

Somatic malformation

Number
of patients, n

Proportion
of patients,

Proportion
of patients,

—_

0,7 0 0
0,7 0 0
0 0 0
8 5 3,7
4.4 3 2,1
2,1 2 1,4
1,4 2 1,4
6,7 2 1,4
0 1 0,7
0 1 0,7
0,7 1 0,7
12,5 11 8
100 29 100

4. ®enorun II1 ¢ snuiencueii ¥ rpynmsl reHOB-IeTeP-
MHHAHT. [{e0I0T SIUIEeNTUYECKUX IIPUCTYIIOB Y HALIKMX
MaluKMeHTOB HaOJIofaiCcsa B Auamna3oHe C MEPBhIX 4acOB
Xu3HU 10 4 net. JeboT srmiercun 1o 1 roma otMe4eH
y 70 (63,3 %) meteii, B Bo3pacTe OT 1 roma oo 2 JeT —
y 14 (10,3 %), c2 mo 3 ner —y 6 (4,4 %), c 3 no 4 ner —
y 13 (9,5 %), B 4 roga — y 8 (5,9 %) neteii. CemuoTnKa
¥ CUHAPOMOJIOTHSI B 3aBUCUMOCTY OT IPYILI FeHOB-IETep-
MUHAHT NPeACTaBJIeHBI B Ta0I. 4.

AHaIM3 rpyIm 3MWIenTHYeCKUX CMHApoMoB rpu LITT
oKa3ajl, 4YTo IIpeo0dIagaao YMUCIo MamrueHToB ¢ 99D (58
(42,7 %) cnydaeB). Y HUX BBISBJICHBI MyTalluu B 43 reHax.
Ipyrma DD Hanboaee yacTo OblIa MpeacTaBieHa IpyIa-
mu reHoB KaHanomatuii (ENM): SCNIA, SCNIA, SCNSA,
KCNQ2, KCNQ2, KCNTI1, KDM6A, HCN1, KCNC1 —
y 17 (12,5 %) nauneHToB.

Hawub6omnbiee uncno ciaydaes — 28 (20,6 %) — ObL10
IpeacTaBiaeHo B rpymie aetepMuHaHT ENM (peryssiiyst
BO30YIMMOCTU HelipoHaIbHOM MeMOpanbl); 20 (14,7 %) —

S
=)
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Table 4. Genes associated with the formation of phenotypes of cerebral palsy with epilepsy
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Types of seizures

Number
of patients

Group
of genes

I'CIl, snunenTtuyecKue Cra3Mbl,
MUOKJIOHUYECKN-AaTOHUYECKHUE,
atunuuHbie adcaHcol, BI'CII,
6 ¢boKaJIbHbIE KTOHUYECKUE
JIEBOCTOPOHHUE
GCS, epileptic spasms, myoclonic-
atonic, atypical absences, SGCS,
left-sided focal clonic

GASM

ToHunueckue, snuienTUIECKUE
12 crasmel, I'CIT
Tonic, epileptic spasms, GCS

GSD

I'CII, snunenTuyeckue cra3mbl

RMF 8 GCS, epileptic spasms

CT 1 ToHuueckue, nonuMopgHbIe
Tonic, polymorphic
AIIBEpCHBHBI C TOBOPOTOM
roJioBbI Bripaso 1o tumy ALLITP,
I'CII, nonumopdHbIe, TOHUYE-

CS 18 CKUCEC, SIMUJICTITUICCKUEC CIIa3MbI

Adversive with a head turn to the right

according to the ATNR type
asymmetric tonic neck reflex, GCS,
polymorphic, tonic, epileptic spasms

NOG 8 G)nnﬂer[_m'{e_zcme CIa3Mbl
Epileptic spasms
11 I'CIl, dokanbHbIe KIOHUYECKHUE

GC GCS, focal clonic

I'CI1, snuienTuyecKe Cra3Mbl

ECM 6 GCS, epileptic spasms

MI/IOKJ'IOHI/I‘IGCKI/IC, aTOHUYE-
ckue, tonnyeckue, ['CII,
SMUJICIITUYECKHUE CIIa3MBbl,

MHOKJIOHNUYCCKMU-aTOHUYECCKUCEC,
arunmuHbie abcaHcel, BI'CII,
q)OKaJ'[LHI)IC KIIOHUYECKHNE
Myoclonic, atonic, tonic, GCS,
epileptic spasms, myoclonic-atonic,
atypical absences, SGCS, focal clonic

ENM 28

1 MuokaoHnYecKue
Myoclonic

RPS

Epileptic syndromes

Cunnpowm Jloze, DD, dedpun-

HO-IIPOBOLIUPYEMBIE CYTOPOTHU
Doose syndrome, EE,
febrile-induced seizures

Merabonmueckas SIMUIETICHUS,
DD, hedpUIIbHO-TIPOBOIIUPYE-
MbI€ CYIOpPOTH
Metabolic epilepsy, EE,
febrile-induced seizures

MeTabonnyeckast SIUAIEIICHUS,
CIC)
Metabolic epilepsy, EE

COd
SEE

CD3, 33, DOACUM-IDIIA
SFE, EE, FECSC-BEDC

CXC}
IENE)

DD, OOACUM-ASDI]
IFE, FECSC-BEDC

Panussa MnaneHyeckas 99
3-1o THma, cHHAPOM e BuBo
Early infantile EE type 3,
de Vivo syndrome

Cunapomsl Otaxapa, Jpase,

Becra, Jlennokca—Iacto, ESES
Syndromes of Ohtahara, Dravet, West,

Lennox—Gastaut, ESES

CC)

Electroencephalogram changes

MynbrudoxanbHast
u nuddy3Hast SMUIeITUGOPM-
Hast aKTUBHOCTh
Multifocal and diffuse
epileptiform activity

MynsrudokanpHast
u 1uddy3Has anuaenTudopm-
Hasl aKTUBHOCTb
Multifocal and diffuse
epileptiform activity

DoxkanpHas anuIenTUGOpMHAs
akTuBHOCTH ¢ BBC
Focal epileptiform activity with SBS

®oxkanpHas snuIenTHG:OPMHAS
AKTUBHOCTh
Focal epileptiform activity

AT
BEDC

AT
BEDC

AT
BEDC

MynbTudoxanbHast
¥ Tudhy3Has ST TUHOPM-
Hast aKTUBHOCTh
Multifocal and diffuse
epileptiform activity

DOTI'-marTepH «BCIBIIIKA—TII0-
naBieHue», DD ¢ TPOIOIKEHHON
CHaiK-BOJHOBOM aKTUBHOCTbHIO
BO CHE, MyJbTU(hOKATbHAS
u nuddysHas snuIenTrudopM-
Hasi aKTUBHOCTb, TUTICADUTMMUS,
MeUIEHHBIE TeHEPAJIM30BaHHbIE
Pa3psIIbl «IMMK—BOJTHA», JIDT1J]
EEG pattern “burst—suppression”,
EE with continued spike-wave activity
during sleep, multifocal and diffuse
epileptiform activity, hypsarrhythmia,
slow generalized spike—wave
discharges, BEDC

HNuddysHasa smutentrudopMHast
AKTUBHOCTb
Diffuse epileptiform activity
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OnuienTuyeckre cna3Msl,
ODMB, atunmyHbIe aGCaHCHI,
aTOHUYECKUE, OECTIPUCTYITHBIA

CHILD
NEUROLOGY

Epileptic syndromes

399, ESES, CDD

3

OkoHuanue maoba. 4
End of table 4

Electroencephalogram changes

DB ¢ MPOIOIKEHHOU
CITaliK-BOJTHOBOI

NTS 14 SJIEKTPUUECKUI SITUIIENTHYE- D e AKTHBHOCTBIO BO CHE
(CLaNl CIENIYE IR, RIOTIQIRIATE ’ ’ EE with continued spike-wave
Epileptic spasms, EME, atyplca_l activity during sleep
absences, atonic, intractable electrical
sleep status epilepticus, myoclonus
Pannsia MnageHueckast
ITonrumopdHbIe, SIWIENTUYecKas sHuedanona-  MyasTudoKaibHas SMUIENTH-
10G 3 WHOaHTUILHBIE CTIa3MbI THS 28-TO THIIA dopMHasT aKTUBHOCTD
Polymorphic, infantile spasms Early infantile epileptic Multifocal epileptiform activity
encephalopathy type 28
DokanbHas snuIenTUhOpMHAs
I'CIl, BICII, o5 aKTUBHOCTb, (hoKaJbHAS
CMTR 20 SIWIENITUIECKUE CITA3MbI SIIWIENTHGOpMHasL
SFE akTUBHOCTL ¢ BBC

GCS, SGCS, epileptic spasms

Focal epileptiform activity, focal
epileptiform activity with SBS

Ilpumenanue. ICII — cenepanuzosantvie cydopoxctvie npucmynsi; BICII — emopuuno- eenepanuzosaniuie cy0opodcHbie NPUCMYNbL;
CDY — cmpykmypnas pokanvhas snunencus; BEC — emopuunas 6uramepansras cunxponusauus; DMB — snusenmuveckuil
muoxaonyc eek; I — dobpokauecmeentbie Inusenmughopmusie nammeprsl demcmaa; 39 — anusenmuyeckas snyeparonamus;
DIOJ/ICUM-IBI — ¢oranrvhas snusencus demcmea co CmMpyKmypHboiMU USMEHEHUAMU 8 M032e U 000POKa4ecmeeHHbIMU INULeN-
opmuoimu nammepramu dememea; HDD — uduonamuveckas goxanvras snunrencus; ESES — snunencus ¢ anekmpuveckum
InurenmuuecKum cmamycom 8 ¢asy mednenroeo cha; AIIITP — acummempuunbiii wielino-moHuueckuii pegaexc.

Note. GCS — generalized convulsive seizures; SGCS — secondary generalized convulsive seizures; SFE — structural focal epilepsy; SBS — secondary
bilateral synchrony; EME — epileptic myoclonus of the eyelids; BEDC — benign epileptiform discharges of childhood; EE — epileptic encephalopathy;
FECSC-BEDC— focal epilepsy of childhood with structural changes in the brain and benign epileptiform discharges of childhood; IFE — idiopathic focal
epilepsy; ESES — epilepsy with electrical status epilepticus in slow-wave sleep; ATNR — asymmetric tonic neck reflex.

B rpyrre CMTR (yrpaBineHne MomuduKausiMu XpoMa-
THHA, IIPOLIeCCAMM TPAHCKPUIILINK U peIUTUKaum), 18 —
B rpynae CS (peryisiys oopa3oBaHUs M GYHKIIMOHUPO-
BaHMs IUTOCKeneTa), 14 — B rpynme NTS (perymsmust
oOMeHa HelipoMeIaTopoB U (DYHKITMOHUPOBAHMUS CUHAIT-
coB), 12 (8,8 %) — B rpyme GSD (peryJsiiusi mpoLeccosB,
PacCTPOICTBO KOTOPHIX IPHUBOIUT K (DOPMUPOBAHUIO OO-
JIe3He HaKoIUIeHusT). Bo Bcex oCTabHBIX TpyIIIax IMpe-
CTaBJICHHOCTbD CJTydaeB 3a00JIeBaHMSI ObLJIa HIDKE, HO TeM
He MEHee He OBLJI0 HM OTHOM I'PYIIIbI, B KOTOPBIX HE TIPH-
CYTCTBOBaJ XOTsI ObI 1 ciryvaii.

Takum o6pa3om, B matoreHe3e BpoxkaeHHBIX LITT, co-
MPOBOXIAIOIIMXCS SIIWICIICUEN, 3aACAICTBOBAHBI TE€HBI BCEX
rpyrm aerepMuHaHT. K hopmupoBanuio (peHoTHIIA 3200ITC-
BaHMS TIPH 3TOM HaMOOoJIee YacTO IMPUBOASIT KaHAIOIATHH,
HapylmieHus MOOM(UKALIMM XpOMAaTUHA, TPAHCKPUIILINI
U peIUIMKALK, 00pa3oBaHus U (GyHKLIMOHUPOBAHMS 111 -
TOCKeJIeTa, OOMeHa HeMpoMearaTopoB U (GyHKIIMOHUPO-
BaHUS CUHAIICOB, 00JIE3HN HAKOILJICHMSI.

06cyxpeHue

B HacTostiiee BpeMsi IMEETCsI MHOXECTBO JaHHBIX 110
accolLMaly MaTOreHHBIX BAPMAHTOB HYKJIEOTUIHOM I10-
cliemoBaTeIbHOCTH ¢ popmupoBaHueMm ¢enorumna LII1,
M KOJIMYECTBO MX HApacTaeT JIABUHOOOPA3HO: JIMILIb 34 I1e-
puon ¢ 2011 mo 2021 1. YMCIO BBISIBIIGHHBIX TEHHBIX aCCO-
YAl YBEJIMYUIOCH €1Ba JIK He BABoe — ¢ 550 1o 961 [14,
16, 20, 22—24, 29]. KoHeuHo, Takoii 06beM MHGOPMALIUK
TpeboBaj KiacCU(PUKAIMOHHOTrO MOIX0na, U B padore,
onyoimmmkoBaHHoM B 2015 1., G. McMichael 1 coaBT. BbI-
JISJIAJIM TaKKe HalpaBIeHKs BO3IEMCTBIYS aCCOLMUPOBaH-
HbIX [€HOB, KaK HaBUralldsl aKCOHOB IPU CIPYTUHIE,
y4acTue B 0€JIKOBBIX BHYTPUCUHANITUYECKMX B3aUMOIEI-
CTBUSIX U HEIMOCPEACTBEHHOE y4acTUEe B CUHANITUYECKOMN
nepenade [26]. Mbl 1To3BoIMIIN ceGe TTOTOUTH K BBIIEIEHUIO
TPYIII AeTePMUHAHT OoJiee IIMPOKO, MOMYYuB 11 rpymm
pa3IMYHOM HAMpPaBIeHHOCTH BIMSHUS Ha (PEHOTHII.
ITo nmoy4eHHBIM HAMM JAHHBIM, OOJIBITMHCTBO cirydaes LT,
COUETAIOIIMXCS C AMUIEICUEH, paclpeae/isUIiCh MEXIy
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nerepmuHaHTaMu ENM (perymisiiust Bo30yIuMOCTH Heli-
poHanbHOI MeMOpanbl), CMTR (ympaBinenue moaudu-
KallMsIMHA XpOMAaTWHA, IpOIeccaMu TPaHCKPUIILIUHN
u pervmkanmn), CS (peryisims oopa3oBaHus U (PYHKIIIO-
HUpOBaHUs LUTOCKeeTa), NTS (peryssmms ooMeHa Heli-
poMenuaTopoB 1 (GYHKIIMOHMUPOBaHUsS cuHaricoB), GSD
(peryJsimst IpoILeCCOB, PACCTPOMCTBO KOTOPBIX IIPUBOIUT
K dopMHupoBaHUIO OoJie3HE HakoIieHMs ). Bo Bcex
OCTaJIbHBIX IPYIIIAX IIPEICTaBICHHOCTD CIyJ9aeB 3a001eBa-
HUS OblIa HUXKE, OHAKO He ObLIO HM OJHOI TPYIIIIbI,
B KOTOPOM He IIPUCYTCTBOBAJI XOTs ObI 1 cityyaid.

C Halliei TOuK1 3peHust, IOIYCTUMO PacTpeieNIeHUE STHUX
JIETEPMUHAHT Ha Te, KOTOPbIe 00eCITeYNBAIOT TAKKE CBOMCT-
Ba HEPBHOI TKaHM, KaK BO30YIMMOCTb U IIPOBOINMOCTD
(ENM u NTS), perynmpyroliye Iporecchl HepOOHTOIeHe-
3a (NOG u CMTR) u omnpenesnsitonue ¢hepMeHTATUBHBIC
nedeKThl, MpuBoAsIue K 6one3Hs M HakoruieHust (GSD).

B nutepatype, nocssineHHO npobiaematuke LI,
COITPOBOXIAIOIINXCS SIUJICTICHEH, CYIIIeCTBYeT 2 B3IJIsIaa
Ha JaHHYIO ITaTOJIOTUIO: peaOMINTOIOTH PACCMaTPUBAIOT
nx Kak LI1, compoBoxnatommecs smwiencuei [2, 4, 13,
18], a smMIeNnTONOTY — KaK SMUJICTICUIO y TTallMeHTOB
C TpyObIMM ABUTATEIbHBIMU HapyIleHUsIMU |5 ]. VI3Hauab-
HO MBI IOJIaraJId, YTO 3TO CBSI3aHO C «IIEPBUYHOCTHIO MH-
Tepecar: y peadIMTOJIOTOB — K MOTOPHOMY Ie(UIINTY,
B paboTe ¢ KOTOPHIM MEIIaeT SMIICITUICCKUI IIPOLIeCC;
Y SIIWIENITOJIOTOB — €CTECTBEHHO, K anuierncuu. CoBep-
IIEHHO HEOXXMIAHHBIM 00pa30M MBI ITOIYYMIN CBUICTEIIb-
CTBA CIPaBEIJIMBOCTHU Y TOTO U IPYTOro MOAXOAOB, BbIICIUB
JIETePMMHAHTHI TU30HTOICHETUYECKOTO PSiia 1 IeTSPMU-
HaHTBI 00ecIIeyeHUsI BO30YIMMOCTU U IIPOBOIUMOCTH.

[Ipu uccnenoBaHY acCOLMALINN A TEPMUHAHT-TPYIIIT
C BBIPaXXEHHOCTBIO MOTOPHOTO e(pUIITa MBI OOHAPYKH-
JIM, 9TO UISI UX OOJBIIMHCTBA paclipeleicHIue T'eHOB
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10 CTETIEHSIM MOTOPHOTO Je(PULINTA ObUIO CITELIM(PUIHBIM.
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BBepeHue

Cunnpom Axrenpmana (CA) — reHeTHYeCKoe 3a00J1e-
BaHUE U3 TPYIIILI PACCTPOMCTB PA3BUTHSI, ITPOSBIISIOIIEECS
0COOCHHBIMU (PeHOTUITNIECCKIMU YepTaMi, YHUKATbHBIMU
IMOBEICHIECKMMH HapYIICHUSMU B BHUIE IOBBIIICHHOM
1 HEYMECTHOM BeCeJIOCTH, HApYIIIEHEM MHTEIUIEKTa, YaCThI-
MU TTOJTIMMOPMHBIME SIISTITIYSCKUMU TIPYCTYIIAMU, XapaK-
TEPHBIMM MAaTTepHAMHU Ha 351eKTposHLIedamorpamme (B3I,
HapyIIeHUEM ITOXOIKH B BUIE aTAKCUH, TPeMOpa KOHEIHO-
cTeit, a Takke paccTpoiictBoM cHa [8]. CA Bo3HUKaeT 13-3a
MyTtaumu reHa UBE3A, pacIionoXeHHOro Ha IJTMHHOM ILIe-
ye 15-1 xpomocomsl (15q11.2—q13) MaTeprHCKOTO ayuiedIs,
YTO OTHOCUT IAHHBII CHHIPOM K 00JIe3HSIM TEHOMHOT'O M-
nputuHra [8]. PaccrpoiictBa cHa npu CA BcTpedaroTcs
B 20—80 % cityyaeB U SIBJISIIOTCSI OMHUM U3 KPUTEPUEB IV~
artosa, BBefieHHbIX Brbssmcom B 1995 1 [38]. CormacHo
0oJiee COBpeMEHHBIM MCTOUHMKAM JINTEPATYPHI, PACCTPOIi-
cTBO cHa Bctpevaetcs y 70 % GonbHbix [18]. Hapyiienue
CHa SIBJISIETCSl OOLLIMM HEOYroM AeTeil ¢ paccTpoiicTBaMM
IICUXOPEYEeBOTO PA3BUTHS M TTOBEICHICCKMU HAPYIIICHM -
aMmu [16]. YxynireHue cHa IpUBOINT HE TOJIBKO K U3MEHE-
HUIO HACTPOCHMS, TTIOBEICHNS M KOTHUTUBHBIX (DYHKITUIA,
HO M K YXYIILIEHWIO COMaTUYECKOro 310poBbi [24], uTO,
B CBOIO oYepelib, ellle 0oJiblle HapylaeT coH. [Ipencras-
JICHBI JOKa3aTeJIbCTBA TOTO, YTO HEAOCTATOYHOCTh CHA
M ero Hu3Kas 3pOeKTUBHOCTL HAPYILIAIOT NMaMSITh, BHU-
MaHUE, KOTHUTUBHBIE CIIOCOOHOCTH, BepOalbHYI0 KOM-
MYHUKAIINIO, a0CTPaKTHOE MBILIUICHUE U IPyTHe (DYHKIINU
npedpOHTAIBLHON KOPBI, a TaKXKe SIBJISIIOTCS TTPUYMHON
ITOBBIIICHUST Pa3IpaXkKUTEIBHOCTH, IETIPECCUH, PACCTPOI-
CTBa OMOIIMOHAIBHON TMOKOCTH, UMITYJIbCUBHOCTH, TH-
IIepaKTUBHOCTHU, aTPECCUBHOCTH, PACCTPOMCTBA KOOPIN-
HallMU U YBEJIMYEHMSI YaCTOThI ClTydaiiHbIX TpaBMm [11]. Bce
9TH (PaKTOPHI OYCHDb HETATUBHO OTPAXKAIOTCS HA KAYECTBE
KW3HU CEMEU TaKUX AETEN: HApYILIEHHbBINA COH Y POIUTEICIA
IIPUBOINT K CTPECCY M TPEBOKHOCTH, CHHIPOMY BBITOpa-
HUS1, HEPaBWJIBHOMY B3aUMOJIECTBUIO MEXIY PEOEHKOM
u poauTteneM [35]. C yueToM BBILIEU3IOXEHHOTO UCCIe-
JIOBaHUsI paccTpoiicTBa cHa y aeteil ¢ CA SBIISIIOTCS MH-
CTPYMEHTOM K IIOHMMAaHUIO ITPOOJIEMBbI HAPYIIIEHUS CHA Y
JeTeil ¢ 0COOEHHOCTSIMU HEMPOKOTHUTUBHOTO Pa3BUTHS,
a TaKKe KITI0YOM K PEIIeHUIO 3TUX IIPOOJIeM, YTO IT0JI0-
XKHUTEJIPHO CKaXeTCsI He TOJIbKO Ha 00IIeM CaMOYYBCTBUU
pebeHKa, HO U Ha CITOCOOHOCTU K OOy4YEeHHUIO U Ha B3au-
MOOTHOILIEHUSIX MEXIY PEOCHKOM U POSUTEIIEM.

Atnonorua

Hapymenne cHa y neteii ¢ CA mMeeT IMOJIM3TUOJIOTH -
yeckuid reHes. Ilpennosaranoch, 4YTO pacCTPOMCTBO CHA
SIBJISICTCSI TIPSIMBIM CJIEICTBUEM HapyIleHUs (QYHKIINU
reHa UBE3A. Tak, y myliek apo3o¢uI ¢ MyTalyei reHa
UBE3A obHapyXeHO pacCTpOiCTBO LIMPKATHOTO pUTMAa UX
JIBUTATEJIbHOI aKTUBHOCTH I10 CPABHEHMIO C TUKUM TUIIOM
my1ex [12]. Dxenpeccust reHa UBE3A BusieT Ha MOCTTpaH-
CISILIMOHHYI0 MOAUIIM(UKALINIO (DaKTOpa TPaHCKPUIIIINI

BMAL 1, ocylieCTBIISIIOIIETO PETYISALIMIO IIUPKATHOTO PUT-
Mma [30]. OngHako B McClIeqOBaHUSIX Ha MBIIIIAX, ITPOBEICH-
HbIX J.C. Ehlen u coaBT., He BBIABIEHO BJIUSHUS MaTe-
puHckoro anens UBE3A Ha reHbl HUPKagHOTO pUTMa
(Perl, RevErba, Cryl, Bmall, Dbp), KOTOpBIE 3KCIIPECCH-
PYIOTCSI IPEUMYIIIECTBEHHO B CyMpaxrua3MaIbHBIX SIpax
rumnoTajsaMyca. Takke OTMEYEHO, YTO MHTCHCUBHOCTH
skcnpeccun UBE3A B cynpaxna3MaabHO 00J1aCTH Y MBI-
11eii ¢ reHoTuIoM ube3a M—/p+ u y Mblllieii IUKOro THUIIA
HE OTJIMYACTCS 3a CUET DKCIIPECCUU OTIOBCKOM KOIUH
reHa MMEHHO B 3TOM 00JIaCTH MO3Ta, B OTJIMIME OT IPYTUX
o0JacTeit, rme BO3MOXHA 9KCIPECCHS JIUIIb MAaTepUHCKO-
ro amnens [12].

BrickasbiBajioch MHEHME 00 U3MEHEHUN MPOAYKIIUU
MenatoHuHa. Y nereit ¢ CA ypoBeHb ITPOAYKLIMY MEJIaTO-
HHHA BO BpeMsI CHa B HOYHOE BpeMsI CHIDKCH IT0 CpaBHE-
HUIO C IeTbMM KOHTpOJIbHOM rpyrmsl [32]. Hapyienne
BBIPAOOTKM MeJIaTOHWHA IIPUBOIUT K U3MEHEHUSM LIMP-
KagHoro putMa [19], omHaKO OHM OTMEYAIOTCS HE y BCEX
JeTei ¢ paccTpoiicTBoM cHa [32].

C.S. Ryan u coaBT. BBISIBUIM CHIDKEHIE YPOBHS CHIBO-
porouyHoro deppurrta <24 Mxr/ny 15 (79 %) u3 19 6oib-
Hbeix CA [28]. CBsa3b Mexny aeduumurom xene3a u CA
MOXeT ObITh O0BbsSICHEHA HapylleHUEM 3KCIPecCUu reHa
HERC2, xoTOpHBI pacnosioxXeH psamoM ¢ reHoM UBE3A.
ITen HERC?2 oTBeuaeT 3a peryJisiiyio MeTaboImM3Ma xejes3a,
oKa3blBasi MHruOupyouee BausHue Ha 6enok FBXL5
(F-boxandleucinerichprotein 5). Poxs aToro 6eka 3axio-
YaeTCsI B CHIDKEHUY OMOIOCTYITHOCTH XeJle3a B XKeTyIo4-
HO-KuIIeYHOM TpakTte [16]. Koppekius KoandecTsa mo-
TpeOIsIeMOTO XeJjle3a IMpYBeJia K YIy4YIIeHUIO KayeCTBa CHa
He TOJNBbKO Y 60ibHBIX ¢ CA, Y KOTOPBIX OBLT ITOBBIIIEH
WHIEKC CITOHTAHHBIX IBYDKCHUI HOTaM1, HO 1 Y TTallueH-
TOB 0€3 CUHApOMa OECIIOKOMHBIX HOT, KOTOPbIE UCIIBIThI-
BaJIM HapylieHus cHa [28].

