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BBenenne

SNUIeNTHYECKHE TPUCTYIIBI, MPOABJIAIOIIMECS CYA0POraMH, sIBJISIOTCS Hanbosee pacnpocTpa-
HEHHBIM HEBPOJIOTUYECKUM PacCTPOMCTBOM B HEOHATAJILHOM IEPUOZE U MJlaJIeHYecTBe (C HayajaoM
B Bo3pacte J10 2 j1eT). B ocHOBHOM OHM BbI3BaHbl TsokeIbIMU HapylieHussmu LIHC. VIx Bo3HMKHOBe-
HHE MOXET PaHHUM IMPU3HAKOM OCHOBHOT'O 3a00JIeBaHUSI.

B yue6HO-MeTOmIUecKoM nocodun OyIyT pacCMOTPEHBI BOITPOCH COBPEMEHHOM KJlaccuurKa-
UM, KJIMHUKY, JUATHOCTUKU U JIEYEHUS SMUICHTUYECKUX CUHAPOMOB IE€PUOIa HOBOPOXKAEHHOCTH
Y MJIaJICHYECTBA.
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ATHOJOTHA SNWIENTHYECKUX NMPUCTYIIOB
MepHo/1a HOBOPOK/IEHHOCTH U MJIa/ICHYEeCTBA

HawuGonee pacnpocTpaHeHHBIMU pAacCTPONCTBAMU, MPUBOISILIMMU K OCTPOMY MOBPEXACHUIO
TOJIOBHOT'O MO3Ta, U MPOSBISIOIIUMUCS B BUIE CYIOPOT Y HOBOPOXKAEHHBIX, SIBJISIIOTCS TUIIOKCH-
YecKU-UIIeMruYecKasi SHIedanonaTusi; UIEMUYECKUN WHCYJIbT; BHyTPUUEPEHOE KPOBOUBIIHSHUE;
MHGEKITNH; HTHTOKCUKAIHS; IEKTPOIUTHBIE U MeTaOOTMIEeCKUe HapyIICHHS].

SDTHUOJOTUS 3aBUCUT OT TOTO, SABJISIETCS JIM MAlIMEHT JOHOIIEHHBIM MJIM HEJOHOIIIEHHBIM HOBO-
poxaeHHbIM. B mepBoil rpynne Haubosiee 4acTOM MPUYMHOW SIBJISIETCS TUIOKCHYECKU-UIIIeMUYe-
CKasl H1edanonarus, UIeMUIECKUIl UHCYJIbT, TPAH3UTOPHBIE META0OTMUYECKUE U IEKTPOIUTHbIC
HapylleHus1, MH(pEeKLMHU, BpoxkIeHHbIe NOpokH pa3Butus [LIHC, cuHApOMBI reHeTUYeCKOM STTUIIETICUH
(HarpuMep, JOOpPOKaYECTBEHHBIE CeMelHbIe HEOHATAIbHBIE IPUCTYITBI WII BPOJKJICHHBIC HAPYITICHHS
oOMeHa BEILIECTB).

Bo BTOpOI#i rpymme Hauboiee pacnpocTpaHeHO BHYTPUUEPETHOE KPOBOU3IIHUSIHUE.

Nwmeetcs koppensius Mekay HU3KUM IeCTaAllMOHHBIM BO3PAaCcTOM, HU3KOW Maccoi Teja mpu
POXJIEHUM ¥ BOBHUKHOBEHUEM CYIOPOT Y HOBOPOKAEHHBIX. CyIIeCTBYET B3aMMOCBSI3b MEXTY HEJIO-
HOIIIEHHOCTHIO, TIOBPE3KAEHNEM T'OJIOBHOI'O MO3Ta M BO3HUKHOBEHHEM HEOHATAJIbHBIX MPUCTYIIOB.

Cynoporu Takke MOTyT ObITh MIPU3HAKOM HE3peJIOCTH MO3ra MIIA/IEHIIa, KOTOPBIA XapaKTepu-
3yeTcsl Ham4KueM crietmduueckux (hakTopoB, YCHIIMBAIOIIUX BO30YK/IEHHE U YMEHBIIAIOIINX TOP-
MOJKEHHE.

TpaIuIMOHHO CHUHAPOMBI B OCHOBHOM OITPEACIISUTUCH SJIEKTPOKIMHUUECKUMU OCOOCHHO-
CTSIMU, OIHAKO B MOCJIEAHUE /IBA AECATUIIETHS OTKPBHITHE aCCOLIMMPOBAHHBIX C SMUJIETICUel TeHOB
MO3BOJIUJIO M3YYUTh TPYIIBI ClIyyaeB ¢ oOmiell reHeTuueckoi stuonorueil. [osBummcy nocneno-
BaTeJIbHBIE IEKTPOKJIMHMYECKUe (peHoTumel, Hanpumep, CDKLS, MeCP2, PCDH19, STXBPI.
Kpome Toro, HeKOTOpbIe CTPYKTYpHBIE, MeTaOOIMIeCKUe, UMMYHHbIE ¥ TH(EKITMOHHbIE HO30JIOTHYE-
CKHE €/IMHULIBI TAKKE UMEIOT XapaKTepHbIE JIEKTPOKJIMHNYEeCKUE (heHOTUIbl. Cie10BaTeIbHO, K-
JIeTICUH, 0OYCIIOBJIEHHBbIE CHeU(UIECKON TeHETHUECKOW, CTPYKTYPHOM, METaOOIMYECKON, UMMYH-
HOW WM MH(EKIIMOHHOW STHOJIOTHUEN, TaKke MOTYT COOTBETCTBOBATh KPUTEPHUSIM CUHIIPOMA, KOTa
OHU CBSI3aHBI C NEKTPOKJIMHUYECKUMH OCOOEHHOCTSIMU U UMEIOT JiedeOHble W MPOrHOCTUYECKHe
MOCJIEICTBHS.

B Hacrosiiee Bpemsi UMeeTcsl TEHJIEHIIUSI COBMECTHOTO BKJIIOUEHMSI STHOJIOTUU U JIEKTPO-
KJIMHAYECKMX MPU3HAKOB B OCHOBY KJIACCU(PUKAIMM SNWIENTUYECKUX CUHAPOMOB. DTO MO3BOJISIET
UCIIOJIb30BaTh METO/IbI TEHHOU TEPAIMy ¥ TIONOUPATh Crielu(pUIHbIC aHTUTTPUCTYITHBIC MEIMKAMEHTHI
(ATIM) puis iedeHus orpeesIEHHbIX CUHIPOMOB.

Cornacno knaccudpukarmu ILAE [23], cietmduyeckumu cuuipoMamMu ¢ JIeOI0TOM B TIEPHOJT
HOBOPOJKIEHHOCTY WJIM MJIA/IEHUYECTBA SIBJISIIOTCS:

— KCNQ2-3BomonuonHas u snuientuyeckas sHiedanonarus/KCNQ2-developmental and
epileptic encephalopathy (KCNQ2-DEE)

— Ilupupokcun-3aBucumas (ALDH7AT) 3BomoLIMOHHAsA M 3NWIENTHYECKasA sHUedaiona-
tus/Pyridoxine-dependent (ALDH7A1) developmental and epileptic encephalopathy (PD-DEE)

— Iupupnokc (am) un 5» -pocdar (PNPO) -nedpunntHas BOMONUOHHASA U SMWIENTHYECKAS
sHiedanonarus/Pyridox (am) ine 5’-phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (PSPD-DEE)

— CDKLS5-3BomonmonHas v snuientuyeckas sHuedanonarus/CDKLS-developmental and
epileptic encephalopathy (CDKLS5-DEE)

— IIporokagrepun 19 knacrepnas snwtenicust/ Protocadherin 19 clustering epilepsy (PCDH19
clustering Epilepsy)
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— Cungpom nedpunmra nepeHocurka rmokossl 1/Glucose transporter 1 deficiency syndrome
(GLUTIDS)

— Cunppom IItypre-Be6epa/Sturge—Weber syndrome (SWS)

— Tenactuyeckue cynoporn c¢ runoragamuyeckoil ramapromoii/Gelastic seizures with
hypothalamic hamartoma (GS-HH)

Yucno pacnos3HaBaeMbIX CHHAPOMOB, OINpPEAEIsieMbIX STHOJOTHEW, OyleT yBeIMuUBATHCS
Y OKUJIAeTCsI JaJIbHEIIee pa3BUTHE COOTBETCTBYIOIIMX METOIOB JICUSHHUS.
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Knaccundukanusa snmientudecCKux CHHIAPOMOB
IePHOJAa HOBOPOKAEHHOCTH U MJIaJIeHYeCTBA

[Ton snunentuyeckumM CUHAPOMOM, coriacHo odunmanbHon nosuuuu ILAE B 2022 1. [22],
nozipasymeBaetcs: « TUMM4yHoe couyeTaHue MPU3HAKOB, O0YCIIOBIEHHBIX KOHKPETHON MPUUMHOM».

B neonamanvruom u maadenueckom 6o3pacme BHIIEIAIOTCA CIELYIOIINE CUHIPOMBI:

1. dokaibHBIE SMUIENTUYECKAE CUHPOMBI

— Camokynupyoniascs (ceMmeriHasi) HeoHarabHas snerncust/Self-limited (familial) neonatal
epilepsy (SeLNE)

— Camokynmpyiomascs (cemeitHas) Mianendeckas snuierncust/Self-limited (familial) infantile
epilepsy (SeLIE)

— Camokynupymomasicsa (cemeriHasi) HeOHaTajbHasA U MiageHdeckas smwencus/Self-limited
(familial) neonatal and infantile epilepsy (SeLFNIE)

2. I'eHepasin30BaHHbIE SMUIETITUYECKIE CUHAPOMBI

— Muoknonnueckas snuiencus miageHdecrsa/Myoclonic epilepsy in infancy (MEI)

3. DNUIeNnTUYECKUE CUHIPOMBI, UMEIOIUE YEPTHI KaK (POKAJIBHBIX, TaK U T€HEPAIM30BaHHBIX
(KOMOMHUPOBAHHbIE).

— I'enernueckas snuierncus ¢ pedpuibHBIME cygoporamu mtoc/Genetic epilepsy with febrile
seizures plus (GEFS+)

4. DnuiaenTuvyeckue CUHAPOMBI C BOTIOLMOHHOW W/WIM MWIENTAYECKON 3HUe(aIonaTuen
WY C IPOrPECCUPYIOLIMM HEBPOJIOTMYECKUM YXYALIEHUEM

— PannAg nH(panTUIBHAA SBOMOLMOHHASA U snwienTryeckas sHuedanonarus/Early infantile
developmental and epileptic encephalopathy (EIDEE)

