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BBenenune

DnuIenTUYeCKUe TPUCTYIIbI, TMPOSIBIIAIONINECS CYI0pora-
MH, SBJISIOTCS] HAnOoJIee pacpoCTPaHEHHBIM HEBPOJIOTUUECKIM
pPacCTpOMCTBOM B HEOHATAJIBHOM TIEpHONie W MJIAJICHUECTBE
(c HayaJIOM B BO3pacTe 110 2 JieT). B OCHOBHOM OHM BbI3BaHbI Tsi-
xenpivu HapyieHusiMu [THC. VIX BOBHUKHOBEHHE MOXET paH-
HUM MPU3HAKOM OCHOBHOTO 3200JICBaHUSI.

B y4ye6HO-MeTOnmyeckoM mocoOuu OyayT pacCMOTpPEHBI BO-
IIPOCHI COBPEMEHHOM KJIacCU(bUKAIVH, KJITMHUKU, TUATHOCTUKU
Y JICUCHUS STWICIITUYECKUX CUHPOMOB IEPUOa HOBOPOXKICH-
HOCTHU U MJIaJICHYECTBA.



DTHOJOrUS SMIICNTHYECKHUX
NPHUCTYIIOB Nepuoaa
HOBOPOKJEHHOCTH U MJIaJleHYeCTBa

Haubonee pacnpocTpaHeHHBIMU pacCTpOMCTBaMU, TTPUBOIS-
MU K OCTPOMY MOBPEXIEHUIO TOJIOBHOTO MO3Ta, U MPOSBIIA-
IOUIMMUCS B BUJE CYIOPOT' Y HOBOPOXKJEHHBIX, SBJISIOTCS TMITIO-
KCUYECKU-UIIEeMUYecKasl dHIedaionarvs; UIEeMUYECKUl WH-
CYJIbT; BHYTPUUEPENHOE KPOBOU3IHUSIHNE; NH(PEKIIUN; UHTOKCH-
Kalysl; JEKTPOJIUTHBIE U METaOOIMUECKHE HapyLIeHHs.

STHOJIOTHSA 3aBUCHUT OT TOT'O, ABJIAETCS JIM NALIUEHT IOHOLIEH-
HBbIM WJIM HEJOHOIIEHHBIM HOBOPOXJEHHbIM. B mepBoi rpym-
ne HanOoJee YacTol MPUYMHOM SIBJISIETCS TUIIOKCUYECKU-UIIIe-
MUYecKas FHIealIoNnaThs, NIEMUYECKUN UHCYIIBT, TPAH3UTOP-
Hble MeTa0OIMYECKHe U EKTPOIUTHBIE HapyIIeHHs, MH(]EK-
MM, BpoxkJeHHble opoku pa3Butus LIHC, cuHapombl renetu-
YEeCKOU SMWIETICUU (HarlprumMep, 100pOKaueCTBEHHbIE CEMEUHbIE
HEOHATaJIbHbIE TPUCTYIIBI WJIM BPOKICHHBIE HApYIIIEHUs] OOMeHa
BEIIIECTB).

Bo BTOpOIi rpynme Hanbdosee pacpocTpaHEHO BHY TpUYEperl-
HOE KPOBOM3JIUSIHUE.

Nmeerca Koppenduus MeXAy HU3KUM IeCTalMOHHbIM BO3-
pacToM, HU3KOM Maccoy Tejia Mpy POXKIEHUN U BOSHUKHOBEHU-
€M CYJIOpPOTI' Y HOBOPO:KA€HHbIX. CyIlleCTBYeT B3aUMOCBSI3b MEX-



1y HEJIOHOILIEHHOCTBIO, MTOBPEXIEHUEM I'OJIOBHOTO MO3Ia U BO3-
HUKHOBEHHEM HEOHATAJIbHBIX MPUCTYIIOB.

Cymoporu Takxe MOTYT ObITh MPU3HAKOM HE3PEJIOCTH MO3-
ra MJIaJIeHI1a, KOTOPbI XapaKkTepu3yeTcs HATMYreM cretiuguye-
CKUX (paKTOpPOB, YCHIMBAIOIIUX BO30YKICHUE Y YMEHBIIAIOIINX
TOPMOKEHHE.

TpaAUIIMOHHO CUHIPOMBI B OCHOBHOM OIPEE/IsUTUCh JJIeK-
TPOKJIMHUYECKUMU OCOOEHHOCTSIMU, OHAKO B TOCJIEIHUE J1Ba
JNECSTUIIETUS] OTKPBITUE ACCOLIMUPOBAHHBIX C SIMUJIETICHEN Ie-
HOB TO3BOJIMJIO M3YyYUTh T'PYIIIBI CIIy4aeB ¢ OOIIel reHeTude-
ckoii atuosiorueit. [losiBuMCh NocieoBaTesIbHbIE MEKTPOKIIH-
Huueckue enorurnsl, Hanpumep, CDKLS, MeCP2, PCDH19,
STXBP1. Kpome TOoro, HEeKOTOpbIEe CTPYKTypHbIE, METa0OInYe-
CKH€, UMMYHHbIE U UH(EKIIMOHHbIE HO30JOTMYECKUEe €IUHU-
1Bl TAaK)Ke UMEIOT XapaKTEePHbIE EKTPOKJINHUYECKHe (PEeHOTH-
nbl. CrieioBaTesbHO, SMUIETICH, 00YCIIOBIEHHbIE crieruduye-
CKOW TEHEeTHUYECKOW, CTPYKTYPHOW, MeTabOIMYeCcKOr, NMMYH-
HOW WM MH(EKIUOHHOM ITHOJIOTHUEH, TAKKE MOIYT COOTBET-
CTBOBATh KPUTEPUSIM CUHAPOMA, KOI/Ia OHU CBSI3aHBI C JIEKTPO-
KJIMHUYECKUMH OCOOEHHOCTSIMU M UMEIOT JiedeOHbIe U MPOTHO-
CTUYECKHUE TOCIIE/ICTBUSI.

B Hacrosiiiee Bpemst MeeTcsl TEHIEHIIMSI COBMECTHOTO BKJIIO-
YEHUS] STUOJIOTUU U IEKTPOKIMHUYECKUX MPU3HAKOB B OCHO-
BY KJ1acCU(pUKALIUY SNWIENTUYECKUX CUHPOMOB. DTO MO3BOJISI-
€T UCTOJIb30BATh METO/IbI TEHHOM Teparvu U Moa0uparh Criely-
(pnunble anTUNPUCTYTIHBIE MeaUKaMeHTHl (AIIM) nia neuenus



OIpeIeJIeHHBIX CHJPOMOB.

Cornacno knaccupukanmu ILAE [23], cnenuduyeckumu
CHHJIPOMaMH ¢ JIeOI0TOM B TIEpHOJ] HOBOPOXKAEHHOCTH VJTH MJIa-
JIeH4YeCTBa SIBJISIOTCS:

— KCNQ2-3BomonuoHHasi 1 nuienTudeckas sHiedao-
natusi/KCNQ2-developmental and epileptic encephalopathy
(KCNQ2-DEE)

— Ilupupokcun-zaBucumass (ALDH7A1) 3Bomonuosn-
Hasl U snwienTuyeckas sHuedanonatus/Pyridoxine-dependent
(ALDH7AT1) developmental and epileptic encephalopathy (PD-
DEE)

— Iupupokc (am) un 5» -pocar (PNPO) -gedpuiirHas so-
JIOLIMOHHAs W snujenTuyeckas sHuedanonarus/Pyridox (am)
ine 5’-phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (PSPD-DEE)

— CDKLS5-3BOMOIMOHHAs M 3nujienTuyeckas sHuedao-
narusi/CDKL5-developmental and epileptic encephalopathy
(CDKL5-DEE)

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

— CungpoMm neduiidra nepeHocurka rmoko3bl 1/Glucose
transporter 1 deficiency syndrome (GLUT1DS)

— Cunapom Ilrypre-Bebepa/Sturge—Weber syndrome
(SWS)

— l'enactuveckue cymoporu ¢ rUnoTaJIaMUYecKol ramapro-
moii/Gelastic seizures with hypothalamic hamartoma (GS-HH)



Yucio pacno3HaBaeMbIX CHHAPOMOB, OITPEAEIISIEMbIX STHOJIO-
rvei, OyJieT yBeJIMUUBATLCS U OXKUIACTCS JajIbHEeHIIee pa3BUTHE
COOTBETCTBYIOIIIMX METOIOB JICUYEHUSI.