Cyl1iecTByeT TeCHass B3aMMOCBSI3b MEXIy PacCTpOii-
CTBaMU CHA U SIIWICTICUEN (IIpUYeM Ha COH BJIMSIET Kak
HaJIMYUe MPUCTYIIOB, TaK U SIMIeNTUGOPMHAs aKTHUB-
HOCTB) [2]. ®parMeHTUPOBAHHOCTD CHA YTSIKESAET IPO-
SIBJICHUST STWJICIICUY, a SIMICITU(OPMHAST aKTUBHOCTD
BO CHE M MATTePHBI IIPUCTYIIOB IIPUBOIST K IIPEPHIBUCTO-
My cHy [23]. bonbuiuHceTBO Aeteit ¢ CA, y KOTOPBIX OTMe-
YaeTcsl PaCCTPOMCTBO CHA, UMEIOT U AMMJICTITUYSCKHE TIPH-
ctymbl. CyIIecTBYeT YeTKasi KOPPEeSIIIMOHHAs CBA3b. YeM
TsDKeJIee TeYeHUe SITIIISTICHH, TeM 00Jiee BRIpaXKeHBI pac-
crpoiicTBa cHa [7]. B paHee nmpoBeaeHHbBIX UCCAEA0BAHUSIX
BBISIBJICHO, UTO IMJICTICHS BHOCHUT OOJIBIIMI BKJIAI B pa3-
BUTHE PACCTPOMCTBA CHA, YeM HU3KUI1 MHTeUTeKT [20].

OcTaeTcst OTKPBITBIM BOIIPOC O BIMSTHUAN aHTUAITHJICTI-
TUYECKUX ITpernapaToB Ha coH y aeTeit ¢ CA. [l nedeHust
MpUCTYTIOB Y meteii ¢ CA IpUMEHSIOTCS BaJIBIIPOAT, KJI0-
0aszaM, KJIoHa3eraMm [8], KoTopble MOTEHIIMAIBHO CII0CO0-
Hbl BJIMSTH Ha KayecTBo cHa. B ucciaenosanuu W. Braam
U COABT. HE BBISIBJICHO CTATUCTUICCKM 3HAYMMBIX pa3IMIuit
10 YPOBHIO MEJIaTOHMHA B IUIa3Me y MAIlMEHTOB, IIPUHU-
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MaloLINX U He IPUHUMAIOIIMX BaJIbIIPOEBYIO KUCIOTY [3].
B npyrux mcciaemoBaHUSIX HE BBISIBIICHO BIMSIHUS Bajlb-
IIPOEBO KUCIIOTHI Ha BpeMsI ITMKOBOTO BEIOPOCA MEJIaTO-
HUHa [32], HO IPOIEeMOHCTPUPOBAHO BIMSTHUAE BaJILITPOEBOIA
KHCJIOTH Ha YyBCTBUTEJIBHOCTb MEJIATOHMHA K JTHEBHOMY
cBety [14]. [Tocne Havana Tepanuy O6eH30IMA3ETTMHAMU
OTMEYEHO yJallleHe NHCOMHUYECKHNX PacCTPOMCTB [26]
3a CUeT YBEJIMYCHUS YACTOTHI SITM300B OOCTPYKTUBHOIO
anmHo3 [27] B CBSI3U C MUOPEIAKCUPYIOIIUM JEiCTBUEM
IperiapaTta Ha MBIIIIBI ropTaHu. Kpome Toro, y mereit
¢ CA cyIIecTByIOT OCOOEHHOCTH CTPOSHUS JIUIIA (MUKPO-
Opaxuonedanis, TUITOIUIA3US CpeaHEN TPETH JINIIA, TITyOOKO
ITOCaKEeHHBIE T71a3a, MAKPOCTOMMUSI, BBICTYTIAFOIIAs HYKHSISI
YeJTIOCTD), KOTOPhIe aHATOMIYECKH IIPEIPACIIofaraioT K pa3-
BUTHIO CUHIPOMAa OOCTPYKTUBHOT'O aITHO? BO CHe [21].

PacctpoiicTBo cHa MOXKeT ObITh CBSI3aHO C HApYIIIEHU -
eM aKcripeccuu reHa GABRG3 Kak BCaeACTBUE TPSMO
MYTAaIlM (IeIeIIUN), TaK U B CBSI3U C HAPYILICHUEM Pery-
ngunn GABA-A-pelienTopoB OTCYTCTBYIOIIMM (pepMEHTOM
YOMKBUHTHH-IMTa301 3a (ube3a). B pe3ynbrare Hapyiaer-
cs1 QYHKIINS TAJIaMO-KOPTUKAJIBHOIO IYTH, 9TO SBIISICTCS
MMPUIMHON XapaKTepHBIX DDI-TmarTrepHOB (pUTMUIHAS
JIeIbTa-aKTUBHOCTD, 3y0UaTasl JeJIbTa-aKTUBHOCTD) U, TH-
MOTETUYECKH, pPACCTPOMCTB apXUTEKTOHMKHU cHa [9].

HemanoBaxkHbIM (haKTOPOM pa3BUTHSI PACCTPOIICTBA
CHa y JeTell SBJsIeTCsS pacCTpOMCTBO MmoBeneHus. Pac-
CTPOICTBO CHA YaCTO COIIPOBOXIAET Pa3HOOOpA3HEIE IO~
BedeHYecKne HapyumieHus [34]. Jepuuur mHTEIIEKTa
IpeapacIioiaraeT K pa3BUTHIO paCCTPOMCTB CHA M BCTpe-
yaeTcs B 54—99 % ciydaeB y NallMEHTOB JaHHOM IPYIIIIbI
[17]. IIpuuunHOIi paccTpoOiCTBA CHA, TIOMUMO MOJIEKYJISIP-
HBIX M 9K30T¢HHBIX (haKTOPOB, SIBJISICTCS HAPYIIIEHUE TH-
TUeHBI CHA. PomuTenn 9acTo He MIOHMMAIOT CIOXHOCTEM
pebeHKa M3-3a HapyIIeHWI eT0 KOMMYHUKATUBHBIX Ha-
BuIKOB. JIig mereit ¢ CA xapaKTepHbl CEHCOPHBIN TOJIO,
U CAaMOCTUMYJISILINY, CTPAaXH BO CHE, HU3KAs CIIOCOOHOCTD
K CAMOYCITOKOCHUIO TTPU HOYHBIX MPOoOYXKIeHUIX [35].

BapuaHTbl paccTpoWCTB CHa Y peTeit

C CMHApPOMOM AHresibMaHa

CormacHo KimmHI4YecKnM HaomoneHusM K. Pelc u co-
aBT., neTu ¢ CA He UMEIOT YeTKOTO IMHOTO PaCCTPOICTBA
cHa (MHCOMHMS, PacCTPOICTBA AbIXaHMS BO CHE, ITapa-
COMHUYECKHE PACCTPOMCTBA). Y OMHOIO MallMeHTa MOTYT
HaOJTI0MaTHCS PA3IMIHBIC TT0 KIIMHUYECKUM ITPOSIBJICHUSIM
HapyIIeHMS CHa, He TOBOPS yKe O BapraOeJIbHOCTH IIPO-
SIBJICHUI MEXIly pa3HbIMU NanieHTamMu. OCHOBHBIE pac-
CTPOMCTBA CHA: CHIDKEHNE IUINTEIPHOCTHU CHA, YBEJIMICHIE
BpEMEHM 3aChIIIaHUSI, YACThIe ITPOOYKICHHS, YKOPOICHUE
¢asel OBICTPOTO CHA, YacTasl CIIOHTAHHAs IBUTATEIbHAsI
aKTUBHOCTh. B MTaHHOM HcCCIIeIOBaHUM ITOCTYIUPYETCS,
yTo HU3Kasg 3P(PEeKTUBHOCTh CHAa HMKAK He BIIUSIET
Ha peOGeHKa B TeueHue aHs. [IposiBieHus paccTpoiicTBa
CHa YMEHBIIIAIOTCS TI0 MEpe pOocTa 1 pa3BUTHS peOeHKa
c CA[22].

Krnaccudukanus pacctpoiicts cHa y mereii ¢ CA sB-
JISIETCS CJIOXKHOM 3aJadyeid B CBSI3U C HEOOHOPOAHOCTHIO
pE3yJBTaTOB OONBIIMHCTBA UccnenoBanuii [31]. ITockomb-
Ky PacCTpOiCTBO CHA XapaKTEepHO IJIST IIPe00IaIaroIiero
qyciia OOJBHBIX C 3aePKKOM MHTE/UIEKTYaIbHOTO Pa3BH-
THSI, BeIIeJeHue crenubndeckux miss CA HapylmieHUA
TaKKe SIBJISIETCSI BaXKHOM, HO HEIPOCTOM 3a1a4eid.

ITo manabIM monmcoMmHorpadum y nereit ¢ CA orme-
YalOTCS PaCCTPOMCTBA 3aChIIIaHUS M YKIIAIbIBAHUS, HOU-
HBIC CIIOHTAHHBIE TTPOOYKICHUS, TApAaCOMHMYECKIE pac-
CTPOIiCTBAa — HAPYIICHUS IBIXaHUs (aITHO? Y TUIIOITHO?),
a TAaKXKE MOBBILIEHUE MHIEKCA CTTOHTAHHOU JBUTATEIbHON
AKTMBHOCTU M CHMXXeHHUe IToKasaTessd 3(h(HeKTUBHOCTU
cHa (OTHOIICHUE UIMTESIHPHOCTU CHA KO BPEMEHU HaX0-
KIeHMS peOeHKa B ITocTeNn). Mi3aMeHeHa TakoKe apXUTEKTO-
HUMKa CHa: OTMeJaeTcsl yKopoueHue JauTeabHocTi REM-cHa
3a HOYb U YBeJIMUeHUe mpeacraBieHHocT non-REM-cHa.
ITomo6HbBIe U3MeHEeHUST HecTIeIM(UIHBI TOJIBKO JIJIST IeTei
¢ CA, OHM TaK:Ke BBISIBJISTIOTCSI M Y IETEH ¢ 3aep>KKOM pas-
BUTHS IPYTOil STUOJIOTUM U 'y OOJILHBIX armvierncueii [19].
B cBs13u ¢ aTuM TpeamonaraeTcsl BIMSHHE SIJICIICUN
1 SNIeNTH(OPMHON aKTUBHOCTH Ha apXUTEKTOHMKY CHa,
B 0COOEHHOCTH Ha OBICTpYIO (hasy cHa [6].

JIMCCOMHMHU COMPOBOXIAIOTCSI U3MEHEHUSIMU OMO-
BJIEKTPUYECKON aKTMBHOCTH C HapacTaHHUEM IIpeacTaB-
JIEHHOCTH TTaTOJIOTUYECKOM MEIJIEHHOBOJHOBOU aKTUB-
HOCTH BO cHe. Beperena cHa ripucyrcTByioT Ha 73 % DOTI
cHa [37]y 75 % nauuenHTos [2]. OTMeualoTcst JOCTOBEPHbIE
W3MEHEHUSI BepeTeH CHA: CHUXKCHUE X KOJIMYeCTBa, ITH-
TEJbHOCTH U BEIPAXKEHHOCTH BEPETECHOIIOMOOHO (CUTMO-
BUAHOI) popmerl [10].

I'B. Ky3pmu4 u coaBt. (2021) [2] mpoaHaIu3npoBaIn
HUCXOOHBIEC JaHHbBIe 88 BUIEO3IeKTpodHIedamorpapuye-
CKMX MOHUTOpUHTOB (BOM) ¢ BKITIOUeHMEM CHA, KOTOPhIE
OBLIM MPOBENECHBI B AMHAMUKE 27 TAlIMEHTaM C YyCTaHOB-
JIeHHbIM auarHo3oM CA, mprdeM HeKOTOPBIM IMallieHTaM
nposeaeHo 10 10 obcnenoBanuii. CoH 3aperucTpupoBaH
o gaHHbIM 81 BOM y 24 manueHTOB; CpenHUit BO3pacT
coctaBuia 5,7 roga (SD = 4,2). BelsgBieHSBI cleaylonme
ocobenHoctu DI

— (peHOMEH THIOHATOTMYECKOH TIHNEPCHHXPOHU3AIMH

BeIsiBIIEH Ha 22 (27 %) BDM y 9 (37,5 %) nmatuineHTOB;

— TUIMYHBIE BEPeTeHa CHA PETUCTPUPOBAIUCH Y 6 (25 %)

MaLXeHTOB 0e3 SMUICIICUM, aTUIIMYHbIE — Y 6 (25 %)

ManueHToB. Y ocTanbHbIX 12 (50 %) manmeHTOB Bepe-

TeHa cHa B xofge BOM c BKIIloueHreM CHa He BBISIBIIC-

HBI B CBSI3U C BBICOKMM WMHIEKCOM ITaTOJOTMYECKOM

JIeJIbTa-BOJHOBOWM aKTUBHOCTU. [1o maHHBIM 00Jib-

murHcTBA BOM peructpupyercss BBICOKMIA MHIEKC

MAaTOJIOTUYECKOW MEIJICHHOBOJTHOBOM AKTUBHOCTU

(>30 % Bceit 3amucu cHa), OTMeYaeTCs TCHACHIIUS

K CHIKCHUIO MHIeKca ¢ Bo3pacToM. [laTomornmyeckast

JIeJIbTa-BOJTHOBASI aKTUBHOCTD BO CHE OTCYTCTBOBAja

I10 JaHHBIM TOJbKO 1 (1,2 %) BOM y nauueHTa ¢ ot-

CYTCTBHEM MUJICIICUH (TTALIMEHT ¢ MyTallieil B TeHe
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UBE3A). Takum 00pa3oM, MOXXHO MPEATIONIOXUTh, YTO
HapyI1eHus cHa y geteii ¢ CA cBsi3aHbI ¢ Hec(hOpMUPO-
BaHHOCTBIO WJIM aTUIIM3MOM COHHBIX BEPETCH B CBSI3U
C HaJIMYMEM BBICOKOTO MHIEK a: 1) armmienTudopMHOMi
aKTUBHOCTH; 2) IMaTOJIOTMYECKOI MeIJIECHHOBOJTHOBOM
aktuBHOcTU. O6a (akTopa (3mmientudopMHasT ak-
TUBHOCTP U JEJIBTa-3aMeIJICHUE) SIBJISTFOTCSI TeHETH -
YeCKU NeTePMUHUPOBAHHBIMYU M BOSHUKAIOT B CBSI3U
¢ HapymeHueM TAMK -epruyeckoit ¢pynkunu. Kpome
TOT'0, OTCYTCTBHUE WJIK HeC(POPMUPOBAHHOCTH COHHBIX
BEpETEH UMEET MPSIMYIO KOPPEJISILIMIO C BBIPAsKEHHO-
CThIO Bnujerncuu (MHIAEKCOM BIUIeNTU(OPMHON
akTUBHOCTY Ha DD 1 HaIWIMEM IIPUCTYIIOB);

— smuienTtugopMHas aKTUBHOCTh BO CHeE IIpEACTaBICHA
BKJTIOUCHHEM HU3KOAMIUIUTYIHBIX CITAKOB B CTPYK-
Type IebTa-BOJH (3yOuaThle MEIJICHHBIE BOJIHBI)
U PEeTMOHAIBHOM 3MUIECNTU(OPMHON aKTUBHOCTBIO
BHE 3aMeUTeHs]. Yalie perucTpupoBaIrcCh peaKue I
KOpPOTKME IIpo0erd 3y04yaThbIX MeEMJIEHHBIX BOJIH —
Ha 75 % BOM. OtMmevaeTcs yBeJIM4eHUeE MPpeACcTaBIeH-
HOCTH ITPOIOJIKEHHBIX 3y0UaThIX MEIUICHHBIX BOJIH BO
CHE C BO3pacTOM, IIPEUMYLIECTBEHHO B 3aJHUX OT/E-
nax. B mopasisioneM 00JabIIMHCTBE ClydyaeB 3y0ua-
ThIe MeIJICHHBIE BOJIHBI PETUCTPUPOBAIIVICH KaK B 00Ip-
CTBOBaHMH, TaK M BO CHE;

— pernoHajbHasA SmuienTugopMHAsI AKTHBHOCTb BHE 3a-
MeUIeHUsI B OOJIBIIMHCTBE CilyyaeB ObLIa IpeacTaB-
JIeHA WM30JUPOBAaHHBIMHU WM CIPYIIIMPOBAHHBIMHU
cnaiikaMM 1 OCTphIMU BoJiHaMU. J1oOpoKauyecTBEeHHbIE
SOUJIETITU(OPMHBIE TTATTEPHBI IETCTBA BO CHE BEISIB-
JICHBI B JOCTaTOYHO Y3KOM BO3PAacTHOM IHMAaIla3oHe
— ot 3 o 7 ner;

— MHIEKC YMuIenTu(hOopMHOIi AKTUBHOCTH BO CHe (BKJIIO-
qas 3y0uarTbie MeIJIeHHbIE BOJHbI) Y OOIBIITMHCTBA T1a-
LIMeHTOB He npeBbiaet 40 % Bceii 3amucu cHa. [1o-
BBIIIIEHME UHAEKCA ObLJIO 00YCIOBJIEHO B OCHOBHOM
MMOSIBJICHUEM SIWICITU(MOPMHON aKTMBHOCTA BHE
samemieHus. Y 3 (12,5 %) nauueHToB BO CHE OTMeYa-
JIock rosiBlieHre DI -naTTepHa TuIcapuTMun: (PU3N0-
JIOTMYECKMEe TATTePHBI CHA OTCYTCTBOBAJIM, WHIEKC
MAaTOJIOTUYECKONM MEIJICHHOBOJIHOBOM aKTUBHOCTU
npesbiiai 80 %, MHIEKC MYJITUPETMOHAIbHOM AKTUB-
Hoctu npesbiian 30 %. Bo3pact naienTos — 3,2; 4,1
u 5,8 rona.

— O0OTI'-nmarrepnbl (POKANBHBIX NPUCTYIIOB B 3aTHLIOYHO-
TeMEHHO-3a/IHEBICOYHBIX 00JACTSIX (PUTMHYHAS, TPO-
JI0JDKEHHAS TeTa-BOJHOBAS AKTHBHOCTD C BKJIIOUEHHEM
CHaiikoB B 0HOIi remucdepe) BoisiBiaeHsl y 3 (11 %)
MalKXeHTOB, cpeaHuii Bo3pacT — 9,9 roga (SD = 2).
I1pu ananuse obcienoBaHUiA MALMEHTOB B BO3pacTe
oT 7 mo 13 jeT yacToTa BBHISIBICHUS IMAaTTepHA COCTa-
Buia 22 %;

— H00pOKavYeCcTBeHHbIE YMIeNTH(OPMHBIE IATTEPHBI 1ET-
CTBA, XapaKTEePU3YIOIINECS BO3HUKHOBEHUEM 5-TO-
YEYHOTO 3JIEKTPUUYECKOTO MTUTIONS CrenubuyecKoit

MOpoJIOrHK, B 60APCTBOBAHMY BhISIBISLIUCE Y 4 (15 %)

MaLMEeHTOB, cpeaHunii Bo3pacT — 4,3 roga (SD = 0,2).

I1pu aHanu3e pe3yabTaToB 00CIeIOBAaHUN Y MalleH-

TOB B BO3pacTe 4 JIeT YacTOTa BBISIBJICHHST COCTaBUJIa

36 %. OcHOBHasl JIOKalIM3aLMsl Y OOC/IeIOBaHHBIX

MMaIleHTOB — IIEHTPaJIbHO-BUCOYHASI.

B 0630pe nurepatyphl ObLIO HaAEHO TOJBKO 1 ne-
TaJIbHOE MCCIeOOBaHUE, IOCBSIICHHOEC M3MECHCHMSIM
Ha B3I nmpu CA Bo BpeMst cHa. ABTOPHI BLISIBUJIA CHIKE -
HHE 9aCTOTHI U JUTUTEIBHOCTY BEPETEH CHA y MAllMeHTOB
¢ CA npu cpaBHEHNM C HOPMOTUITMYHLIMU IETHbMHU. Takke
ObLIa BBISIBJICHA ITOBBIIICHHAS ITPEICTAaBICHHOCTD Je/bTa-
BOJIH. B myOimmKanmsix oTaeIbHBIX KIIMHIYECKUX CIyJIacB
OTMEUaeTCsl HAIMYYE BBICOKOTO MHAECKCA IAaTOJIOTMIEeCKOM
MeJJIEHHOBOJIHOBOI akTUBHOCTU Ha DDl y neteii ¢ CA [1,
3]. I.B. Ky3pmuu u coasr. (2021) cmenaau BBEIBOH, UTO Y
BceX 24 MaleHTOB MHIEKC MaTOJI0THYECKOM MEeIICHHO-
BOJTHOBOI aKTHBHOCTHY 3HAYUTEJIFHO IIPEBBIIIACT MHIEKC
SNUIENTU(GOPMHON aKTUBHOCTH; B 75 % ciy4aeB oTMe-
YaTCsI U3MEHECHUST (PM3UOJIOTUIECKUX ITATTePHOB CHA
(«COHHBIEC BepeTeHa») OT aTUIIM3Ma OO0 OTCYTCTBMSI, IIPU
5TOM OTCYTCTBHE BEPETECH CHA KOPPEIUPYET C BHICOKMM
WHIIEKCOM MaTOJIOTUYECKON MEJICHHOBOJTHOBOU aKTUB-
HOCTH; MHACKC SIMICITU(GOPMHOMN aKTUBHOCTH IIPEBBI-
maet 40 % [2].

CornacHo MetaaHanu3y K. Spruit u coaBrT., pe3yJibra-
THI OIICHKM IJIUTSIILHOCTH CHA, 9aCTOTHI HOYHBIX ITPO0OY-
XIeHuit 1 apdekTuBHOCTH cHaA y AeTeii ¢ CA MMeIoT cTa-
TUCTUIECKN OTHOPOIHBIC ITOKA3aTeIN OT MCCICIOBAHUS
K MCCJICIOBAHMUIO, B TO BpeMsI KaK I10 IPYTMM BUIaM Ha-
pYIIeHUs CHA (YacThle CIIOHTAHHBIE NBVKEHUS BO CHE,
paccTpoiicTBa IBIXaHUS BO CHE, YACThIC IIPOOYXKICHUS OT
BHEIIHUX IPUYUH, SHYpPE3, SIMU30IBI IIPOOYKICHUN OT
CTpAIITHBIX CHOBUIECHUIT) BBISIBISUIACh T€TEPOTeHHOCTD
pe3yasraToB. CyIiecTBYOIIast HEOTHOPOTHOCTh YACTUIHO
00BSICHSICTCS IIPUMEHEHUEM METOIa aHKETUPOBAHUS PO-
nuTteneii neteit ¢ CA ¢ UCTIOIb30BaHMEM Pa3HBIX CTaHaap-
TU3UPOBAHHBIX OITPOCHUKOB [31].

Te3uc 06 OTCYTCTBUM BIMSIHUSI YKOPOUEHHOTO CHA Ha
CaMOUYyBCTBHE peOCHKA B TCUCHUE THS SIBJISICTCS CITOPHBIM.
B 80 % ciy4aeB paccTpoiCTBO CHa BJIMSIET Ha pebeHKa
B TeyeHue IHs: B 52 % cilyyaeB OTMEYAETCs TOBBIIIEHHAS
COHJIMBOCTb, B 33 % — HapyllleHue noBeaeHus, B 36 % —
TPYIHOCTU B OOYYEHUU U TOJYYEHUU HOBBIX HABBIKOB,
B 26 % — HapyllleH1ue COMAaTUYECKOro 310poBbs [35].

s oueHku cHa 'y aeteit ¢ CA MCITOIb30BajIcs TaKKe
Meron akturpadun B tredenne 7 cyt [36]. He ormeuyeHo
MIPEBBIIICHUS 10 YaCTOTE IIPOOYKICHUI 1 3HAUNTEIBHO-
IO CHIDKEHUS JUTUTSIHBHOCTU CHA TI0 CPaBHEHUIO C KOHT-
POJIbHOM I'PYNIOM, UMEIOTCS JIUIIb CTATUCTUYECKU 3HA-
YUMBIC PACXOXIEHUS BO BPEMEHM 3aChIIIaHUS IIOCIIEe
BBIKJTFOUCHUS cBeTa. [lapaiebHO MpOBOIMIOCH aHKETH -
pOBaHME POAUTEICH OTHOCUTEIBHO PACCTPOMCTBA CHa
y gereil. BoisiBiaeHo, yto 81 % y4acTHMKOB KaJIOBaJIUCh
Ha 4acTble MOpoOyxaeHus cBoux aereil. Takass Heomd-
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HOPOJHOCTb Pe3yJbTaTOB O0BSICHSIETCS CIIOCOOHOCThHIO
3IIOPOBBIX AETEH K CAMOCTOSATEILHOMY 3aChIIIaHMIO TTIOCIIe
CIIOHTAHHOTO HOYHOTO IPOOYXICHMS, B TO BpeMs KakK
netu ¢ CA TpeOyloT BHUMaHUS CBOMX POIMUTENICH, 4YTO,
B CBOIO 0Y€pe/ib, IPUBOIUT K 00JIee IIUTETbHBIM HOUHBIM
npoOyxineHussM. YacTole B3auMOACHCTBUSI pOAUTENCH
U peOdeHKa BO BpeMsI HOYHBIX IMTPOOYKIeHUI 3aKPEILISIIOT
CTEPEOTHUII TIPOOYXKACHUS Y ASTeil C pacCTPOMCTBOM CHA.
C Bo3pacToM He OTMEUYEHO 3HAYMMON TMHAMUKY U3MEHE-
Hug cHa y geteii ¢ CA, B ToO BpeMsI KaK B KOHTPOJILHOM
rpyIlIe OTMeYaeTCsI TeHISHIIMS K 3aChIIIaHUIO B OoJjiee
IMO3IHEe BpeMsI U YKOPOUYCHUIO IJIUTECIBHOCTH CHA, YTO
SIBJIICTCSI OTPaXKCHMEM Pa3BUTHSI CIIOCOOHOCTU BOJICBOM
JIeNpUBaLIMU CHA Y 3A0POBBIX JETEN /151 peaainu3aluu coo-
CTBEHHBIX COITMATBHBIX HYXI (ITOATOTOBKA K y4e0e, IIOIb-
€M 110 OYIMJIBbHUKY U T.1.) [36].

7151 BRIIBICHMS CIIEIM(PUISCKUX M OOIINUX YepPT pac-
crpoiictB cHa J. Trickett 1 coaBT. mpoBean PabOTHI MO
CpaBHEHMIO pacCTPOMCTB cHa y aeTeit ¢ CA, cMHIpOMOM
Cmura—Marenuca, pacCTpORCTBOM ayTUCTUIECKOTO CIIeK-
Tpa 1 TyOepO3HBIM cKJiepo3oM [34]. etn ¢ JaHHBIMU CUH-
JIpoOMaMU UMEIOT CXOXKHE YePThI PaCCTPOIICTBA CHA, OTHA-
KO BBIPAXKEHHOCTD ITPOSIBIEHUI BapbupyeT. B ocobeHHOCTH
IIETA C PacCTPOMCTBOM ayTHUCTHMYECKOIO CIIEKTpa MMEIOT
XYOIIe TO0Ka3aTeNM YKIAZbIBaHWS W COIPOTUBIICHMUS
K 3acbmanuto. et ¢ cunapomoM CMuta—MareHuca nme-
JIM CaMblii BBICOKHMI MMOKa3aTeib HOYHBIX TIPOOYXKAECHUA,
TUIIEPAKTUBHOCTHU M pa3NpaxkUTeIbHOCTH B TCUCHUE THS,
CBSI3aHHOI ¢ HU3KOM 3(pdekTnBHOCTHIO cHA. detn ¢ CA
OTJIMYAIOTCSI pAHHUM HOYHBIM IpoOyxXneHueM. B psime
cJTy4aeB BBISIBJIEHA CBSA3b racTpoa3odareaabHOro pedIoK-
ca 1 artHO? BO cHe y aeTeit ¢ CA.