— Cungpom mH(paHTWIBHBIX 3nuienTuyeckux cnasMos/Infantile epileptic spasm syndrome
(IESS)

— Cungpom [pase/Dravet syndrome (DS)

— Dnuiencuss MIAaJeH4YecTBa € MUTpupylommMu  (okanbHbIMM  npuctynamu/Epilepsy
of infancy with migrating focal seizures (EIMFES)

— CMHIPOMBI C 9BOTIOLIMOHHOW W/WJIY SNWIENTUYECKOU SHLIE(AIONaTUEN WU C IIPOrPECCUPY-
IOLIMM HEBPOJIOTUYECKUM YXyALIEHHEM CO celuprUIecKoil STHOI0ren

— KCNQ2-3BomonuonHas u snuientuyeckas sHiedanonarus/KCNQ2-developmental and
epileptic encephalopathy (KCNQ2-DEE)

— Ilupupokcun-3aBucumas (ALDH7AT) 3BomonMOHHAs M 3NWIENTHYECKasa sHUedaiona-
tus/Pyridoxine-dependent (ALDH7A1) developmental and epileptic encephalopathy (PD-DEE)

— Iupupokc (am) uH 5» -pocdar (PNPO) -nedpunmtHas 3BOMONUOHHASA U SMWIENTHYECKAsS
sHiedanonarus/Pyridox (am) ine 5’-phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (PSPD-DEE)

— CDKLS5-3BomonmonHas ¥ snuientuyeckas sHuedanonarus/CDKLS-developmental and
epileptic encephalopathy (CDKLS5-DEE)

— IIporokagrepun 19 knacrepnas snwiencust/ Protocadherin 19 clustering epilepsy (PCDH19
clustering Epilepsy)

— Cunpgpom nedpunmra nepeHocurka nmokossl 1/Glucose transporter 1 deficiency syndrome
(GLUTI1DS)

— Cunnpom Iltypre-Bebepa/Sturge—Weber syndrome (SWS)

— Tenmactmyeckue cymopornm c runoragaMuyeckor ramapromon/Gelastic seizures with
hypothalamic hamartoma (GS-HH)

PaccMoTpeHHBIe BbIlIE CUHAPOMBI TaKkKe IPYNIUPYIOTCS M0 BEPOSTHOMY ITPOTHO3Y Ha:

10
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1. Dnmtenicuy MpM KOTOPBIX BEPOSITHA CIIOHTAHHAS PEMUCCH S

— Camokynupyroniasics (cemeiriHasi) HeoHatasbHas snwtericust/Self-limited (familial) neonatal
epilepsy

— Camokynupyiomasics (cemeiHas) MiaaeHueckas snwiencust /Self-limited (familial) infantile
epilepsy

— Camokynupyiorasicsi (cemeiiHasi) HeoHaTalibHasi U MulafieHueckas smwiencus /Self-limited
(familial) neonatal and infantile epilepsy

— I'enetnueckas smunericus ¢ pedpuibHbEIMU cygoporamu rmoc/Genetic epilepsy with febrile
seizures plus

— Muoksionnueckast anuserncus Miajaendectsa/Myoclonic epilepsy in infancy

2. DNUNENTUYECKUE CUHAPOMBI C IBOMIOLIMOHHON W/WIN SMWIENTUYECKON 3HIedanonaTuen
WM C TIPOrPECCUPYIONTMM HEBPOJIOTUYECKUM YXYAIIIEHUEM

— Pannsis unanTUIbHAS SBOTIONUMOHHAS U srwienTruyeckas sunedanonatus/Early infantile
developmental and epileptic encephalopathy (EIDEE)

— Cungpom uH(paHTWIBHBIX snwienTuieckux crasmos/Infantile epileptic spasm syndrome
(IESS)

— Cunpnpom [Ipase/Dravet syndrome (DS)

— Dnwiencusi MIAJGHYeCTBa C MUrpupylonmmu  ¢okaibHeiMu  npuctynamu/Epilepsy
of infancy with migrating focal seizures (EIMFS)

3. CuHapOoMBI cO crielgpuIecKol ITUOOTHeN

— KCNQ2-3BomonnonHas v snuientuyeckas sHuedanonarus/KCNQ2-developmental and
epileptic encephalopathy (KCNQ2-DEE)

— TMupupokcun-3aBucumasi (ALDH7AT1) sBosmolmoHHass M snwiIenTuyeckas 3sHiedaiona-
tusi/Pyridoxine-dependent (ALDH7A1) developmental and epileptic encephalopathy (PD-DEE)

— IMupunokc (am) uH 5» -pocar (PNPO) -nedpunutHas 3BOMOLMOHHAS U SMUJIENTHYECKAs
suiedanonarus/Pyridox (am) ine 5’-phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (PSPD-DEE)

— CDKLS5-3BomonmonHast ¥ amuientuueckas sHuedanonarus/CDKLS-developmental and
epileptic encephalopathy (CDKLS5-DEE)

— IIporokaarepun 19 knacrepHas snwiencusi/ Protocadherin 19 clustering epilepsy (PCDH19
clustering Epilepsy)

— Cungpom nedpunmta nepeHocumka rmokossl 1/Glucose transporter 1 deficiency syndrome
(GLUTIDS)

— Cunppom IItypre-Bebepa/Sturge—Weber syndrome (SWS)

— Tenactuyeckue cynoporn c¢ runoragamuyeckoil ramapromoii/Gelastic seizures with
hypothalamic hamartoma (GS-HH)

11
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PdokaJbHbIE SMUJIENTHYIECKHE CHHAPOMBI
nepnoaa HOBOPOKACHHOCTH 1 MJIAICHYECTBA

Camoxkynupymwomasicsa (cemeliHasi) HeOHATAJbHAA
snuiaencusi/Self-limited (familial) neonatal epilepsy (SeLNE)

Onpenesienne

Camokynupyomasics (cemerHasi) HeoHatanbHas snuiencus/Self-limited (familial) neonatal
epilepsy (SeLNE) — reHeTrueckuii KIMHUKO-3JIEKTPOIHIEanorpapuuecKuil CMHHIPOM, XapaKTepH-
3YIOIIUIACS TOBTOPHBIMU (DOKATbHBIMU MPUCTYIIAMU, KOTOPbIE MOTYT 9BOJIOLIMOHMPOBATh B OMaTe-
paJibHbIe TOHUKO-KJIOHUYECKHE MPUCTYIBI Y HOPMAJIbHBIX HOBOPOXKJEHHBIX JIETEN C XOPOIINM JI0JI-
TOCPOYHBIM ITPOTHO30M.

Tak:xe, B IUTEpaType MOT'YT UCIIOIB30BAThCS CIEAYIOIIE HA3BaHUS:

— CamoorpannumBamoiasacs (ceMeriHasi) HeOHaTaJIbHAs SMUJIETICUS

— JloOpokauecTBEHHBIE CeMEHbIE HEOHATAJTLHBIC TTPUTIAIKU

— JloOpoKauecTBEeHHBIE CeMEHbIE HEOHATATBHBIC TTPUCTYIIbI

— JToOpokauecTBEHHBIE CEMEIHbIE HEOHATATBHBIC CYJOPOTH

— CamoorpaH1YMBAaIOIIMECs] HEOHATAJIbHBIE CYA0OPOTU

— loOpokauecTBEeHHbIE HEOHATAJIbHBIE CYIOPOTU

— Ilpuctymel nsiTOro qHS

Kaaccudukamus

Beigensiorcs 2 Tvna caMOKyNUPYIOIIEHCs HEOHATAILHOM SMUJIETICUU:

— Camokynupymomasics (ceMenHas) HeOHaTalbHas SMUJIETICUS

— Camokynupyiolasics (HeceMeiHasi, Cliopajnyeckas) HeOHaTa IbHas MUIIETICHS

OnuaeMuoJI0rusa:

[peanonaraemas yacrora coctanisieT 5,3 Ha 100000 sxuBoposkaenuit [21]. O6a nona cTpajaoT
OIMIHAKOBO.

ATHOJIOTHUA

B nopasnsioniemM 60JBIIMHCTBE Clly4yaeB BhIsBIsIOTCA MyTaiuu B reHe KCNQ?2, natoreHHbie
BapranTel KCNQ3 u SCN2A Bcrpevatotcst ropasao pexe. Criopaandeckue ciiydal MOTYT OBITh
OyclioBIeHbl MyTalMsIMU de NOVO B TeX ke IeHax.

KinHu4yeckne nposiBjieHUs1

BepemeHHOCTDb U pofibl y MaTepy peOEHKa, KaK MPaBIJIO MPOTEKAIOT HOpMaibHO. KimnHuveckuii
aHaMHe3, CBUIETENIbCTBYIOLIHI O BHYTPUYTPOOHBIX CYAOpOrax, HeXapaKTepeH.

Pa3mep ronoBbl, HEBPOJIOTMYECKHIA CTATyC, MCUXO(U3IUOTIOTUIYECKOe Pa3BUTHE HOBOPOXKICH-
HOT'O B IpeJiesiaX HOPMBI.

[TpucTymbl 0OBIYHO HAUMHAIOTCS MEXAY 2-7-M AHEM KU3HH, 4aCTO UMEIOT (DOKAIbHO-KJIOHUYe-
CKUH WM (POKAJIbHO-TOHMYECKUI XapaKTep, C BOBJICUSHUEM MBIIIIL JIIA U KoHeYHOCTel. [TockombKy
MHOT'M€ TIPUCTYTIbl HAYMHAIOTCS Ha TIATHIA IeHb KU3HU, PaHbIle UX HA3bIBATIM «IIPUCTYNAMH ISITOTO
OHS». MOryT HOBTOPSITHCS B TEYEHHE HECKOJIBKMX YACOB UJIH IHEH, POrpeccupoBaTh C U3MEHEHHEM
JaTepanv3aliy, BOKAIU3alel, BereTaTUBHBIMU HAPYIIEHUSIMHU.

[puctynsl 00bIYHO OOJIee TMPOJOKUTEBHBIC YeM BbI3BaHHBIE WHCYJILTOM WJIM THIIOKCHYe-
CKU-MIIIEMUYECKUM MOBpekIeHneM. MoryT BO3HUKATh B TEUYEHHE HECKOIbKUX YacOB WM JAHEH, TpU
3TOM HOBOPOICHHBIN BEAET ce0s1 HOPMAJILHO B TPOMEKYyTKaxX Mex 1y HUMU. HeBponornueckuii cra-
TYC ME3Ky MPUCTYNaMi HOPMaJIbHBIH, 32 UCKTIOYEHUEM HEeTTOCPEACTBEHHO MOCIEPOOBOTO MEPUOa,
WJIA €CJTU HOBOPOXKJEHHBIN MOTyYaeT YCIIOKOUTENIbHbIE JTIeKapCTBa.
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JAuarHocTuka

OueHb HU3KAs aMILTUTYJa aKTUBHOCTU DI y HOBOPOKAEHHBIX CPABHUMA C YPOBHEM «IITyMax»
camoro 3Huedanorpada.