Kinaccndpukanus snmiaenTudecKux
CHH/IPOMOB NepUuoaa
HOBOPOKI€HHOCTH M MJIa/IeHYeCTBa

[ox snmIenTUYECKUM CUHIPOMOM, COTIAaCHO O(HUITMATBHON
nosutimu ILAE B 2022 r. [22], nogpa3zymeBaercs: «Tummy-
HOE COYeTaHWe MPU3HAKOB, OOYCIIOBJIEHHBIX KOHKPETHOU IpH-
YUHOW».

B neonamanviom u maadenueckom eospacme BHIIECTSIOTCS
CJIEIYIOIINE CUHIPOMBI:

1. ®okanpHbIE SMWIENTUYECKUE CHHIPOMBI

— Camokynupyomasics (ceMerHasi) HeOHaTasbHasl M-
cus/Self-limited (familial) neonatal epilepsy (SeLNE)

— Camokynupyomiascs (cemeiiHasi) MilaieHYecKas SIuiel-
cusi/Self-limited (familial) infantile epilepsy (SeLIE)

— Camokynupyomasics (ceMeriHasi) HeOHaTaIbHasi U MJIaJIeH-
yeckas smuienicust/Self-limited (familial) neonatal and infantile
epilepsy (SeLFNIE)

2. 'enepann30BaHHBIE SMWIETITUYECKUE CUHAPOMBI

— Muokyionnyeckas snuiencus muajgeHdectsa/Myoclonic
epilepsy in infancy (MEI)

3. Dnuientuyeckue CUHIPOMBI, UMEIOIIKE YepThl Kak ¢o-
KaJIbHBIX, TaK U TeHEPATN30BAHHBIX (KOMOMHUPOBAHHBIE).

— Tlenetnueckas snwienicusi ¢ (eOPWILHBIMUA CYIOpOraMuy



wioc/Genetic epilepsy with febrile seizures plus (GEFS+)

4. DnuaenTuyecKkrue CUHAPOMBI C SBOITIOLMOHHON W/WIIH 31U~
JIEITUYECKON SHIIe(aIonaTiedl UM ¢ MPorpecCUpyIoNiuM HeB-
POJIOTMYECKUM YXYIIIEHUEM

— Pannsis ungaHTUIbHAS SBOMIOLIMOHHAS U STTWJIENITUYECKAsT
sHuedanonarus/Early infantile developmental and epileptic
encephalopathy (EIDEE)

— CunapoM WHQAHTWIBHBIX SMNWIENTUYECKUX  CHas-
moB/Infantile epileptic spasm syndrome (IESS)

— Cunpgpom [Ipase/Dravet syndrome (DS)

— Dnunencus MIAJEHYeCTBa C MUIPUPYIOIIUMEU (POKaIb-
HeiMu Tipuctynamu/Epilepsy of infancy with migrating focal
seizures (EIMFS)

— CUHPOMBI € SBOMIOLMOHHOMN W/WJIY SMAJIENTUYECKON SHIIE-
(panonatueii UM ¢ TPOrpeECCUPYIOLIUM HEBPOJIOTUIECKUM YXY/I-
IIEHWeM CO crielupUIECKON ITUOJIOTHEN

— KCNQ2-3BomonuoHHasi 1 snwienTudeckas sHiedao-
natusi/KCNQ2-developmental and epileptic encephalopathy
(KCNQ2-DEE)

— Ilupupokcun-zaBucumass (ALDH7A1) 3Bomonuosn-
Hasl U snwienTuyeckas sHuedanonatusi/Pyridoxine-dependent
(ALDH7AT1) developmental and epileptic encephalopathy (PD-
DEE)

— Iupupokc (am) un 5» -pocar (PNPO) -gedpuiirHas so-
JIOLIMOHHAS W snujenTuyeckas sHuedanonarus/Pyridox (am)
ine 5’-phosphate deficiency (PNPO) developmental and epileptic



encephalopathy (P5PD-DEE)

— CDKLS5-3BOMOIMOHHAS M SNWJIenTuyeckas sHuedano-
natusi/ CDKL5-developmental and epileptic encephalopathy
(CDKLS5-DEE)

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

— CungpoMm nedunmra nepeHocurka nmokosbl 1/Glucose
transporter 1 deficiency syndrome (GLUT1DS)

— Cungpom Ilrypre-Bebepa/Sturge—Weber  syndrome
(SWS)

— I'eactuyeckue cyoporu ¢ runoTagaMMyeckoil ramapro-
moit/Gelastic seizures with hypothalamic hamartoma (GS-HH)

PaccMoTpeHHBIE BHIIIIE CHHIPOMBI TaKke TPYMIUPYIOTCS
10 BEPOSITHOMY IPOrHO3Y Ha:

1. Dnunencuu npu KOTOPbIX BEPOSITHA CIIOHTAHHASI PEMUCCHS

— Camokynupyiomiascsi (cemeiiHasi) HeoHaTalbHasl SIHJIET-
cusi/Self-limited (familial) neonatal epilepsy

— Camokynupyomascs (ceMenHasi) MiaJeH4yecKas MUIer-
cus /Self-limited (familial) infantile epilepsy

— Camokynupyroriasics (ceMeiiHasi) HeOHaTa bHAs U MJIaJIeH-
yeckas snuiencus /Self-limited (familial) neonatal and infantile
epilepsy

— I'enetnueckas snwencusi ¢ (eOpUIbHBIMUA CYA0pOraMu
moc/Genetic epilepsy with febrile seizures plus

— MuokJionnyeckas snuiencus MiageHyectsa/Myoclonic
epilepsy in infancy



2. DnuienTUYecKre CUHIPOMBI C SBOJIIOIIMOHHON W/WJTU 311U~
JIEITUYECKON 3HLE(ATIONATAEH WU C TPOrPECCUPYIOIUM HEB-
POJIOTMYECKUM YXYALLIEHUEM

— Panns4 nH@aHTUIbHAS SBOMIOIMOHHAS U SMUJIETITUYECKAS
sHiiepanonarus/Early infantile developmental and epileptic
encephalopathy (EIDEE)

— Cunapom vHGpAHTUIBHBIX  SMWIENTAYECKUX  CrHas-
MmoB/Infantile epileptic spasm syndrome (IESS)

— Cunppowm [lpase/Dravet syndrome (DS)

— Dnujencus MIAJACHYECTBA C MUIPUPYIOIIMMU  (POKaJIb-
HeiMu nipuctynamu/Epilepsy of infancy with migrating focal
seizures (EIMFS)

3. CuHIpPOMBI CO crienrpUUEcKOi STUOIOTHEN

— KCNQ2-3BO/monuMoHHas 1M 3nwienTuyeckas sHuedano-
natusi/KCNQ2-developmental and epileptic encephalopathy
(KCNQ2-DEE)