MeToabl Tepanuu paccTpoicTBa CHAa Yy AeTen

C CMHAPOMOM AHresibMaHa

WccnenoBanuch pa3inyHble CII0COObI KOPPEKLIMHU pac-
crpoiicTBa cHa y neteil ¢ CA, TakMe Kak IMpUMeHeHUe
JICKapCTBEHHBIX IIPEITapaToB 1 ITOBEACHYECKAsI TePaIIHsl.

JlekapcTBennas Tepanusa. 1. Menaronun. Perynsarop
LIMPKATHOTO PUTMAa Y MJIICKOIIMTAIOIIMNX PACIIOiaraeTcs
B Cylpaxya3MajbHOM siipe TOJIOBHOTO Mo3ra. B TemHoe
BpeMsI CYTOK IIPOMCXOIUT ITOBHIIIICHNE ITPOTYKIIMU Mela-
TOHMHA, CyIIpaxrua3MaJIbHBIN LIEHTP IePEeBOIUT (PHU3MOIIO-
rudyeckue pyHkiuu B pexkuM cHa [40]. B cBs13u ¢ mpenrio-
JIaraéMbIM HapyIIeHEM [IUPKATHBIX PUTMOB U BRIPAOOTKH
MenaToHnHaA y neteit ¢ CA prMeHeHre MeJIaTOHMHA 000-
cHoBaHo. [lepBas mydaukauust o0 H(puMeHEHUN MeJIaTOHU-
Ha y neteit ¢ CA mpunaminexut 1.V. Zhdanova u coasT.
Menaronnn npuMeHsica y 13 neteit ¢ CA, ¢ TTOI0XUTEIb-
HBIM pe3yJIbTaTOM B BUJIE YBEJIUUEHMs OO0LLel IJTUTeTbHO-
ctu cHa [39]. B panmoMu3npoBaHHOM IUIAIIEO0KOHTPOIM -
pyeMoM uccieaoBaHuM 3¢ @EKTUBHOCTA ITPUMEHEHUS
MEJIATOHUHA IS JICYEHUU XPOHUYECKOW MHCOMHUU
y neteit CA [5] moydeHbl MHOTOOOCIIIAIOIINE Pe3YIBTaThI
no 3(p¢GEeKTUBHOCTU MeJaTOHMHA B mo3e 2,5—5,0 mr

B BUIIC CHUXXCHUS JaTeHLIWU CHA, YBEJIWYCHUS OOIIeit
JIJTUTETbHOCTH CHA, CHIDKEHUS] YACTOTHI HOYHBIX IIPO0OY-
KaeHuit. OMHAKO B UCCICIOBAHMU IIPUHUMANIM YYaCTHE
8 TMaIMeHToB, T.¢. 10 4 Ha KaXayio rpymiry (Iuiamedo/me-
JIATOHMH), YTO CTaBUT IOJ COMHEHHE CTaTUCTHYECKYIO
nmoctoBepHOCTh. A.J. Schwichtenberg u coast. B 2015 1.
ony0JMKOBaIu 0030p JUTEPATyphl O IIPUMEHEHUHN MeJla-
TOHMHA Y TTAIIMEHTOB C Pa3INYHBIMA HEIIPOKOTHUTHBHBI-
MU reHetTudeckumu 3adoneBaHusaMu (CA, CMHIPOMBI
Cmura—Marenuca, Maptuna—besut, Jayna u Petra) [29].
OCHOBHIBaSICh Ha TaHHOM 0030pe, MOXXHO yTBEPXKIATbh,
YTO MEJIATOHUH 3(POEKTUBEH B JICYEHUU PaCcCTPOiiCcTBa
cHa y nereil. OqHaKO yKa3bIBaeTCsl, YTO HEOOXOIUMBI 1O~
ITOJTHUTEIbHBIC MCCIICIOBAHMSI, BKITIOYAasl OOJIbIIIE PAHIO-
MM3UPOBAHHBIE UCCIIEAOBAHUS, TS OLIEHKU 3 (PEKTUBHO-
CTH TIperiapaTa ¢ y4eTOM BO3MOXKHBIX CTOPOHHUX (DaKTOPOB,
KOTOpPBIE MOTYT BJIMSITh Ha OTBET OT JiedeHUs1. HayaHbM
000CHOBaHMWEM IIPUMEHEHUS MeJIAaTOHMHA IIPY pacCTPOii-
ctBax cHa y nereii ¢ CA saBnsercs padora Y. Takaesu 1 coaBT.
(2012) mo ucciaemoBaHUIO YPOBHSI MeJIaTOHWHA ILIa3MBI
KpOoBH. BbIJ10 BBISIBIIEHO, UTO y IManineHToB ¢ CA B HOUHOE
BpeMsI YPOBEHb CBIBOPOTOYHOTO MeJIaTOHMHA 3HAYNTETb-
HO HITXE, 9YeM Y allMeHTOB KOHTPOJBbHOM I'PYIIIIbI, a TaK-
K€ 3apeTUCTPUPOBAHO OoJiee TO3AHEE MOSIBICHUE TUKOBOM
KOHIICHTpAILIMU MEJIATOHMHA Y JeTell ¢ HapyIIeHUEeM 3a-
coirmanusi. Cpenn 9 mereid, mojy4aBIINX MeJTaTOHWH B JO-
3¢ 1 Mr BeyepoM B TeueHUe 3 Mec, y 4 ObUIO BBHISIBICHO
yiIydiieHue cHa [32].

2. Mupra3zamun. CorjiacHO MCCIeI0BaHMSIM Ha XKIBOT-
HBIX, CEPOTOHMH CIIOCOOCTBYET 3aCHIITAHUIO M ITOIIepKa-
HUIO CHA TTOCPEICTBOM BIMIHMSA Ha bmal-1 — 0esoK,
SBIISIOMINICS PETYISITOPOM LIMPKAagHOTO puTMa [22].
[Ipennonaraercs cBsA3b MEXIy HApyILIEHUEM 3KCITPECCUUN
UBE3A n yBenmmueHueM npoaykiuu bmal-1 [13]. YauTsr-
Bas BiussHusg UBE3A u cepoToHMHa Ha 6ejlok bmal-1,
KIMHUYECKUE JaHHBIC, TTOATBEPXKIAIOIINE, YTO aHTaro-
HHUCTH 5-HT2A/2C-cepOoTOHMHOBBIX PEIICIITOPOB YBEJIH-
YUBAIOT JJIUTEILHOCTH MEUIEHHOBOIHOBOI (ha3bl cHa [33],
MOXKHO TIPEATIojIaraTh HAJIMYXE ITOJIOXUTEILHOTO BIMSTHMS
CEeJIEKTUBHBIX aHTaroHUCTOB S-HT2A/2C-cepOTOHMHOBBIX
PELIENITOPOB IpU paccTporicTBax cHa y nereii ¢ CA. Bocemb
neteii ¢ CA, IMEIOIIMX pacCTPOMCTBA CHA B BUIEC CHUXKE-
HUS O0IIIeH ITMTEIFHOCTY CHA, CJIOXKHOCTH IIPH 3aChIITa-
HUU, IPUHUMAIM MUpPTa3anvH 10 36 Hexa. Y 7 Obl10 OTMe-
YEeHO YIYYIIeHUE CHAa, Y 2 — YyIydIlIeHWe ITOBEIACHMUS,
y 1 pebeHKa HaOII01a10Ch YIydlleHUEe KOMMYHUKATUBHBIX
HaBBHIKOB. He oTMeueHO IMpOBOKALIMY STMIICTITUYSCKUX
npuctynoB. YacTelii mo60YHBIN 3G GEeKT — yBeIUnUeHUe
MaccChI Tejla 3a CYeT MOBbIIeHUS anreTyTa [15].

Mertoapl noBeaeHyeckoii Tepanud. HapyieHusi cHa
y neteii ¢ CA B OOJIBIIMHCTBE CBOEM COOTBETCTBYIOT ITOBE-
JIEHICCKOI MHCOMHUH JETCKOTO BO3PAcTa, YTO XapaKTepH-
3yeTCd TPYOHOCTSIMU B YKJIaAbIBAHNUM, a TaKXKe YaCTBIMU
HOYHBIMU TIpOOYXAeHUSIMU. MeluKaMeHTO3Hasl Teparusi
IJIST KOPPEKIIMYA MHCOMHUM HE O0JIafaeT 3HAYMTEIbHBIM
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MOJIOXXKUTEILHBIM U TOJITOCPOUYHBIM 3(pdpekTom [25]. Oc-
HOBOI1 JICUCHUSI SBJISICTCS ITOBEIeHYECKasl Tepalns, 3a-
KJTIOYAOIIAsICsI B OOYIeHUHU 1 3aKPETUICHNN HAaBBIKOB CHA.
[lepBrUyHBIE 11eIM TOBEAEHYCCKOI Tepanu — (OPMHUPO-
BaHUE MOJIOXKUTEITHFHO CBSI3aHHBIX aCCOIIMAIIMI CO CHOM,
IIpaBMJIbHOE BBICTPAMBAaHMWE ITOBEHCHUS pPOAUTEIICH
BO BpeMsI HOYHBIX TPOOYKICHUIA, a TAKKE PEKUM CHa.

Hedapmakonornueckue MeTonbl (METOIbI IIOBEICH-
YeCKOM KOPPEeKLUMH WHCOMHHHU) OBLUIM HMCCJICIOBAHBI
y nereit ¢ CA 1 BKJIIOYAJIM CO3JaHUE TTOAXOASIIE OKpY-
XKalole cpenpl ATl CHa, YETKOE ClIeIoBaHKUe TpaduKy
ITHSI, KOPPEKIINIO B3aMMOIECHCTBUS MEXIY POIUTEIIEM
U peOEHKOM BO BpeMsl HOUHbBIX TIPOOYKACHUIA.

Co3nanne 0;1aronpusTHOI Cpepl 11 CHA 3aKJII0YAI0Ch
B CJICAYIOIIEM: B IETCKOI KOMHATE HOJIKHO OBITh THXO,
IIPUTITYIIEHHBIN CBET JIMOO MOJTHAS TEMHOTA, OTCYTCTBYIOT
npeaMeThl, CIIOCOOHBIE BO30YXIaTh peObeHKa; AeTcKasl
KOMHaTa He UCIIOJIb3YyeTCsI KaK MECTO IIJIST 3aHSITHIL K Tpe-
OOBaHMIA.

Ipaduk 3acemanus. Ponutenu ctporo npuaepxupa-
Jmch rpadrka cHa y pebeHKa (Kak 3achIlTaHus, TaK U ITPo-
OyxneHus ). I1pu mIMTeIbHOM 3aChlIaHUU TTOJCYNUThIBA-
JIOCh, KOIa B cpelHeM (B TeUYeHHE HECKOJIBKO THEI)
pebeHOK 3acChIIaeT, A1 onpeaeieHus: 6a30BOro BpeMeHU
3aceinanus. Ilocie ycraHoBiaeHUsT 6a30BOTO BpeMEHHU 3a-
ceimmaHusl (popMUpoOBaId HOBOE BpeMsI 3acChIITaHUS,
co cMmelieHreM ero Ha 30 MUH K HOYH, IS Oosee ObICT-
poro 3ackinanus. [lociie gocTuzkeHus1 ObICTPOTO 3achlna-
Hus (MeHee 20 MUH) BpeMs YKJIaIbIBaHMS ITOCTETICHHO
caBuraau Ha 6osee panHee (1mar 30 MUAH) ST JOCTYIKEHUST
LIeJICBOTO BPEMEHHU 3aChIIIaHus.

B3anmoneiicTBue pedGeHOK—poANTEIb BO BpeMs CHa.
ILlenp — mpekpallieHHMe B3aUMOAEHCTBUSI C pPeOEHKOM
B MOMEHT €r0 HOYHBIX NMpoOyxneHuil. B ciyuae, ecnu

1. Abatypos A.E., [Terperko JI.JI., Kpusyma E.JI. Cunapom AHrenb-
MaHa. Yactb 2 (KIMHUKA U IMarHOCTUKa). 310pOBbe peOeHKa
2015;6(66):119-25.

Abaturov A.E., Petrenko L.L., Krivusha E.L. Angelman Syndrome.
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2015;6(66):119—25. (In Russ.)
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U BO3PACTHbBIE XapaKTEPUCTUKKU OCHOBHBIX DB -naTTepHOB. Pyc-
CKUIi XXypHaJ eTcKoii HeBpojioruu 2021;16(1—-2):42—57.
Kuzmich G.V., Bobylova M.Yu., Mukhin K.Yu. et al. EEG in An-
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tics of the main EEG patterns. Russkiy zhurnal detskoy nevrologii =
Russian Journal of Child Neurology 2021;16(1—2):42—57. (In Russ.)

3. Muxaiinosa H.B., Casunos C.B., Akuypuna {.E. u a1p. Cunapom
AHTeIbMaHa Kak WUTIocTpaius muddepeHIIMpoBaHHOTO ITOIX0aa
K AMarHOCTHUKE MPUYUH ayTU3Ma, 3aA€PKKHU ICUXOMOTOPHOTO pa3-
sutus u JLT1. Heiipoxupyprusi u HeBposiorus Kazaxcrana
2017;1(46):60—4.

y poauTesiell oTMedaiach HU3Kasl TOJIEPAaHTHOCTb K KPUKY
pebGeHKa, MCIoJb30Bajdach METOAMKa, pa3paboTaHHas
B.R. Kuhn, B cOOTBETCTBUY C KOTOPOI1 POIUTEIISIM T03BO-
JISIETCSI HOAXOIUTDh K peOEHKY, YTOObI yOEIUThCS, UTO C HUM
BCE XOPOIIIO, TOJIbKO B MOMEHTHI, KOTIa peOCHOK YCHYJI
CaMOCTOSITEeJIBHO.

JTUTENBbHOCTD MOBEACHYECKON Tepanu COCTaBJsLIa
8 Hen. [TomoOHBIN MOAXO IMOKa3aa 3HAYUTEIbHBIE YITy4-
IIEHUS He3aBUCUMOTO 3aCHIITaHUsI, YIyJIIeHe KagecTBa
CHa I10 TaHHBIM aKTUTpahUM 1 YIyIIIeHNE CHA 10 OICH-
Ke ponuteneii [4].

3aknioyeHue

BonpmuncrBo gereit ¢ CA crpamaloT HapylmIeHHuEM
CHa, OTHAKO COOTBETCTBYIOLIME M3MEHEHHSI CHA BCTpeJa-
I0TCSl U TIPU APYTUX 3a00JI€BaHUSIX HEMPOKOTHUTUBHOTO
passutus. Hapymenus cHa y nereit ¢ CA BO3HUKAIOT
B pE3YJIBTaTe TEHETUYECKOM STHUOJOTMM, pACCTPOMCTB I10-
BEICHMS, a TAKXKE IPYTUX MPUYUH (SIIICTICHUSI, IPOTHUBO-
CyIOpOXKHasI Tepanusi, IeUIINT xKene3a 1 1p.). Paccrpoii-
cTtBa cHa y geteil ¢ CA B OCHOBE CBOMX IPOSBICHUI
COOTBETCTBYIOT KPUTEPUSIM MHCOMHMU, OMHAKO BO3MOX-
HO COYETaHUE C TapaCOMHUSIMU U IPYTUMU HAPYIIICHUSI-
MM CHa (HapylleHUe IUPKaIHOIO PUTMa, 3aBUCUMBIC
OT CHA IBUKEHUS, 3aBUCUMbIE OT CHA HapYLIEHUS JAbIXa-
Hus1). HeoOxoamuMel nanpHERIIe NCCIeOBaHUS I10 Jiede-
HUIO PAaCCTPOMCTB CHA, C aKLIEHTOM Ha MOBEIEHYECKOU
Tepanuu, B CBA3U C MPeodIalaHUEM UHCOMHUYECKUX
paccTpoiicTB y nereii ¢ CA, co cpaBHeHHEM 3(PPEKTUBHO-
CTH TTOBeJIEHYECKOI 1 (hapMaKOJIOTMUYECKOM Tepartiu, a TaK-
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HOPOI{M pPa3BUTUA KOPbl rOJIOBHOro mo3ra
u anunencusn. KnuHnyeckas nekuyus

A.C. Koros, K.B. ®upcos

T'BY3 MO «Mockosckuii obaacmHoti HayuHo-ucciedosamensckuii Kaunuueckuti uncmumym um. M.D. Bradumupcikoeo»; Poccus,
129110 Mockesa, ya. lllenkuna, 61/2

KoHTaKThI:

Anexceitr Cepreesuy Kotos alexeykotovl980@gmail.com

Mopoku pa3BuUTHA KOPbI FONIOBHOTO MO3ra YacTo ABAAIOTCA NPUYMHAMM 3Nunencuu. B pamkax faHHO! KNMHUYECKOI NeKLuu
00006LeHbl NOCNeAHNE U3MEHEHNSA B KNaccUUKALLMM MOPOKOB Pa3BUTUS KOPbI FONIOBHOO MO3ra, NPeACTaBeHO OnucaHue
nuccaHuedanuu u cuuapoma Munnepa—[inkepa, naxurupuu, NOTMMUKpPOrMpuu, remumeranaHuedanum, rononpossHueda-
nuK, Wu3sHuedanuy, reTepoTonun ceporo BelecTsa. OnucaHbl 0COBEHHOCTU 3MUIENCUN NPU [aHHLIX 3a60NeBaAHUAX.
pepcraBneHbl faHHble MarHUTHO-pe30HAHCHOM ToMorpatun npu hoKanbHOM KOPTUKaNbHON LUCIAA3WUK, NONUMUKPOTUPUN,
reTepoToOnMK Ceporo BellecTsa.

KnioueBble cnoBa: anunencus, Manbd)opmau.mm, rONIOBHOM MO3T, KOpa roJioBHoro mosra, nmccanu,ecbanma, naxurupus,
noONUMUKpOrupusa, remmmeranaHued)anMﬂ, I'OJ'IOI'IpO33HL|,ed)a}'IVIH, LIJI/I33HLI,eraJ1VIﬂ

IOna uutuposanua: Kotos A.C., Dupcos K.B. Mopoku pa3BuTus KOpbl roN0BHOTO Mo3ra u anunencus. KnuHnuyeckas
nekums. Pyccknii )xypHan aetckoi Hesponoruu 2022;17(3):63-71. DOI: 10.17650/2073-8803-2022-17-3-63-71

Malformations of the cerebral cortex and epilepsy. Clinical lecture

A.S. Kotov, K. V. Firsov
M.F. Viadimirsky Moscow Regional Research Clinical Institute; 61/2 Shchepkina St., Moscow 129110, Russia

Contacts: Alexey Sergeevich Kotov alexeykotov1980@gmail.com
Malformations of the cerebral cortex are often the causes of epilepsy. The latest changes in their classification are sum-
marized. The description of lissencephaly and Miller-Dicker syndrome, pachygyria, polymicrogyria, hemimegaloencephaly,
holoprosencephaly, schizencephaly, gray matter heterotopia is given. The features of epilepsy in these diseases are des-
cribed. Magnetic resonance imaging scans for focal cortical dysplasia, polymicrogyria, and gray matter heterotopia
are presented.
Keywords: epilepsy, malformations, brain, cortex, lissencephaly, pachygyria, polymicrogyria, hemimegaloencephaly,
holoprosencephaly, schizencephaly
For citation: Kotov A.S., Firsov K.V. Malformations of the cerebral cortex and epilepsy. Clinical lecture. Russkiy zhurnal
detskoy nevrologii = Russian Journal of Child Neurology 2022;17(3):63-71. (In Russ.). DOI: 10.17650/2073-8803-
2022-17-3-63-71
BeepeHue B GosibIlIMHCTBE CIy4yaeB OHU T€HETUYECKU JE€TEPMU -
IMopokwu pa3Butyst Kopsl rofoBHoro Mosra (IIPKI'M) —  HMpoBaHBI, HO IPUYMHON MX BOSHUKHOBEHUSI MOTYT OBITh
3TO MAaKpPOCKOITMYECKUE UM MUKPOCKOIMMYECKHE aHOMA- U IPYTUe BHYTPUYTPOOHBIE (haKTOPHI: MHMEKIINS, TUTIOK-
JIMM KOPBI TOJIOBHOTO MO3ra, BO3HUKAIOILIME BCIIEICTBUE cHsl, THTOKCUKALmA [25].
MpepPLIBAHNUS HOPMAJIbHBIX 3TAarioB (DOPMUPOBAHUS KOP- Oxkoi10 40 % ciiy4yaeB (hapMaKOPE3UCTEHTHOM SITUJICTI-
TUKaJIbHOM IJIaCTUHKU. cuu Bb3BaHbl [IPKI'M [17].
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Knaccucdukauma nopoKoB pasBUTUA KOPbI

ron0BHOro Mo3ra

Knacenpukauusg ITPKI'M ocHoBaHa Ha 3 mIaBHBIX
COOBITHSIX (DOPMUPOBAHUSI KOPBI TOJIOBHOI'O MO3Ta: MPOJIv-
depaly HEPOHOB U IJIMU B XeJIyI0YKOBOI U CyOBEHTpHU-
KYJISIDHOM 30HAaX; MUTPALIMK HEe3PEIbIX, HO IIOCTMUTOTHYE-
CKUX HEMPOHOB B pa3BUBAIOIIIYIOCS KOPY TOJIOBHOTO MO3Ta;
KOPTUKAJILHOM opraHu3anuu [17, 24].

B Hacrosiiee Bpems o0l1Lenpru3HAaHHON! SIBJIsSIETCSI 00-
HoBneHHasa kiaaccudukauus [TPKI'M, npemnoxeHHas
A.J. Barkovich u coasnrt. (2012) [3]:

— Tpymma I: mopoku pa3BUTHsS, BTOPUIHBIE IO OTHOIIIE-
HUIO K aHOMAaJIbHO HEMPOHHON Y INIMAIbHOM IIPOJIN-
depamum nm anonTo3y. JlaHHas rpyma pa3nesseTcs
Ha 3 KaTeropuu:

* IA — nmoHmxeHHas npoiudepals Uil YCKOPEH-

HBII1 alIoNTO3 (BPOXKIEHHBIE MUKPOILIe(haIni);
* 1B — noBbllIeHHasI povdepals VI MTOHMKEH -
HBII1 aronTo3 (MerasHIehalTnn);

 IC — anomanbHas nponudepans (ogarosast U qud-

¢y3Has TUCTEHE3Ws U TUCILIA3HA);

— rpyrmna II: mopoxu pa3Butusi, 00ycI0BI€HHbBIE aHOMAJTb-
HOI MHUTpalMeil HeiipoHoB. Paznensercs Ha 4 kaTero-
pun:

* IIA — reTeporonusi;

* IIB — nucconuedanus;

* IIC — cyOKopTHKanbHasI TeTepOTOIHsI U cydsio0ap-

Hasl TUCILIA3KS;

* IID — OynbKHMKOBBIE MaTb(POPMALIVH;

— rpynna II1: mopoku pa3BuTusi, BTOpUYHbIE 10 OTHO-
IIEHUI0 K aHOMAJIbHOMY ITOCTMUTPAIIIOHHOMY pa3-
putuio. Paszmensiercs Ha 4 KaTeropuu:
 IIIA — momumukporupus (ITMIN) ¢ mmzosHIeda-

JIMYECKUMU paclieIMHAMU WIN KaJbIIU(PUKAIIII-
MM, TIPEAITOIOXUTEILHO BRI3BAHHBIMU MH(MEKIIMEH
WJIN COCYIVICTHIMM IIPUINHAMMU;

« II1IB — IIMT ©e3 pacliieanH Win KaabUUuOUKaATOB,
KOTOPBIE MOTYT OBITh TEHETUICCKUMHM M BO3HU-
KaTb BCJICICTBHUE Pa3phIBa;

« IIIC — ¢oxkanbHble KOpPTUKAJbHBIC AVCIIA3UN
(OKM);

 I1ID — mocTMurpamyoHHast MUKpouedaus.

B manHoOI1 k1accuduKaum ogHa HO30JI0TUSI MOXET
HaAXOIWTHCS B HECKOJIBKUX IPYIIIax (HampuMep, MUKPO-
uedamst — [A u [1ID). I[IMTI paznenena Ha 4 rpyrmsr: ITIA
¢ MMU303HIEe(ATUIYESCKUMHU pacIleTMHAMY WU KaJIbIIM-
¢uKaTaMu, IIPEATIOIOKUTEIIFHO BRI3BAHHBIMU MH(MEKII-
et unu cocyauctbiMu npuunHamu; I11B — 6e3 paciuenun
WIN KaJTbLIIM(UKATOB, KOTOPBIE MOTYT OBITh TeHETUIECKM -
MU WJIM BO3HMKATh BeieacTBre pa3pbia; IIIC — kak yacTth
TeHETUYICCKU OTIpeaeIeHHBIX MHOXXECTBEHHBIX BPOXKICH-
HBIX aHOMAJIUK (HEKOTOPbIE M3 HUX UMEIOT aTUITUYHYIO
ructosioruto); I1ID — B coueTaHnu ¢ BpOXKICHHBIMHU Ha-
PYIICHUSIMEI MeTaboIM3Ma (OHU TaKKe MMEIOT aTUITNIHYIO
TUCTOJIOTHIO).

®opmynupoBaHue AUarHosa

CoBpeMeHHbBIM TTOIX0A0M B KiIacCU(DUKAIIUU U TI0-
craHoBke nquarHo3a [IPKI'M siBisieTcst o0bequHeHue pe-
3YJIBTaTOB THMCTOJIOTUIECKOTO, TEHETUISCKOTO 1 HEepo-
BU3YaJIM3aIIMOHHOTO MCCJICIOBAHMIA, UTO HAIIUIO OTPAXKECHIE
B KonceHcycHoit kimaccndpukanmy @K MexnyHapoaHoi
nporuBoamuienTuaeckoit muru (ILAE) ot 2022 . [28].

CornacHO 3TOM HOBe¥iIIIe# KiaccuduKayy, mpejia-
raeTcsi KOMITJIEKCHBIM MHOTOYPOBHEBbBI TeHOTUII-(heHO-
THIIMYecKuit moaxon K auarHoctnke @KJI Ha ocHOBe
WHTETPALIMY JAaHHBIX TUCTOJIOTUYECKOTO, TCHETUYECKOTO
U HEMPOBU3YAIN3ALMOHHOIO UCCJIEIOBAHUIA.

VYpoBensb 1A — rucronaTooruyeckuii nuardos. Kparkoe
ONMCaHNE PE3YJIBTaTOB apXUTEKTYPHOM 1/ VI LIATOAPXATEK-
TYPHOI1 TUCTONATOIOTMY C MCTIONBb30BAaHNEM I'eMaTOKCHIIHA
1 503WHA, COOTBETCTBYIOIIIETO MMMYHOOKPAIIIIBAHMS.

YpoBeHsb 1B — rucronaronornyeckuit noarumn ILAE.
CooTHeceHMe pe3yJIBTaTOB TMCTOIMATOIOTMYECKOTO MCCIIe-
JloBaHUsI ¢ 00HOBIIeHHOI Knaccudukanneit @K Ha oc-
HoBe rucromnaroiorun (ILAE, 2022).