Bo Bpems mpucTynma B THIMYHBIX CIIy4yasX BBISIBISETCS OwjiatepajbHas CHUMMETpPUYHAs
cynpeccHs aMILTUTyapl Ha 5S—19 cek (ToHnueckas ¢aza ¢ arHo3), 32 KOTOPHIMHU CIIElyeT JTUTENIbHAS
(1—2 muHyTHI) OMaTepanbHast aKTUBHOCTD B BUJIE CIIAKOB M OCTPBIX BOJH, KJIMHUYECKH MTPOSIBIIS-
IolIasicss BOKaJIM3aluen, KeBaHueM, (pOoKaJbHBIMUA MM TeHEPATU30BAHHBIMUA KJIOHUYECKUMHU CYHO-
poramu. BbipaxkeHHOCTh HapylieHuil Ha D' U JBUraTesbHbIX MPOSBIEHUI BapbUpPYyeT OT OHOW
reMucepbl K Jpyroi MpH CIEAYOIIKX MPUCTYIAX.

®onoBast DI MokeT ObITh HOPMATLHOM WJTH C HE3HAUYMTEIbHBIMU HEeCTISI(PIUECKIUMU OTKJIO-
HEHUsIMHU, Harpumep 3ameyieHreM. PoKajbHble MHTEPUKTAIbHBIE SMUISNTU()OPMHBIE aHOMATUH
MOXHO HaOJII0IaTh TPUMEPHO B ABYX TPETSX ClIy4yaeB, aHOMaIUU Ha D" MOTyT yCUIIMBATLCS BO CHE.

[pu HelpoBU3yaIM3aIMy MATOJIOTUS HE BBISIBIISETCS.

Huarnocruueckne kpurepun SeLNE [1,23].

Tunu4asbl (pOKaTbHBIE KJIOHUYECKUE WITM TOHUYECKUE TPHCTYIIBI C BO3MOKHOM CMEHOM JiaTe-
panu3anum 1 TpaHcopmalyiet B OusatepaibHble TOHUKO-KJIOHMYECKHE TPUCTYIIHL.

Teuyenue 3a0607€BaHNS Y WICHOB CEMbH JOJKHO COOTBETCTBOBATH OKMIAEMOMY TEUEHHIO TaH-
Horo cuHapoma. Heo6xoaumo TiatenbHOe HaOMOAeHUE 3 MAlMeHTOM, YTOObl YOeTUThCS, UTO Teue-
HUe 3a00JIeBaHM I COTTIACYETCsI C 3TUM CHHIPOMOM.

JI1s1 caMOKynupyIolencs: (CeMeiHO) HeOHaTaIbHOM SMUJIETICUM HeXapaKTepHbI 1e0I0T Mpu-
CTYIIOB MO3e MEPBOTo MeCsIa KU3HH, SMUIETITHYECKIE CITa3Mbl, MUOKJIOHUYECKHUE CYIOPOTH, Oria-
TepaJibHble TOHUYECKUE U TOHUKO-KJIOHMYECKUE MPUCTYIIBI; yMEPEHHAs WITH TsKesasi HeBpOJIOoTHye-
CKasl MaToJOTusl, OCTpasi CTPYKTypHasi MPUUYMHA CYAOPOT, BKJII0YAsi BHYTPUUYEPEITHYIO MAaTOIOTHIO,
a TaKke 3HAUMTEJIbHbIe METa0O0INYECKIe HAPYILICHUSI.

OTCyTCTBYE NATOJOTMM B T€HAX, CBSI3AaHHBIX C 3TUM cuHApomoM (yaiie Bcero KCNQ2 wiu
KCNQ3); orcyTcTBre ceMelHOro aHaMHe3a, MpeAroaraionero Hacie0BaH|ue ¢ HerogHOM TeHe-
TPAHTHOCTBIO; YMEpPEHHAs 3a[ep/KKa Pa3BUTHSI HEPBHOH CHUCTEMbI B JOJITOCPOYHON MEPCHEKTUBE;
OTCYTCTBHE PEMUCCHUH SITHJIETICHH TOCIie 6-MeCsSYHOro Bo3pacTa; (hapMaKkope3UCTeHTHAS SIHJICTICHS;
3HAUUTENIbHBIE OTKJIOHEHUSI TIPH HEBPOJIOTMUYECKOM 0OCIIEIOBAHUM CBUETEIbCTBYIOT O MaJIOi BEpO-
SITHOCTH JAHHOTO CHHAPOMA.

HuddepennuaibHbIil JHATHO3

HuddepeHnmanbHbIi UarHo3 HeOOXOIUMO POBOAUTH CO CAEAYIOIUMU 3a00JICBAHUSMMU:

— HeonaranbHple CynOpord, BbI3BaHHBIE TMITIOKCHYECKU-MIIEMHUYECKON SHIe(aTonaTue,
TPaBMOIA, AHOMAJIMSIMH TOJIOBHOTO MO3ra, WH(EKIHer, NHCYJIBTOM, META0OTMYECKUME HapYIICHH-
SIMU, HEIOCTATOYHOCTBIO XOJIeKaTbluepora.

— OuaroBasi CTPyKTypHasi MaToOJOTMsl, OCOOEHHO y MJIAJICHIIEB CO CTEPEOTHUITHBIMU (POKaTb-
HBIMH TIPUCTYTIAMH.

— Hesnmnentuyeckue napokcu3MasbHbIe PacCTPOUCTBA MEPUOa HOBOPOKIEHHOCTH.

Camokynupyomiasics (ceMeiiHasi) HeoHaTa bHasl SMWIETICUS U CAMOKYTIMpYlolasics (HeceMeu-
Hasl) HeOHaTaJIbHAS SMUJIETICUSI UMEIOT CXOKHE KIMHUYECKUE U MEeKTPO(PU3HOIOrnIecKre 0COOEH-
HOCTH, HO UX MOKHO OTJIMYUTh HA OCHOBE CEMENHOro aHaMHe3a. DT 3a00JIeBaHUsI UMEIOT CXOIHYIO
TeHETHUYECKYI0 STHOJIOTHIO, TTPUYeM MaTOTeHHbIe BapUaHThl TeHOB de Novo OTBETCTBEHHBI 3a Hece-
MelHble ciaydau. CrefyeTr TIIATeNIbHO W3ydaTh CEMEWHBI aHaMHE3, MOCKOJIbKY OH MOKET MOMOYb
B TIOCTAHOBKE JIMarHO3a U MPUHATHH PEIICHUH 10 00CIeI0BAHUIO, JIEYSHUIO U TporHo3y. [1pu camo-
Kynupylomiencs (ceMeiHOi) HeOHATAILHOM STMMJISTICUH Y KOTO-TO U3 poauTesield peOeHKa B IETCTBE
MOIJIA OBITH MOAOOHBIE MPUCTYIIHI B HEOHATAIBHOM Mepuone. OfHako OHU ceOsl B 9TOM BO3pacTe
HE MOMHSIT, CJIeJIOBaTeIbHO, CIIEyeT CIIPOCUTh OA0YIIKY U JeIyIIKy peOeHKa, ObUIM JIU Y poauTesen
peOeHKa IPUCTYIIBI B TOM ke BO3pacTe.
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[Tpu camokynupyionieics: (HeceMeHON) HEOHATATbHOM SMUJISTICUM B aHAMHE3€ HET MPUCTY-
OB B AaHAJIOTUYHOM BO3pACTe y APYTMX WIEHOB CEMBH.

JIeuenne

Jleuenue Tpebyercsi He Bceraa, MoToMy 4YTO CYIOPOTH MOTYT MPOAOIKATHCS BCETO HECKOJIBKO
Heesb. OTHAKO MPH MPOJOJIKAIOIINXCS MPUCTYTIAX HA3HAYAIOTCS KapOamMas3eryH, BaIbIIpoaT HATpHs,
JIeBeTHpaleTaM, JAMOTPUIKHH, Topasio pexe — heHodapouTan wim (penurous. [penaparsl npuHu-
MaloTcsl B TeueHue 6, a MHoraa u 12 Mecsiies, a 3aTeM MOCTENeHHO MX MPHUEM MPEKpaIaeTcsl.

IIporno3s

[TpucTynbl 0OBIYHO MPOXOAST K 6 MecsiiiaM, OOJIBIIMHCTBO M3 HUX MPeKpaaercs K 6 Hegemsam.
B Gonee peakux ciryyasix OHA MOTYT IPOAOJIKAThCS B TEUSHUE HECKOIbKUX MecseB. [IpotuBocyno-
POXHOE JIeUeHHE YaCTO MOKHO 3aBEPIIMTh MO MPOIIECTBUM HECKOIBKUX Helesb. Pa3BuTre 0ObIYHO
HOPMaJIbHOE, XOTSI B MEHBIIIMHCTBE CIIy4aeB MOTYT HAOMIONAThCSl TPYIHOCTU B OOYUEHUM WU JIeT-
KHe JBUraTesbHbIe HapylieHus. [Jo TpeTH monel cTpajaloT NpucTynaMu B OoJiee Mo3IHEM BO3pacTe.
310 MOryT OBITH (heOpUsIbHBIE, (DOKAIBHBIE, M30IMPOBAHHbBIE T€eHEPATM30BAHHBIE TOHUKO-KJIOHUYE-
CKHe MPUCTYIIBI U, PEAKO, MPUCTYIIB B CTPYKTYpe PONAHANYECKON SMIJIETICUU. Y HEKOTOPHIX Maly-
€HTOB CO CrelM(pPUUECKUMU BapHaHTAMH MATOTEHHBIX T€HOB TI03Xe B MJIAJICHUECTBE MOKET HaOMIo-
IaThCsl MUOKUMUS (HETTPOU3BOJILHOE, CIIOHTAHHOE, JIOKAIM30BAHHOE JIPOKAHUE HECKOJIBKUX MBIIII
WJIM ITyYKOB OTHOW MBIIIIbI, HEAOCTATOYHOE JJIsl IEPEMEILICHHS CYCTaBa).