— Ilupupokcun-zaBucumass (ALDH7A1) 3Bomonuosn-
Hasl U snwienTuyeckas sHuedanonatusi/Pyridoxine-dependent
(ALDH7AT1) developmental and epileptic encephalopathy (PD-
DEE)

— I[upupokc (am) un 5» -pocar (PNPO) -gedpuiirrast so-
JIOLMOHHAsA U 3nuienTuyeckas sHuedanonatus/Pyridox (am)
ine 5’-phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (PSPD-DEE)

— CDKLS5-3BOMOIIMOHHAS ¥ 3MuWjenTruieckas sHiedao-
narusi/CDKL5-developmental and epileptic encephalopathy



(CDKL5-DEE)

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

— Cunapom nedunura nepeHocurka rmokossl 1/Glucose
transporter 1 deficiency syndrome (GLUT1DS)

— Cungpom Irypre-Bebepa/Sturge—Weber syndrome
(SWS)

— l'enactuyeckue cyoporu ¢ rurnoTaJaMU4yecKkoill ramapro-
moii/Gelastic seizures with hypothalamic hamartoma (GS-HH)



PdoKaJbHbIC SMMICNTHYECKHE
CHHPOMBI IIepHo/ia
HOBOPO:KJAE€HHOCTH M MJIa/IeHYEeCTBa

Camokynupywomasicsi (ceMeiiHas)
HeoHaTaJabHada dnmiaencus/Self-limited
(familial) neonatal epilepsy (SeLNE)

Onpenenenue

Camokynupymomasics (ceMeiHasi) HeoHaTasbHas SIUJIeTl-
cust/Self-limited (familial) neonatal epilepsy (SeLNE) — rene-
TUYECKUI KJIIMHUKO-3JIEKTpO3HIIeDaiorpadudecKuil CUHIPOM,
XapaKTepU3YIOIIUKCS TOBTOPHBIMU (DOKATIbHBIMU IPUCTYIIAMU,
KOTOpbIE MOTYT 3BOJIOIIMOHMPOBATh B OWJIaTepajbHbe TOHH-
KO-KJIOHUYECKHE MPUCTYTIbl Y HOPMATbHBIX HOBOPOXKICHHBIX JIe-
Tel C XOPOIIUM JIOJITOCPOYHBIM TTPOTHO30M.

Tak:ke, B IMTEPAaType MOTYT UCHOIb30BATHCS CIEAYIOLIUE Ha-
3BaHUSI:

— CamoorpannuuBaoniasics (cemenHasi) HeOHaTaJIbHasl SMU-
JIeTicust

— Jlo6pokayecTBEeHHbIE CEMENHbIE HEOHATAJIbHBIE TTPUTIAIKH

— Jlo6pokayecTBEeHHbIE CEMEHbIE HEOHATAJIBHBIEC TTPUCTYITBI



— Jlo6pokavyecTBEHHbIE CEMENHbIE HEOHATAJIBHBIE CYIOPOTH

— CaMOOrpaHMYMBAIOIINECS] HEOHATAJILHBIE CYIOPOTA

— JloOpokavyecTBEHHbIE HEOHATAJIBHBIE CYIOPOTU

— IIpuctynsl nsaTOro IHA

Knaccnduxkanust

Beigensiorca 2 Tuna CcaMOKYNUPYIOIIEWCS HEOHATAIBHOU
SMUJICTICUU:

— Camokynupypomascs (cemeiiHasi) HeOHaTajbHasl SIUJIET-
cusi

— Camokynupyomascs (HeceMerHasi, CriopaguyecKkas) Heo-
HaTaJIbHas1 SMUJIETICUS

NN AEeMHOJIOTHA:

[Tpennonaraemasi yactota cocrasiser 5,3 Ha 100000 xuBo-
poxaenuii [21]. O6a mosa cTpagaioT OJUHAKOBO.

dTHoJorusi

B nopapnsiioiieM OOIBITMHCTBE CITy4yaeB BBISBISIOTCS MyTa-
uuu B rene KCNQ?2, narorennsie Bapuantel KCNQ3 1 SCN2A
BCTpevalnTcs ropasfgo pexe. Crnopaadyeckue ciiydad MOTYT
OBbITH OYCJIOBJIEHB MyTalsIMK de NOvo B TeX ke reHax.

Kiunnyeckune nposiBjaeHust

BepeMeHHOCTb M pofibl y MaTepu peOEHKa, KaK MpaBUJIO MPo-
TEKaIT HOpMaIbHO. KIIMHUYEeCKU aHaMHE3, CBUAETEIbCTBYIO-
WA O BHYTPUYTPOOHBIX CYIOpOrax, HeXapakTepeH.

Pa3mep rosoBbl, HEBPOJIOTMYECKUI CTATYC, ICUXO(U3UOJIOTU-
YEeCKOe Pa3BUTHE HOBOPOXKJIEHHOIO B MPEIEaX HOPMBI.

[TpucTynbl OOBIYHO HAUMHAIOTCS MEXY 2-7-M JIHEM KU3HH,



4acTo UMEIOT (hOKATbHO-KJIOHUYECKUN WK (DOKAIbHO-TOHUYE-
CKHU XapakTep, C BOBJIEUEHUEM MBIIILI JIMLA U KOHeYHOocTeu. [o-
CKOJIbKY MHOTH€ TIPUCTYIIbI HAYMHAIOTCS HA MATHIA AEHb KU3HU,
paHbIlIe X Ha3bIBAIU «ITPUCTYIIAMMU MIATOTO AHS». MOryT OBTO-
PATbCSI B TEUEHUE HECKOJIbKUX YaCOB WJIM JTHEU, TPOrPECCUPO-
BaTh C U3MEHEHNEM JIATEPAIN3ALMK, BOKAJIN3aLUeH, BEreTaTrB-
HBIMU HapYUICHUSIMMU.

[Tpuctymnel 00bIYHO GoOJiee MPOJOJIKUTEbHBIE YeM BbI3BaH-
HblE€ MHCYJIBTOM WM TUIIOKCUYECKU-UIIEMUYECKUM MOBPEXAe-
HUEM. MOTyT BO3HMKATh B TEUEHUE HECKOJIBKMX YaCOB WINA JHEH,
TIPY 9TOM HOBOPOKJEHHBIN BEIET ceOsi HOPMAJIBbHO B TPOMEXKYT-
Kax Mex1y HUMH. HeBponornueckuid craryc Mex/y MpUCTyna-
MU HOPMaJIbHbIH, 33 UCKTIOYEHHUEM HETIOCPECTBEHHO MOCIEPO-
JOBOTO MEPUO/A, WIXA €CIIA HOBOPOKIECHHBIM MOJIYYaET YCIIOKO-
UTEJIbHBIE JIEKAPCTBA.

JImarnocTuka

OueHp HU3Kasg aMIUIMTYJa aKTUBHOCTH DI y HOBOPOXKAEH-
HBIX CPAaBHMMA C YPOBHEM «IIIyMa» caMoro 3Huedanorpada.