YpoBeHb 2 — reHeTUUYeCcKHME pe3yiabTaThl. OnuchiBa-
I0TCSI TCHETUIECKIE PEe3yIbTaThl, IPUMEHSIeMast METOHO-
JIOTUSI, UICTOYHMK TKaHU. MICTIONB3YIOTCS TOIBKO CBEXKE-
3aMOpOXEHHass TKaHb TOJIOBHOTO MO3ra U ITapHBIE
00pa31bl neprudepUIecKOil KpOBU WM TKAHM, 3aKPETUICH-
Hble B (popMajiiHe U MpomnuTaHHbIe TapaduHoM. Ecin
TEeHETUYECKOE TECTUPOBAHKUE HEJOCTYITHO, YKa3bIBAETCH,
YTO OHO HEJOCTYITHO.

VYpoBeHb 3 — pe3ysbTaThl HEPOBU3yaIu3alliy. YKa3bi-
BaeTCsl, SIBJISTIOTCSI JIM Pe3yJIbTaThl MAaTHUTHO-PE30HAHCHOM
tomorpacduu (MPT) HopMaTbHBIMU I HEHOPMAaIbHBIMH.
Ecnu o6HapykeHa oyaroBasi aHoManus (IpuMep npuBeaeH
Ha puc. 1), yKa3bIBaeTcsl, Kak OHa ObLTa OOHapyKeHa: BU3Y-
aJIbHBIN aHaIu3, TTocToOpadoTKa u T.0. ONMUCHIBAIOTCS ee
aHATOMMYECKOE PACITOIOXKEHHE (J0JIsI, M3BWIMHA, THO 00-
PO3MIBI), XapaKTePHUCTUKHY (M3MEHEHUSI B MOP(OJIOTHUH U3BH-
JIMH ¥ 00p0311, KOPTUKATBHBIN/TIOMKOPKOBBINM THTICPUHTEH-
cuBHbI curHan T2/FLAIR, pa3mbiTie TpaHuUlibl ceporo/
0eJIoro BelllecTBa, YTOJIIICHUE KOPBI U T.4.). BkitouaeTcst
nHOOpMAaLIKS 0 HAMPSDKEHUM MarHUTHOTO TT0J1sI TOMorpada
1 TIPOTOKOJIC BU3YaTU3aIINH.

KomrmekcHast tuarHoCcTHKa: naeTcss nH(popMaius
0 TOM, ObLIO U mopaxeHue MP-nmoyioxuTenbHBIM
win MP-orpunarensabiM. Mcmonb3yercst Kiraccugpuka-
uuoHHasi cxema ILAE, u yka3bIBaloTCsl TeHETUUYECKUE
nmanHbie. [Tpumep: MP-nonoxurensnas @K/ IIb nHa
060po3abl (TIpaBast BepXHs 100HAas U3BUIMHA) C COMATH -
YEeCKOM MOTOPHOM MyTallel TOJIOBHOTO MO3ra.

Bo3moxHO, B OynylleM CIeIyIoLMM 3TallOM KJIacCU-
¢unmpoBaHus OyIeT BBeIeHEe He TOJIBKO Mopdoioruye-
CKHX, HO ¥ TOHKMX (DYHKIIMOHAIBHBIX ITOKA3aTeIICi.

O0OBbeM CTaThbH He TTO3BOJISIET TOAPOOHO paCCMOTPETh
Bce BuAbl anuientoreHHbIX [IPKI'M, noatomy 6yayT oc-
BEIICHBI BOIIPOCHI, IIPEACTABISIONINEG HANOOBIITNI NH-
Tepec IS MMPAKTUKYIOIIETO KIIMHUIIVCTA.
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Puc. 1. Pokanvras kopmukanvras oucnaasus Ae6oii 100Hoi doau (YKazana
CmMpeaKoll) y nayueHmKu ¢ pe3ucmeHmHoll (hokanrvHoll snusencueli

Fig. 1. Focal cortical dysplasia of the left frontal lobe (arrow) in a patient with
resistant focal epilepsy

Jluccanuedanua n cunppom Munnepa-[iukepa

JIuccannedanusa — rpymmna reHeTHIeCKUX aHOMaJIHiA
Pa3BUTHS TOJIOBHOIO MO3Ta, BOSHUKAIOIINX B pe3y/IbTaTe
HEIO0CTaTOYHOI MUTpalliy HeHpoOJIaCTOB U3 NEPBUUHOMN
HEepBHOU TPYOKH, IIPH KOTOPBIX MMEETCS ITOJTHOE W Ja-
CTUYHOE HEAOPA3BUTHE OOPO3/ U M3BUJIMH KOPbI OOJIBILINX
ITOJTYIIAPUi, HAPYIIIEHNE €€ YIBTPACTPYKTYPHI.

B 2017 r. 6pu1a peiyioxkeHa HOBeiiIIas Kiiaccuuka-
s auccaHnedanuu [13], koTopas 1moxka He MoJay4duIa
IIMPOKOTO PACIIPOCTPAHECHMSI.

JInccanuedaniss MOXeT ObITh CAMOCTOSITEILHBIM 3a-
OoJieBaHNEM JINOO BXOIUTH B CHMIITOMOKOMITIEKC APYTHX
cuanpoMoB (Yokepa—Bapoypra, Muutepa—dukepa, Dy-
KYSIMBI).

Cunnpom miccaHtedam Munrepa—/Inkepa (CM) —
¢dopMa XpOMOCOMHOII aHOMAJIMU C IEJICLUSIMU T¢HOB
B JoKyce 17p13.3, mpu KOTOpOi OTMEUaroTCsl Kjlaccuye-
cKas JTMccaHIedays, 3anepkKa MOTOPHOTO Y IICMXUYeC-
KOTO pa3BUTHSI, U3MEHEHUE (POPMBI JIUIIA, SIMJICITHYCCKIC
TIPUCTYTIBI, TOPAXEHUE CEPALIA, TOYEK, XKETYTOUHO-KUIIIEY-
HOT'O TpaKTa.

B yuactke 17p13.3 umeercst ren LIS, Takke U3BeCT-
HbIl o HazBaHUeM PAFAH 1B 1, KOTOphIi KOAUPYET BHY-
TPUKJIETOUHYIO CyObeAMHULY (hepMEHTa, MPUHUMAIOLLIE-
ro aKTUBHOE y4acThE B MUTPALIUM HEHPOOIACTOB B KOpE
TOJIOBHOTO Mo3ra 1 Mo3xeuke. [1pu rtorepe 1 amnensa LIS1
IIPOMCXOIUT HapYIIeHUE KIIETOYHON MUTPAUU 1 (POpMM-
poBaHue auccaHuedanmu. Ioreps npyroro rena, YWHAE,
B TOM K€ paiiloHe XpOMOCOMBI 17 yBeJIMYUBAET TSIXKECThb
JMcCOHLE AN,

Hetn ¢ muccanledaneil MMEI0T 3HAYUTEIbHBIC 3a-
IEPKKHU B Pa3BUTUH U YMCTBEHHYIO OTCTAIOCTh, KOTOPHIE
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BapbUPYIOT B 3aBUcUMOCTHU OT TsKecTu [TPKI'M u dap-
MaKOpe3UCTeHTHOCTH snuiencuu [20].

CornacHo ganaeiM K.FO. Myxuna u coast. (2008),
SIUJICTITUYECKHE IPUCTYIIBI, PE3UCTEHTHRIE K Teparuu,
nmeltotcs 6osee yeM y 90 % 6osbHBIX; B 75 % ciiydaeB OHU
HauuHatoTcs B | momyroauu xus3Hu [1].

Jlu1st Hauasia 3a0071eBaHMsI XapaKTepHbI OuaaTepaibHbIS
MMOKJIOHMYECKUE ITPUCTYITbI, THOAHTWIBHBIE CITa3Mbl 0€3
TUIINIHOM TUIICAPUTMHU Ha BJICKTpOdHIIedatorpaMmme
(D3T). B mepBbIe MeCAIIbI XKU3HNA TOHUIECKIE TIPUCTYITBI
WJIA KOPOTKHUE N30l MKTAJBHBIX aITHO3 MOTYT IIPOKC-
XOAUTh Iepel MH(PaHTUIbHBIMU cria3Mamu [16].

B Bospacre crapiie 1 roga Harbosiee 4acTO BOZHUKA-
10T CepUIHBIE KOPOTKHE TeHEepaIn30BaHHBIE TOHUYECKIE
cmma3Mebl. B crapiiem Bo3pacte — hoKalIbHBIE U TICEBIOTe-
HepaJIM30BaHHBIC TIPUCTYIbI, MUOKJIIOHNIECKHE TTapOK-
CH3MBI, aTUIIMYHBIE abcaHChI, (DOKATbHBIE MOTOPHBIE
(Ja1me TOHMYEeCKNE) ¥ ayTOMOTOPHBIC, BTOPMYHO-TeHepa-
JIM30BaHHBIE TOHMKO-KJIIOHMYECK1Ee NPUCTYHI [1].

JarHocTKa OCHOBBIBACTCSI HA TAHHBIX KITMHUYECKOMN
kaptuHbl, MPT, MoJieKy/1sipHO-TeHETUYEeCKIX MCCIeI0BAaHMIA.
BrisiBnenue Mukponenenu B tokyce 17p13.3 — ocHOBHOI
BepUDUIIMPYIOIINIA TECT, TTO3BOJISTIONINI JOCTOBEPHO ITOCTa-
BUTb OKOHYATeJIbHBINM AuarHo3. [IpaBuibHbLA BEIOOP MeTOA
TEHETMYECKOTO TECTUPOBAHMS MMEET Pelllalolice 3HaYeHIe
st nuarHoctuku CMJI. Crenyer oOpaTuTh BHUMaHKUE Ha
MUKPOACJICIINHY 1 MUKPOIYTUTMKALIN, BBISIBIISIEMBIE TIPH XPO-
MOCOMHOM MHUKPOMATpHMYHOM aHainu3e (chromosomal
microarray analysis, CMA), KOTOpbIe MOTYT ObITh ITPOITYILICHBI
MPpY OOBIMHOM XPOMOCOMHOM KapUOTUITPpOBaHUM [37].

[IpeHaTanpHas TUArHOCTHKA JIMCCAHIIS(ATNHI TP T10-
MOIIIM YIIBTPa3ByKoBoro ucciienoanus (Y3U) Bo3moxkHa
Ha 14—20-i1 Heaene recTalliy, KOTaa MPOUCXOIUT (popMu-
pOBaHNE HAPYIICHUI B CTPOCHUM KOPBI OOJIBIINX IOy~
IIapuid.

BenTpukyioMeraiiss, MHOTOBOIME U 3a1epKKa BHYTPH-
YTPOOHOIO POCTa SIBJISIIOTCS BaXKHBIMM ITPEHATAIbHBIMU
yIBTpa3ByKoBEIMU Mapkepamu CMJI [8, 32].

Maxurupus

IMaxurupus — spoxaeHHsi [IPKI'M, xapakTepusyio-
IIACS YKPYITHEHUEM OCHOBHBIX, OTCYTCTBEM BTOPUYHBIX
U TPETUYHBIX U3BWIMH, YKOPOYCHUEM U BHITIPSIMIICHHEM
00po3/, HapyllIeHUEM apXUTEKTOHUKMU LiepeOpaaIbHOM KO-
PBbI ¥ IPOSIBJISIIOIIUIACS 3aI€PXKKOM IICUXOMOTOPHOIO pa3-
BUTHUS U DTIUJICIICUEH.

IMTaxurupust odycnosiaeHa HapyleHueM Bo 11 Tpume-
CTpe BHYTPUYTPOOHOTO Pa3BUTHUS MUTPALIAN ITPUMUTUB-
HBIX IIPEIIIIECTBEHHMKOB HEMIPOHOB (3apOIBIIIIEBOIO MaT-
pPHUKCa) U3-TIOM 3KeJTyIOUYKOBOI STIICHANMEI Ha TTeprudepuio
TIOJIYIIApHIA, TJIe OHM 00pa3yIoT KOPKOBOE Cepoe BEIIECT-
Bo. [IprurHAMM 3TOTO MOTYT OBITh TEHETUYECKIE MYTALIH
(rennr KIF5C, KIF2A4, DYNCIHI, WDR62w TUBGI) [30],
BHYTPUYTPOOHAsI TUTIOKCHS, MHDeKIMM (IIPOCTOI TepIiec,
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LIMTOMETAJIOBUPYC, TOKCOILJIa3M03), BO3ACHCTBUE TOKCH-
HOB (TaOaYHEBIi IBIM, aJIKOTOJIb, OBITOBBIC M IIPOMBITIUICH-
HbBIE TOKCHHBI), JIEKapCcTBa (AHTUKOATYJISTHTHI, aHTUOMOTH -
KU, IIUTOCTAaTUKM). [1pyu maxurupum oTMedaeTcs HEIOIHOE
pa3BUTHE U3BWINH, a IIPU aTUPUU — UX OTCyTcTBHE. [1axum-
TUPUS MOXET OBITh pe3yJbTaToM MyTaluii B reHax LIS1
u XLIS (taxcke HazpiBaeMbIX DCX) [9, 21], MOXeT BO3HU-
KaTh M30JIMPOBAHHO MM KaK KOMIIOHEHT B CTPYKType
PasIMIHBIX CHHIPOMOB. CUMIITOMBI BAPBUPYIOT Y Pa3HBIX
ITAIIMEHTOB U 3aBUCST OT CTETICHN BHIPAXKCHHOCTH aHOMa-
sy, OHU MOTYT BKJIIOYATh YMEPEHHYIO WUIM TSIKEIYIO
3aIePKKY Pa3BUTHUsI, YMCTBEHHYIO OTCTAJIOCTh, CYIOPOTH,
NOHV>XEHHBIN MBIIIEYHBI TOHYC, OTEKM KOHEYHOCTEMN,
TPYAHOCTU ¢ KOPMJICHUEM, TJIOTAaHUEM, a TAaKKe HeOOIb-
1I0¥ pa3Mep rojioBel (MuKpouedatus). B HacTosiee Bpe-
M crienduIecKast Tepamus OTCyTCTBYeT. JledeHue 3a-
KJII0YaeTCs B OKa3aHWU CUMIITOMATUYECKOIl ITOMOIIHN,
KYIMUPOBAaHUU SIMIICTITUISCKUX IIPUCTYIIOB.

Monumukporupusa

[MomMMUKpOrupus — MaToJIOTUs CTPYKTYPBI KOPBI TO-
JIOBHOTO MO3Ta, BO3HMKIIAS B IIEPHOI BHYTPHYTPOOHOTO
Pa3BUTHS, XapaKTEePU3YIOIIASICS YBEIMISHHBIM KOJIMYe-
CTBOM M3BWJINH, UMEIOIINX YMEHBIIICHHBIC pa3Mephl, He-
IIyOOKHUMU 00po31aMU, aHOMAaJIbHO TOJICTOI Kopoii. [1pu
IIMI Ha paHHMX cTagusIX pa3BUTUSI TOJOBHOIO MO3Ta
IIPOMCXOINT HapylIeHUE IMpoaudepalny 1 MUTPAIIIN
HelpobacToB, Ha 0oJiee MO3AHUX CTAAUSIX — HApyLIeHUE
IMIOCTMUTPAIIMOHHOTO pa3BUTHA. [IpUIMHBI JAHHBIX aHO-
MaJInii OBIBAIOT KaK TeHETUYECKNMU, TaK M HETeHeTHIe-
cKkuMMu. [eHeTnuecKuMu NpuuYrMHaAMUA MOTYT ObITh MyTaLliU
B reHax GPR56, WDR62, SCN3A, TUBAIA, TUBB2B,
GRIN1, GRIN2B. UMmeeTcs coobIIIeHNE O cTyyae ABYCTO-
poHHel nepucuiabBuapHoit ITMI, cBsi3aHHOI ¢ 1y0anupo-
BaHMEM de novo obiactu xpomocoMbl 17p13.3p13.2.
ITo Bceli BUAMMOCTH, TYTUTMKALIMS XPOMOCOM SIBJISIETCSI
HauboJiee BeposITHBIM o0bsicHeHueM [TMI.

HerenetnueckuMu MpuYMHAMU MOTYT OBITh MH(MEKIIN-
OHHBIE 3200JICBaHUS BO BpeMsI OepeMEeHHOCTH! (IIMTOMETa-
JIOBUpPYCHas MH(EKIINST), BHYTPMMATOYHAST UIIEMMUSL.

ITpu IIMTI oTmeuaroTcs cieayoonie Mopdoornye-
CKHME€ HAXOIKHU: HapyIIeHNE TTOBEPXHOCTH TOJIOBHOTO MO3-
ra ¢ gepeKraMu MSTKOI MO3TOBOI 000JI0YKM, Ype3MepHast
MUTpAIs KJICTOK, YTOJNIIEHWE W PeIyIUIMKALIUS CIOEB
KoJIJlareHa MSITKOI MO3roBOi 000J104KHU, YBEeJIMYEHHUE KO-
JIMYECTBA COCYIOB JICTITOMEHUHTIeaIbHOM (ITa-apaxHOu-
nIabHOM) obnactu [34].

OcHoBHbIMU TIposgBieHusMu [IMTI aBasiorces 3aaep-
KKa YMCTBEHHOTO 1 (PU3MYECKOTO Pa3BUTHSI, KOTHUTHUB-
HbIC HapYyILIEHNS pa3HOM CTETICHH TSLKECTH, IBUTATEIIbHBIC
paccTpoiCTBa, C1a00CTh B KOHEYHOCTSIX, HAPYIIICHUS IbI-
XaHWS, SIUJICTITUYECKHE IIPUCTYIIHL.

Junarno3s [IMI" 00bIYHO yCTaHABIMBAETCS C TIOMOILBIO
MPT, mocKoabKy KOMIBIOTEPHAST TOMOTpadus 1 Ipyrie
METOOBl BH3yalW3allUd HE HMMEIOT JOCTATOYHBIX
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BO3MOXHOCTEH JUISI BBISIBIICHHUSI HEOOJBIINX CKIANOK,
onpenensomux [IMI. BaxHo, 4ToObI UCHOJIb30BAIUCH
OITUMAaJIbHBIE METOABI BU3YaIU3alluK (BKIII0Yas TOHKHUE
Cpe3bl) U IIPOTOKOJIBI, YIMTHIBAIOIIKE BO3PAcCT, IJIsI 00ec-
MeYeHNUS HAMTY4IIIero KOHTpacTa MEeXIY CEphIM 1 OeIbIM
BEILIECTBOM, C XOPOIIIMM IPOCTPAHCTBEHHBIM pa3pelIeHM -
€M 1 aleKBaTHBIM COOTHOIIeHHeM curHai/mywm [5]. [Ipu
BbicoKkopaspeiatonieidi MPT MoryT ObITh OLIEHEHBI aHO-
MaJIbHO YMEHBIIIEHHbIC U3BUJIMHEI, a TAKXKE MOTYT Ha0JII0-
IaThCs MSATHA cepo-0esoro mepexona (cremuduaeckast
ocobeHHocTh [IMI) [26]. [1aTonornyeckue o4aru BU3ya-
JIM3UPYIOTCS KaK «TOJICTast KOpa rOJI0OBHOTO MO3Ta, 00paso-
BaHHAs HAJIOKEHUEM JIPYT Ha Ipyra MHOXECTBA MAJICHBKIX
W3BWJIMH CO CPOCIIEIICS TIOBEPXHOCTRIO» (PHC. 2).

Puc. 2. OdrHocmoponHsis nOAUMUKPOUPUS 8 COUEMAHUL C OMKPbIMOLU WU3IH-
uechanueii (yKaszanvl cmpeakamu) y NayueHmKu ¢ pe3ucmenmHol oKanbHou
anunencuell U KOCHUMUBHBIMU HAPYUWEHUAMU

Fig. 2. Unilateral polymicrogyria in combination with open schizencephaly
(arrows) in a patient with resistant focal epilepsy and cognitive impairments

Bepudumuposars [IMI MOXHO mpu rUCTOIOTHYEC-
KOM HCCJICTOBaHMM OMOITAaTa BeIIeCTBa TOJIOBHOTO MO3Ta.
Y GOJIBHOIO MOXET OTCYTCTBOBATh OT 1 10 Bcex 6 coeB
KOPBI TOJIOBHOTO MO3Ta.

lfemumeransHuedanua

ITemumeramsauedammss (FM3D) — penkoe BpoXXIeHHOE
HapyIeHrue OpMUPOBAHUS KOPBI TOJIOBHOTO MO3ra C ra-
MapTOMAaTO3HbIM pa3pacTaHUMEM BCEro WJIM YacTWU TOJy-
IIapus rOJIOBHOTO MO3ra, ¢ UICWJIATePaIbHOM TSIKEJION
IUCIUIa3Mel WiIN TUCTeHe3neit KOphl, TUrepTpodueii oe-
JIOTO BEILECTBA, paclliMpeHueM OOKOBOIO Xeayaouka,
00YCJIOBJIEHHOE YHUJIATEPAJbHBIMU HApYILLIEHUSIMA HEW -
POHHOI MUTpaLMU U MpoJudepali, IPOSIBIISIONISeCcs
B PaHHEM JETCTBE MPOrpeECCUPYIOLIMMUA TeMUITAPE3OM,
reMUaHOIICHel, 3a1epKKOM YMCTBEHHOTO U (PU3MIECKOTO
pa3BUTHS, (apMaKOPE3UCTCHTHBIMU SIMICTITUICCKUMU
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npuctyrnamu. [Tpu I'MD nporcxoaut yHUIaTepaabHOE Ha-
pylIeHrEe HEMPOHATBHON MUTPALIMY 1 Tipoudepaliu, pu-
BOIISIIIEE K TAMapTOMAaTO3HOMY Pa3pacTaHUIO BCETO YT YaCTH
TTOJTYIIIApKsI TOJIOBHOTO Mo3ra. JIaHHOe pa3pacTaHue SIBIISICT-
CsI Pe3y/IBTaToOM JIMOO MOBBILIEHHOI TTpoyidepani, oo
CHITKEHUS aItonTo3a (WJIM TOro M APYTroro MPpoIeCCOB) pa3-
BUBAIOIINXCS HEMPOHOB. MaKpOCKOIMMYECKI, TIOMUMO YBE-
JIMIeHUST 00beMa MO3TOBOT'O BEIIIECTBA, OIPEICIISIETCS] aHO-
MaJIbHOE Pa3BUTHE KOPBI TOJIOBHOIO MO3Tra ¢ O0JIACTSIMU
JIMCCAHIIe(ATNI, aTUPUH, TTAXUTUPUN U TIOTMMUKPOTUPUN
B Pa3IMYHBIX TIPOITOPLIMSIX, IIPU 3TOM APYIHe 001aCTH BbI-
IISIASIT HOpMabHBIMU. CTpPYKTypa MO3Ta Ha ITOpaskeHHOI
CTOPOHE MOXET OBITh 3aMETHO HEHOPMAJTLHOM WJTN IEMOH-
CTPUPOBAThH JINIIIb HE3HAYUTEIIbHbIC 3MeHeHUsI. B 1r000M
ciIyJae, Kak CJISICTBHE TaKHUX pa3MEpPOB U CTPYKTYPHBIX pa3-
JIMYMIiA, YBETMYEHHAsI TKAHb TOJIOBHOT'O MO3Ta BEI3BIBACT Yac-
TbIE€ IPUCTYIIbI, COYETAIOLLUECS C KOTHUTUBHBIMU WJIU TTOBE-
JIEHIECKMMU HapYIIICHUSIMIU.

OcHOBHBIMU TIposIBIIeHUSIMU M D gBIISI0TCS acuM-
METpUYHAs WIM YBEeJIMUCHHAs TOJIOBA, LICHTPAIBHBIN Te-
MMIIape3, TEMUAHOIICHSI, 3aIepKKa YMCTBEHHOTO U (DU3H-
YECKOTO pPa3BUTHUS, SMUJIENTUUYECKME TPUCTYNbI [7].
IIpuctyrbl 0OBIYHO HAYMHAIOTCS Yepe3 HECKOIbKO JHEeH
ITOCJIe POXKIEHMS, B PSIKHX CIIydasiX — B paHHEM JIETCTBE.
B nenp Moxet ObITh Oonee 50 pucTynoB. Y MaueHToB
PErUCTPUPYIOTCs (hOKaTbHBIE ¥ TeHEePaI30BaHHbBIC MH-
daHTUIbHBIE clTa3Mbl. HecMOTpst Ha 3aMETHO yBeJIMYEH-
HBII pa3Mep TOJIOBBI, CUMITTOMBI HOBHIIIICHHOTO BHYTPH-
YeperHoro JaBjieHus He Haoronatorcs. JIxobast KoMmOrHaLMs
TaKMX CUMITTOMOB, KaK M3MEHEHME TICUXIECKOTO CTaTyca,
SIWIECTITUYECKIE MPUCTYIIBI, YBEJIUICHIE WIA AaCUMMETPHST
TOJIOBBI, OMTHOCTOPOHHUI Ae(ODUITUT MOTOPYKH, M3MEHEHHAST
IMUTMEHTALMU KOXHU, JOJIKHA HACTOPaXKUBATh B OTHOIIIE-
HUU Bo3MoxHocT TMBD.

JleueHre B OCHOBHOM HaIllpaBjieHO Ha 00pbOy ¢ 3Mu-
JISTICHE1, KOTOpasi, K COXaJICHHUIO, 4acTo ObIBaeT hapma-
KOpe3ncTeHTHOM. B pedppakTepHBIX ciiydasx reMuchepak-
TOMUS SIBJISIETCSA MeTOmOM BbiOopa [6]. Eciu mopakeHHast
CTOpPOHA yIaJeHa XUPYPIUISCKUM ITyTeM (aHaTOMUJIecKast
reMuchepIKTOMUS ) WK OTCOSAMHEHA OT APYTUX CTPYKTYP
TOJIOBHOTO MO3ra ((pyHKIIMOHAIbHAS TeMUC(HEPIKTOMUS),
OCTaBIIAsICS YaCTh MO3Ta MOXET ITOCTEIIEHHO B3$SITh Ha ce0sI
(YHKLMHU, OOBIYHO BBITIOIHSIEMbIE TOPAXKEHHOMN CTOPOHOI.
[MareHTHI ¢ ABYCTOPOHHUMM ITOPOKAMU PAa3BUTHUSI UMEIOT
XYIIIAN XUPYPTAYECKUIA UCXO.

lfononpo3sHuedanua

Tomomnpo3zsHiedans — peakoe BpoXKISHHOE HapyIIeHe
¢opMuUpOBaHUSA TOJOBHOTO MO3ra, BO3HHUKAWIIce
B pe3yJIbTaTe HEMOTHOTO Pa3AeICHMS IBYX IOIYIIAPHl MEXK-
ny 18-M 1 28-M mHeM GepeMEeHHOCTH, TIPOSIBIISIIOIIEeCsT aHO-
MaJIbHBIM Pa3BUTHEM TOJIOBHOTO MO3Ta, TOJIOBBI U JIMIIA.
BriepBrie rosonpossHiedanus Obuta onucadHa B 1963 .
W. DeMyer u coaBT. boun nipencraBieHbl 2 ceMeHBIX
clydast ajjobapHoii ¢hopMbl 3a00JieBaHUs, TP KOTOPOIA

y MAIMeHTOB ¢ HOPMaJIbHBIM XpOMOCOMHBIM HaOOpOM
UMelach CpeIMHHas paciuejrHa ryobl u HEOa. st 060-
3HAYCHUSI TPYIIIEI MaTb(hOPMAaIIii TOJIOBHOTO MO3Ta, IIPU
KOTOPBIX prosencephalon ocTaBajcs HepaclIeIJICHHBIM,
OBUI TIPEUTOKEH TEPMUH «ToJIoTpo33Huedanus» [11]. To-
JIOIIPO33HIIe(haIvsI BBI3BIBACTCS KaK TCHETUIECKMMU, TaK
1 HeTeHEeTUYECKUMU IpuarHaMu. OHa MOXET KaK OBITh
CHMIITOMOM HEKOTOPBIX CHHIPOMOB XpOMOCOMHOI MyTa-
1IH, TaK ¥ BCTPEUATHCS M30JIMPOBAHHO IIPU MYyTALIVSIX TEHOB
SHH, ZIC2, SIX3, TGIF. CnenoBaTenbHO, BBIIEISIOTCS He-
CHHIpOMaIbHas (hopMa roJIonpo3sHiedany (BOSHIKAI0-
11ast U30JIMPOBAHHO OT IPYIHX 3a00JICBAHMIA) Y CUHIPOMAITb-
Hag (tipu cuHapomax Cvuta—Jlemmu—Onuia, KanmMana
2-to Thmna, Xaprchuinna, I1atay, Mekkensi—Ipydepa).