Puck mnosiBieHust Apyrux TUIIOB MPUCTYIIOB B MO3/IHEM JETCTBE WA BO B3pOCIOM BO3pacTe
HAMHOT'O HIKE TPH CrIopagrueckoi hopme 3abosieBaHusi. B 3T0ii rpyrine TOJIbKO y OTHOTO WITH ABYX
nereit u3 kaxapix 100 Bo B3pociaoM Bo3pacTe pa3oBbeTcs snwmiericusi. Eciu 3to mpoucxoaur, npu-
CTYIIBI OOBIYHO KOHTPOJMPYIOTCS C romoribio ATIM

JleTy ¢ TUM CHHIPOMOM HOPMAJIbHO MUTAIOTCS U pa3BUBaIOTCA. OOBIYHO y HUX HET mpodiieM
¢ 00y4aeMOCTbIO, OHM HE HYKJAIOTCSl B JOMOJHUTEBHOM YXOJIE.
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Camokynupymwmasics (cemerHasi) MiaJieHIecKasi
snuaencus/Self-limited (familial) infantile epilepsy (SeLIE)

Onpenesienne

Camokynupytomasicst (cemeitHast) miageHudeckas smwiencusi/Self-limited (familial) infantile
epilepsy (SeLIE) — reneTnyeckuidi KIMHUKO-3JIEKTpO3HLIEDaTorpapuyeckuii CUHAPOM, XapaKTepu-
3yIOIIMIACS (POKATBHBIMU TPUCTYNAMH (BO3MOKHBI TEMHUKJIOHMYECKHME MPUCTYIIBI CO CMEHOW CTO-
POHHOCTH, BEPCHBHBIE TPHCTYIIbI, ABTOMATU3MbI, BBIKJIIOUYEHHE MOTOPHON aKTUBHOCTH, BOJIOIHS
B OmJtatepaibHble TOHUKO-KJIOHMUYECKHE MTPUCTYIIBI) Y HOPMAJIBHBIX MJIAJICHIIEB C XOPOIINM JIOJTO-
CPOYHBIM TIPOTHO30M.

Takke, B IUTEpaType MOTYT UCHOJIB30BAThCS CACAYIOIINE Ha3BaHUS:

— oGpokauecTBEeHHAs! MUIIETICHS MIIAJCHYECKOTO BO3pacTa

— JloOpokauecTBeHHbIE ceMelHble MH(DAHTUIIbHBIE TPUTAJAKH

— JloOpokauecTBeHHbIE CeMelHble MH(AHTUIIbHbBIC TIPUCTYIIBI

— CemeriHble MJIQIGHYECKHE CYJOPOTY U MAPOKCU3MAJIbHBIA XOpeoaTeTo3

Kanaccudukanus

Beigensiorcs 2 Thna caMOKynUpyIOLIEencs: MIaJeHYeCKOUN SMWIETICUM:

— Camokynupyoiasics (cemeitHasi) MJiaieHYeCKasMuIeTICUs

— Camokynupyomasics (HeceMerHasi) MylaJieHYecKas SMUIETICUsT

OnMuaeMHuoJIOrus:

Ha nomo SeLIE npuxonurcsi 7—9% Bcex cydyaeB MUJIETICUU, HAYMHAIOIIKUXCS B BO3pacTe
1o 2 ner, 3a6oneBaemocTh — 14,2 ciydas va 100 000 sxuBopoxkIeHHBIX [1].

dTHojorus

AyTOCOMHO-/IOMUHAHTHBIE MOJIENI HACNIEIOBAaHUSI HAOMIONAIOTCS B CEMbsIX (MHOTJA C HEMoJI-
HOW TIeHeTpaHTHOCTHI0). CaMoKynupymomasics (ceMeiiHas) MyiafeHJYecKasi SMUIETICUs MOKET ObITh
00ycJIOBJIeHa MATOreHHBIMK MyTalusiMu B reHe PRRT2.

EcTb HECKOJIBKO TeHOB, OTBETCTBEHHBIX 32 STOT CUHIPOM, Ha XpoMocomax 2, 16 u 19. OO6bdHO
JaHHYIO TATOJIOTHMIO OIMUCHIBAIOT KaK MIMONATUYECKYI0, YTO O3HAYAET, YTO HMKAKOE APYroe HeB-
poJsiornyeckoe 3a0osieBaHKe He CBSI3aHO C HEll WM He BbI3bIBaeT ee. TeM He MeHee, CYIIECTBYIOT
HEKOTOpble (DOPMBI, KOTOPBIE CBSI3aHBI C HEBPOJIOTrMUYECKMMH 3adoneBaHusMU. OAWH U3 BapHhaH-
TOB — CeMelHble MJIAICHYECKHE CYIOPOrd U MapOKCU3MAJIbHBII XOpeoaTeTo3, o0pasyer accorua-
o Mexy SeLLIE u mapokcu3maibHbIM KMHE3MOTEHHBIM XOPE0aTeTo30M U CBsi3aH ¢ reHoM PRRT?2
Ha Xxpomocome 16.

Camokynupyormasics (ceMeiiHas1) MIaJeH4YecKas SMIIETICHs TeHETHUECKH He CBsI3aHa C CaMo-
KyNUpyIoUiencs (ceMeiHol) HeOHaTaIbHOU snmienicueld. OIHaKo CyIIECTBYET Bapyallys ¢ HA4aJIoM
MIPUCTYNOB OT ABYX JHEW 10 CEMU MECSILIEB, Ha3blBaeMasi CaMOKyNMpyloiasacs (cemMelHas) HeoHa-
TaJIbHAS U MJTafieHYecKasi SMUIETICUs, KoTopast 00yciioBieHa MyTarueit B rene SCN2A.

Kiunnyeckne nposijieHust

CemeiiHasi 1 HecemeiiHasi (pOpMbI POSIBIISIIOTCS. OMUHAKOBO, B IIEPBOM CJTyyae UMEETCsl OTSITO-
HIEHHBII CEMEVHBIN AaHAMHE3.

BepeMeHHOCTh U poIbl y MaTepu peOEHKa, Kak MpPaBHJIO MPOTEKAlT HOopMaibHO. Pa3mep
T'OJIOBBI, HEBPOJIOTUYECKHUH CTATyC, ICUXO(PHU3UOTIOTMUECKOe Pa3BUTHE HOBOPOKICHHOTO B Mpeesiax
HOpMBI. [IpHcTyIbl, OOBIYHO, HAYMHAIOTCS B Bo3pacTe oT 3 10 20 Mec ¢ TMKOM B 6 Mec.

BHavasne HaOmoqa0TCs YacThle MPUCTYIIB, HO OOBIYHO B TeueHue | roga ¢ MOMeHTa jedoTa
npekpaiaorcs. [Ipu oTcyTcTBUM JIeUeHUs] TPUCTYITBI MOTYT ObITh CEPUITHBIMH.

HMuarnocruuyeckne kpurepun SeL.IE [1,23].

B TunmmuHbIX ciaydasx y peOeHKa oTMedaloTcs (poKabHbIe MPUCTYIBI (MOTYT ObITh BEpPCUB-

HBIC NI TEMUKJIOHUYCCKUEC ITPUCTYIIbI, 4aCTO CO CMEHOM CTOPOHHOCTH, BBIKJIIOYCHHUE IIBI/IFaTe)IbHOIjI
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AKTUBHOCTH WJIM aBTOMaTU3MBI, TIEPEX0] B OUsIaTepasibHble TOHMKO-KJIOHUYECKHe IpUCTynbl). [1pu-
CTYIIBl OOBIYHO KPaTKOBpEMEHHBIE (<3 MUH).

HexapakTtepHb! 1MTe/IbHbIE TPUCTYIIBI, SMWIEITUYECKHE CMIa3Mbl, 3aJJpKKa pa3BauTHUsl, Ipy-
oble anomamu Ha D3I i MPT (sBastiommecs IpUYMHON MPHUCTYIIOB), MO3AHUIA Ae0I0T WM MHO-
roJieTHee MepCUCTUPOBAHUE MIPUCTYIIOB, OTCYTCTBUE MyTAllUid B TeHaX, 0OYCIIaBIMBAIOIINX Pa3BUTHE
3a00J1eBaHusl.

HuddepennuaibHbIil JHATHO3

HuddepeHnmanbHbIil UarHo3 HeOOXOIUMO POBOAUTH CO CAEAYOIIUMHU 3a00JICBAHUSMMU:

— Hpyrue ¢gopmbl CAMOKYIUPYIOIIMXCS MJIAJEHUYECKUX SMWIENICUI — OTJIMYAI0TCSl BO3pacTOM
nedroTa.

— OcTpble CUMIITOMATUYECKUE TTPUCTYTIBL.

— Ilpucrynel npu aHOMaJMAX TOJJOBHOT'O MO3Ia

— Dnuiencus MIIIEHYECTBa C MUTPUPYIOIMME (poKaibHbIMU TpucTynamu uii EIMFS — npo-
SIBJISIETCS 33/1EPKKOM IICUXOMOTOPHOI'O Pa3BUTHSI M MUT PUPYIOLIEH SMUJIENTU(OPMHON aKTUBHOCTBIO
Ha D3I,

— Cunppom [lpaBe xapaktepusyercsi 0OIYHO OoJ1ee MPOIOIKUTETbHBIMUA TEMUKJIOHTYECKUMU
MIPUCTYTIaMHU.

— st MeTabonmueckux 3a00IeBaHNi XapaKTepHbI TIOPAKEHUE PA3TMUHBIX CUCTEM M OPraHoOB,
rorpeccupyiolnas sHuedanonaTus.

Jleuenne

Jleuenre ATIM He siBisieTcsl HEOOXOOMMBIM, HO OHHM YacTO Ha3HAUYAOTCS ¥ 9((PEKTUBHBI IS
KOHTpOJIsl TipucTynoB [1py HazHaueHnH KapOamasenuHa, BAIBIIPOAToB, (peHoOapOUTana CHMIITOMBI
OBICTPO MCUE3AIOT.

IIporno3s

[puctynsl BHavYase ObIBAIOT YACTHIMU U TPYAHOU3ICUMMBIMH, HO OOBIYHO IIPOXOASAT B TEUCHHUE
1 roga ¢ MoMeHTa Havana. Pa3Butue OOBIYHO HOpPMAIBHOE, XOTSl B MEHBIIMHCTBE CIIy4aeB MOTYT
HaOJTIOIaThCs TPYAHOCTU B OOYyUYSHUH WM JIETKUE BUraTesIbHbIe HAPYILICHUSI.