Bo BpeMst mpucTyna B TUIIMYHBIX CIIy4asix BbIsIBJsIETCS Onla-
TepajibHasi CAMMETPUYHAs CYIIPECCHs aMILIUTYbl Ha 5S—19 cek
(ToHmyeckas aza C arHo?d), 3a KOTOPHIMM CJIeIyeT IJIUTElb-
Hast (1—2 mMuHYTHI) OMnarepanbHasi aKTHBHOCTb B BHUJIE CIHaid-
KOB U OCTPBIX BOJIH, KJIMHUYECKU MPOSABIAIONIASACA BOKAJIN3A-
LUeH, keBaHUEM, (POKATbHBIMU UJIM T€HEPATM30BaHHBIMU KJIO-
HUYECKUMM CyaoporaMu. BbipaxkeHHOCTb HapylieHud Ha DI
Y JBUTATEJIbHBIX MTPOSABIIEHUM BapbUpPyET OT OQHOM reMucepsl



K JIpyro Mpu CIEeAYIOUMX TPUCTyIaXx.

donosast D3I MoxkeT ObITh HOPMATLHOU WM C HE3HAYHNTEITh-
HBIMU HecTielI(pUIECKUMU OTKJIOHEHUSIMU, HATTPUMED 3aMe/1jie-
HueM. PoKabHbIE UHTEPUKTAJIbHBIE SMUJIENTU(POPMHbBIE AHOMA-
JIMA MOXHO HaOMIONATh MPUMEPHO B JIBYX TPETSX Cly4yaeB, aHO-
May Ha 931" MOryT yCJIMBaThCs BO CHE.

[Tpu HelipoBU3yaIM3alK MATOJIOTUsI HE BbISIBIISIETCS].

Huarnocrnueckue kputepun SeLNE [1,23].

TunuuHbl HOKaTbHBIE KIOHUYECKUE WIM TOHUYECKUE TMPU-
CTYIIbI C BOBMOXKHOM CMEHOM JIaTepain3allii U TpaHCchOpMaLn-
el B OuarepaibHble TOHUKO-KJIOHUYECKUE TTPUCTYIIBI.

Teuyenue 3a0051eBaHUs Y YJIEHOB CEMbU JJOJIKHO COOTBETCTBO-
BaTh OXHUJIAEMOMY TEUEHMIO JIAHHOTO cuHIpoma. HeoOxomumo
TIIaTeabHOe HAOMOIEHNE 32 MAMEHTOM, YTOObI YOeIUThCS, UTO
TeyeHue 3a00JIeBaHMsI COTTIACYETCsI C STUM CUH/IPOMOM.

Iisi camokynupyoencs: (CeMermHon) HeoHaTaJIbHOW 3Iu-
JIETICUY HeXapaKTepHbI JeOI0T MPUCTYIIOB MO3Ke MEPBOro Mecsi-
1a XU3HU, SMWIENTUYECKHE CIIa3Mbl, MUOKJIOHUYECKUE CYI0PO-
Iy, OunarepaibHble TOHWYECKHE U TOHMKO-KJIOHWYECKUE IMpU-
CTYIbl; YMEPEHHAS WM TsSKeNask HEBPOJIOTMYECKAs MaTOJIOTHs,
oCTpasi CTPyKTYpHasi TpUUMHA CYIOpOT, BKJIIOUasi BHyTPUUEPET-
HYIO TTATOJIOTHIO, & TAK)Ke 3HAYMTEIbHbIE METaOOIMUEeCKHE Hapy-
IICHUSI.

OTcyTcTBME MATOJIOTMHU B T€HAX, CBSA3AHHBIX C 9TUM CUHAPO-
Mom (4arre Bcero KCNQ2 wim KCNQ3); oTcyTcTBUE CeMeHO-
r0 aHaMHe3a, MPe/IoJaraloIIero HacjaeJ0OBaH|e ¢ HENOIHOM Tie-



HETPAHTHOCTBIO; YMEpPEHHas 3a/Iep/KKa pa3BUTUSI HEPBHOU CU-
CTeMbl B JIONTOCPOYHOM MEPCIEeKTUBE; OTCYTCTBUE PEMUCCUU
SMWIETICUY TIOC/Ie 6-MeCcsYHOro Bo3pacta; hapMakope3UCTEHT-
Hasl MWIETICUST; 3HAUUTENIbHbIE OTKJIOHEHHUsI TIPU HEBPOJIOr1ye-
CKOM OOCNeJOBAaHUU CBUETEILCTBYIOT O MAJOW BEPOSTHOCTU
JAHHOTO CUHJIPOMA.

MudpepennuanbHbIil JUATHO3

HuddepeHnmanbHplii  TMarHo3 HEOOXOIUMO  IPOBOAUTH
CO CHEeIYIONIMMU 3200JIEBAaHUSIMHU:

— HeonaranbHble cyqoporu, BbI3BaHHbIE TUTTOKCUYECKHU-HIIIE-
MUYECKOU HIIe(aIoNaTUEN, TPaBMOM, aHOMAJIMSIMU TOJIOBHOTO
Mo3ra, UH(EKIMel, MHCYJIbTOM, METa0OIMYECKUMU HapyIIeHH-
sIMH, HEJIOCTAaTOYHOCTBIO XOJIeKablidepona.

— OuaroBasi CTpyKTypHasi aToJIorusi, 0COOEHHO y MJIA/ICHIICB
CO CTepeOTUNHBIMU (DOKATIBHBIMU TTPUCTYIIAMH.

— Hesnmunentuyeckue mapoKcU3MasibHbIE PacCTPOMCTBA Tie-
pHO/Ia HOBOPOKIEHHOCTH.

Camokynupyonascs (ceMeriHasi) HeOHaTaIbHasl SMWIETICUS
Y CaMOKynupyolasicsi (HeceMerHasi) HeOHaTaIbHasl SMUJIETICUS
UMEIOT CXO)KUE KIIMHUYECKHUE U IeKTPOPU3UOIOTMUECKUE OCO-
OEHHOCTH, HO MX MOXHO OTJIMYUTh Ha OCHOBE CEMEMHOIO aHa-
MHe3a. DTH 3a00JIeBaHK s UMEIOT CXO/IHYI0 TeHETUUECKYIO STHO-
JIOTUIO, TIPUYEM MaTOreHHbIE BapUAHTHI TEHOB de novo OTBET-
CTBEHHBI 32 HeceMmelHble cinydyaud. Crenyer TiaTeJbHO U3y4daTh
CEeMEWHbII aHaMHe3, TOCKOJIbKY OH MOXET IIOMOYb B IIOCTAHOB-
K€ IMarH03a U MPUHIATAN PEIISHUN 10 00CIIeIOBAHUIO, JIEUYCHUIO



u npordosy. Ilpu camokynupyionieics: (ceMeiHOI) HeoHaTa b-
HOM SMTWJIETICHH y KOTO-TO M3 POAMTENIeN peOeHKa B JETCTBE MOT-
71 OBITh IONOOHBIE TTPUCTYIIHI B HEOHATAIBHOM Tieprione. OnHa-
KO OHU ceOsl B 9TOM BO3pacTe He MOMHST, CJIeA0BaTeNIbHO, Clie-
JyeT CIpoCUTh Oa0yIIKy U IeAyIKYy peOeHKa, ObUIU JIN Y POIU-
Tesnel peOeHKa PUCTYIIBI B TOM e BO3pacTe.

[Ipu camokynupymomeincs (HeceMerHON) HeOHATaTbHOM SMU-
JITICUM B aHaMHe3€ HET MPUCTYINOB B aHAJIOTMYHOM BO3pacTe
y JPYTHX YJIEHOB CEMbHU.

JIeuenne

Jleuenue TpeOyeTcs He BCeraa, OTOMY YTO CYI0POrM MOTYT
MIPOJOIKATHCS BCETO HECKOMBbKO Hefenb. OHAKO MpH MPOIO-
JKAIOIUXCS PUCTYMAX HA3HAYAIOTCS KapOamasernuH, BajblIpoaT
HaTpusl, JeBeTUpaleTaM, JaMOTPUAKHIH, TOpa3o pexe — (peHo-
6apouran um penuronH. [IpenapaTbl IPUHUMAIOTCS B TEUCHUE
6, a uHorna u 12 mecsiies, a 3aTeM MOCTENEeHHO WX MPUEM Tpe-
Kpalaercsl.