HecunnpomanbHast hopMa TosIonpo3sHIiedarny Ha-
cJIemyeTcs MPEeMMYIIEeCTBEHHO ayTOCOMHO-IOMUHAHTHO,
XOT$I OITCAHBI CIy4ar ayTOCOMHO-PEIIeCCUBHOTO M X-CIIe-
IUICHHOTO HacJIeAOBaHUs. MyTaliuy HapyIIaoT Iepenavdy
MHGOPMALIMN 10 CUTHAJIBHBIM ITYTSIM MEXIY 3apOIbIIIeBOM
SKTOIEPMOI U KIIETKAMU HEPBHOIO IPEOHsI, OIPEIeIsTIO-
UMY MUTPAIIAI0 SMOPHOHAIBHBIX KJIETOK U Pa3BUTHE
MO3TOBBIX CTPYKTYp [15, 23]. BnokupoBaHue nepegaun
CHUTHAJIOB U3MEHSIET TOP30BEHTPAIBHYIO OCh 1 HHTHOUPY-
eT (hopMUPOBAHUE IBYCTOPOHHEN CUMMETPUH Mo3ra. Myta-
umu B reHe SHH, kogupyroiieM 6e1ok SHH, npersitctByioT
(opMUPOBaHMIO TOP30BEHTPAILHOM OCH, YTO ITPUBOIUT K
HapymeHuto akcrpeccni SHH B 106HO-HOCOBOI 3KTOIED-
MaJIbHOM 30He. DTO BICUET 3a CO00I 00pa3oBaHNe MHOXKECT-
BEHHBIX Ie(DEKTOB CpeIMHHOM JTMHUK nna [29, 31].

CunapomainbHble (GOpPMbI IIEPEAAIOTCS KaK ayTOCOM-
HO-IIOMHUHAHTHO, TaK ¥ ayTOCOMHO-pelieccuBHO. HereHe-
TUYECKUMU IIPUIMHAMHA, TOUHEee (PaKTOpaMu prcKa, MOTYT
OBITh T€CTALIMOHHBIN T1a0eT, TpaHCIUIAlleHTapHbIC MH(MEK-
LMK, KpoBOoTeueHusI B I TpuMecTpe, HeBbIHALLIMBaHUE Oepe-
MEHHOCTH B aHAMHE3€¢, YIIOTPeOJIEHHEe aJIKOTOJIS, KypeHUE.
He6e3onacHbiMU 11711 O€peMEHHBIX SIBJISIIOTCSI HEKOTOPbIE
JleKapcTBa (MHCYJIMH, IIPOTUBO3a9aTOYHBIC CPEICTBA, ac-
IMUPUH, TUTUIA, TOPa3WH, PETUHOEBAasI KUCJIOTa, CTATUHBI,
AHTURMMJICTITUYECKUE TIpeIraparhl).

KnvHuyeckumu nposiBA€HUSIMU 3a00JI€BaHUS SIBJISI -
I0TCS SIMWICTITUYCCKIE IIPUCTYIIBI, KOTHUTUBHBIE HApY-
IIEHMSI, pacIleIUIeHe TBepAOro HEOa 1 BepXHeil IyOHI (3a
HUCKJIIOUCHUEM BapUaHTa CPEAHETO MEXIIOIYLIapHOTO
CITASIHMS ), HAapyIIeHue pedIeKCcoB, TaTOIOTHS pPOTOBUILILI
U CETYATKU, TIOPOKU BHYTPEHHUX OpraHoB [2]. JIBuraresnnb-
HBIE PACCTPOICTBA U 3aepKKa Pa3BUTHSI IIPU TOJIOIIPO3-
SHIIe(ATUHN KOPPEIUPYIOT C TSKECTHIO ITOPOKOB T'OJIOB-
Horo Mo3ra [18]. YacTto HaOmomaoTCs MUACITUYECKIE
MIPUCTYIIB M1 YMCTBEHHAsI OTCTaJIOCTh.

3aboJieBaHNEe MOXHO TUarHOCTUPOBATH C IIOMOIIIBIO
V3U naumnag ¢ 12-if Hemenu 6epemeHHOCTH. [Ipm ajo-
bGapHOIT (popMe TOJIOBHOM MO3T He pa3zesieTcs Ha Toy-
wmapusi. [1pu cemunobapHoit umeeTcsst bopo3aa B 3aHei
YacTH MO3Ta, 00pa3yoIasics Py HEITOJIHOM MJIY Hadajlb-
HOM pazjaeneHuu Ha noayiuapus. [1pu nob6apHoii (popme
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HapyLIeHUs pa3mesIeHUsI MO3Ta UMEIOTCS TOJBKO B €T0
LIIyOOKUX CTPYKTYpaxX: MO3OJIMCTOM TeJIe, TAIaMyce 1 XKe-
JIyIO9KaX.

[eHeTyecKass AMarHOCTUKA CUNTAETCS HU3KOCIICIIH -
(nuHoit, Tak Kak B 60 % ciyyaeB 3a00/IeBaHUS U3MEHEHUS
KapuoTuia He 00Hapy>KMBaIOTCSI.

B Hacrosiee Bpems crielnduaecKasi Teparus OTCyT-
CTBYeT. BHITIOTHSIIOTCS TIaCTUIECKHE OIIepalliy Ha JIUIIE.
IIpu anobapHoi1 1 ceMunodapHoOit hopMax U3-3a TSKECTU
00IIIeTO COCTOSTHUS MAIleHTa HEUPOXUPYPTUIECKUE OlITe-
pauuy He mpoBoasTcs. B O0IbIIMHCTBE CayyaeB 3MuJieT-
cus y TIAIMEHTOB C ToJIONpo33HIedanueii spiusgercs dap-
MaKOPE3UCTCHTHOM.

lWussHuedanus

IIun3sHIEDanns — peaKoe BpOXKISHHOE HapyIIeHUE
MUTPALIMY HEMPOHOB, XapaKTepU3YIOIIeecs: aHOMAaJIbHBI-
MU paclieJMHaMU, BBICTJIAHHBIMUA T'€TePOTONMICCKUM
CepBIM BEIIECTBOM, 3aIIOJJHEHHBIMU CITMHHOMO3TOBOI
KHIKOCTBIO, KOTOPBIE COSAMHSIOT ITUAIBHYIO ITOBEPXHOCTh
ITOJTYIIIApHsI TOJIOBHOT'O MO3Ta ¢ SIIEHANMAIBHON MOBEPX-
HOCTbIO O0KOBOTO XeJlynouka. [1posiBisieTcst 3aaep>xKoit
Pa3BUTHS, SIUJICIICUEH, TBUTATCIPHBIM Ie(DUIIATOM.

ITpu mm3sHuedanu Bo 11 TpuMmecTpe BHYTpUyTpOO-
HOTO pa3BUTHS IIPOMCXOAUT HAPYIIICHUE MUTPAITUU TIPU-
MMTHUBHBIX IIPEIIICCTBEHHUKOB HEMPOHOB (3aPOIBIIICBO-
ro MaTpmkca) M3-II0I XeIyIOYKOBOM SIMEHIMMBI Ha
nepucdepuio Moayapuit, rae OHU 00pa3yloT KOPKOBOE
cepoe BeuecTBo. [IpyynHaAMM 3TOro MOTYT OBITh T€HETHU-
yeckue Mytanuu (B reHax EMX2, SIX3, COL4A1), BHyTpu-
YTpOoOHas TUITOKCHS, MHMEKIINK (IIPOCTOI reprec, IIUTO-
METaJIOBUPYC, TOKCOILIa3MO03), BO3IEHCTBIE TOKCUHOB
(Ta®ayHBII OBIM, AIKOTOJIb, OBITOBBIC 1 IIPOMBIIIICHHBIC
TOKCHUHBI), JIeKapcTBa (aHTUKOATYJISIHTBI, aHTUOMOTHKH,
LIUTOCTATUKM).

Y aliieHTOB MOT'YT BBISBIISITHCS CIICAYIOIINE CUMITTO-
MBI MUKpoLehaTrs pa3TIndHOM CTETICHHM, 3a1epKKa IICH-
XUYECKOTO U (PM3MIECKOTO Pa3BUTHSI, KOTHUTUBHBIC Ha-
PYIIeHNUsI, KOPTUKOCTIMHATIbHBIC TUCGHYHKIINM, TeMUIIape3
WIN TeTpaliape3, TUIOTOHMS, CYIOPOTH, THIpoliedanus,
0oyJaroBasi HEBpOJIOTHYECKass CHMIITOMATHKA.

Knuaudeckas KapTiHa 3aBUCHUT OT COCTOSTHMS pac-
IIEJIMHBI, OMHOCTOPOHHOCTH MJIX IBYCTOPOHHOCTH MOpa-
xeHus. [Ipu coMKHYTO paciiearHe HabaomaeTcs 0ojiee
MsITKOe TeuyeHHue, 3a00jieBaHue MOXET IpoTeKaTh Oec-
CUMNOTOMHO WJIX IMAarHOCTUPOBATHCS TOJBKO Y B3POCIbIX
MMAIlMeHTOB. XapaKTepU3yeTCsl SIMUICIITUICCKUMU TIPU-
CTyIIaMU ¥ YMEPEHHBIM MOTOPHBIM Ie(PUITUTOM.

I1pu pazoMKHYTOI paclerHe HabII0IaeTCs TSLKeJ10e
TEUCHUE, TIPOSIBIISIONIEECS SMUJIEIICHeii (YacTo pedpak-
TEPHOI), YMCTBEHHOM OTCTAJIOCTBIO, TTAPATNIOM pasIdd-
HOU CTEeNEHM, TEMUIIAPE30M IIPU OJHOCTOPOHHEN M Te-
Tpamape3oM IIpW IBYCTOPOHHEH mm3sHIedarun [19].
OmDHOCTOPOHHSIS IIM33HIIE(D AT MOXKET COITPOBOXKIATH-
¢s KOHTpaJaTepaIbHbIM TeMUTIAPE30M M ACUMMETPUIHBIM

MBIIICYHBIM TOHYCOM, IBYCTOPOHHSIS IIM32HIIehaTUST —
3aIePXKKOM Pa3BUTHS, TETPAIIape30M M CEPhe3HBIMU TICH -
XWYECKUMM paccTpoiicTBamu [12].

B xnmHuKe MOTyT BCTpedyaThbesl (POKaabHBIE TPUCTYIIbI
C COXpaHEHHEM U C HapylIeHNEeM CO3HAHMS, OuyIaTepaib-
HBbIE TOHMKO-KJIOHUYECKUE TIPUCTYIIBI ¢ (hOKATLHBIM Hada-
JIOM. Y HOBOPOXKAECHHBIX 1 AeTel 1-ro rona xKu3Hu HaoJIo-
JAIOTCSl eNMHNYHBIC TOHNYSCKUE MM MHOKIOHMYECKHE
IIPUCTYIIBL.

JlvarHo3 MoxeT ObITh 3al0A03PeH BHYTPUYTPOOHO,
€CJIM pacIIeIMHEI IIPOCMATPUBAIOTCS B TIOIYIIAPUSIX TO-
JIOBHOTO MO3Tra C IToMol1Ibio 1ByMepHoro Y3U. 1o naHHbIM
MPT onpenensiercsi OIHOCTOPOHHEE WX JIBYCTOPOHHEE
paciiernjieHre Mo3ra. Busyanuzanuus nokasblBaeT 3aroJ-
HEHHYIO XKMIKOCTbIO JIMHEWHYIO PACIEIMHY, BBICTIAHHYIO
reTepoTPOQHBIM CEPHIM BELIECTBOM, KOTOpasi IPOCTUpa-
eTCs OT MUAIbHOM MeMOpaHBI KOPHI TOJIOBHOTO MO3Ta JI0
BIEHIVMAIBHOM ITOBEPXHOCTH XETYIOUKa.

[eneTIeCKOE TECTUPOBAHUE B PSIIE CIyIaCB BHISBIISI-
€T MyTalluM B F€Hax, CBSI3aHHbBIX C MPeapacioa0XeHHO-
CThIO K 3a00JIEBAHMIO.

leTepoTonua ceporo BewiecTsa

[erepoTomnusi ceporo BelecTBa — BPOXKICHHOE Hapy-
IIeHNEe MHUTPALlMU HEHPOHOB U3 IEPUBEHTPUKYJISIPHOTO
TeJI3HIIe(haTbHOrO 3apOABIIIEBOTO MaTPUKCA BIOJIb IJIM-
aJbHBIX BOJIOKOH B KOPY MO3Ta, XapaKTepU3YIOIIeecs aHO-
MaJIbHBIM PacIoIOXKEHHEM CEPOT0 BEIIeCTBA B Pa3IMYHbBIX
OTIIeJIaX TOJIOBHOTO MO3Ta M YaIlle BCETO IIPOSBIISIONIEeCs
3aJIepPXKKOU TICUXOMOTOPHOTO PAa3BUTUS U SMUJIECTICUEN.
HapymeHve murpauyy OpuBOAUT K MOSIBJEHUIO «HOP-
MaJIbHBIX HEMIPOHOB B aHOMAaJIBHBIX MECTax», 9YTO MOXKET
OBITH BRI3BAHO TCHETMUECKIMMHI AaHOMAIMSIMU, MH(PEKITNECH,
TpaBMoii. HelipoGiacTbl pa3MHOXKaIOTCSI B 3apOAbIILIEBOM
MaTpuKce Mexy 7-ii u 8-it HepensiMu 6epeMeHHoCT. Mur-
panys MPOUCXOOUT ¢ 8-if 10 26-i1 Heaen GepeMEHHOCTH
1 MaKCHMaJIbHa MexXny 8-if u 16-if Hememsamu. Murpanyst
HEMPOHOB OCYIIECTBIISIETCS IO KPUBOJIMHEMHOMY ITyTH, YTO-
OBI COXPaHUTh TOITOJIOTUIECCKOE COOTBETCTBIE MEKITY BHEIII-
Hel 30HO# XKeJTyTOYKOB 1 IIOBEPXHOCTHIO KOPHI [10].

BonbIIMHCTBO clTyyaeB reTepOTOIUH SIBJISIIOTCS CIIO-
pagMIeCcKNMHM, HEKOTOPBIC — PEILIECCUBHBIMU, CIICTIICH-
HBIMH ¢ X-Xpomocomoii (Xq28). CybaneHanMaIbHbIE
y3eJIKOBBIE TeTEPOTOINM CBSA3aHbI ¢ MyTanyeii reHa FLN
(Xq28). TlonKOpKOBBIE T€TEPOTONNH BBI3BIBAIOTCS MyTa-
My reHa DCX, acCOMMPOBAaHHOIO ¢ MUKPOTPYyOOU-
kamu. benok DCX HampaBisieT MUTpaLiMIO HEMPOHOB,
peryiupysi opraHu3aluio U CTabuJIbHOCTh MUKPOTPYOO-
YyeK, HeOOXOAMMBIX IJIs ABMKeHUS HelipoHoB. ITonkop-
KOBBIE TETEPOTONNH HAOIIOAAIOTCS TOJIBKO Y XKEHIIMH, TaK
KaK reH HaXOAUTCsI Ha X-XpoOMOcCOMe. Y KeHIIUH Helpo-
HBI ¢ MyTaHTHBIM TeHoM DCX He MOTYyT MUTPUPOBATh
B KOPY U 00pa3yloT HIXKEJIEXKAIIYIO TeTepOTONMMIECKYIO
II0JIOCY, B TO BpeMsI KaK HeMPOHBI, 9KCIIPECCUPYEMBIE HOP-
MaJIbBHBIM T€HOM CO 3I0POBOI X-XPOMOCOMBI, YCIICIITHO
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MUTPHUPYIOT B KOPTUKAJIBbHYIO IUIACTUHKY. ¥ MYXYUH
¢ myrauussmMu DCX pa3BUBaeTCs KjaccuuecKast IMCCOHIIEe-
danus, 1mdo Takue 00JbHBIE YMUPAIOT BHYTPUYTPOOHO.

Ouaru reTepoTonuy vaiie ObIBAOT IBYCTOPOHHUMU,
yeM OJIHOCTOPOHHUMMU [36].

IToMuMoO 3KTONMYECKUX HEHPOHOB, COCEIHUE 00IACTU
KOpPBI TaKXXe y9acTBYIOT B anujienToreHese [35]. I1pu ne-
PUBEHTPUKYJISIPHOM y3JIOBOM I€TE€POTOIIMM I1aTOJIOTUYE-
CKOE BJIMSTHIE OKA3bIBAIOT 00JIACTH KOPHBI, PACIIOIOXKEHHBIE
HaJ TeTepOTOITMYECKUM CephIM BetiecTBoMm [10].

Kinunuyeckue nposiBjieHUsI BapbUPYIOT OT OeCCUM-
IITOMHOTO TEYCHUSI IO CePhEe3HBIX HAPYIIEHUI (SIMJISII-
TUYECKHE TIPUCTYITBI, YMCTBEHHAS OTCTATIOCTD). MyKUMHBI
UMEIOT 0oJsiee TSIKeJble MPOSBICHUS, YeM KCHIIUHBI
C aHAJIOTUIHBIMU TOopakeHUSIMU. KOTHUTUBHEBIE U JBUTA-
TeJIbHBIC HApYIIeHNS 00Jiee BRIPAXKEHBI Y JIUII C IBYCTOPOH-
Hel Wi OOLLIMPHOM reTepOTOIUE, IPYTMMU aHOMAJIUSIMU
TOJIOBHOT'O MO3Ta. DIWICHTHYECKIE ITPUCTYITBI HaOIroma-
1otcst B 80—90 % ciydaes. I1amveHTsl yaliie BCero crpagaoT
(hOKaATEHBIMU TIPUCTYITAMH C Ie0I0TOM BO 2-M JECATUIETUI
XKN3HA. MOTYT BO3HMKATh TaKWe HEMPOICUXUATPUICCKIC
CHMIITOMBI, KaK O€CITOKOMCTBO, HEYCTOMYMBOE HACTPOEHUE,
OpenoBOe MBIIIJIEHNE U CITyXOBbIE TAJUTIOLMHALIY [27].

Cyb6aneHnuManbHble (IIEPUBEHTPUKYIISIPHBIC) TeTe-
POTONMHU BCTpeyaroTcs Hanboree yacto [36]. Y3ibl MoryT
OBITH OMMHOYHBIMM I MHOKECTBEHHBIMU, PACIIOIaraTh-
Csl HAa OTHOU I 00X CTOPOHAX MO3Ta, B BUIE OTPaHU-
YEeHHOTrO y371a WX OO0JIbIION BOJITHUCTON MAaCCHI.

ZKeHIIMHBI ¢ Cy0anIeHAUMAJIbHOM IeTepoTOINMe, Kak
MpaBWIO, CTpaaaloT (OKAJTBbHOM SMMIETICUEH ¢ 1e0I0TOM
BO 2-M JAECATUICTUM XKU3HU. Y MYKUMH ¢ X-CLETIJIEHHOM!
(opMOIi YacThI COMYTCTBYIOIIE aHOMAINH LIEHTPaIbHOMN
HEpBHOM CUCTEMBI M BHYTPEHHHUX OPTraHOB, HAapyIICHUE
pa3BuTHS. MyX4YUHBI C ayTOCOMHOI pa3HOBUIHOCTHIO
WMEIOT KIIMHUYECKHE TIPOSIBJICHUSI, CXOIHBIC C CUMIITO-
MaMM y XeHIIWH [4].

ITonkopkoBbIe reTepoTONny 00pa3yroTCs B BUAE OTAEIIb-
HbBIX y3JI0B B 6esioM BelliectBe. HabGmonaercs ymeHblleHre
KOPKOBOI MacChl, KOpa MOXET ObITh HEOObIYHO TOHKOI WU
He MMeTb ITyOOKMX 60po3a. Kak y My:KunH, Tak U Y XXeHILIUH
C IIOOKOPKOBOM I€TepOTOIMEN pa3BUBAIOTCS BPOXKICHHBIA
CTOMKMI1 HEBPOJIOTMYECKMI Je(OULUT U (DOKATTHHAST SITUIICTI-
cus ¢ edrotoM B Bospacrte oT 6 1o 10 jer. Yem oGiumpHee
ITOIKOPKOBAsI TETEPOTOIHS, TeM 00JIee BRIpaXkKeH HEBPOJIO-
rudeckuii aeuumt. [1pu IByCTOpOHHEH TeTepOTOIMMY Ha-
OogaeTcs 3amepKKa IICUXUYECKOTO pa3BUTHA [4].

ITonocoBsle rerepoTonum, Kak 1 (hOKaJIbHBIC IIOIKOP-
KOBBIE TeTepOoTONNH, (GOPMUPYIOTCS B OJIOM BEIIeCTBE
mon Kopoii. Cepoe BeIIecTBO pacliojiaraeTcsl He B BUIE
OTJIENIBHBIX Y3JIOB, a B BUIIE TIOJIOC CEPOTO BEIIECTBA MEXKIY
OOKOBBIM XKEJTyIOUYKOM U KOPOil TOJIOBHOTO MO3Ta, OTIe-
JICHHBIX OT HUX CJIOSIMU HOPMAaJIBHOTO O€JI0TrO BEIlleCTRa.
TsokecTh SMWISTICUM 1 3aIePXKKU PA3BUTHS HAIIPSIMYIO
KOpPEIUPYET CO CTEICHBIO OCTAHOBKM MUTpAllUU

3

HelipoHOB. YeM TOHBIIIE KOpa rOJIOBHOTO MO3Ta U TOJIIIE
BHYTPEHHSIS [TOJIOCA CEPOTO BEUIECTBA, TEM TSKENee MpH-
CTYIIBL.

ITonocosasi rerepoTonyst HabIOAAETCS UCKITIOYMTETBLHO
V >KEHIIMH; OOJIBHBIE MYKCKOT'O T10J1a ¢ MyTaiueii reHa XL1S
nmm DCX ymypaloT B yTpode MaTepy WIN UMEIOT OoJiee Ts-
JKEJTy10 aHOMAJTUIO TOJIOBHOTO MO3ra. CHMITTOMEI Y KEHIITUH
BapbUPYIOT OT HOPMBI 10 TSDKEJION 3afepsKKHU pa3BUTHs [4].
IIpumepHo y 2/3 marmeHToB nMeeTcs (hapMaKope3UCTEHTHAS
snuaencus. MPT sBisieTcs METoaoM BbIOOpA MPU OLICHKE
reTePOTOIMIECKOIO CepOro BEIIECTBA M3-3a €€ BEICOKOIO
KOHTpacTHOro pa3perreHus [14] (puc. 3).

Puc. 3. Cy6xopmukanshas eemepomonus cepoeo sewecmea (YKazana cmpen-
Koll) 8 ne6oii 100HoU o6racmu
Fig. 3. Subcortical heterotopy of gray matter (arrow) in the left frontal region

MP-cneKkTpocKonus JeMOHCTPUPYET CHUKEHUE CO-
otHomeHus N-anermwriacnaprar (NAA)/KpeaTuH B U3Me-
HEHHOM CEpOM BEIIeCTBE M0 CPABHEHMIO C HOPMAJIBHBIMU
KOHTPOJBHBIMU CyObeKTaMU. NAA SBJIIeTCSI HeiipOoHaIb-
HbIM MapkepoM. CHIkeHue ypoBHsSI NAA yKa3bIBaeT Ha
HeNpOHAIBHYIO TUCHYHKIINIO, KOTOpast MOXKET OBITh 00pa-
tuMoit. KpeaTuH sIBIsIeTCS MapKepoM SHEPIeTUYECKOTo
MeTabosu3ma.

BaxxHO OTMETHTBH, YTO CpaBHEHUE CITEKTpoTrpaduye-
CKOTO CJIe/ia C «<HOPMAaJIbHO BHIIJISIISIIEH KOHTpaIaTepaib-
HOI CTOPOHOI» He 0053aTeIbHO KOPPEKTHO B KAYeCTBE
KOHTPOJISI, TTIOCKOJIBKY METa0OJIMYeCKe HAPYIICHUS Y
nanueHToB ¢ [IPKI'M mMoryT ObITh IIMPOKO pacIipocTpa-
HEHEL.

®dyukimoHanbHasg MPT MoxeT IpoaeMOHCTPUPOBATh
AaKTHBAIIWIO B TETEPOTOIMYCSCKUX y3eJIKaX, ¥ UX JIOKaI1u3a-
LIMST MOXET COOTBETCTBOBATh SMWJICITOTCHHBIM pa3psiaam
Ha D3I [IpoBogMOe OMTHOBPEMEHHO C (PYHKIIMOHATIBHOM
MPT »snekrposHuedanorpadguieckoe McciegoBaHue
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HEMHBA3MBHO BBISIBIISIET META0OIMUECKIE PEaKIIMH B Te-
TEPOTONMH, HECMOTPS Ha TO YTO CITAMKHN TeHEPUPYIOTCS
B HeokopTekce [22].

[eHeTnYecKoe TECTUPOBAHME B PSIZIE CIIyYaeB BbISIBIIS -
€T MyTalluM B T€HaX, CBSI3aHHBIX C IIPEIPacIIOOXeHHO-
CTbIO K 3a00JIEBAHUIO.

B Hacrosiee Bpems crielnduaecKasi Teparus OTCyT-
CTBYeT. JIeueHue nereit CBOIMTCS K OKa3aHUIO CUMIITOMA-
TUYECKOM TTOMOIIM, KYITUPOBAHUIO SIMIJICTITUICCKUX TIPH-
CTYIOB.