Hekotopele ety MOryT CTpaaaTh SMiencrueil B 6osee mo3aHeM Bo3pacte. Y HEeKOTOPBIX Mally-
eHtoB (c mytaiusamu PRRT2) B nanpHeimen xu3H MOKET pa3BUThCS NAPOKCHU3MasIbHAsl KUHE3UO-
reHHasl IMCKUHE3Ms. PUCK NOsBIEHUS IPyruX TUIIOB MPUCTYIIOB B IMO3HEM JETCTBE WU BO B3pOC-
JIOM BO3pacTe HaMHOTO HWXe MpU HeceMeWHou ¢opme 3aboneBaHusA. [IeTH C 3TMM CHHIPOMOM
HOPMAJILHO MUTAIOTCS ¥ pa3BUBAIOTCS. OOBIYHO Y HUX HET MpoOieM ¢ 00y4yaeMOCTbI0, OHM He HYX-
AAI0TCS B JOTIOJTHUTEIBHOM YXOJIE.
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Camokynupyomasics (cemeliHasi) HEOHATAJIbHASA
u Maajaenueckasn s3nmaencus/Self-limited (familial)
neonatal and infantile epilepsy (SeLFNIE)

Onpenesienne

Camokynupyromiasicsi (cemeliHasi) HeOHaTajbHasl M MulajieHdeckas smwiencus/Self-limited
(familial) neonatal and infantile epilepsy (SeLFNIE) — renetudeckuil KJIMHUKO-3JEKTpO3HIIe(a-
JorpapuuecKkril CUHIPOM, XapaKTepU3YOIIUICS (POKAIbHBIMU KJIOHUYECKUMU WK (hOKATbHBIMU
TOHUYECKMMHU MPUCTYIIaMHU C BO3MOKHBIM U3MEHEHUEM CTOPOHBI IIPU Pa3HBIX MPUCTYIaxX U TPAHC-
dopmanmein B OuatepasibHble TOHUKO-KJIOHUYECKUE TPUCTYIBl Y HOPMAJIbHBIX HOBOPOKIECHHBIX
Y MJIQJIEHIIEB C XOPOUIMM JOJITOCPOYHBIM ITPOTHO30M.

Tak:xe, B IMTEPATYpe MOTI'YT UCIIOJIB30BAThCS CIEAYIONINE HA3BAHUS:

— loOGpokauecTBEeHHAs! MUIIETICHST HEOHATAIBHOTO U MJIJIEHYECKOTO BO3pacTa

— loGpokauecTBEeHHbIE CeMEHbIE HEOHATAJIbHBIE U MH(DAHTUIIbHBIC TIPUMAJAKH

— loOGpokauecTBEeHHbIE CeMEHbIE HEOHATAIbHBIE U MH(DAHTUIIbHBIE TIPUCTYIIbI

Kanaccudukanus

Brizensiores 2 Tuna 3a00neBaHus:

— Camokynupyiolasics (ceMeiHasi) HeoHaTalbHas U MJIaJJleHYecKas MUJIETICUs

— Camokynupyiolasics (HeceMeiHasl) HeOHaTaJIbHasl M MJIaJIeHUYeCKast SMWIETICUs

OnuaeMuoJIorus

PacnipoctpaneHHOCTh HEM3BECTHA.

dTHojorus

AyTOCOMHO-/IOMUHAHTHOE 3200JIeBaHHE C TATOTeHHBIMU MyTatusiMu B rene SCN2A u ropasio
pesxe B reHe KCNQ?2. [Ipu HeceMeltHOM BapuaHTe MyTallMY B JAHHBIX T€HaX MPOUCX0AT de novo.

KimHu4yeckne nposiBjieHUus

CemeiiHasi 1 HeceMelHast (POPMBI CAMOKYIMPYIOIIENCsT HEOHATAIbHOW M MJIaJICHYEeCKOU MU~
JIETICUM UMEIOT OJMHAKOBYIO KJIMHUYECKYIO KapTUHY, B NIEPBOM CJIydae OTATOLIEH CEMEWHBbIN aHa-
MHE3.

BepeMeHHOCTh U poIbl y MaTepu peOEHKa, Kak MpaBHJIO MPOTEKAlT HOopMaibHO. Pa3mep
r'OJIOBBI, HEBPOJIOTMUECKUH CTaTyC, ICUXO(U3UOIOTMUYECKOE Pa3BUTHUE HOBOPOKIEHHOTO B IpeJiesiax
HOPMBI.

[puctymsl 1eCIOTHPYIOT B NIEpBbHIE /IBa Tofla KU3HM, valle Bcero B Bo3pacte 11—13 Henenb.

YacTora npucTynoB BappUpyeT OT OJHOIO JO HECKOJIBbKMX B JeHb. [IpucTymsl jierko nogaa-
I0TCS1 KOHTPOJIIO C MOMOILBI0 TPOTUBOCYJOPOKHBIX IPENapaToB, MpeKpalanTcs B Bo3pacrte 12—
24 mecsa, 6e3 perMIUBOB B JaJTbHEHINCH KU3HH

[puctynsl (pokanbHbIe TOHMYECKHE, MOTYT TIEPEXOAUTh B OWlaTepasibHble TOHMKO-KJIOHUYE-
CKHe. Y HEKOTOPBIX MOTYT ObITh SMU30/bI AITHO3 U 3amupanusi. [IpogoKuTeIbHOCTh OOBIYHO /10 3
—4 MMHYT, PEIKO CBSI3aHbI C TUIIEPTEPMUEH.

Muarsoctuuyeckne kpurepun [1,23].

Tunuynbl (poKanbHbIE KJIOHUUYECKUE WIIM TOHMYECKUE TIPUCTYIIBI ¢ BOZMOKHOI CMEHOH J1aTe-
panu3aluy Wiv TpancopMaIiy B OuarepaibHble TOHUKO-KJIOHUYECKUE TPUCTYTIBI.

HexapaktepHbl Apyrue BU/IbI MPUCTYIIOB, 3a/IepKKa Pa3BUTHUSI, TpyOble OTKIOHeHHus Ha DI
w MPT, oTcyTcTBHE MaTOreHHBIX MyTallMil B CBSI3aHHBIX ¢ 3200J1€BaHUEM I'eHax.

HuddepennuaibHbIN JHATHO3

HuddepeHnmanbHbIi UarHo3 He0OXOIUMO MPOBOAUTH CO CACAYOIIUMU 3a00JICBAHUSMMU:

—SeLNE

—SeLIE
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— OcTpble CUMITTOMATUYECKHUE TTPUCTYTIBI

— ®okasbHbIe TPUCTYIBI CTPYKTYPHOU STUOTIOTHA

KnHruecku 1aHHbI CUHIPOM MOXHO OTJIMYUTB OT cuHAPOMOB SeLLNE 1 SeLIE Tosbko B ToM
cllyyae, eciid UMeeTcs 33J0KyMEHTHPOBAaHHbI aHAMHE3 O HavyaJle CaMOKYITUPYIOILENCs MUJIETICUN
y OJHUX YJIEHOB CEMbU B HEOHATAJIBLHOM IEPUOJIE, & Y APYIUX — B MJIQJIEHYECKOM.

JIeuenne

Jleuenne ATIM He siBisieTcsl HEOOXOOMMBIM, HO OHM YacTO Ha3HAYaOTCS ¥ 3(PEKTUBHBI IS
KOHTpOJIs1 TpucTynoB. [Ipy HasHaueHn KapOamaserniHa, BaJblIpoaToB, (heHoOapOUTasa CHMITTOMBI
OBICTPO MCUE3AIOT.

Bo3MmoxkHO faxe npekpallieHue MpUCTYIOB MOCe U3MEHEHUs PeKMMa KOPMIIEHUS TPYAHBIM
MOJIOKOM ITyTE€M COKpAIlIEHUs1 MHTEepBaJla KOPMJIEHUS U YBEJIMYEHUS MTPOIOKUTEIBHOCTA KOpMJIe-
Hus [15].

IIporno3s

[Tpuctynbl 0OBIYHO TIPOXOAAT B Bo3pacTe 12—24 wmecsia, 6e3 peluIvBOB B JIaTbHEUIIEH
Ku3HU. PazBuTre nereil 0ObIYHO HOPMAJIbHOE, Y HUX HET MpooieM ¢ 00y4yaeMoCTbIo, OHU He HyK[1a-
I0TCS1 B JONIOJIHUTEJIBHOM yXo7ie. PUCK NosiB/IeHr s APYTUX TUIOB IPUCTYIIOB B MIO3[JHEM JIETCTBE WU
BO B3pOCJIOM BO3pacTe HAMHOTO HUKe P HeceMeHOoU (hopme 3a0071eBaHUsI.
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reHepaJII/I3OBaHHI)Ie IMUJICIITHICCKUE CUHAPOMBI
nepnoaa HOBOPOKACHHOCTH 1 MJIAICHYECTBA

MuokjaoHuYeCcKasi SNMujiencusi Miuajaendecroa/
Myoclonic epilepsy in infancy (MEI)

Onpenesienne

Mpuoxkiionnueckasa snwiencusa miageHdyectsa/Myoclonic epilepsy in infancy (MEI) -kim-
HUKO-3JIeKTpo3HIepasiorpacMueckiil CUHAPOM B CTPYKTYpe I€HETMUYECKUX TI'eHepai30BaHHBIX
SMUJIETICUI, XapaKTEePU3YIOIIUICS KPAaTKOBPEMEHHBIMA MUOKJIOHMUYECKMMU IPUCTYIIAMHU Y HOPMaJlb-
HBIX JIeTeil B BO3pacTe [0 3 JIeT ¥ XOPOLIMM JI0JTOCPOYHBIM IIPOrHO30M.

Takke, B IMTEpaType MOI'YT UCHOJIL30BAThCS CAEAYIOINE HA3BAHUA:

— JoOpokauecTBeHHAss MUOKJIOHMYECKas! SMMJIETICHS MJIaIeHYeCcTBa

— MuokJioHMYecKast SMUJIencusl MIIaIEHYECKOrO Bo3pacTa

— CamoorpaHMyeHHasi MUOKJIOHMYECKas! SMIJIETICUS MJIaieHYeCcTBa

— dapmakopeakTUBHAs] MUOKJIOHMUYECKAs! SMUJIETICHS MJIaIeHUeCTBa

— PedniekTopHast MUOKJIOHMYECKast SMUJIETICHS MJIaIeHUeCTBA

— Benign myoclonic epilepsy in infancy

— Self-limited myoclonic epilepsy in infancy

— Pharmacoresponsive myoclonic epilepsy in infancy

HUcropuyeckas cnpaBka

MuokioHnyecKkass anuiiencus milajeHdectBa Brepsble omucaHa C. Dravet u M. Bureau
B 1981 rogy [11].