IIporuno3

[Mpuctynbl 0OBIYHO MPOXOAAT K 6 MecsIam, OOJNBITMHCTBO
U3 HUX MpeKpaiiaercs Kk 6 HenensM. B Gonee peakux ciydasx
OHH MOT'YT ITPOJIOJIKATHCS B TEUEHUE HECKOIBbKUX MecstieB. [1po-
TUBOCYJOPOKHOE JIEYEHUE YaCTO MOKHO 3aBEPLUMUTH IO MPOLIe-
CTBUM HECKOJIbKUX HeJlesb. Pa3BuTre 0ObIYHO HOpMaJIbHOE, XOTS
B MEHBIIIMHCTBE Cy4aeB MOT'YT HaOMOAaThCsl TPYAHOCTH B 00Y-
YeHUUW WM JIETKWEe [IBUTaTeNbHble HapyieHus. [Jo Tpetu Jo-
Jell CTpajaloT MPHUCTyNaMy B OoJiee MO3IHEM Bo3pacTe. DTO Mo-



TyT ObITh (peOprIIbHBIE, (DOKAIBHBIE, N30IMPOBAHHbBIE TEHEPAIH-
30BaHHBIE TOHUKO-KJIOHMYECKHE MPUCTYIBI U, PEIKO, IPUCTYIIbI
B CTPYKTYpE POJIAHIUYECKOM SMIIIETICUU. Y HEKOTOPbIX MallieH-
TOB CO CHEUM(PUUECKMMH BapUaHTaMU MATOT€HHBIX '€HOB I103-
e B MJIQJICHUECTBE MOKET HAaOMI0AaThCsl MUOKUMHUS (HEMPOU3-
BOJIbHOE, CIIOHTAHHOE, JIOKAJTU30BAaHHOE JIPOKAaHUE HECKOJIBKUX
MBIIIIL MU ITyYKOB OIHOW MBIIILIbI, HEIOCTATOYHOE 151 [IepeMe-
LIEHUS CYCTaBa).

Puck nosiBjieHus1 Apyrux TUIIOB MPUCTYNOB B MO3/IHEM [JET-
CTBE MJIM BO B3POCJIOM BO3pacTe HAMHOI'O HUKE IPH CIIOpainye-
cKoil (popme 3a0oneBaHus1. B 3TOM rpymie ToNbKO Yy OMHOTO W
IByX Jerer u3 Kaxaplx 100 BO B3pOCIOM BO3pacTe pa3oBLETCSA
snunencusi. Ecim 1o mporcxoauT, mpucTynsl OOBIYHO KOHTPO-
Jupyorcs ¢ nomoupio AIIM

Jletu ¢ 3TUM CUHIPOMOM HOPMAJILHO MMUTAIOTCS U pa3BUBAIOT-
cs1. OObIYHO Y HUX HET MpodseM ¢ 00y4aeMOCTbIO, OHU HE HyX-
JAI0TCS B IOTIOJTHUTEIBHOM YXOJE.



Camokynupywmascsi (ceMmenHas )
MJageHdeckas s3nuiaencust/Self-limited
(familial) infantile epilepsy (SeLIE)

Onpenenenue

Camokynupymoniasica (cemelHasi) MaJeH4YecKass SIuier-
cust/Self-limited (familial) infantile epilepsy (SeLIE) — reneru-
YECKUI KJIMHUKO-3JIEKTPO3HIeaiorpapuieckuii CHHIPOM, Xa-
PaKTEpU3YIOIIUKCA (POKATBHBIMU MPUCTYHaMU (BO3MOXKHBI T'e-
MUKJIOHUYECKUE MPUCTYIIBl CO CMEHOW CTOPOHHOCTHU, BEPCHUB-
HbI€ MPUCTYIIbI, aBTOMATU3MBbl, BBIKJIIOUEHE MOTOPHOU aKTHB-
HOCTH, IBOJIIOLIMS B OWJIaTepaibHble TOHUKO-KJIOHMYECKUE MPH-
CTYIIbl) Y HOPMAJIBHBIX MJIAJICHLIEB C XOPOUIMM JA0JTOCPOYHBIM
IPOTHO30M.

Tak:ke, B IMTEpPAType MOTYT UCHIONIb30BAThCS CIEAYIOLIUE Ha-
3BaHUS:

— HoOpokayecTBeHHAsT SMIJIETICHST MJIaIeHYECKOTO BO3pacTa

— JlobpokadyecTBeHHbIE ceMeiHble MH(PaHTUIIbHbIE TIPUTIAIKN

— lobpokavyecTBeHHbIE ceMeiHbIe MH(PAHTUIIbHBIE TTPUCTYTIbI

— CemeliHble MJIaJJEHYECKHUE CYJOPOTY M MAapOKCU3MaJIbHBIN
XOpeoaTeTos3

Knaccundpukanms

Beigensorca 2 Tuna caMOKYNUpYIOLIEUcs MJIaJIeHYeCKOM
SMWIETICUU:



— Camokynupyomasics (cemeriHasi) MulaeHUYecKasaIuer-
cusi

— Camokynupyiomiasicsa (HecemeinHasi) MulaJeH4yecKas 3SIu-
Jerncus

DU aeMHOJIOTHA:

Ha pomo SeLIE npuxogurca 7—9% Bcex ciay4aeB snuiien-
CHHU, HAUMHAIOIIMXCSI B BO3pacTte 0 2 JieT, 3a001eBaeMoCTb —
14,2 cnyyas va 100 000 xuBopoxaeHHbIX [1].

ATHOJIOTUSA

AyTOCOMHO-/IOMUHAHTHBIE MOJEH HacleJOBaHUsI HaOmoaa-
I0TCS B CEMbSIX (MHOT/IA C HEMOJIHOM MEHETPAaHTHOCThI0). Camo-
Kynupymoomascs (ceMmeriHasi) MJIaieHYecKasl SMUJIETCUsT MOKET
OBbITH 0OYCIIOBJIEHA MATOTeHHBIMU MyTalsiMu B rene PRRT2.

EcTb HECKONBKO T€HOB, OTBETCTBEHHBIX 32 3TOT CHUHAPOM,
Ha xpomocomax 2, 16 u 19. OObIYHO JaHHYIO MATOJOTHIO OIH-
CBIBAIOT KaK MAMONATUYECKYIO, YTO O3HAYAET, YTO HUKAKOE APY-
roe HeBPOJIOTMUYECKOe 3a00JIeBaHNE HE CBS3aHO C HEH WU He BbI-
3bIBacT ee. TeM He MeHee, CYLIECTBYIOT HEKOTOpbIE (POPMBI, KO-
TOpBIE CBSI3aHBI C HEBPOJIOTMYECKUMHU 3aboneBaHusMHA. OIuH
U3 BapUaHTOB — CEMEWHbIE MJIAJIEHUECKHUE CYIOPOrd U MapoK-
CH3MaJIbHBIN XOpeoaTeTo3, o0pasyeT acconuanuio Mmexay Sel.IE
Y MIAPOKCU3MAJIbHBIM KMHE3UOTEHHbIM XOPE0aTETO30M U CBS3aH
¢ reHoM PRRT2 Ha xpomocome 16.

Camokynupyomiasics (cemeiiHas)) MaJeHuYecKas SMWIeN-
CHUsl TEHETMYECKU HE CBs3aHAa C CaMOKYIUpYIOIIEUcs (cemeit-
HOW) HEOHaTaJIbHOM 3rmuierncuerd. OIHaKO CYIIECTBYET BapH-



alysi ¢ HAYaJIOM TPHUCTYIOB OT JIByX JHEW /10 CeMHU Mecs-
LIEB, Ha3blBaeMasl CAMOKYIUPYIOIIAACS (CeMenHasi) HeOHaTalb-
Has ¥ MJIaJIeHYeCcKas SIWIETICUs, KoTopasi OOyCJIOBJICHA MyTa-
nuen B reie SCN2A.