[IporHo3 3aBUCHT OT cTeIIeHU MOPGhOJIOTUICCKIX Ha-
PYLIEHUIA U TSKECTU COIMYTCTBYIOLIMX 3a00eBaHuil. bo-
JIE3Hb HE MMeeT TEHACHIMM K IIPOTPECCHUPOBAHMUIO.
YV 0oNBIIMHCTBA MALIMEHTOB pa3BUBaeTcs (papMakope3u-
CTEHTHASI SIIICIICUS ¢ HEKOHTPOJIMPYEMBIMU IIPUCTY-
namu [33].
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Inherited metabolic disorders have a specific place among cases of sudden deterioration of the newborn’s condition.
Therapies have been developed for some of these disorders. Accurate verification of the diagnosis is extremely impor-
tant for choosing an optimal treatment strategy. However, treatment is not always successful due to the rapid progres-
sion of symptoms. We report a case of citrullinemia diagnosed in a newborn in Vidnoye Perinatal Center.
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Oco00e MeCTO B CIyJasiX BHE3AITHOTO YXYAIICHHUS CO-
CTOSTHUSI HOBOPOXKICHHOTO 3aHMMAIOT HACJICACTBEHHBIE
0os1e3HM oOMeHa BelecTB. Jist psiga aTux 0oJie3Hel pa3-
paboTaHBI METOIBI TEPAIIUM, X TOUHASI BepU(PUKAIINS TH-
arHo3sa KpaifHe BaxKHa ISl BIOOpa OIpeiesIeHHOM TaKTUKU
seyeHus. LInTpymmHeMust OTHOCUTCS K HACIEICTBEHHBIM
00J1e3HsIM OOMEHA BEIlECTB, CBSI3aHHBIM C HapyllleHUEeM
LIMKJIA MOYEBUHBI.

ITIarorene3. Lurpymnmuaemus I tuma (CTLN1) 06-
yCIIOBJIeHA IeDUIITOM (pepMeHTa apTMHUHCYKIIMHATCHH-
tetasbl (ASS). [lepBbie ciryyan 60Je3HM onucaHbl B 1962 1.,
IMo3IHee ObLI YCTAHOBJICH IEPBUYHBINA OMOXMMUYECKUI
nepext. CTLN1 obycnoBiaeHa MyTalsiMu B TeHe ASST,
KoTOpbIi KomupyeT ASS. ASS — onuH u3 6 ¢GepMeHTOB,
KOTOPBIE UTPAIOT BAXKHYIO POJIb B YIaJEeHNU a30Ta U3 Op-
ranu3Ma. Hegocratok atoro ¢pepmMeHTa IPUBOANT K Ipe3-
MEpPHOMY HaKOIICHHIO a30Ta B BUAC aMMOHUS (TUIIEpaM-
MOHHMEMUS) B KPOBH M BCEX XHUIKOCTSIX OpPraHM3Ma.
®epmenT ASS cBI3bIBaeT HUTPYIUIAH C aCTIaPTATOM, TIPEB-
paiiiasi ero B aprMHUHCYKLMHAT. [1pu 6J10KMpoBaHUU 3TOM
peakIIy KOHIIEHTPAIXsI IUTPYJUIMHA ITOBBIIIAETCS B COT-
HU pa3, KaK 1 YPOBEHb aMMOHUS. AKTUBHOCTb ASS B cHH-
Te3¢ apriHMHA B OCHOBHOM IIPOSIBJISIETCSI HA BHEITHEH
MMTOXOHIIPHAIbHOM MeMOpaHe IEPUITOPTAIBHBIX KIIETOK
IeYeHU KaK YacTh IIMKJIA MOYEBHHBI, IIPH 3TOM HEKOTOpast
aKTUBHOCTh OTMEUYEHA TaKKe B KOPTUKAIBHBIX KJIETKaX
mouyek. B mHTpaHaTaIbHOM U MJIAACHYECKOM TIEPHUOIE
apTMHUH BBIpabaTbhIiBaeTCs 3a CYET aKTUBHOCTU ASS
B KJIeTKaxX KMIIeYyHuKa. DKcnpeccrust ASS B KUIIEUHNKE
npexpaniaercs B 2—3 roja.

CTLNI1 — penkoe ayToCOMHO-peLIeCCUBHOE TeHETUYE-
cKoe 3a00J1eBaHNe, KOTOpOE BKITIoYaeT 4 (DOpMBI, pa3inda-
IOIIMECS TI0 TSLKECTU TEYCHUSI: OCTPYIO (KJIACCHYECKYIO)
Y HOBOPOXICHHBIX; 00JIee MSITKYIO TTO3IHIONI0; (DOpMY, KO-
TOpasi HAUMHAETCS BO BpeMs WIM MOCIe OepeMEHHOCTH,
n 6eccummitoMHyto opmy. Hactora CTLN1 onieHuBaercs
Kak 1 ciyuyait Ha 57 ThIC. XKMBBIX HOBOpOXIeHHbIX. Kiac-
cryeckas opMa IUTPYJUIMHEMHUH BCTpEYaeTCsl y BCEX IT-
HWYECKHUX TPYMIT 110 BceMy Mupy [2, 10—13, 15].

Knaccnueckast popma, xapakTepu3ymOIIasicsl OTCYT-
CTBMEM aKTUBHOCTU (epMeHTa ASS, POSIBISIETCS CUM-
IITOMaMM BCKOPE TI0CJIe POXKICHUSI (HEOHATAIbHBIN IIepr-
on). Cumntombl CTLN1 BbI3BaHBI HAKOTUIEHUEM AMMOHUST
B KPOBM M CIIMHHOMO3TOBOM XuakocTu. Kiaccuaeckast
¢opma CTLNI1 mpossasgercsa B TeueHne 24—72 4 nocnie
pOXIEeHUs, 0OBIYHO TOC/E€ KOPMJIEHUS OEJIKOBOI MUILEN,
M TIEPBOHAYAJIEHO XapaKTepH3yeTCsl OTKA30M OT €IIbI, BSUTO-
CTBIO, OTCYTCTBHUEM amIleTUTa, PBOTOM M Pa3IpaskKUTEIIb-

HOCTEHIO. Y JIeTeit MOTYT pa3BUTHCS CYIOPOTH, CHIKEHIE MbI-
IIIEYHOTO TOHYCA (TMIIOTOHUST), PACCTPOMCTBO IBIXaHMsI, OTEK
TOJIOBHOTO MO3ra 1 rieYeHOYHAast He0CTaTOYHOCTS [2, 8, 14].
ITpu orcyrcrBum neuenuss CTLN1 MoxeT rmporpeccupoBaTh
IO KOMBI 13-3a BBICOKOTO YPOBHST aMMHUaKa B JIMKBOpe (TH-
nepaMMoHueMuueckasi koma). HeBponoruuyeckue Hapyiie-
HMSI, BKJTIOYAsT 3aICPKKY pa3BUTHSI, YMCTBEHHYIO OTCTAJIOCTh
U IETCKUIA LiepeOpasIbHbIN Mapajiiy, MOT'YT BO3HUKATh U IIPO-
TEKATh 00Jiee TSDKEO Y MJIAIEHLIEB, KOTOPbIE HAXOOWINCh
B TMIIepaMMOHUEMUYECKOi1 KoMe Oostee 3 mHeit. [ToBbIeH-
HOE BHYTPUYEPEITHOE JaBJICHIE MOXKET IIPUBECTH K IOBBIIIIC-
HUIO MBIIIEYHOTO TOHYCA, CIACTUYHOCTH, aHOMAJIbHBIM
peIIEKTOPHBIM IBYDKEHUSIM CTOITHI (KJIOHYC CTOIT) M CYIO-
poram. IIpu orcyTcTBUM JiedueHUsT 3a00ieBaHUE TIPUBOIUT
K OIaCHBIM U181 >KW3HU OCJOKHEHUSIM [7].

Boinee nerkast bopMa paccTpoiicTBa, KOTOpast Xapak-
TepU3yeTCs HEIOCTaTOUHOCThIO (pepMeHTa ASS, KIMHU-
YeCKHU pealn3yeTCs I03aHee — B MJIaIeHISCKOM MJIU JIET-
ckoM Bo3pacte. CUMITOMBI MOTYT BKJIIOUATh CHIDKCHHUE
TEMIIOB POCTa 1 Habopa Macchl Tejia (IToCTHATaIbHAs TH-
motTpodusi), HapyleHUss KOOPAUHAIINK IIPOM3BOJIBHBIX
IBIDKCHUH (aTaKCHST), IIPOTPECCUPYIOIIYIO BSUIOCTD U PBOTY.
Y MmageH1ieB ¢ Jierkoit (popMoii 3a00J1eBaHMST MOTYT Yepe-
JTOBATHCS ITEPUOIBI XOPOIIIETO CAMOYYBCTBIS M TUTIEPAMMO-
HUeMuu. Y MiageHueB u geteii ¢ aroii ¢popmoit CTLN1
TaKXe MOXET Pa3BUThCS TMIIEpaMMOHHEMMUYECKas KoMa
U ApYIYe OIacHbIe ISt XKU3HU cocTostHus [5, 11, 16].

JInarnoctuka. Juarno3 CTLNI1 ycraHaBiuBaeTcst
IIPY TIOBBIIIIEHHBIX KOHIICHTPAIIMSIX aMMOHUS B IIJIa3Me
(>150 MKMoOJIB/JI; MOXET BapbupoBaTh m0 >2000—
3000 MKMOJIB/JT) M UMTPYJ/UIMHA B TU1a3Me (OOBIYHO
>1000 MKMOJIb/JT) /WU IIyTeM HIeHTU(UKAUN Ora-
JIEJIbHBIX TIATOT€HHBIX BapMaHTOB B reHe ASS1 npu Mose-
KYJISIPHO-TEHETUIECKOM TeCTUPOBaHMH. BhICOKast KOHIIEH-
Tpalus aMMOHMS M LIUTPYJ/UTMHA B KPOBU YOSTUTEIHHO
cBuzeTenbeTByeT 0 guarHo3e CTLN1. g monrBep KaeHMs
JIMarHO3a JIOCTYITHO MOJIEKY/ISIPHO-TEHETUIECKOE TECTUPO-
BaHMeE Ha HAJIMYME TTAaTOTEHHBIX BAPUAHTOB B TeHe ASS].

CTLNI1 Takke MOXET OBITh IMarHOCTMPOBAaHA B MPO-
rpaMMax CKpMHIHTa HOBOPOXKICHHBIX. YPOBEHD IIUTPYIIIN-
Ha MOXHO M3MEPUTH Ha IISITHE KPOBH HOBOPOXKIECHHOTO
C ITOMOIIIBIO TAHIEMHOM Macc-CIIeKTpocKonu. PaHHee BbI-
SIBJICHHME BaXKHO, TTOCKOJIBKY CBOeBpEeMEHHAsI MACHTH (KA~
LIS ¥ JICYCHUE MOTYT IIPEI0TBPATUTDh TUIIEPAMMOHUEMMIO,
KOTOpAas BBI3bIBAET ITOBPEXKICHHE TOJIOBHOTO MO3Ta.

TectupoBaHme Ha HOCUTEIBCTBO M IIPpEeHATAIbHAS TV -
arHOCTHKAa MOCTYITHBI, €CJIU Y IIPpoOaHIa BRISIBJICHBI IIaTO-
TeHHBIe BapuaHTHl B TeHe ASS] u mpoBeleH cerpera-
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LIMOHHBIN aHAJIM3 y €ro poauTeseii. bpaTbs U cecTpbl pe-
OeHKa C YCTaHOBJIEHHBIM 3a00JieBaHUEM JOJIXKHbI ObITh
00cie10BaHbl cpasy IMocje POXIECHUS, a IETY C IMOBBILLIEH-
HbIM COAE€pXXaHUEM aMMMaKa WKW LUTPYJIMHA JOJIKHBI
noJiydyaTb IUETY C HU3KUM CoAepXKaHueM Oeska.

Jleuenne. OcTpoe IeueHre TUIIEPAMMOHIEMIH BKJTIO-
4yaeT ObICTPOe CHUXKEHUE KOHLEHTpAllMM aMMMaKa B Tias3-
M€ C TTOMOIIBIO MpenapaToB, CBI3bIBAIOIINX aMMOHUMA
(6en3oat HaTpusd, (peHUIALIETAT HATPHS ), U TeMOIMaIn3a
(ripy HeaHEKTUBHOCTH (hapMaKOTEparin), BOCCTAHOB-
JICHHE KaTaboIM3Ma ITyTeM BHYTPUBEHHOM MH(DY3UHU TIII0-
KO3bl U MHTPAIMITMIOB WU SHTEPATbHOTO 6€30€1KOBOro
MUTAHUS TIPU €T0 XOPOIIE MEPEHOCUMOCTH, a TAKXKe
KOHTPOJIb BHYTPUUYEPEITHOTO NaBjieHus [6]. Metomsr jie-
YEHMUsI, 4aCTO PEKOMEHIyEeMbIE JJIS1 MJIAICHIIEB U NeTei
C LUMTPYJUIMHEMUEN, BKITIOYAIOT IUETY C HU3KUM colepxka-
HHEeM 0eJIKa W/WJIN CITeIMaIbHbIC MEIUIIMHCKIE IIPOTYKTHI
u cMecH. CIielMaIbHbIN TUTaH IMTATAHKS TOJDKEH COOMI0IaTh-
CsI Ha TIPOTSDKEHWHU Beell XXKU3HU pebeHka [3].

Ornepaims 1o Iepecaake IeYeH! SBIISIeTCS JOTIOJIHH -
TeJIbHBIM METOJIOM JICUEHMSI J1S1 TALIMEHTOB C LATPYJIINA-
Hemueii. [lepecaaka neyeHu sSIBJISIETCSI CEPbE3HOI XUPYp-
TMYECKOM IPOLIEAYPOM U COIPSIKEHA C ONpPENcICeHHBIMU
puckamu. IlalMeHThl, NepeHeciline TpaHCIIAHTALUIO
MEeYEeHU, TOKHBI Ha MPOTSKEHUU BCEM XXU3HU MPOIOJI-
XaTh MPUEM MPENAPaTOB, MPEMSATCTBYIOLINX OTTOPKEHUIO
JIOHOPCKOI ImedyeHr. OqHAKO COODIIAIOCh, YTO YCTICIITHAS
TpaHCIUIAHTALMS TIEYEHU B HEKOTOPBIX CIIydasix yaydlla-
€T KaueCTBO XXU3HU TMALMEHTOB U €€ MPOJOLKUTEIbHOCTD.
TpaHcriaHTaLMs TTIEYEHU HE YCTPAHSIET HEBPOJOTMUECKUE
MpoOJIEMBI, €CJIM OHU yxKe Bo3HUKIIM [1, 17].

B oteuecTtBeHHOM IMTEPATypE Caydyau UATPYTMHEMUAN
Y HOBOPOXIEHHbBIX He onucaHbl. [Ipeacrasisem HabI10-
IAaeMblii HAMU KJIIMHUYECKUI ClIy4yald LUATPYJIMHEMUN,
JIMarHOCTUPOBAHHON B YCJIOBUSIX BMIHOBCKOro repuHa-
TaJILHOTO LIEHTpA.

KnuHuueckui cnyyau

Ilayuenmka J[. — donowenHnas desouxa, poxcoeHHAs
om 2-ii bepemeHHOCMU, 2-X CDOUHBIX ONEePAMUBHBIX POO0E,
poduaace ¢ maccoii meaa 3260 e u daunoil mena 50 cm,
OKPYICHOCMBIO 204108bl 35 CM U OKPYICHOCMbIO 2pyou 33 cM.
Ouenka no wkane Aneap — §—9 6annos. Y mamepu degouxu
duaeHocmuposauvl 6ecnaodue, CUHOPOM NOAUKUCHO3HBIX
auyHukos; 1-s bepemennocms (2018 e.) 3akoHuusace 3Kc-
MPEHHbIM Kecapesbim ceHeHuem 8 CPOK 6 Ce:3uU ¢ ducmouuell
weiku mamku,; Hacmosuas depemenrocms (2021 e.) nacmy-
nuaa nocae nepuooa 6ecnaodus 6 meuerue 1 eooa Ha ¢ghore
npuema orogpacmona. C yuemom y0081emeopumenbHo2o co-
CMOSHUS NPU POACOeHUU PeOeHOK Obln nepesedeH 6 naiamy
«Mambo u dums», 6 I-e cymku ocmompeHr 0emcKum Hegpono-
20M, C 3aKNIOHEHUEM: HOBOPOJICOeHHDLTL, nepuod pauHeli adan-
mauuu. Boinoanena neiipoconoepagus (HCI) — cmpykmyp-
HOIi namoao2uu He 6visiéaeHo. B 1-e cymicu JcusHu cocmositue
y0o6aemeopumenvroe; HaA4a10Cch ePYOHOe 8CKAPMAUBAHUE,

cdenana npueugka npomue eenamuma B. Kapouockpunune
Ha 8poicoeHHble Nopoku cepoya ompuyamenshsii. Ha 3-u cym-
KU JICU3HU OMMeUeHa Ompuyamensras OUHAMUKA COCIOSIHUS
3a cuem ObIXamenbHbIX U He8poA0UHeCKUX HapyeHul (6 eude
CUHOpOMQ YeHemeHUsl eHmpaabHoll Heperoll cucmemsl (LIHC)).
IIpu ocmompe: KodicHble ROKPOBLL YUCHIblE, OMMeYaemcs yme-
DEHHOe 8MANCEHUEe MeNCPeOEPHbIX NPOMENCYMKO08. YpogeHsb
mpanckymanHoeo ounupyouna — 140 mxmonv/a. C yuemom
ompuyamenvHoil OUHAMUKU peOeHOK nepesedeH 6 omadenenue
peanumayuu U UHMeHCUBHOI mepanuu HOBOPONCOCHHbIX
(OPUTH) c nodo3peruem Ha 6HympuympoOHy NHeeMOHUIO.
CocmosiHue npu nocmynieHuu msdicenoe, 00yca084eH0 Hapa-
CmaHuem cuHOpoMa yeHemeHus U OblxamenvHoi Hedocma-
mouHoCmu.

Hunamurxa cocmoanus nayuenmxu 6 OPUTH: desouka
nocmynuaa 6 eozpacme 55 u 4 mun ycusnu. Ipu ocmompe —
nposienenus cundpoma yenemenusi L[HC, evipasicennoe ma-
xunro3 do 80—90 @ munymy, ocaabaenue dvixanus Hao ceil
NOBEPXHOCMBIO N€2KUX, KOJICHbIE NOKPOBbL C CEPbIM OMMEeH -
Kom. Hccaedoganue KUCAOMHO-UEA0UHO20 COCIOSHUSL: Gbl-
paxcerHblil OvixamensHbli ankanos u aakmamemust. C yuemom
8bIPAJICEHHO20 MAXUNHOI U OAHHBIX UCCAeD08AHUSL KUCAOMHO-
WEeA04HO20 COCMOSIHUSL peOeHOK Obln UHMYOUPOBAH U nepesedeH
Ha uckyccmeenHyro eenmunsayuro aeekux (MBJI). Ilo danubim
DEHM2eH0A02UMEeCK020 UCCAe008AHUSI OMMEUeHbl YCUleHUe
N1€204H020 PUCYHKA 8 NPUKOPHEBbIX 0MAenax AeeKux, No8bl-
UWeHHOe HanoAHeHUe 2a30M nemens KuueuHuka. Penmeeno-
A02udecKas KapmuHa He COOMEemcmao8ana malcecmu Kau-
HU4eCcKUx nposeneHuil 0bixameabHol HedOCMAamoyHOCMU.
Hauanace anmubaxkmepuanvias mepanus. Ilo danusim 06-
weeo u OUOXUMUMECKUX AHANU308 KPOBU 8 KOHUe 1-x cymok
JUCUBHU He BblIsIBACHO ABHBIX MAPKEPO8 80CNAAUMENLHOO NPO-
yecca. Ilo danubim sx0Kapouoepaguu Ha 2-e Cymxu HCus3Hu
NPU3HAKU 8POJICOEHH020 NOPOKA cepoya OMcymcmeosan.
1lo dannbim yabmpaseyk06020 uccaedo8anus: GHYMpeHHUX
0P2AH08 OMMEeYANUCh NPUHAKY ULeMUU NAPEHXUMAMO3HbIX
opeanos. Ilo dannvim HCI — npusnaku omeka 20406H020
Mo3ea. 3apeaucmpuposansl ceHeparu308aHHble MOHUKO-KA0-
Huueckue cydopoeu. Ocyuecmensinca MOHUMOPUHE aMNAU-
MYOHO-UHMEeSPUPOBAHHOIL AnekmposHuepanoepaghuu. Tposedena
NOMOANbHASL NYHKUUSA: OGHHBIX, YKA3bIBAIOWAUX HA HELIPOUHeK -
YUI0 U KPOBOU3AUSIHUE, He NOAYHEHO.

B ounamuxe ommeueno yxyouienue coCmosiHUs 3a cuem
2eMOOUHAMUHECKUX HAPYUEeHULl, 0CIPOLl NoYeYHol Hedocma-
MOYHOCMU, PA3GUMUSL CUHOPOMA OUCCEMUHUPOBAHHO20 BHY-
mpucocyoucmozo ceepmol@aHus (1e20uHoe KposomeueHue),
aaxkmamemuit (00 14 mmons/n), He8posoeUHecKUX HapyUueHuil
(cundpom yenemeHnus, cydoposucholit cunopom). Cydopoeu Ky-
nuposarbsi cubazonom. CocmosiHue 0cmaganocs O4eHs msdice-
AbIM, COXPAHAAUCH 0AUYPUsl, ObIXAMEAbHAs Hed0Cmamou-
Hocmb (omcymcmaeue camocmosmenvhbix 800X08 U nocie
ommeHbl cedamusHol mepanuu), CUHOPOM yeHemeHUs.
B dunamuke ymenouienue rakmamemuu 00 6 MMOAb/A.

1lo dannbim amnaumyOdHo-uHme2pUPOBAHHOI I1eKMPO-
anyepanoepaghuu do 5-x cymok Hcu3Hu peucmpuposancs
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NOCMOAHHBLI HU3K080AbMANCHbII NAMMEPH, ¢ 5-X CYMOK
JCUBHU — NOABACHUE NAMMEPHA «BCHbIUKA—NO0A8AeHUe».
Kaunuuecku cyoopoeu ne ommeuanuco. Pebenok ocmompen
Heapoa02oM, duaeHo3: HeoHamanvHas koma. Ilo dannvim HCI
OMCYMCmMeE08asu NPU3HAKU KPOGOUAUSAHUS, COXPAHIAUCD
BbIPAJICEHHBIE UleMUYeCKUe USMEHEHUSL CO CHUMNCEHUEM KDPO-
eomoka (puc. 1). Ha ghone nposedenus UBJI c munumanvrol-
MU NApaMempamu co CrmabuabHOU 2eMOOUHAMUKOL COXPa-
HAACS 8bIPANCEHHDILL CUHOPOM YeHeMeHUs (C Y4emom OmMeHbl
Ce0amueHbvIX NPenapamos ¢ 4-x Cymox JHcusHu), cCamocmos-
menvHoe dvixanue omcymcemeosano. B OPHTH nposodunacs
cumMnmomamu4eckas NOCUHOPOMHAS Mepanus, GKAYAs
HeOOHOKpamHble MpanHc@hy3uu 3pUumpoyumapHoi mMaccol
U C8eIHCe3aMOPONCEHHOL NAA3MbL.

Puc. 1. Heiipoconoepagus, KopoHapras naockocms CKAHUPOBAHUSA HA YPO8-
He men 60K08bIX Jiceny0ouko8. Pucynok useunun u 60po30 He susyasuzupy-
emcs. Ommeyaemcs NOGvlUIeHUE IXO2EHHOCMU NEPUSCHMPUKYAAPHbIX
u cybkopmukanvrvix cmpykmyp. bokogsie scenydouxu wenesuonsie. Ixo-
NPUHAKU UWIEeMUHECKUX USMEHEHULl U 0MeKa 20108H020 MO32a

Fig. 1. Neurosonography; coronal view at the level of lateral ventricles.
No pattern of cortical gyri and sulci can be visualized. Increased echogenicity
of periventricular and subcortical structures. Lateral ventricles are narrowed.
Echo-signs of ischemic changes and cerebral edema

Ha 6-e cymiu JcusHu noOBMOPHO 8bINOAHEHA NOMOANHAS
NYHKYUSA — MAPKEPO8 60CNANeHUSA He 8biseaeHo. B amom xce
deHb 0bL10 peKoMeHO08aHO nposedeHue 2eMoOUaNU3a, y4u-
MblEaAs 8bICOKULL YPOBEHb AMMUAKA KPOBU, NPEbIULAOUULL
npedenvHble 3HaYeHUs annapama — ceviue 357 MKMOAb/A.
Tlocae koncyavmayuu ¢ pykosodumenem OUGAU3HO20 UeHMPA
DEKOMEeHA08aH nepesod NAUUECHMKU 8 YeHMD 2eMOOUaNU3d.
Ha 6-e cymiu jcu3Hu ycmanoeaen nepumoHedtbHuli Kame-
mep u Hauaiacs nPoyedypa nepumoHeanbHoeo duaiuza. Om-
Me4anoch npocpeccuposaniie OMeKa mMo3ed U MAeKux mxanetl
20/106bl — HAPACMAHUE OKPYICHOCMU 20408bl ¢ 35 cm
npu posxcoenuu 0o 40 cm Ha 9-e cymku Jcu3HU, @blpadiceHHoe
pacxodxcoenue kocmelti yepena. Ilo dannvim HCI evipasicen
OMeK geujecmea 20108H020 M032d, PUCYHOK O0P030 U U36UAUH
He suzyaauzupyemcs (puc. 2).

Puc. 2. Heiipoconoepagus, KopoHapras naockocms CKAHUPOBAHUS HA YPO8-
He men 60K08bix Hceaydoukos. Ompuyamenvras OuHamuka. Pucynok uzeu-
AUH U 60po30 He guzyanusupyemcs. Ommeuaemcs 3Ha4UMeNbHOe NOGbIUIeHUE
9X02EHHOCIU NePUBCHMPUKYAAPHBIX U CYOKOPMUKAAbHbIX cmpykmyp. bo-
Kogble JHceny0ouKu wenesuonbie. IXONPU3HAKU UMeMU4ecKux usmMeHeHuil,
omeka 201081020 Mo3ea. Heavss uckaiouumes 6mopu4Hsle eemoppazuueckue
U3MeHeHUs 8 00Aacmuy NepUGeHMPUKYAAPHOU UeMuu

Fig. 2. Neurosonography; coronal view at the level of lateral ventricles.
Negative dynamics. No pattern of cortical gyri and sulci can be visualized.
Significantly increased echogenicity of periventricular and subcortical
structures. Lateral ventricles are narrowed. Echo-signs of ischemic changes and
cerebral edema. Secondary hemorrhagic changes in the site of periventricular
ischemia cannot be excluded

1o pezyabmamanm uccredosarusi Kposu memooom mauoem-
HOIL Macc-cneKmpomempulL 8bI5161€HO NOBbIUICHUE KOHUEHMPAUUU
yumpyanuna 6 kposu — 1136 mxmons/n (Hopma do 80 mxmons/n),
4mo no360/510 C 8bICOKOU 8eposimHocmbio npednonazams CTLN 1
Ha 0CHOBAHUU OUOXUMUMECKUX OAHHbLX.