ABTOpBI cOOOIIANMM O HaOMOIEHUsIX 32 7 IEeTbMH, Y KOTOPBIX OblIa BBISIBICHA PaHHSsS M-
JIeTICU 1, XapaKTepU3yIOIascs TOJIbKO KPATKUMHU MUOKJIOHMYECKMMU ITPUCTYIIAMU, C TeHepaJIn30BaH-
HBIMU criaiikamul ¥ BostHaMu Ha D3I, [IporHos Obu1 O11aronpusTHBIM BO BCEX CIydasix, HO 'y 2 maru-
€HTOB B Bo3pacte OT 9 1o 12 jieT NOosSBWIMCH peJKue CyAOPOXKHBIE MPHUCTYMbL. ABTOPHI NPUILLIA
K BBIBOJY, UTO 3TO paHHss (popMa reHepan30BaHHON SMUJIETICUU.

Ho omucanusa C Dravet and M Bureau, B pabore PM Jeavons (1977) Obiia mpeanpussta
MONBITKA MPOSICHUTD IyTaHUIY B KJIaCCU(PUKALIMK MUOKJIOHMUECKHX SMUJIETICUI IETCKOTO BO3pacTa.
Ha xymHMYecKuXx U anekTpo3sHIedanorpagpuueckix JaHHbIX ObUIM MPEICTaBJIEHbI IECTh CUHIPO-
MOB: MH(pAaHTUJIbHbIE CHa3Mbl, MUOKJIOHUUYECKU-ACTATHUECKAs SMUJIEIICUs, SMUIETICUS C MHOKJIO-
HUYECKMMHU abcaHCaMu, MMOKJIOHMYECKas SMUJIENCUsl JETCKOro BO3pacTa, MUOKJIOHMYECKAs! SITH-
Jienicusl MOAPOCTKOBOIO BO3pacta M (POTOMMOKJIOHMYECKAs SMUJIETICUsl, KOTopas MoApaselisiach
Ha MUOKJIOHMYECKHUE CYIOPOI'M U MUOKJIOHMM Bek [13].

DnuaeMuoJa0rus

Ha MEI npuxogurcs 1,1% Bcex ciiydaeB SIWIENICUY C HAYAJIOM B IIEpBble TP I'0Aa KU3HU
[21]. BeposiTHO, 3TO HeOobIasA HEJOOLEHKAa UCTUHHOM YacTOThI, U HEKOTOPbIE CIIyyau MOTYT Jua-
THOCTUPOBAThCS KaK MUOKJIOHMKO-acTaTUyecKas snuiercus. B 1Ba pa3a vaiie Bcrpevyaercs y MaJib-
YHUKOB, YeM y JeBoveK. [IpuMepHO y OIHOM TpeTu JeTeil ¢ STUM 3a00JIeBaHNUEM €CTh WIEH CEMbH,
CTPAIAIOIIHI SMJICTICUEN WM CTPaJaBIIvii B IeTCTBE (PeOPHIbHBIMU CYJOPOTaMH.

ITHONATOreHe3

JloOpokayecTBeHHast MMOKJIOHWYECKasl SMUJIETICH s MJIaICHYECTBA SABJISIETCSA MaJIOUCCIIeI0BaH-
HOM reHeTUYeCKOM NaTOJIOrMeid, OCKOJIBKY BCTpevaeTcsl JOBOJIBLHO peliko. B HacTosiee Bpems Heno-
CTaTOYHO U3BECTHO, MYTALM KAKMX '€HOB MPUBOIUT K €€ pa3BuTHIO. CeMelHbIil aHaMHe3 MuJIen-
cum uim peOpUITbHBIX cygopor npucyTcTByeT B 30% cirydaes.
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Bbu10 BBISIBJIEHO HECKOJIBKO CHELM(PUUECKUX FE€HETUYECKMX W3MEHEHUM, TaKUX KaK MyTalus
SLC2A1 u HCN4.

MMOKJIOHNYECKHUE TPUCTYIIBI COMPOBOK/IAIOTCS BOZHUKHOBEHUEM OBICTPBIX TeHEPATN30BaH-
HBIX CITAMK- WM NOJUCIIANK-BOIH ¢ yacTtoTor 3 't 1 Gostee, WIMTENBHOCTBIO 1—3 ¢ B JIOOHBIX WJIH
TEMEHHbIX OTBEICHUSIX.

Kanaccudukanus

ILAE Brmouwia MEI B 4uClIO TeHEpaIM30BaHHBIE SMUJIEHTUYECKUE CUHAPOMOB MEPUOAA
HOBOPOX/IEHHOCTH U MJlajieH4yecTBa [22].

Brizensiorcs pedieKTopHbIi (1ociie BO3/IEHCTBUS TPUITEPOB) U CIOHTAHHBIH (€3 TPUITepOB)
BapuanTsl MEIL.

Pednexropuas (popma nmeer panHee Hadaso, crierdpuueckue DI -xapakTepUCTUKU U XOPO-
LU TIPOTHO3.

JIOTIOTHUTEIIBHO BBLAEIISIIOT CJIEAYIOIINE PEJKUE BAPUAHThl MUOKJIOHWYECKOU SMWJIETICUU MJIa-
JEeHYeCTBa:

1. PecbriekTopHasi MHOKJIOHMYECKast SMUIernicus muiagendyectsa. [Ipencrabnser co0oit ocoOblit
TIOJITHII, BBI3BAHHBIN MCKJTIOUYMTEILHO BHE3AITHBIMUA HEOKUIAHHBIMH TAKTUJIbHBIMU WM CITYXOBBIMH
CTUMYJIaMu. XapakTepusyercsi Oojiee paHHUM HavaJIoM, KOPOTKOW MPOAOIKUTEIBHOCTBIO, JIy UM
MIPOTHO30M C OBICTPOW PEMHCCHEN U JIyYITNM KOTHUTHBHBIM HCXO/IOM.

2. ®OTOCEHCUTUBHAS MUOKJIOHUYECKAsH SMUJIETICUS B MJIQIEHUYECTBE. XapaKTepUu3yeTcss MUO-
KJIOHMYECKVMU TIPUCTYIIAMH, BHI3BAHHBIMU (DOTOCTUMYJISAIMEH, C KOTOPIMU OOBIYHO TPYAHO CIpa-
BUTHCSI.

3. HouHoii BapuaHT JOOpPOKAUECTBEHHON MMOKJIOHMUYECKOW SMUJICTICUA B MJIaJeHYeCTBe,
XapaKTepU3yOIIMMHUCS BbIPAKEHHBIMA MUOKJIOHUSIMU TOJIBKO BO BpEMsI CHA.

4. Cemeiinasi uH(aHTWIbHAS MUOKJIOHUYECKAsl SMWIETICHSI C 2y TOCOMHO-PEIIECCUBHBIM HaCJIe-
JoBaHueM (xpoMmocoma 16p13), nposiBiseTcss MUOKJIOHUYECKHUM CTaTyCOM C [IEPEXOJOM B FeHepaJIu-
30BaHHbBIE TIPUCTYIIBI, 3200JIEBaHKE COXPAHAETCS] BO B3POCJIOM BO3pACTe Y BCeX MAIlUEHTOB.

KimHu4yeckne nposiBjieHUus

[Tpuctynbl HauMHAIOTCSA y paHee 3J0POBBIX JeTel B Bo3pacte 0T 4—6 mecsies 1o 2—3 (MHorna
5) net, HO yaile Bcero B Bo3pacte oT 1 110 2 yiet, ¢ nukoM B 6—18 mec. OcTpblii epuos, npu KOTo-
POM HaOMIOAAIOTCS BHIPaKEHHBIE KIIMHUUYECKHE TIPOSIBIICHH S, B CPeIHEM JJTUTCS MeHee 12 mecsIieB.
[IpeBanupyloT maMeHTh MYyKCKOTO 10JIa B COOTHOUIEHUH ITpuMepHO 2:1. [IpucTynsl nepcucTupyior
B BO3PACTHOM HMHTepBajie MeX1y 6 MecsAllaMu M S roflaMu, MOTYT BO3HUKATh CIIOHTAaHHO WM OBITh
CIIPOBOLIMPOBAHBI KOHTAKTOM, LITyMOM, CBETOBOM CTUMYJISILIMEN; Yallle BCEr0 BO3HUKAIOT B NIEPUO/IbI
COHJIMBOCTH, TIOCJIE MPOOYKICHUS, Tepe]l 3aChlaHueM, TPH ASPUBAILIMH CHA.

JBe Tpetu cinyyaeB MEI BO3HMKAIOT CIIOHTaHHO, a B OJHOM TPETH MPUCTYIIbI BHI3bIBAIOTCS BHE-
3aIHbIM IIIyMOM, MPUKOCHOBEHUEM WK CBETOM (pedieKTopHbIi BapuaHT). Cpeau pedIeKTOpHOro
BapuanTa 20% MOryT ObITh BbI3BaHbI (POTOCTUMYJISILIMEH, & OCTAIbHbIE MOTYT OBITh BBI3BaHBI BHE3AII-
HBIM aKyCTMUECKUM WU TaKTUJIbHBIM CTUMYJIOM.

Kmnanueckas u 93I'-(oTouyBCTBUTENBHOCTh IPUCYTCTBYET Y OIHOM TPETU MAllMEHTOB.

VY npereil HaOMOOAIOTCS MHMOKJIOHMYECKUE TeHEpaIM30BaHHbIE CYJOPOrH, 0e3 BBHIKITIOUSHUS
CO3HaHUs1, KOTOpbIe MOTYT ObITh BHaYaJIe He3aMeTHBIMHU. [IprcTymbl 0ObIuHO 1uisitcst 1—3 ceKyHpl,
Ho Bcerna kopoue 10 cekynp. [Tponcxonsr HECKOIbKO pa3 B IeHb, UX BOSHUKHOBEHUE HENPEACKa3y-
eMo. OOBIYHO 3aTParrBaiOT BEPXHUE KOHEYHOCTHU U TOJIOBY, peke HIKHUE KOHeYHOCTU. C TedyeHueM
BPEMEHU 4acToTa IMPUCTYIOB MOCTENEHHO yBEJINUMBaeTcs. MHOKJIOHMYECKUE MTOAepruBaHus 3aTpa-
TUBAIOT OCh TeJla U PyKH, IPOBOIMPYs MaJCHUE TOJIOBBI, U OOBIYHO MPUBOAAT K JBIKEHHIO BEpX-
HUX KOHEYHOCTeW BBEpX M HapyxKy. Horu Moryt crudarbcsi 1 HaKJIOHAThCS Briepe. Kak ciencteue,
MAMEHT MOXET POHSATH MPEJMETHl U3 PyK WM TepATh 1mo3y. OqHako peOeHOK peKo MajaeT, eciu
TOJIBKO HE 3aJIeWCTBOBAHBI HIKHIE KOHEYHOCTH. B HEKOTOPBIX ClTydasx MOKET HaOJI01aThCsl BOBJIE-
YeHUe IJ1a3HbIX SI0JIOK, MPUBOAINEe K 3aKaThiBaHUIO 1M1a3. [locne mpucTyna HacTynaer pedpakrep-
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HBII Tiepuof IUTeTbHOCTHIO OT 20 10 120 cexk Bo BpeMsi KOTOPOTro Jaske MHTEHCUBHASI CTUMYJISIIHUS
HE BBI3bIBAET HOBBIA PUCTYI. MOKET ObITh MBIIIIEYHAST ATOHHUS.