Kiununyeckne nposiBjaeHust

Cemennas 1 HeceMenHass (POPMbI IPOSABIISAIOTCS OJUHAKOBO,
B [IEPBOM CJTyyae UMeeTCs OTATOIIEHHBIN CeMEeNHbII aHaMHE3.

BepeMeHHOCTb M pofibl y MaTepu peOEHKa, KaK MpaBUIo Mpo-
TEKalOT HOPMaJIbHO. Pa3Mep rosioBbl, HEBPOJOTMYECKHUH CTa-
TYC, ICUXO(PU3UOIIOTUIECKOE Pa3BUTHE HOBOPOKAEHHOTO B IIpe-
Jenax HOpMbl. [IpucTymbl, OOBIYHO, HAUMHAIOTCSI B BO3pacTe
ot 3 1o 20 mec ¢ mUKoM B 6 Mmec.

BHauasie HaOTIOIAI0TCS YACThIE IPUCTYITBI, HO OOBIYHO B TEYe-
Hue 1 roga c MoMeHTa Jiebrota npekpaniaorcs. [Ipu orcyrcTBun
JIeUeHU s TIPUCTYIIBI MOTYT OBITh CEPUITHBIMU.

HNuarnocrnueckue kputepuu SeLIE [1,23].

B TunmuHbIX ciaydasx y peOeHKa oTMedarorcsl (poKabHBIE
MIPUCTYTIBI (MOTYT OBITh BEPCUBHBIC UJTM TEMUKJIOHUTIECKHE TTPH-
CTYIIBI, YaCTO CO CMEHOUM CTOPOHHOCTH, BHIKJTIOUEHUE JBUTATE Tb-
HOW aKTMBHOCTH WJIM aBTOMATU3MBI, TIEPeXojl B OuaTtepasibHbIe
TOHHMKO-KJIOHMYECKUE MPUCTYNb). [IpucTynbl 0OBIYHO KpaTKO-
BpEMEHHBIE (<3 MUH).

HexapaktepHbl AJUTeNbHbIE TMPUCTYIIBI, SMUJIENTAYECKUE
Cra3MBbl, 3a/IepkKa pa3BauTHsi, TpyoOble aHoMauu Ha DI wim
MPT (sBasomuecss TpUYMHON MPHUCTYIIOB), TO3MHUNA J1e0I0T
WIM MHOTOJIETHEE NEePCUCTUPOBAHUE MPUCTYIOB, OTCYTCTBUE



MYyTallMi B TeHaX, OOyC/IaB/IMBAIOIINX pa3BUTHE 3a00JICBaHUS.

MudpepennuanbHbIil JUATHO3

HuddepeHimaibHblii  IMarHo3 HEOOXOOUMO  TPOBOIUTH
CO CHeayIOUMMU 3a00JIeBaHUSIMHU:

— Ipyrue ¢opMbl CaMOKYNUPYIOIIMXCS MJIAIEHUECKUX SIHU-
JIETICHIA — OTJIMYAIOTCST BO3PACTOM Je0I0Ta.

— OcTpble CUMITTOMATUYECKUE ITPUCTYIIBL.

— Ilpuctynsl npu aHOMaJIMAX TOJIOBHOTO MO3ra

— Dnuiencusi MIIIGHYeCTBa C MUTPUPYIOIIUMU (POKATbHBI-
mu npucrynamu i EIMFES — npossisercsa 3aaepxKou ICuxo-
MOTOPHOI'O Pa3BUTHSI U MUTPUPYIOLIEN SMUIENTU(OPMHON aK-
TUBHOCTBIO Ha D3I

— Cunnpom JlpaBe xapakTtepu3syercsi 0ObIYHO OoJjiee MpOoIo-
JKUTEJIbHBIMUA T€MHUKJIOHUYECKUMU TIPUCTYTIAMHU.

— Jlnsa metabonnyeckux 3a0oJieBaHU XapaKTEpHBI TMOpasKe-
HUE pa3]IMYHBIX CCTEM M OPraHoB, MOrpeccupyolas sHueda-
Jonarusi.

JIeuenne

Jleuenne AIIM He gBisgercd HEOOXOOMMBIM, HO OHU Ya-
CTO Ha3Ha4yalTCA U 3(PQEKTUBHBI 1JIsi KOHTPOJISI TPUCTYIIOB
[Tpu Ha3HaUeHUM KapOama3enuHa, BaJIblipoaToB, heHoOapouTa-
JIa CUMITTOMBI OBICTPO UCUYE3aIO0T.

IIporuno3

[Tpuctyrbl BHaUasIe ObIBAIOT YACTHIMU U TPYTHOU3IEYUMBIMH,
HO OOBIYHO TIPOXOAAT B TeueHue 1 roga ¢ MoMeHTa Havana. Pa3-
BUTHE OOBIYHO HOPMAJILHOE, XOTSI B MEHBIITUHCTBE CITy4aeB MO-



I'yT HAOMIOAATHCS TPYJHOCTU B OOYYEHUH WJTH JIETKHE JIBUTATE b~
HbIE HApYIIICHUS.

Hekotopsle 1etu MoryT cTpajaTh Snujencuei B 6osee mosi-
HEM Bo3pacTte. Y HEKOTOPbIX nanueHToB (¢ MyTauusmMu PRRT?2)
B JIAJIbHEUIIIEN KU3HU MOKET Pa3BUTHCS MAPOKCU3MAJIbHAS KU-
HE3WOTeHHAasl AUCKUHE3Us1. PUCK MOsiBieHUs APYTUX TUIIOB MPU-
CTYTIOB B MO3[IHEM JAETCTBE UJIM BO B3POCJIOM BO3pacTe HAMHOIO
HIKE TPU HeceMelHo ¢opme 3a0oseBanus. [letn ¢ 3TuM cuH-
JPOMOM HOPMAJIbHO TIUTAOTCS M pa3BUBAOTCSA. OOBIYHO Y HUX
HET MpooseM ¢ 00y4aeMOCThI0, OHU He HYXJIAI0TCS B JIOTIOTHH-
TEJILHOM YXOJIE.



Camokynupywomascsi
(ceMeniHas1) HeoHATAJbHas
1 MJaJeHueckas dnuiaencus/
Self-limited (familial) neonatal
and infantile epilepsy (SeLFNIE)

Onpenenenue

Camokynupymoniasics (cemeiHasi) HeoHaTaJlbHasA U MJIAJICH-
yeckad smutericust/Self-limited (familial) neonatal and infantile
epilepsy (SeLFNIE) — reHetnueckuid KJIMHUKO-3JIEKTPOIHIIE-
(panorpacpruecknii CHHIPOM, XapaKTepU3yoIUics (OKaIbHbI-
MU KJIOHUYECKUMU WK (POKATBHBIMUA TOHUYECKUMU TMPUCTYTIA-
MU C BO3MOXHBIM U3MEHEHUEM CTOPOHBI MPU PA3HBIX MPUCTY-
nax v TpancopMaliert B OunarepaibHble TOHUKO-KJIOHHYECKHE
MPUCTYIIBl Y HOPMAJIbHBIX HOBOPOKIAEHHBIX U MJIAJICHIEB C XO-
POIIKM JIOJITOCPOYHBIM MPOTHO30M.