CocmosiHue nayueHmKyu 0CmMaganocs KpaiHe msajiceasim,
pebenok Haxoduacs Ha UBJI, peakyus na ocmomp omcym-
CMB08aNA, OMMEHAAUCH AMOHUSL, apereKcusl; 2eMOOUHaMU -
Ka — npu noddepicke kapouomonuueckoii mepanuu. Ilpoeo-
duacs nepumoHeansHolii duaru3. Ilo dannsim anaiuzos
Kposu u Ouanu3Hoil HcUu0KoCmu Ha AMMUaK KOHYeHmpayus
nocnedHezo COXpananacey 8 8vicokux duanasonax — om 300
0o 1400 mxmonv/n. CoxXpansncs 8blpaliceHHblli OmeK 20108-
H020 M032a U MACKUX MKAaHell Yepena, OKPYICHOCHb 20108bl
Ha 13-e cymku xcusznu — 43 cm (npu poxcdenuu — 35 cm).
Ommeuanocs Hapacmatue nOAUOPeAHHOL HeOOCMAMOYHOCU:
Hapyuienue yepebpaibHO20 CMamyca 8 gude HeOHAMalbHOl
KOMbl, 8blpAXNCEHHO20 OMeKa 20/108HO20 M032d, CepOeYHO-
cocyducmoii Hedocmamo4HOCMU, NeYeHOUHOl U NOYEeHHOl
HedocmamouHocmu, obujeo omeuro2o curndpoma. CocmosiHue
pebenka obycaoeaeno HacredcmeeHHol 001e3Hbl0 00MeHa
eeujecme — HapyuieHuem o0 MeHa YyUKAa MOYe8UHbl, eunep-
ammonuemueil, CTLNI.

Hecmomps Ha nposodumoe nevenue, ommeueHo npozpec-
cupyrouiee yxyoulenue cocmosiHus; 6 eospacme 14 cym 11 u
29 MuH y hayueHmxu npou3owaa 0CMmaHogxka cepoya.
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Ilpu nposedenuu uccaedosanus Kooupyrouei yacmu u
npunexcawux UHmMpoHHoIx obaacmeii eena ASS1 memodom
NPAMO20 A8MOMAMUYECK020 CEeKBEHUPOBAHUS BblAGAEHA NA-
moeennasn mymayus NM 000050.4: c.847G>A (p.E283K),
OnuUcaHHas 6 mexcoyHapooHoi 6asze no mymayusm HGMD
(CM031628), u usmenenue HykaeomuoHoil nociedosamens-
Hocmu NM 000050.4: ¢.773+4+7delAGTG (chr9:133355191
133355194delAGTG), He onucanHoe 6 mexncoyHapodHoil 6ase
no mymayusm HGMD u 6aze dannoix eapuanmoe GnomAD,
HO pacyenusaemoe KaK 8blCOKOBEPOSIMHO NAMO2EHHAs MY~
mauyus, 8 KOMNAyHO-2emepo3ueOMHOM COCIMOSHULL.

Ilamoaozoanamomuneckuii snuxpu3. /lesouxa /1. podu-
AACh OM Mamepu ¢ OMAOUWEHHbIM AKYUEPCKO-2UHeK0A0U -
YyecKUM AHAMHE30M NOCPedCm8oOM Kecapesd ceveHus,
npu podicoenuu — ¢ y0081emaopumensHsiMu Qu3suosoeuye-
cKumu nokasamenamu. Peberok c msicensimu nposenenusmu
8D0JICOeHHO20 HapyuleHUs: 00MeHA OPHUMUH08020 YUKAA —
yumpyanunemuu. Havano dexomnencayuu cocmosnus —
Ha 2—3-u cymKu JHcu3HU, 4mo 0OCMAamo4HO XapaKmepHo
ons nayuenmos ¢ CTLN 1 86udy moeo, umo HaxonaeHue npooyx -
M08 00MeHa MOYEBUHbL, 8 YACMHOCIU AMMUAKA, NPOUCXOOUM
oueHb Obicmpo U npoepeccueno Hapacmaem. C nepgvlx OHell
6 aHanu3e KpoeU BblAGASANUCH BbICOKIUE YPOBHU AAKMAMA, YMO
4acmo HabarO0aemcst NPU BPOHCOCHHBIX HAPYUEHUSX 00MeHa.
Taxum obpazom, cybcmanyuu UHMOKCUKAUUU — AaKmam, Mo-
YegUHA, AMMUAK, NPUCOCOUHUBUIUICA K HUM OUAUDYOUH —
bbicmpo Hauaau nospexcoams HeipouHoe 3eeHo ITHC; kak
pe3yasmam, 00CMamo4Ho Obicmpo y pebeHKa NOABUAUCD CY-
dopoeu, 6 nepuod pe3Koeo HApacmaHusi OmeKka-HabyxXaHus
20/108H020 M032A C HEOOPAMUMbIM NOBPEICOeHUEM €20 CPYK -
myp. Cmepmbs M032ea y pebeHKa HACMYNUAA, CKOpee 8Ce20,
He no30Hee 5-x cymok ucusHu. Qb smom ceudemenbcmeyiom,
6 uacmuocmu, daunvle HCI (nosiénenue «obpamnozo» Kpo-
60MOKaA), XapakmepHas 31eKmpodHyedanoepaguueckas
KapmuHa cneyughuueckoeo nammepra, 0aHHble Heapoao2u-
yeck0eo obcaedosanus (koma). B danvHeiiwem 06600Henue
(omek) HeKkpomuuecKku U3MeHeHHOU MKAHU AULLb HAPACMano,
6 30Hbl M032068020 0empuma NOCMYNAAU Kpoeb U naasma u3
PA3PYUEHHBIX KANUAAAPO8. Imo nodmeepicoaem yseauueHue
0bBema 2010806l (¢ 8-X CYMOK HCU3HU).

B kakoii-mo momenm ¢pubpo3Hoe/anonespomuteckoe
nepekpuimue 6016Ul020 POOHUUKA CIMPEA08UOH020 W8a He-
Kpomuuecku U no0 dagaeHuem 6HympU4epenHo20 co0epiucUmMo-
20 PACNAABUAOCH, MO32080LL OempuUm U Kpo8b Hauaau NOCHYNAams
HenocpedcmeeHHo noo MseKue MKAHU MeMeHHO-3AMbLA0MHOL
obaacmu 201086l pebenKa, npu yabmpasgyKoeom ucciedosa-
HUU KAUHUYeCKU MO Obl10 PACUEHEeHO KAK 2eMamomd.
Cmepmb 201061020 M0O32a HACMYNUAA HA 5-€ CYMKU HCU3HU
(¢ yuemom KAuHU"eCKUX OAHHBIX): BbIABAAIOMCS MOMAAbHbIE
uuleMuvecKu-HeKpomuyecKue nogpedcoerus 20108H020 M03-
2a, npaKkmu4ecky noAHbl HeKpo3 Helipoyumos u 2Auu, nepu-
6a3a/1bHble KPOGOUBAUSHUS, PACNAABAEHUe nepedHell Yacmu
€epnoguoHo20 OMpPoCmKa meepaoil Mo32060il 060104KU, pa3-
Pblé meepaoil M032060il 0004104KU U ubPO3HOL MKAHU 001b-
Wo20 pOOHUYKA CMPEeno8UOH020 WEA; NPOpPbIE KpPOo8U

U M03206020 Oempuma noo Had4epenHoli anoHeepo3 U 6 Mse-
Kue mKaHu 20108bl 8 00seme He Menee 350 ma, npopvie Mo3-
206020 dempuma u Kposu 6 cyooypaivHoe npoCmpaHcmeo
CNUHHO20 MO032a, UMOUOUUUS U MHONCECIBEHHbIE KPOGOUIAU-
AHUS MASKUX MKAHel 201068bl, NpoaupepamueHslii Guopos
MA2KOoU (naymuHHoIl) 060104KU Mo3dceuKa (puc. 3). Buecme
¢ meM 6 Opyeux opeanax u cucmemax — 6 NoYKax, 6 cepoye,
6 e2KUX — makdice npomexanu maxceseliuue oucmpoguqe-
CKUe HapyueHus, Ymo nposesnoch 8 OAHHbIX A1A00PAMOPHBIX
00C1e006aHUIL MAPKEPAMU NOAUOPSAHHOT HEOOCMAMOYHOCHIL.
Tak, kapmuna 6vira 00YCA06AEHA HE MOABKO NPAMBIMU UH-
MOKCUKAYUOHHBIMU NOPANCCHUAMU, HO U OMCYMCmeuem
UEHMPAAbHORO PecyAUPOBAHUSI COCYOUCO20 MOHYCA U 20Me0-
CMaza opeaHu3Ma noUOWUM 201068HbIM Mo320M. Kackadom
OCAOJICHEHULI CIMAAU HAPYULeHUS! KOGYAAUUU (CUHOPOM ducce-
MUHUPOBAHHO20 6HYMPUCOCYOUCO20 CBEPIbIBAHUS), KUCAOM -
HO-UWeN04H020 COCMOSHUSL KPOBU, ObIXAMEAbHble HaPYUeHUS
Kak 68u0y omexa aeekux, max u no npu4UHe 6HympUuaeco4HbixX
Kposomeuenuii. lucmonoeuueckoe uccaedoganue noomeepou-
/10 OUACHO3, YCMAHOBAECHHbII MAKPOCKONUYECKUL.

Puc. 3. Haarocmpayus onucanus namoaoe0aHamomuueckoeo npomoxona
Fig. 3. lllustration of the pathological protocol

3akarouumensnsiii Kaunuveckuil ouaznos. OcrHogHoe 3a-
bonesanue: E72.2. Hapywenus obmena yukaa mMo4eguHbl,
CTLN1, eunepammonuemus. Ilposodusace npouedypa nepu-
MOoHeanbHo2o duanu3sa.

Ocnooicrenus ocHognoeo 3abonesanus: P91.5. Heona-
manvHas Koma, omek 20108H020 mo3ea. P28.5. Jlvixamenvnas
Hedocmamounocms y Hogopodicdenroeo 111 cmenenu. P26.X.
Jlecounoe kpogomeuerue, 603HUKUICE 8 NEPUHAMANLHOM Ne-
puode, kynuposaro. P29.8. JIpyeue napywenus, 6o3Huxuiue
6 nepunamanvhom nepuode. P91.6. Inuyearonamus msice-
A0l cCmeneHU, 0CA0ICHEeHHAs nPUOOpemeHHOol eudpoyepanu-
eii. P60.X. luccemunuposannoe enympucocyoucmoe ceep-
mblanue Kposu y HOBOPOICOEHHORO.

Conymcmeyrowue 3a6onesanus: P90.X. Cydopoeu Hoso-
podicoerHoeo (6 anamuese). P61.8. Ymounennovie nepunamans-
Hble eemamonozuyeckue HapyueHus, mpomooyumonerus,
anemus maxcenoii cmenenu. P59.2. Heonamansnas sceamy-
Xxa gcaedcmeue Opyeux U HeYMOUHEHHbIX NO8pedcoeHuUll
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Kkaemok neuenu. P96.8. Ymounennoie napyuienus, 603HUKA-
ouue 8 NnepuUHaAmanbHoM nepuode, — 00U OME4HbLI CUH-
dpom 111 cmenenu, noueynas HedocmMamo4HoOCmb.

Conocmaenerue 3aKAH04UMENbHO20 KAUHUYECK020 Oude-
HO3a U NAMoA020AHAMOMUHECK020 0UA2H03A: COBNAdeHUe.

Ilpununa cmepmu: cmepmo nayuenmeu ., 14 cym scuz-
HU, HACMYNUAQ OM OCAONCHEHUTl BPONCOCHHO20 HAPYUleHUS
oomena yukaa moveeunsvi, CTLN 1. Cuepmenvuoim ocaoxicHe-
HUeM 56UNCS OMeK-HAOYXAaHUe 20108H020 M032a C KAUHUHECKOU
CMEpmMbio M032a Ha 5-e CYMKU JCU3HU.

HacnenctBeHHble HapyllieHUss OOMEHa BEIECTB He-
00XOIMMO MCKITIOYATh Y HOBOPOXIECHHBIX C CYIOPOTaMu
¥ CUHIPOMOM yTHETCHUSI HEYTOYHEHHOTO reHe3a. PanHee
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MMM, 9TO HE TTO3BOJISIET IIPUMEHSTH BeCh apCEeHAT BOZMOXK-
HBIX CPEACTB TSI TEPATIUH.

K coxaneHnuio, B mpeACTaBJI€HHOM Cilyyae MpUYMHA
TUIIepaMMOHUEMUM ObLIa BBISIBIICHA, KOTIA CTPYKTYPHI
MO3ra yXe OBLIM MOABEPXKEHBI TSIKEIBIM U3MEHECHUSIM,
a COCTOsIHME pedeHKa He y1aJIoch KOMIIEHCHUpOBaTh. TeM He
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[iuctoHuna 28-ro Tuna ¢ paHHUM Hayanom (DYT-KMT2B):
KNUHUYECKUMN CnyYail
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KoHTaKThI:
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B cTatbe Bnepeble B OTEYECTBEHHO IUTEPATYPE NPeACTaBAEHO KIUHWYecKoe HabNoAeHe NaLMeHTa C pefKoii hopMoii
NePBUYHON [UCTOHUM — [UCTOHUENH 28-r0 TUNA, ACCOLMUPOBAHHOM C reTepo3nUroTHON MyTauuein B reHe KMT2B (OMIM:
617284). 3aboneBaHue [e6OTUPOBANO B BO3PACTe 6 NIET C YHUNATEPANbHOI [UCTOHUM CTOMbI U NPUOGPENO YepThl reHe-
panu3oBaHHON [UCTOHMMU B TeYeHMe ogHoro roaa. O6HapyxeHHas y npobaHaa mytauus (chr19:36229249GC>G) He Gbina
onucaHa paHee. [IUCTOHWs OKasanacb HeYYBCTBUTENbHON K Npenapary NeBofonbl, 3hdekT 6oTynnHOTEPaNnuM Obin Hepo-
CTATOYHbIM, 3aMeTHbIN KIMHUYECKUIA pe3ynbTaT Obln AOCTUTHYT Npu rmybokoi ctumynauum mosra (DBS).

KnioueBble cioBa: nepBuyHas LUCTOHMA, MyTauusa reHa KMTB2, DYT-KMT2B

Dna yntupoBanua: bynaHosa B.A., BoikaHosa M.A., Kynesa H.A. [iuctonus 28-ro Tuna c paHHum Havanom (DYT-KMT2B): knu-
HWUYeCKWiA cnyyail. Pycckuid )xypHan aetckoii Hesponorum 2022;17(3):79-84. DOI: 10.17650/2073-8803-2022-17-3-79-84

Dystonia type 28 with early onset (DYT-KMT2B): a clinical case

V.A. Bulanova’, M.A. Bykanova®, N.A. Kuleva®
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This article presents a clinical observation of a patient with a rare form of primary dystonia - type 28 dystonia associ-
ated with a heterozygous mutation in the KMT2B gene (OMIM: 617284) for the first time in the Russian literature.
The disease started at the age of 6 years with unilateral dystonia of the foot, acquired the features of generalized dys-
tonia in the 15t year from the beginning. The mutation found in proband (chr19:36229249GC>G) was not described
earlier. Dystonia was insensitive to levodopa, the effect of botulinum toxin treatment was insufficient; a notable clini-
cal result has been achieved with deep brain stimulation (DBS).

Keywords: primary dystonia, mutation of the gene KMTB2, DYT-KMT2B
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JAMCTOHUS — CUHAPOM IBUTaTEJbHBIX HAPYLIECHUI
B BUJIE YCTOMUYMBBIX COKPAILEHWI MBIIIILL, YaCTO BbI3bIBa-
IOLIMX MOBTOPSIOIIMECS CKPYUMBAIOIIME ABUXKECHUS WU
aHoMaJlbHbIE TO3HI [5]. JIucTOHMS, HayaBLIAasICSI B BO3pa-
cre mojoxke 20 (ITo HeKoTophIM gaHHBIM, 30) JIeT, ompe-
IIeJISIeTCsI KaK «IMCTOHMS C paHHUM Hadajmom» [5]. Cpenu

OCHOBHBIX TPUYMH TUCTOHUHU y AETEN pacCcMaTpUBAIOTCS
LHepeOpaibHbIM Napaainy, HeilpoaereHepaTUBHbBIE 3a00J1e-
BaHUs U NepBUYHBIE AUcTOHMM [1]. YacToTa MepBUYHBIX
IUCTOHUM ¢ paHHUM Ha4yaJOM COCTAaBIISIET B Pa3IMYHBIX
nonyasaysx ot 2 1o 50 ciryyaeB Ha 1 MiTH HaceneHus [11].
Haubonee pacnpocTpaHeHHOI $BIsI€TCS AUCTOHUS
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1-ro Tuna, cBsA3aHHas ¢ MyTanueil B rene TORIA (DYT-
TORIA) [3]. ITonck MyTaliy B JaHHOM Te¢HE peKOMEH Iy~
€TCsI BO BCEX CIIyJasiX MEPBUYHON OTUCTOHUU C IeOI0TOM
B Bo3pacte 10 30 JeT ¢ ImepBOHAYAIPHBIM BOBJICYCHUEM
KOHEYHOCTEN, a IIpY KPAaHUOLIEPBUKAJILHOM JIOKAJIN3ALIAN
TUIepKUHE3a peKOMeHayeTcsl TecTupoBaHue reHa THAPI
IJIST UCKJTIOYEHMSI JUCTOHMU 6-ro Thma [2, 5]. Myramusa
B reHe GCH- I urpaeT Ki1ro4eByIo poJib B pazsutuu JJODA-
yyBcTBUTeAbHOU aucTtoHnu (DYTS5/DYT14) ¢ panHUM
HayvaJIoM U BBIPAXEHHBIM TepaIleBTUIECKUM 3 HeKTOM
MaJbIX 103 JieBomonsl [12, 17].

B 2016 1. 2 He3aBUCHMMBIE TPYIIIIBI KCcaeaoBarenei [13,
18] ony0mMKoBanM JaHHBIE O TTAIlMeHTaX C paHHUM Ae010-
TOM JWCTOHMH U MYTalIMSIMU, 3aTParuBaIOIIMMU T'eH JIM-
3UHCITeI(UYECKOl TMCTOHOBOM N-MeTrnTpaHcdepasnl 2B
(KMT?2B), pactionoxXeHHBI Ha IUIMHHOM Tutede 19-it xpoMo-
comnbl. [en KMT2B xoaupyet hepMEeHT, y4aCTBYIOIINIA
B ITIOCTTPAHCIISIIIMOHHON MOIU(UKAIIY TUCTOHOB, UTPa-
JOLLIEH BaXKHYIO POJIb B PETYJISILIMI SKCIIPECCHU T'eHOoB [16],
M, 110 SKCIIEPUMEHTAJIbHBIM JAaHHBIM, B HEMPOHAJIbHOM
TpaHcanudbepeHIUpoBKe [6, 7]. Y OOJBHBIX AMCTOHUEN
onpeneiseTcs 1100 maToreHHass MyTauus B rene KMT2B
(cmBUT paMKU CYMTHIBAHMSI, MyTaIlvsI caiiTa CILUIaiCUHTA,
HOCEHC- MJIM MUCCEHC-MyTalun), 11noo nenenus 19q13.12,
BKmovatoniast reH KMTB2 [14]. O6muM natoreHeTu4ec-
KM MEXaHH3MOM CUMTAEeTCSl TalJIOHEOOCTaTOUYHOCTb,
OTHAKO KOHKPETHBIC 3B€HbSI ITATOreHe3a JUCTOHNH ITOKa
He yTouHeHBI. COryIacHO MOPSIKY OMUCAHUS, 3Ta TUCTO-
Hus saBisieTcs 28-ii (OMIM: 617284) 1, B COOTBETCTBUM
C COBpeMeHHO HoOMeHKJ1aTypoii [13], obo3Hauaercst DYT-
KMT2B. Tlpeanonaraetcst, YTo 1aHHast (hopMa COCTaBIsIET
110 10 % Bcex muCTOHMIA ¢ paHHUM HadasioM [ 18]. M. Carecchio
u coaBT. ooHapyxwmw DYT-KMT2By 21,5 % nauueHToB
B Bo3pacTe o 18 jeT ¢ mucToHnei (¢ MCKIIOYESHHBIMU
paHee MyTalUsIMU B IPYTUX F€HAX, OTBETCTBEHHBIX 3a IU-
cronnio) [8]. DYT-KMTZ2B HacienyeTcs o ayTOCOMHO-
JOMUHAHTHOMY TUITY, 0e3 pazinuuii o noiay. K cepeaune
2019 . B Mupe ObLIO OmUcaHO 66 pa3IMYHbIX BAPUAHTOB
MyTauuii y 76 nauueHtoB ¢ DYT-KMT2B [19], yTo yka-
3bIBAa€T HA OTCYTCTBUE «MaxKOPHOM» MyTauu. B GoJbimH-
CTBE CJIlyyaeB IaTOT€HHAs MyTalldsl BO3HUKAET de novo,
0koJ10 10 % manueHTOB HACIEAYIOT MYTALIMIO OT GOJILHOIO
poautest, 6—9 % (0ObIYHO MUCCEHC-MYTALUK) — OT KJIU-
HUYECKU aCUMITTOMHOTrO ponutensd [14, 19]. B tTunnunom
ciyuyae DYT-KMT2B — tsokenast TeHepaal30BaHHAs T -
CTOHUSI, HaunHalomasics B 1 mekame xusuu. CpenHuit
Bo3pacT aebtora — 6 siet [9]. [Ipu MyTanusx, Bemylmx
K CUHTEe3y yCeUYeHHOro 0ejika, 3a00jieBaHUe pa3BUBAETCSI
JIOCTOBEPHO paHbIIE, YeM IIPY BHYTPUTCHHBIX MUCCEHC-
MyTauusx (B cpeaHeM, B 4,1 1 6,4 roga COOTBETCTBEHHO)
[14]. O6bryHO0 DYT-KMT2B HaunHaeTcs Kak (poKaabHast
IUCTOHMSI HMXXKHUX KOHEUYHOCTEI, HO IIPOrpeccrupyeT
C BOBJICUCHHEM IICITHBIX, KPAaHUAIBHBIX 1 JJAPMHTCAIbHBIX
MBIIIL, CTAHOBSICh TeHepaJM30BaHHON 4epe3 2—4 roxa
(mo 11 5eT) oT mosiBIeHUsI MEPBBIX CUMIITOMOB [4, 9].

TunmaHBl TaKKe AU3apTpus, TUCGHOHMS, HAPYIICHUS XKe-
BaHUs U IioTaHus1. Cpeu peKMX HayaJlbHbIX CUMIITOMOB
ONMCAHbI AUCTOHUYECKUIA TPEMOP, KNUHE3UOTE€HHBIA MUO-
Kkionyc [14], mucunii crmasm [18]. Hepenko coobiaercst
00 MHTEJJICKTyaIbHOM HeUIINTe WIN 3aAepXKKe TCH-
XUYECKOTO Pa3BUTHSI, OOBIYHO IIPEIIICCTBYIOIICH TTOSB-
JICHUIO IMCTOHWY 1 HE IPOrPECCUPYIOLIECH B TAJTbHENUIIIEM.
BosMoxkHa n3ompoBaHHas 3aIepKKa PeUYeBOTO Pa3BUTHS.
JIomoTHUTE TBHBIMA CUMIITOMAMU MOTYT OBITh IJTa300BUTa-
TeJIbHBIC HApYIIeHUsI (CTpaObM3M, OKYJIOMOTOpPHAs aIlpak-
CHSI, TUIIOMETPHST BePTUKAIBHBIX CaKKaJ, 3aTpyIHEHHUE
WHULIMAIIAY CaKKal), TMPaMUIHBIC CUMITTOMBI B HIDKHIX
KOHEYHOCTSIX (IIPY OTCYTCTBUH Mape30B), CIIACTUIHOCTD,
KOXXHBIC M3MEHEHUS (aIia3usi KOXU, PEIKUE BOJIOCHI,
penKye WK OTCYTCTBYIOIINE PECHMIIBI MJIN OPOBU, THIIEP-
TPUXO03 U NIXTHO3), KOMOPOMIHBIC IICUXUATPUICCKIEC CHH-
IPOMBI (Ie(pULINT BHUMAHUS, TUIIEPAKTUBHOCTD, TPEBOTA,
TIETIPECCHsI, 00CeCCUBHO-KOMITYJILCMBHBIC PACCTPOMCTBA),
CEHCOHEBpAJIbHAS TYTOYXOCTh, SITWJICIITUICCKHE IIPUCTY-
16 (PEIKO), JeTKIe TUCMOPGhUUECKIE YePTHI («IYKOBUI-
HBIIl» KOHYMK HOCa, YIUIMHEHHOE JIUII0, HU3KOEe pac-
IMOJIOXKECHHME YIITHBIX PAKOBMH, TOHKasl BEPXHSS ryo0a,
IIMPOKasl IIePeHOCUIIa, MUKPOTHATHS), HU3KOPOCIIOCTD,
MuKponedanu [8, 14, 18]. Kimaundeckas kKaptuHa y 6071b-
IIMHCTBA ITAlIMEHTOB CXOIHA, XOTS OIMCAHBI CIydau
¢ 6oJree MSITKMM U aTUITMYHBIM TeYeHUEeM. TSoKeCcTh IBU-
raTeJIbHBIX HApyIIEHMI1 BApbUPYET B IIMPOKOM AUAIIa30HE:
OT JIETKUX HapYIICHUI OXOAK! 10 HEBO3MOXKHOCTH XO-
InTh. OxXugaeMast IpoJOJKUTEIBHOCTD XXU3HM Ipy DYT -
KMT?2B Hen3BecTHa, HO €CTh COOOIIEHMS O TTallUeHTax,
IOCTUTHINX 7-TO mecATuaeTus Xu3Hu [18]. MaruutHo-
pe30HaHCHAasI TOMOTrpadus TOJIOBHOTO MO3Ta IEMOHCTPH-
pyeT win HopMmy [9], mim aHoMaaIuu B BUAE TOHKUX CUM-
METPUYHBIX TUIIOMHTCHCHUBHBIX IIOJOCOK B paiioHE
Hapy>KHOTO cerMeHTa 0J1eTHOTO 11apa B pexxumax T2, SWI,
DWI co 3naueHueMm b-dakropa 0 [14]. TepaneBTrueckue
Bo3MoxkHOCcTH Tipu DYT-KMT2B orpanndeHsl. JaHHas
¢dopma He OTBeUaeT Ha JIeYCHUE TIperapaTaMiy JICBOIOIIHI,
JIOKQJIbHBIC MTHBEKITUU OOTYJIOTOKCHMHA MaI03(PDEKTUBHBI
[14]. B psime ciydaeB oTMeUaeTCsI TTOJIOXKUTEIBHBIN 3 dheKT
XOJUHOJIUTUIECKOM Tepanuu (Tpurekcudenmmmn) [18],
B TOM YHCJIe B KOMOMHALIMK C KJIOHa3eImaMoM [8], omHaKo
HanOOJIBIIYIO 3(D(EKTUBHOCTD IEMOHCTPUPYET IIyOOoKast
ctumyIsiiyst mo3ra (deep brain stimulation, DBS) [14, 15,
19], adpdexT KOoTOpoii coxpaHseTcs IIUTEIbHO [9].