B nérkux ciiyyasix e1MHCTBEHHBIM CUMIITOMOM $IBJISIETCS MMOKJIOHYC BeK. [Ipu Tskessix pop-
Max HaOJTIo/IaeTCs TeHepaIM3als CyI0porT, C IOTepel paBHOBECH 1, BHIIIAICHUEM ITPEIMETOB U3 PYK,
MHOT/Ia — PACCTPOMCTBAMHU CO3HaHUs1. [Ipy BOBJIEUYEHUH B TIPOLIECC MEKPEOSPHBIX MBI, TIepeaHEH
OpIOIIHOM CTeHKH, AuadparMbl HAPYIIAETCs AbIXaHKE.

[puctynsl penko OBIBAIOT JEWCTBUTENBHO TEHEPATM30BAHHBIMU M 4YacTO HACTOJBKO He3a-
METHBI, YTO UX YaCTOTY MOKHO HEJJOOLIEHUTb.

XapaxktepHbiM a1 MEI sBnsercs yBelmyeHUe MHTEHCUBHOCTH KJIMHMYECKUX IMPOSIBICHUN
10 ONPEAETIEHHOIO BO3pacTa ¢ MX MOCEAYIOIIMM TOJIHBIM MCYE€3HOBEHUEM. TOHUKO-KJIOHUYECKHE
MIPUCTYIIBI TIPOUCXOIAT peako. PedpuiibHbIe CyIoporu MoryT Bo3HuKath y 30% nereit. Tpancgop-
Matys B Apyrue (hopMbl IMPUCTYIIOB, B TOM YHCIIE B a0CAHCHI, HE TIPOUCXOAMT JIake Ha (hOHE OTCYT-
CTBUS CHIELM(PUUECKOrO JICUSHHUS.

OcHoBHbIMU KJIMHMYecKUMU npusHakamu MEI sBnsiores:

— MuoK1I0HMYECKHE CYIOPOTrH, BOBJIEKAIOIIME BEPXHUE KOHEUHOCTU

— KuBanue rosioBoii, 3akaTbiBaHue IJIa3 BBEPX, MOPraHue

— Pe6&HOK masiaeT, eciii CTOUT MPH BOBJICYEHUH HUKHUX KOHEUYHOCTEH

— Kpuk/noxo:xas Ha Kauiesb BOKaJIU3alMs U3-32 BHE3AITHOT'O COKpAILEHNs AradparMsl MHOTAA
MOJET COIMPOBOXAATH MUOKJIOHUUECKUE JEPTraHbsl

— CozHaHue OOBIYHO OCTaeTcsi HEeTPOHYThIM. OJHAKO JIeTKoe M3MEHEHUE CO3HAHUS MOXKET
COIIPOBOXJATh IPYMIy MUOKJIOHUYECKUX IPUCTYIIOB.

JAuarHocTuka

MpuokJioHnYecKast MUJIETICUs MJIaJIEeHYeCTBAa JTUATHOCTUPYETCS MO KJIIOUEBBIM KJIMHUYECKUM
1 D3I npusHakaMm. Pu3MKaIbHOE 0OCeoBaHNe peOeHKa B MHTEPUKTAIBLHBIN Mepruoj] HenHgpopMa-
THBHO. JIabopaTopHbIE TeCThl KAKUX-TUOO OTKJIOHEHWI OT BO3PACTHON HOPMBI HE BBISIBIAIOT. Mak-
CUMaJIBHOW MH(POPMATUBHOCTBIO 001a1aeT HOUHON DI -BUIC€OMOHUTOPHHT, TTO3BOJISIOMINI OOHA-
PYKUTb CMAfK-BOJHBI U MUOKJIOHUYECKHUE TIPUCTYTIBL.

B mexnpuctynueiii nepuog 931" B npenesiax HOpMbl. BO3MOXKHO HE3HAUMTENBHOE 3aMejijie-
HUEM aKTMBHOCTHM B HEHTPAIBHBIX OOJACTSAX; KOPOTKHE €AMHUYHBIE TeHEPAIN30BAHHbBIC pa3psibl
KOMITJIEKCOB «CIANK-BOJIHA», «OCTpasi-Me[lIeHHAsl BOJIHA», MPHOOpPETAIoIIe HAauOOJBIIYIO BbIpa-
s#eHHocTh BO BpeMs I u 1l cranuii cHa. [Ipu purmMuyeckoit (hoTOCTUMYJISLIMK BO3MOXKHO TOSIBIEHHE
CMafK-BOJHOBOW aKTUBHOCTH.

Bo Bpems npucryna Ha 931" oTMeuaeTcsl Halmure reHepaIn30BaHHbIX, Pa3psiJOB HEPErysip-
HBIX (peke OmiatepabHO-CHHXPOHHBIX ), YACTO ACUMMETPHYHBIX ITUKOB, OCTPHIX BOJIH, KOMILJIEKCOB
MMHK-BOJIHA U ITOJIUIMK-BOJIHA, C YaCTOTOU OKOJI0 3 I'I.

AnextposHuedanorpadus () ABAeTCA KIIOUYEBHIM KOMIIOHEHTOM B OLIEHKE JUAarHo3a.

OcnosnabiMu D3I npusHakamu MEI aBnsioTes cnepyomue:

— ®onHoBas akTuBHOCTH DII" B HOpMeE

— NntepukrtasbHas D3I 60MbIIIyI0 YacTh BpEMEHU B HOpME

— WkranbHas D3I BIABIAET KpaTKUE pa3psiibpl ClaliK- U MOJMCHAUK-BOJIHOBOM aKTUBHOCTU
¢ yactoront 3 I'it

— Jlumienue cHa MOXET aKTUBUPOBATh Pa3psibl

— ®otocTUMYIALIMSA MOKET AKTUBUPOBATb Pa3psibl.

SOMI" neMOoHCTpUpYyeT pa3psizibl, COOTBETCTBYIOIIME MUOKJIOHYCY. Il MCKJIIOUEHUS] OpraH1ye-
CKOH TaTOJIOTMM MOKET HazHavyaThcsl HeripocoHorpadpus, MPT. [1py Hannuny KIMHUYECKOW CUMII-
TOMATHKH Ha MPOTSKEHUU JJIUTEIBHOTO NEPUOAA MTPOBOAMUTCS OLIEHKA ICUXOMOTOPHOTO PAa3BUTHS.

Muarsocruyeckne kpurepun [1,23].

TUNUYHB MUOKJIOHWYECKHE TIPUCTYTIBl 1 HOPMaJlbHAsl OCHOBHASI aKTUBHOCTH Ha DI
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HexapakTtepHbl Apyrue THITbI IPUCTYTIOB B Ie0I0Te 3a00JIeBaHMs], 3a1€pXKKa Pa3BUTH S, TpyObie
OTKJIOHEHUS B HEBPOJIOTMUECKOM cTaryce WK JaHHbeiX D91 u MPT.

Huddepennuanbubii juarnos [1]

HuddepeHnmanbHbIi UarHo3 HeOOXOIUMO POBOAUTH CO CAESAYOIIUMHU 3a00JICBAHUSMMU:

Inunenmuueckue CUHOPOMbL

— Undantmnbabie criazmbl i cuaapom Yacra (IESS). Cunapom xapaktepusyercs: nH(paH-
TUJIBHBIMU CHIa3MaMH, aHOMaJIbHON D3I ¢ rurncaputMueit, 3a1Iep:KKOi pa3BUTHUS.

— Cunpapom [lpase (DS) — dapmakope3ucTeHTHasI SMUJIETICUSI C HA4YaJoM Ha TEPBOM TOAy
KU3HU. fIBsieTcst KaHaonatuel, Bbi3biBaeMon myTaiein SCNTA y Tpex yerBepreil MalMeHTOB.
ITo mepe nporpeccrupoBaHus MPUCTYIIOB B A0JTOCPOYHON NEPCIIEKTUBE BO3MOXXHA 3aepKKa pa3BU-
TSI C KOTHUTUBHBIMU HApYIIEHUSIMU U paCCTPONCTBAMU MOBEACHUS.

— Cunnpom Jlennokca—Iacto (LGS) — 0ObI4HO eCI0THPYET NO3HEe, UMEIOTCS Pa3IUYHbIE
THITBl TIPUCTYIIOB (aTHIUYHBIE a0CAHCHI, TOHMYECKKE, aTOHMUYECKKE), Me/IJIeHHasi CIIaiiK-BOJTHOBAsI
aKTUBHOCTb Ha DII.

— DNUJerncusl ¢ MUOKJIOHMYECKU-aToHnYeckuMU npuctynamu (EMALS) — takxke xapakTepeH
6osnee MO3JHUI 1e0I0T, pa3IMYHbIe BUbI IPUCTYIIOB (AaTOHMYECKKE, AaTUMUYHbIE a0CAHCHI, SMTU30/IbI
OeccyIOpOKHOrO cTaryca, OunarepaibHble TOHUKO-KJIOHUYECKUE MPUCYIThI, MUOKJIOHMUECKH-ATO-
HUYECKHE TIPUCTYIIbI), rpyOble HapyIieHus: Ha D3I 1 3aepkKa pa3BUTHSI.

— DHieanonaTiy pa3BUTHs ¢ Ae0I0TOM B MJIaIEHYECKOM BO3pACTE — XapaKTepU3YIOTCs Ipy-
00i1 3a1epXKKOI pa3BUTHS, aHOMATMAME Ha DI 1 pa3IMYHBIMU TUTIAMH MTPUCTYTIOB.