Takke, B IMTEpaType MOTYT UCIIOb30BATHCS CIEAYIONIHE Ha-
3BaHUSI:

— JloOpokavecTBeHHas MUIIETICH ST HEOHATATIBHOTO M MJIa/ICH-
YeCKOro Bo3pacra

— JloOpokauecTBeHHbIE ceMeliHble HeOHaTaJIbHble M MH(paH-
TWIbHBIE TIPUMATKU

— Jlo6poKkauecTBEeHHbIE CeMelHbIe HeoHaTa bHble U MH(paH-



TUJIbHBIE TIPUCTYTIbI

Knaccuduxkanus

Briensiorest 2 tumna 3a00J1eBaHUS:

— Camokynupymoiascs (ceMenHas) HeOHaTaJIbHas ¥ MJIA/ICH-
yecKas SMUIeTNcust

— Camokynupyomiascs (HecemerHas) HeoHaTajJbHasA U MJIa-
JICHUYECKasl MUJIeTICUS

NN AEeMHOJIOT U

PacnpocTpaHeHHOCTh HEU3BECTHA.

dTHoJI0rNus

AyTOCOMHO-TOMUHAHTHOE 3a00JICBaHUE C MTATOTeHHBIMU MY-
taisiMu B reHe SCN2A u ropasno pexe B rene KCNQ?2. [1pu
HECeMEHOM BapuaHTe MyTallMK B JAHHBIX T€HAX MPOUCXOAT de
novo.

Kiununyeckue nposigjaeHust

CemeliHasi 1 HecemelHasi (POPMbI CAMOKYITUPYIOLIENCS] HEO-
HaTaJbHOW M MJIAJIEHYECKON SMWIETICUA UMEIOT OJUWHAKOBYIO
KJIMHWUYECKYIO KapTHUHY, B IEPBOM CJIy4ae OTSTOLIEH CEMENHBIN
aHaMHe3.

BepemMeHHOCTb 1 pofIbl y MaTepu peOEHKa, Kak MPaBUIIO MPo-
TEKaloT HOpMaJIbHO. Pa3mep roioBbl, HEBPOJIOTMYECKUII CTATYC,
NCUXO(PU3MOTIOTUYECKOE PA3BUTHE HOBOPOXKIEHHOTO B Mpefe-
JIaX HOPMBI.

[TpucTynsl 1eCIOTUPYIOT B MIEPBBIE J1BA TO/Ia KU3HHU, Yallle Bce-
ro B Bo3pacre 11—13 Henenb.

YacToTa mpUCTYNOB BapbUpyeT OT OIHOTO 10 HECKOJIbKUX



B JIeHb. [IpHCTyIBI JIErKO MOJIAI0TCS KOHTPOJTIO C TOMOIIIBIO ITPO-
TUBOCYAOPOXKHBIX ITPENApaToB, MPEKpaIiaTcs B Bo3pacre 12—
24 mecsua, 0e3 peruaIMBOB B AaJIbHEHUIIEN KU3HU

[Tpuctyrmbl (hoKaIbHbIE TOHUYECKUE, MOTYT MEPEXOIUTh B OU-
JlatepasibHble TOHUKO-KJIOHWYECKHe. Y HEKOTOPBHIX MOTYT OBITh
SMU30/IbI AITHOd W 3aMUpaHusl. [IpofOIKUTETHFHOCTh OOBIYHO
10 3—4 MUHYT, PEIKO CBS3aHBI C TUIIEPTEPMUEN.

JAunarnocTnueckue kpurepuu [1,23].

TunuuHbl HOKaTbHBIE KIOHUYECKUE WIM TOHUYECKUE TMPU-
CTYIIbI C BOBMOKHOM CMEHOM JIaTepaJIM3allii WM TpaHcgopma-
1IUM B OujaTepasibHble TOHUKO-KJIOHUYECKUEe TTPUCTYIIHI.

HexapaktepHbl Apyrue BUIbl MPUCTYIIOB, 3a/€PKKa Pa3BU-
THs, TpyOBle OoTKJIOHeHus Ha DI wim MPT, orcyrcTBre naro-
TeHHBIX MYTaIlMi B CBSI3aHHBIX C 3a00JIeBaHNEM TeHax.

MudpepennuanbHblil JUATHO3

HuddepeHnmanbHplii  TMarHo3 HEOOXOIUMO  IPOBOAUTH
CO CIeIYIONIMMU 3200JIEBAaHUSIMHU:

— SeLNE

—SeLIE

— OcTpble CUMITTOMAaTUYECKHE TTPUCTYIIBI

— doKasbHbIe TPUCTYIBI CTPYKTYPHOIR 3TUOJIOTUN

KnuHuuecky 1aHHBIT CHHAPOM MOKHO OTJIMYUTH OT CUHAPO-
MOB SeLNE u SeLIE Tonbko B TOM ciyyae, eciii UMeeTcs 3a-
JOKYMEHTUPOBAHHBI aHAMHE3 O Hayajle CaMOKYIUPYIOLIEWCs
SMWIENICUY Y OIHUX WJIEHOB CEMbU B HEOHATAJILHOM IEpUOJE,
a'y IpYrux — B MJIaIEHYECKOM.



JIeuenue

Jleuenne AIIM He sgBisieTcd HEOOXOOMMBIM, HO OHU dYa-
CTO Ha3HayvaloTcs M 3(P@EKTUBHBI [Is1 KOHTPOJIST MPUCTYIIOB.
[Tpu Ha3HaueHnM KapOamasernuHa, BalbIpoaToB, (heHoOapouTa-
JIa CUMITTOMBI OBICTPO MUCUYE3AIOT.

Bo3MOXHO Jake MpeKpalleHre IPUCTYIIOB MOCIe U3MEHEHU
pekrMa KOPMJIEHH I TPYAHBIM MOJIOKOM ITyTEM COKpAILEHUs] MH-
TepBaJia KOPMJICHUS M YBEJTMYEHUS IPOJOKUTETBHOCTH KOPM-
Jenus [15].

IIporuno3

[Mpuctynbt 0OBIYHO TPOXOAAT B Bo3pacte 12—24 mecsa, 6e3
pEeLUIMBOB B ajbHeIen K 13HU. Pa3Butue neteit 0ObI4HO HOP-
MaJIbHOE, Y HUX HeT MpodieM ¢ 00y4aeMOCThI0, OHU He HYXKJa-
I0TCS1 B JIOTIOJTHUTEJILHOM yXo7ie. PHCK NOsIBJIeHUs Ipyrux TUIIOB
IIPUCTYTIOB B MO3JJHEM JIETCTBE WJIM BO B3POCJIOM BO3pacTe Ha-
MHOTO HUXe MpU HeceMelHou popme 3a00sIeBaHUS.



I'eHepajm3oBaHHbIE NMUJIENTHYECCKIE
CHMHAPOMBI Iepuoaa
HOBOPOKJIEHHOCTH M MJIaJIeHYeCTBa

MuoKJIOHMYECKAS SNMUJIETICHS
miagendecrsa/Myoclonic
epilepsy in infancy (MEI)

Onpenenenue

MuokoHnueckass snwilencus — miaaeHuectsa/Myoclonic
epilepsy in infancy (MEI) -kimHuKo-anekTposHLedaiorpa-
(prueckmili CUHIPOM B CTPYKTYpE I'€HETUYECKHX TeHepa30-
BaHHBIX SMUJIETICUIA, XapaKTEPU3YIOIINICA KPaTKOBPEMEHHBIMU
MHOKJIOHUYECKMMU TPUCTYIIaMU Y HOPMAJIbHBIX JETEl B BO3-
pacre A0 3 JIET ¥ XOPOLIMM A0JITOCPOYHBIM IIPOTHO30M.