KnuHuuyeckuit cnyyai

ITlayuenmxa 6 603pacme 6 1em 7 mec KOHCYAbMUPOBAHA
compyOHUKamu Kageopbi HepeHbix boaesHell ¢ MeOUUUHCKOU
eenemuxol u Heipoxupypeueii PI'BOY BO «Apocrasckuii
2ocyoapcmeentbiil Meduyunckuil ynugepcumem» Munzdpasa
Poccuu no noeody scanob (co cnroé mamepu 0eeouxu) Ha He-
NpOU3B0AbHBIL NOBOPOM 20/08bl 8160, YCUAUBANOUUIIC
npu xodebe, u Hapyuiernue noxooKu («pazgopauueaem KoAeHo
U CmMony 1e60il Hozu KHapyicu»).
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Anamnes 3aboaeéanus. B 6o3pacme 6 1em 2 mec enepevie
N0sA6UAOCH HAPYULeHUEe NOXOOKU («<noOMAcCKU8ala» 1esyr
Hoey). Hapywenus deuicenuil neeoil Hoeu Obiau 3amemHuee
npu xodvbe é 00y8U U NPU 3aHAMUSIX 8 MAHUEBANLHOL CIYOUL.
lesouka scanosanace Ha 6046 6 00aaCMU 166020 20A€HOCHION -
Hoeo cycmaga. Koncyaemuposana opmonedom pecuonanbroli
O0emcKoil NOAUKAUHUKU, aMOy1amopHoe AedeHue no nogody
npednonazaemoeo OUazHO3a «Pacmsadicerue cé130K» Ahgexma
He umeno. Hesponoe noaukaunuku npu nepguuHom obpaujeHuu
HapyuleHuil 8 He8poA0cUMeCKOM cmamyce He 00HApYd’CU.
DnexmpoHnetipomuoepaghus 6oavuiebepy602o U Manrodepyo8o-
20 HEPBOEG ce6a OMKAOHEHUI OM HOpMbL He bisiguna. Cnycms
1 mec om Hauana 3a601e8aHUs UBMEHUAOCH NOAOJICEHUE 20~
410801 (¢ paykmyayueil 8blpajiceHHOCMU 8 meyeHue Cymok):
Nno8opoOm 64€60, 0CO0eHHO 3aMemHbLil npu xodbvoe.

Anamnues xcusznu. Poounrace om 2-ii bepemenrnocmu, npo-
mekasutell 6e3 ocobennocmeil. Poosl 2-e, 6 cpok 37/38 Heo.
Macca mena npu poxcdenuu — 2855 e, ouenxka no wikanre
Aneap — 7/8 bannos. B momoprom u ncuxopeueeom pazeumuu
6 2pYOHOM U paHHeMm 803pacme OMKAOHeHUll He Obiio. Jlesouka
yacmo 601e1a OCMPbIMU PECRUPAMOPHbIMU UHDEKYUAMLL, Hepe-
OKO OCAONCHABUUMUCS OPOHXUMOM, noay4asa 00 5 Kypcoe
aHMUOAKMEPUANbHOLL mepanuu @ 200. XpoHUYecKUx comamutec-
KUX 3a601e8anuUll He 8blAGASAA0Ch, MPABM U ONnepayuii He 6bL10.
Hacaedcmeennocmo (co croe mamepu) He omseoujena. Mamo
degouku 300posa, omey, noeub é eospacme 36 nem (HecuacmHblil
cay4ait), Ha MOMeHm eubent ¢ cemvell He npoxcugan. Y nayuen-
mku umeromesi 2 noaycubea: cmapuwiuii coth mamepu (19 aem;
300p08) U Maaduias 0o4b omua (5 .1em; Xo0um camocmosmensHo,
dpyeux ceedeHuil 0 COCMOsIHUSL ee 300p08bsl Hem).

B nesposozuneckom cmamyce (Ha MOMeHM NePEUHHOZ0
0CMOMpA) 8bisiGAeHbl AeeKas 0u3apmpus, 6epPMUKAAbHbLLL
napes @3opa. Pomauyus 2on06e1 u uieu 61e6o0 c nodsemom ne-
6020 naeua (1e60CMOPOHHUI mopmuKkoaiuc). B nauaneholl
cmaduu pazeumusi UepeuKaibHoi OUCOHUU OMMeYaniocs
npeobaadanue KAOHUHeCK020 KOMNOHEHMA Ha0 MOHUYeCKUM,
Ymo HANOMUHANO KUHE3UOEHHYI) NAPOKCUZMAAbHYIO
duckunesuro. Cmenens msadjcecmu eunepKune3a no wkaie
oyenku yepsuxanvroii ducmonuu TWSTRS [9] cocmasuna
8 bannos. Ha pone HesbicoK020 MOHYCca 6 MblUUAX PYK
6 NOKOe 0MMe4anoch 3Ha4UmenbHoe e20 Hapacmanue no naa-
cmuvecKkomy muny npu nPoU38oAbHOL PeUyUnPOKHOl aKkmu-
sauuu (noaoxcumenvuolii cumnmom Hoilika—Ianesa) c npe-
obnadanuem cnpaga. llpu evinonHeHuu nAccUBHbIX 08UNCEHULL
6 HUJICHUX KOHEYHOCMSIX BbisI8ACHA YMEPEHHASL MY20N008UINC-
HOCMb 8 000UX 201€HOCHONHbIX CYCMABAX 8CAedcmaue Haau-
Yus IKCMpPanupamuoroeo eunepmoryca moluly 2oneneil. Ila-
pesvt omcymcmeoganu. Ilpu xodvbe be3 00ysu umena mecmo
MUHUMANbHASL YCMAHOBKA 1€60L CIMONbL HA HAPYICHDLIL KPAll.
Ommeuanuce mpyoHocmu (3ame0aeHHOCIb U «OUCKOMOopm»)
npu nonvimKe npvleams Ha Ae6oli Hoze. Inybokue peghrexcol
¢ KOHeyHocmell OblaU CUMMEMPUUHO 0JCUBAEHDBI, OPIOUIHbIE
pecpaekcel Hesvicokue, pasHble. Habarooaaucs noaoxcumens-
Hble cmonHble namonozuueckue peghaexcol (babunckoeo,
Yadooka, Topoona, lleghpepa) c akyenmom cnpasa. B noze

Pombepea nayuenmra 6vina ycmoiivuea. Ilarvyenocosyio
U NAMOYHO-KONEHHYIO NPOObl 8bINOAHANA OOCMAMOYHO Y6e-
perHo. B ducmanvhbix omoenax eéepxuux KoHeuHocmell 6bi-
A6/1eH QUCMOHUYEeCK UL HU3KOaMNAUMYOHbLL cpeOHeHacmom-
Hblll HOCMYPANbHO-KUHemMUYecKuii mpemop ¢ npeobaadanuem
cneea, HanOMUHAWUL Opodcanue ICCEHYUANbHO20 MUNA
U Xapakmepusyrouwuiics OUHAMUMHOCIbIO NPU 8bINOAHEHUU
3adanuii. Yyecmeumenvhvle HapyuleHus OmMcymcmeosanu.
U3 0onoanumensbHbix CUMRMOMO8 00pawanu Ha cebs GHUMA-
Hue «0AUHHOe» AUY0, HU3KAs epaHuya pocma 6040c Ha a6y,
PACRPOCMPAHEHHbLIL 2UNEpMpUxo3 ¢ HauboAbUlell 8blpaiceH-
HOCMbIO HA KOHEYHOCMSAX U CHUHE.

IIpu nepuoduueckux no8mMopHsIX OCMOMPAx 8 meuerue
nocaedyroujux 8 mec ommeueHo Hapacmarue OUCMOHUMECKUX
YCMAHOBOK 20/108bl 6 GUOE YCUNCHUS BbIPAICEHHOCMU 1€60-
cmoponHe20 mopmukoauca (puc. 1), noseaenue npesanupo-
8aHUs MOHUYECK020 KOMNOHeHmMA 2UnepKuHe3a Hao KAOHU-
uecKUM, ¢ 4acmulM NpuMeHeHuem 60AbHOU KOppUUPYoUWUxX
Jcecmos u oepanuteruem noscednegHoi akmuenocmu. Cme-
nexv madcecmu cnacmuteckoil Kpugouteu no wikase TWSTRS
yeeauuuaacs 0o 17 6annos. boaee moeo, cmasu ommeuams-
csl nocmeneHHoe 8081e4eHue 8 OUCMOHUYECK ULl cUnepKuHe3
€601l pyKu (puc. 2) u ycuienue 8apycHoll yCmaHo8KU 1e60ll
cmonsl npu xo0sbe. Cnycms 5 mec om nepeuuHo20 0cCMompa
NOABUAUCH NPUBHAKU (DOpMUpYIOWe2ocs 2unepaopio3a 3a
cuem Hapacmaruieco MoHyca Molill, 8bINPIMASIOUUX NO-
360HOYHUK, U NOSCHUYHO-N008300wHbIX Mmbluy. Takoice

Puc. 1. Jleocmoportuii mopmuKkoatuc ¢ KOppueUpyrUusUM Hcecmom 6 guoe
omkpbieanus pma y navuenmku ¢ DYT-KMT2B

Fig. 1. Left-sided torticollis with a corrective gesture in the form of opening
the mouth in patient with DYT-KMT2B
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Puc. 2. Jucmonuueckas ycmanogka negoti kucmu y navuenmiu ¢ DYT-
KMT2B. Takyce ommeuaemces eunepmpuxo3s Ha npedniexve

Fig. 2. Dystonic placement of the left hand in patient with DYT-KMT2B.
Hypertrichosis on the forearm is also observed

BO3ZHUKAU 2UNEPIKCMEN3US N€60l HO2U 6 KONeHHOM Cycmase
(3a cuem eunepmonyca uemolpexenasoii Movludybl bedpa)
U neekoe nepepazeubanue naibyes Aegoli Cmonvl 8 NACHe-
ganraneoswvix cycmagax. Bvipaxcennocms eenepanuzo8anHoil
ducmonuu no wikare BEMDRS-M (cybwukana ouenku osu-
acenuil wkanvt Burke—Fahn—Marsden Dystonia Rating
Scale) [§] cocmasuna 38,5 6anna.

[Ipu rabopamopHom u UHCMPYMEHMAABHOM 006C1e006a-
HUU NPUYUH B03MOINCHOL GMOPUMHOU OUCIMOHUU HE BbIABACHO.
[lpu pymunHnom KAuHUHECKOM U OUOXUMUYECKOM UCCAe00-
BAHUU KPOBU OMKAOHEHUL OM HOPMbl He 3AQUKCUPOBAHO.
Konuenmpayus yepynoniazmuna 6 Kpogu, CymouHas Kc-
Kpeuust Meou ¢ Mo4oli OblauU 8 npedenax HOPMAAbHbIX 3HAYEHU
(23,45 me/0n u 5 mxe/cym coomeemcmeeHHo). YpoeeHs dice-
ae3a 8 covisopomke Kposu — 28,2 mkmonsv/a. Aumumena
K gupycy Kaeueeoeo snyegasuma u anmumena k 6oppeauu
Kaaccos IgM u IgG memodom ummyHohepmeHmHo20 aHausa
6 CblBOPOMKeE KPO8U He 00HApYIceHbl. InekmpoKapouoepagdus
sviAsULa HenoaHYo Onokady npaeoii Hoxcku nyuka luca. Tlpu
YALMPA3BYK0BOM UCCACO08AHUU BHYMPEHHUX OP2AHO8 GbISE-
NeHbl «nepeeud HeeayHo20 Ny3vipsl, peaKmueHble U3MeHeHUs
N0024Ceny004HOI Heeae3bl», NamoA0UU CO COPOHbI NeYeHU
u cepdya He obHapyscero. [lpu anexmposnyearoepaghuu
TMUNUYHBIX HATNMEPHO8 FNUANMUGOPMHOU AKTNUBHOCTHU He
sapeeucmpuposaro. [pu nposedeHuy MaeHUMHO-Pe30HAHCHOLL
momoepaguu 201061020 mo3ea 6 pexcumax T1, T2, FLAIR
u DWI (momoepagh mowrocmoro 1,5 T) namonoeuueckux uzme-
HeHuUll 8bls161eHO He ObLi0. TIpu KoHcyivmayuu cheyuarucmamu
NCUX01020-MeOUKO-Ne0az02u4eckoli KOMUCCUU OMKAOHEHUL
6 UHMeANeKmYaabHOl U no6edeH1ecKoll cihepax y nayueHmxu
He 00HAPYICEHO, PeKOMEHO08AHO 04HOe 00y4eHue no npo-
2pamme Maccogoll WKoAbL.

C uyenvio ucknoverus JJODPA-vyecmeumenvHoli Oucmonuu
015 mepanuu ex juvantibus 0bi1 UCNOAb306aH Ne8000NACO0ep-
Hcauuil npenapam ¢ NOCMeneHHbIM MUmpo8anuem 003bl
Aegodonst do 187,5 me/cym, b6e3 KAuHUHeCKU 3HAYUMO20 pe-
syabmama. Ilposedenvt 2 npouedypst 6omyauHomepanuu
(¢ 4-mecsuHvim unmepeasom). B omHowenuu kpueouteu

ommeyeH KpamkoepemeHHulii (okono 1 Hed) yacmu4Hblii noao-
Jcumenvuwlil 3pgpexm 1-20 66edenuss 60MYAUHUHECKOO MOK -
cuna epynnol A. Tlocae nosmopHoil unsekyuu 60myn0mokcuHa
(co cmeHoil npenapama) HAbAIOOAACS OMCPOHEHHDLI 60 BDEMEeHU
U KAUHUYECKU He3HaYUMbLl dpgexm, 8bipaxicarouuiicst 8 no-
ABNEHUU KPAMKO0BPEMEHHbIX NepU0008 NPAGUALHOI YCMAHO8-
Ku 20106bl, mem He menee oyenia no wkare TWSTRS co-
cmasuaa 15 6annos. Beedenue npenapama 6omyaomokcuna
6 MblUULbL 1€6011 HUICHEI KOHEYHOCMU NPOBOOUAOCH MOAbKO
6 pamkax 2-ii npoyedypel: 0CmueHym yCMoU4Ugslil noA0-
JcUmenbHulll pe3yibmam 6 eude npaKmuvecku NOAHOU pe-
O0yKUUU KaxK 8apycHoll yCmaHo8KuU A€ol CMonbl, makx u pe-
Kypeayuu 6 1e60om KO0AeHHOM cycmase npu xodvoe.

ITlayuenmka koncynomuposana eenemuxom CIEHY « Me-
duko-eenHemuyeckuil HayuHolil yenmp um. akao. H.I1. bouko-
6a» (Mockea). B rabopamopuu ykasantnoeo yenmpa npoge-
deHo uccaedosanue Kooupyouei nocae0o8amenbHOCMU eeHa
TORIA (Oucmonus I-eo0 muna) memooom npsamozo asmoma-
MuUYecK020 CeK8eHUPOBAaHUs, A MAKICe NOUCK NAMOEHHbIX
U BePOSIMHO NAMOREHHBIX 8apUANMO8 8 Ik30He 6 cena PANK2
(6oae3ub Taanepeopoena—IlInamya). [lamoeennvie u 6epo-
SAMHO NAMo2eHHble 8apuanmeol He oOHapyicensl. Ilpu uccae-
doganuu /JTHK memodom kauHu4eckoeo cekeenuposauus
(noaHoe cekeenuposarue sx3oma, «Jlabopamopus moaexy-
AsApHoll namonoeuu «lenomed» (Mockea)) eévbisienena mymauust
6 eemeposuecomuom cocmosnuu é cene KMT2B 6 kodupyroweii
obnacmu JTHK 6 nonoxcenuu 7941: deneyus Hyxaeomuda
YUMO3UHA, NPUB0OAAs K 3aMeHe AAaHUHA Ha NPOAUH 8 NO-
noxceHuu 2648 amMuHOKUCA0MHOU Uenu, ¢ 803HUKHOBECHUEM
cd8uea pamku cHUmMbl8anusl U 00pa3o8anuem cmon-Ko00oHa ve-
pe3 90 amunokucaom (eapuanm: chr19:36229249GC>G; een:
KMT2B; k/IHK: c. 7941delC; AK-3amena p.Ala2648Profs Ter90;
enyouna npoumenus: 244). lannas mymayus omcymemeyem
6 NONYAAUUOHHBIX 2eHOMHbIX ba3zax danubix (GNOMAD,
GENOMED, Exome Variant Server, ClinVar). [lpu cexeenu-
posaruu eena KMT2B no Caneepy Haruuue OaHHOU Mymauyuu
y npobanoa noomeepounoce.

B kamamnese pacnpocmpaneHHOCMb U MANCECMb CUM-
nmMomo8 OUCMOHUU YBeAUUUAUCH: K N€60CHOPOHHEMY MOp-
MUKOAAUCY NPUCOEOUHUAUCH KOMUOHEHMbL AHMEPO- U NPAaGo-
cmopoxHe20 aamepokoaiuca, oyeHka no wkare TWSTRS
603pocaa do 26 6an108, NOAGUAUCH AAPUHREANbHAS U N€2K A
0pOMaHOUOYAAPHASL OUCMOHUSL, YCUAUAACH OUCTOHUSL 8 MbllU-
yax pyK, umo npueeno K 3ampyoHeHuUIo CamooOCAyICUBAHUSL
U HapyuleHuro QYHKUUU NUCbMa, u3-3a OUCHOHUU HUICHUX
KOHeuHOCmel ycy2younuch HapyueHus: Xo0b0bl (603HUKAA HEO0X0-
dumocms 6 noddepaicke npu xoovoe). Boipasicennocmo ducmonuu
no wikanre BEMDRS-M cocmasuna 68,5 6anna.

Tlayuenmka KoHCy1bmMUpOBaAHA cneyuaiucmamu 2pynnol
@yukyuonanvroil neipoxupypeuu OIAY «HMHUI] neipoxu-
pypeuu um. akao. H.H. Bypdenxo» Mun3zdpasa Poccuu (pyxo-
600umens epynnol kaud. med. Hayk A.A. Tomckuii). B 6éo3pacme
& nem (cnycms 2 200a om nosigaeHusi NePeviX CUMNIOMO8
3aboneganus) nayuenmke 0blia NPoBedeHa onepayus cme-
peomakcu1eckoi UMHAGHMAYUU cUcmemsl 045 I1eKmpo-
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cmumyasyuu Vercise (Boston Scientific) 6o enymperHuil cee-
Merm baednoeo wapa c 2 cmopoH. Ha ghone neiipocmumynsyuu
8 NOCMOSHHOM pedicume 6 meueHue 2oda (6e3 medu-
KAMeHMO3HOU mepanuu) omme4aemcs CHUMNCeHue msicecmu
OUCMoOHUU: YMeHbUeHUe BbIPAICCHHOCIU MOPMUKOANUCA,
peepecc GHMEPOKOANUCA U YMeHbUleHUe NOMPeOHOCMU 8 KOppU-
SUPYHOUUX Jicecmax, Ho nosieaeHue pempoKosluca npu xoovoe
(ouenxa no wikare TWSTRS — 10 6aanos), ocarabaenue du-
CMOHUU 8 KOHEYHOCMAX, He3a8UCUMOCIb NPU X00b0e, 3HAHU-
menvHoe yayuuieHue camoodcayxcusanus. Taxcecms ducmonuu
no wkanre BFMDRS-M cuusuaace do 22 6annoe. Pebenox
3aHUMAemCcs naasanuem, o0yHaemcs uepe Ha Popmenuano.
Hnmennexm ne cmpadaem.

Ocmompena Hegponoeom 6 okmsibpe 2022 e. (8 eozpacme
9aem 7 mec), npodoaxcaemes nodbop pexcuma DBS. B yeaom
cocmosiHue nayueHmKYU cmaoduibHoe, NamoaoeU4ecKas CuH-
KUHe3ust npu xodv0e yMeHbUUAAch, (PYHKYUS PYK NPAKmMu4ecKu
8 HopMe, camoobcayxcusanue He cmpadaem, 0OHAKo Oonee
3aMemHoll cmana AaputeednvHas ducmonus. lesouka ycneut-
HO 00yHaemcst 04HO 8 00Ule00pPa306ameabHOU WKOAe N0 OCHOB-
Holl npoepamme.

B manHOM HaGOAeHUMUM MpEeACTaBieHa MalueHTKa
C TUIIMYHBIM Bo3pacToM aediota DYT28-KMT2B, xapak-
TepHBIMM HAYaJIbHBIMU CUMIITOMaMU B BHUIE YHMJIATE-
pagbHON OTUCTOHWU CTOIBI U OTHOCUTEIBHO OBICTPOTO
IIPOTrPeCCUPOBAHUS NUCTOHNIECKOTO TUTIEPKIHE3A C pa3-
BUTHEM TeHepaIn30BaHHOM (hOpMBI B TedeHHUe 1-T0 roma
3a00seBaHus. HeuyBCTBUTEILHOCTS K IIperapaTy JIeBOI0-
ITbI, HU3Kasl 3(P(EeKTUBHOCTH OOTYIMHOTEPAITUM U 3aMET-
HBII MOJIOXKUTENbHBIA KIMHUYECKU 3 deKT rrydoKoit
crumynsimud DBS cooTBeTCTBYIOT JaHHBIM JIMTEPATyPHI
[9, 14, 16, 19]. Y npobaHaa BbisiBieHa paHee He OMUCaH-
Has MyTallisl B TeHE JU3MH-MeTUITpaHchepa3sl 2B
(chr19:36229249GC>G). C y4eToM OTCYTCTBUSI OTSITO-
IIEHHOT'O CeMEMHOT0 aHaMHe3a BRICOKA BEPOSITHOCTh MY-
Talluu de novo, XOTs T0Ka3aThb 3TO HE IPEICTaBISCTCS
BO3MOXHBIM (MaTepHaJl OTIIa ITpobaHaa HeAOCTYIICH IS
HCCIIeOBaHMsI, MaTh IIpobaHIa He oocienoBaHa). CoBma-
neHue (peHOoTUIa M BapraHTa MyTalluu, BeAyIlei K CUH-
Te3y yCeUYeHHOTOo OejiKa, IO3BOJISIET IIPeArnojaraTh
MaTOreHHBIN xapakTep nocienHeit. CieayeT OTMETUTD
TPYAHOCTU KJIMHUYECKOU TUAarHOCTUKU KaK COOCTBEHHO
CHMHIPOMA M30JMPOBAHHON AUCTOHUU MPU IIEPBUYHOM
OCMOTpE HEBPOJIOIOM O011IeIeYeOHOM CeTH, TaK U OTHOCHU-
TeJbHbIE 3aTPYIHEHUs B Tpoiiecce BepuduKaluu KOH-

KPETHOM (POPMBI JUCTOHUN. DTO YKA3bIBAET HA HEOOXOIU-
MOCTb ITOBBIIIIEHUS YPOBHST MH(GOPMUPOBAHHOCTU Bpayeit
Pa3HBIX CITELMAIBHOCTEN (HEBPOJIOIOB, OPTOIIEIOB, HEpO-
($13MOJI0rOB, peabUIMTOIOTOB) O BO3MOXKHBIX KIIMHUYECKIX
1 TapaKIMHIYECKUX ITPOSIBICHUSIX TUCTOHUY, BaXXKHOCTD
JMMHAMUIECKOTO HaOJTIONEHNS, IIO3BOJISTIOIIETO CBOEBPEMEH-
HO OTCJICAUTH BOBJICUCHIE HOBBIX MBIIIICUHBIX TPYIIIT 1 TeHepa-
JIM3aLUIO TUCTOHUU. B cirydae pe3ancTeHTHBIX K (hapMaKoTe-
parmuu (popM IUCTOHMHU HEHPOXMPYPrudecKoe JeUueHHUe
OCTaeTcs B HACTOsIIIIee BpeMsl e AMHCTBEHHBIM 3((DEKTUBHBIM
CPEeICTBOM ITOMOIIIN 3TOM KaTeTOpUH MALIMEHTOB.

JuddepeHInaabHbIil IUArHO3 AUCTOHUU Y JeTell
BKJIIOYAET IIMPOKUUN MEPEYCHb COCTOSIHUI: TUIIEPKUHE-
THYECKYI0 popMy HepeOpasbHOIO apajinia, IePBUIHBIC
JUCTOHMM ¢ paHHuM Havanom (DYT1, DYT6, DYT5/
DYT14, DYT16, DYT28), MOHOreHHbIE CUHIPOMbI M-
CTOHUSI/TITApKMHCOHN3M, BTOPUYHBIC OUCTOHUM IIPpHU
HelipoJereHepaTUBHBIX 3a00JICBAaHMSIX, MUTOXOHIPHAIb-
HBIX SHIIe(danonaTusx, HeMPOMeTabOIMIECKIX CUHIPO-
max. Kpome Toro, AMCTOHMST MOXET HAOII0ATLCS B UCXOIE
SHIIe(haINTA, YePEITHO-MO3TOBOI TPABMBI WJIM MHCYIIBTA, TIPU
HEKOTOPBIX ayTOMMMYHHBIX SHIIe(DaTax JeTCKOTro BO3pacTa,
MMETh JIEKapCTBEHHBIN reHe3. PazHooOpa3ue 3Thooruu
JICTOHMIA, TeHETUIECKas TeTePOTeHHOCTD HACIICICTBEHHBIX
¢dopM 00YCITOBIMBAIOT ITOIMMOP(MU3M KITMHUYECKOI KapTH-
HBI TUTICPKHE3a 1 COITYTCTBYIOIINX CUMITTOMOB, BapraOeITb-
HOCTh CKOPOCTH IIPOrPEeCCUPOBAHUS ¥ OTBETHOI peaKIINu
Ha JiedeOHBIe MeToabl. I10aTOMY 1IOCIe BhIIEICHUS K-
HUYECKOro IaTTepHa IMCTOHNH, cOOpa CeMeITHOro aHaM-
He3a, UCKITIOYCHMST BTOPUYHBIX (POPM TMCTOHUU, OLICHKHU
YYBCTBUTEIBHOCTH K IIpeIiapaTaM JIEBOIOIBI PEKOMEHIY-
€TCSI MOJICKYJIIPHO-TeHETUIECKOE UCCIICIOBaHNE IS TI0-
KCKa Hanbosiee BeposTHLIX MyTauuid. [Tpu oTpuuateibHOM
pe3yJIbTaTe FeHeTUYEeCKOTO aHaI3a B OTHOIIEHUY Hanbo-
JIee 9aCThIX MyTAalIMOHHBIX IIPUYNH PEKOMEHIOBAHO CEK-
BEHHUPOBaHNE 3K30Ma C II€JIbIO BBISIBJICHUS PEIKMX IaTO-
TEHHBIX BAPUAHTOB C IOCJEAYIOIIMM MPOBEACHUEM
MMOATBEPKIAIOIIET0 CEKBEHUPOBAHUS «IIPOOIEMHOTO»
reHa mo CosHrepy. YTOUYHEHHE TeHETMIECKOTO BapruaHTa
MIepBUYHON TMCTOHNUM C PpAHHMM HayaJoM 00JIerJaeT IO~
00p MeIMKaMEHTO3HOM TepaIltiy 1 OIIpee/IeHIe TT0Ka3a-
HUU K XUPYPIUIECKOMY JICYCHHIO, TTO3BOJISIET OLICHUTH
IIPOTrHO3 3a00JIeBaHUS U JaeT BO3MOXHOCTH IPOpIIaK-
TUKU TIOBTOPHOTO POXAEHUSI OOJBHOrO pedbeHKa B «UH-
(GOpMUPOBAHHOIT» CEMBE.
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