— MHOKJIOHNYEeCKMMH TIPUCTYIIAMHU B PaHHEM JETCTBE MOT'YT MPOSIBISITHCSA HelpomeTadomu-
YecKre HapylleHusl, MUTOXOHApHabHbIe 3a00JIeBaHus U OONE3HU HAKOIUICHUsI. [[1s1 HUX TUIIMYHBI
MYJIbTHOPraHHbIE HapYIIEHUs1, IPOTrPECCUPYIOLIEe HEBPOJIOTMYECKOE YXYALLIEHNUE.

— Cunppom aedunmra nepeHocumka rimoko3sl (GLUT1DS) xapaktepusyercsi CHUKEHUEM KOH-
LEHTPALIMU [JIIOKO3bl B JIMKBOPE, Pa3IMYHbIMUA TUIAMH IPUCTYIIOB, MUKpoLedaIren.

— IIporpeccupymomnme MHOKJIOHWYecKUe smuierncuu (6one3nb Jladopsl, 6one3nb YHpep-
puxta-Jlynndopra, MUTOXOHIpUaITbHAS SHIIE(ATIONATHS C PBAHBIMH KPACHBIMHU BOJIOKHAMH, OOJIE3Hb
lome 3 Tuna, HEMPOHAIBHBIN LEPOUIHBIN JUNOPYCIMHO3 U channao3). OCHOBHBIMU MPU3HAKAMU
SIBJISIIOTCS. MHOKECTBEHHBIE THUIIbI IPUCTYIIOB, IPOIPECCUPYIOIIEE HEBPOJOTMYECKOE YXYIIIEHHUE,
BKJIIOYAIOIIIEE aTaKCUIO WA AEMEHIIUIO.

Hesnuaenmuueckue cocmosinus

— J1o6pOKaueCTBEHHBIN HEIMWIECNTUYECKUIT MUOKJIOHYC — HEeT MaTTepHa MUOKJIOHHUYECKHX
npuctynoB Ha D3I'. Hesnunentruyeckue cria3mbl, BOZHUKAIOT Ha MIEPBOM TO/ly KU3HU U CaMOCTOSI-
TEJILHO pasperualorcs K 1ByM rogam. [Ipopomxkaiores 1—2 cekyHpl, ¢ HOpMAJIbHBIMU UKTAJIbBHBIMU
Y MUHTEpUKTAIbHBIMU nartepHamMu DI, VIkTanbHas Buaeo-I39I" moMoraer UCKIOUUTb UX SIUIIEN-
THUYECKYIO PUPOILY M TEM CaAMBIM M30€XaTh HEHYKHOTO MJIM YPE3MEPHOTO JICUSHHUS.

— l'unepakmekcus xapakTepusyeTcss aHOMaJIbHOM peaklell Ha CEHCOPHBIE CTUMYJIBI (CTapTII-
peakims) 6e3 smuaenTudOpMHON aKTUBHOCTH Ha DI,

— l'unHarornyeckye MUOKJIOHUM OOBIYHO BO3HUKAIOT IIPY 3aCHINAaHUM, HE TIPOUCXOIAT B 60/p-
CTByIOIIEM cocTosiHuM, D" B HOpMeE.

— poxarensHble puctynsl (shuddering attacks) xapakTepusyioTcsi HOBTOPSIIOIIMMUCS TU30-
AaMU JPO’KH, YaCTO CBSI3AaHHBIMU C BO30YkJIeHueM, Oe3 marosnoruu Ha D3I

— JloOpoKavecTBeHHBII HEOHATAIbHBI MHUOKJIOHYC cHa. Camopaspelarolieecss COCTOsSTHUE,
XapaKTepU3yoleecs: MOTHUEHOCHBIMU MUOKJIOHUSIMU, BOHUKAIOLUIUMHU TOJIBKO BO BpeMsl MeJJIEH-
HOT'O CHa, 1 HOpMaJsibHbIMU pe3yibraramu DII. MEI, kak npaswuiio, HaunHaetcs nocie 6 mecsies
OOBIYHO HE BO3HMKAET BO BPEMsI CHA, UTO SIBJISIETCS BAXKHON OTIIMYUTEIHHON OCOOEHHOCTHIO.

— JIBurarenbHble CTEPEOTUITUM.

— oOpokauecTBEHHBIE TTPUCTYIIBI JPOKH.

— MUOKJIOHYC-AUCTOHUS.
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JIeuenne

Jleyenue npoBoAUTCs B aMOYJIaTOPHBIX YCJIOBHUSX U JUIUTCS OKOJNO 3—4 JIeT ¢ MOMEHTa BO3-
HUKHOBEHUS TIEPBBIX MTPUCTYIIOB, 32 UCKTIOUYEHUEM YaCThIX U TSIKEJIBIX MUOKJIOHUYECKHUX aTaK, Tpe-
OyIoIMX MOCTOSIHHOTO HaOmoneHus. [1pu BbIpakeHHON (POTOCEHCUTUBHOCTU MM 1yBCTBUTEIILHO-
CTH K JIpyTMM CTHMYJIaM JITUTEJIbHOCTh JIeUeHHs yBenn4nuBaercs. [Ipy JIerkux mpucTynax Teparus
MOXET He Ha3HAYaThCSl.

[Ipenaparamu nepBoW JIMHUM SIBJISIIOTCS BaTbIIpoathl. [Ipy nx Heahp(HEeKTUBHOCTH MOKa3aHbI
Mpenaparsl U3 TPyMIibl OEH30MA3ETMHOB UM CYKIIMHUMUAOB. Heo0X0qMMo HCKITIOUeHNE TPUTTEPOB
MIPUCTYTIOB.

IIporno3s

3aboseBaHKe MOJTHOCTBIO KYIUPYETCs C BO3PACTOM M IMeeT OJ1aronpHusATHBIA MPOrHO3. Y 00Jb-
IIMHCTBA JAETeW MPUCTYIBl MpeKpamanTcsd K S—6 rogaM, uHorga pasbiie. [IpumepHo ot mnosno-
BUHBI JI0 JBYX TpeTeH JeTell C 3TUM CHHIPOMOM He MMEIT MpoOJeM C pa3BUTHEM WM TOBejle-
HreM. OTHaKO y HEKOTOPBIX JeTeld, 0COOEHHO €CIIM He OCYILECTBIISIETCS KOHTPOJIb IPUCTYTIOB, MOXET
HaOJIOAaThCsI HEKOTOpast 3a/IepKKa B Pa3BUTHHU. Y 3THX AETEH TaKKe MOTYT ObITh TPOOIEMBI C TIOBE-
nenvieM. HecMoTpst Ha B 11e710M OJIaronpHsATHBINA HEWPOTICUXOJIOTMYECKUI UCXO/], YMCTBEHHAs OTCTa-
JIOCTh MOXET HaOMoAaThCsl vaile, 4YeM B oOImei nomysisiuyd. Ha MOMEHT MOCTaHOBKM JHarHosa
HEBO3MOXKHO TIpeIcKa3aTh, Y KaKuX jieTer OymayT 3TU POOIEeMBI.

Poaureny nomkHbI ObITH TPOMH(MOPMHUPOBAHBI O €CTECTBEHHOW MCTOPHHU 3a00JIeBaHM S, YTOOBI
MPEIOTBPATUTh HEOIPABIAaHHOE OECTIOKOICTBO.

MMOKJIOHNYECKHUE TTPUCTYITBI, BO3HUKAIONE Ha (DOHE 3BYKOBOM WMJIM TAKTHUJIBHOW CTUMYJIS-
[IUM, TIPOTHOCTUYECKU Oosiee OarompHsATHBI, YeM CIIOHTaHHbIe. MalloBeposiTeH Tiepexo]] B Apyrue
opmbl snunencun. Tem He meHee, yepe3 10—15 et Bo3MoxkHa TpaHcdopMallvs B I0OBEHWIbHbIE
(bopMBI MAMOTIATUYECKUX TeHEPATN30BAHHBIX SMUJIETICUI (IOBEHWJIbHAsT MUOKJIOHUYECKasH IUIIETI-
CHsl, SMUJIETICUSI C U30JIMPOBAHHBIMU TOHUKO-KJIOHUYECKUMHU MTPUCTYTIAMH).

TepmuHn «goOpoKauecTBeHHBII» B oTHOLIeHnn B MEI ciemyer ucronb3o0BaTh ¢ OCTOPOKHO-
CTBIO B OTHOIIIEHWM €r0O MOBEAEHYECKOro M KOTHUTUBHOTO pe3ynbTara. PaHHee Hayano MmpucTyrnoB
Y XyIIIAA KOHTPOJIb HA/l HAMHM MOTYT ObITh (DAKTOpaMH pUCKa HEeOIarorpusiTHOro HeHpOICUX0JIo-
T'MYECKOTO UCXOfIA.
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dnuiaentuyecKkre CHHAPOMBbI, IEPHO0/1a HOBOPOKAEHHOCTH
A MJIA/ICHY€CTBA, HMEI0IMe YePThl KaK (POKAJIbHBIX,
TaK U reHePaJu30BaHHbIX (KOMOMHHPOBAHHbIE)

I'eHeTHnueckas snmiaencus ¢ gedpuIbLHbIMA CyI0POraMu
maroc/Genetic epilepsy with febrile seizures plus (GEFS+)

Onpenesienne

I'enernyeckas snuiencus ¢ ¢pedpuibHbIMU cygoporamu moc/Genetic epilepsy with febrile
seizures plus (GEFS+) — rpymma reHeTHuecky reTeporeHHbIX 3a00JIeBaHUi ¢ Ay TOCOMHO-OMUHAHT-
HBIM TUIIOM HACJIEAOBAHUS C HEMOJHOUN MEHEeTPaHTHOCTBIO, MPU KOTOPBIX (heOpriIbHbIE IPUCTYIIbI
MOTI'YT COYETaThCS C PA3IMUHBIMU TUITAMU aheOPUITbHBIX SIS THYECKUX ITPUCTYIIOB.
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KoHen 03HakoMuUTEJIbHOT0 (pparmMeHra.

Texkcr npenocrasinen OO0 «JIutpec».

IIpounTaiiTe 3Ty KHUTY LIEJIMKOM, KYIMB II0OJHYIO JIETaJIbHYIO Bepcuio Ha JluTpec.

BesomnacHo onnatuTh KHUTY MOKHO OaHKOBCKOM Kaprtoit Visa, MasterCard, Maestro, co cuera
MOOWIIBHOTO TenepoHa, C TUIaTeKHOro tepMuHana, B catone MTC wm Cesi3Hoii, yepes PayPal,
WebMoney, fAunekc.densru, QIWI Komesnek, 60HyCHbIME KapTaMu WX APYTUM YIOOHBIM Bam crio-
coOom.
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