Tak:ke, B IMTEpAaTYpe MOTYT UCHIOIB30BATHCS CIIEAYIOLIUE Ha-
3BaHUS:

— oOpokayecTBeHHAs! MEOKJIOHUYECKAs! MUIIETICHS MJIa/IeH-
YyecTBa

— MuokJioHnY€ecKas ANWIENCHs MIIAJIEHYECKOTO BO3pacTa

— CaMOOrpaHn4eHHass MUOKJIOHWYECKAs! SMWIETICUS MJIaJIEH-
YyecTBa



— dapMakopeakTUBHAasi MHOKJIOHWYECKasl SMUJIETICUsl MJla-
JeHYecTBa

— PediexktopHass MHOKJIOHMYECKasl SMWIENICUsT MJaJeHde-
CTBa

— Benign myoclonic epilepsy in infancy

— Self-limited myoclonic epilepsy in infancy

— Pharmacoresponsive myoclonic epilepsy in infancy

HNcTropuueckasi cnpaBka

MuokJIOHUYECKasT SMUJIETICUSl MJIa/IEHYeCTBA BIIEPBbIE OMU-
cana C. Dravet u M. Bureau B 1981 rogy [11].

ABTOpBI OO0 0 HAOMIOAEHHSX 32 7 IETbMH, Y KOTOPHIX
ObLJ1a BBISIBJICHA PAHHSIS MUJIETICUS], XaPAKTEPU3YIOIIASICS TOJb-
KO KPaTKMMU MHOKJIOHMYECKUMHU MPUCTYNaMH, C TeHepaIn30-
BaHHBIMU Criaiikamui 1 BojHamu Ha DI [Iporno3 Owin Ona-
TOMPUSATHBIM BO BCEX CIIydyasx, HO y 2 MalMeHTOB B BO3pacTte
oT 9 110 12 nieT nosBUINCh PeJKUe CYIOPOKHbBIE IPUCTYTIbL. AB-
TOPbI MPUIILIA K BBIBOAY, UTO ITO paHHssS (hopMa reHepain3o-
BAHHOM SIMUJIETICHH.

o omucanuss C Dravet and M Bureau, B padore PM
Jeavons (1977) Obula mpeANpHUHSITA TOMBITKA MPOSICHUTH Y-
TaHUIY B KJIacCU(PUKALMM MHUOKJIOHMYECKUX SIUJICTICUI JeT-
CKOro Bo3pacra. Ha kimHM4YeCKHX M 3neKTposHuedanorpapu-
YEeCKUX JAHHBIX ObLIM MPEACTaBJEHbI IIECTh CUHIPOMOB: WH-
(paHTUIIBHBIE CITA3Mbl, MUOKJIOHUYECKU-aCTaTUYECKasl IUJIETI-
CHSl, SMUIETICUSI ¢ MUOKJIOHMYECKMMH a0CaHCaMU, MHOKJIOHH-
YecKasi SMUIETICUsl JETCKOro BO3pacTa, MUOKJIOHMYECKas SMU-



JIETICH ST TIOAIPOCTKOBOT'O BO3pAacTa U (pOTOMUOKJIOHUYECKAsT MU~
JIeTICUs1, KOTOpasi MOApa3aesisiiach HA MUOKJIOHUYECKHUE CyI0PO-
'l 1 MUOKJIOHMM Bek [13].

NN AEeMHOJIOTUS

Ha MEI npuxomurcsa 1,1% Bcex ciydyaeB 3MWIENICUM C HaYa-
JIOM B TIepBbIe TpH rojia ku3Hu [21]. BeposiTHO, 310 HeOobIast
HEJIOOIEHKA UCTUHHOM YaCTOThI, U HEKOTOPBIE CITyYau MOTYT -
ArHOCTUPOBATHCSI KaK MHOKJIOHUKO-acTaTU4ecKas MUJIETICUSI.
B nBa paza yamie BcTpevaercsi y MajJb4MKOB, Y€M Y JEBOYEK.
[IpumepHO y OmHOHM TpeTH JeTeil ¢ 3TuM 3a00JTeBaHUEM €CTh
YJIeH CEMbH, CTPAAIONINI SMWIETICUEe WY CTPAJaBIINMI B AET-
ctBe (beOpUIIbHBIMU CYIOPOTaAMH.

dTHonaToreHes3

JloOpokavecTBeHHas: MUOKJIOHUMYECKAsT STIISTICUST MJIaJICH-
YyeCcTBa SABJISETCS MAJIOMCCIIEIOBAaHHON TeHETMYECKOM MaTOJIOT -
e, MOCKOJIbKY BCTpeyaeTcs I0BOJIbHO peako. B HacTosiee Bpe-
M HEJIOCTaTOYHO M3BECTHO, MyTalUsl KaKUX I'€HOB MPUBOAUT
K e€ pa3zBuThio. CeMelHbIi aHaMHe3 MUIencuy win (heOpuib-
HBIX cyziopor npucytcTByeT B 30% ciy4daes.

BbUI0 BBISIBIEHO HECKOJIbKO CHENU(MPUYECKUX TeHETUYECKUX
n3MeHeHu, Takux Kak mytaiuss SLC2A1 u HCN4.

MWUOKJIOHUYECKUE TPUCTYIBI COMPOBOXIAIOTCS BO3HUKHO-
BEHUEM OBICTPHIX TEHEPAJTM30BAHHBIX CHAWK- WM TOJHUC-
ManK-BOJH ¢ yactoton 3 I'm u Oosee, DIUATENBHOCTBIO 1—
3 ¢ B JIOOHBIX MJIM TEMEHHBIX OTBEICHUSIX.

Knaccuduxkanus



ILAE Brmounna MEI B 4ucio reHepain30BaHHbIE SMUJIETI-
TUYECKME CUHIPOMOB MEPUO/IA HOBOPOXKJIEHHOCTH U MJIaJICHYE-
ctBa [22].

Beigensorcs pedeKTopHblid (1OCae BO3AEHCTBUS TpUITE-
POB) U CIIOHTaHHBIN (0e3 TpurrepoB) BapuanTl MEI.

PednekropHas popma umeeT paHHee Hayaio, crenuduye-
ckre DI -XapakTEpUCTUKU U XOPOLIMM ITPOrHO3.

JIOMOIHUTENBHO BBIAETAIOT CIEAYIOIIME PEeIKUe BapUAHTHI
MHUOKJIOHUYECKOU SMUJIETICUY MJIa/IeHUeCTBa:

1. PedrnexkropHasd MHOKJIOHMYECKAs SMWIENICAS MIAJCHYE-
crBa. [Ipencrapinser coO0it 0COOBIN MOATHIT, BRI3BAHHBIN UCKITIO-
YUTEJIbHO BHE3AITHBIMU HEOKUIAHHBIMU TAKTHJIHBIMU WJIH CITY-
XOBBIMH CTUMYJIAaMU. XapaKTepu3syeTcsi OoJjiee paHHUM HA4aJioM,
KOPOTKOU TTPOJOIKUTENBHOCTBIO, JTYUIITUM MTPOTHO30M C OBICT-
PO PEMUCCHEN U JTyUYIIIMM KOTHUTUBHBIM HCXO/IOM.

2. ®OTOCEHCUTHBHASA MMOKJIOHMYECKasl SMWIENICUS B MJa-
JeHUYeCTBe. XapaKTepu3yeTcsi MUOKJIOHUYECKUMU MIPUCTYIIAMU,
BBI3BAHHBIMU (DOTOCTUMYJISIIIUEH, C KOTOPBIMH OOBIYHO TPYITHO
CIIPABUTHCS.

3. HouHoll BapuaHT 1OOpPOKAYECTBEHHOW MHUOKJIOHMUYECKOU
SNWIENICUY B MJIAJICHYECTBE, XapAKTEPU3YIOIIMMUCS BbIPAKEH-
HBIMU MUOKJIOHUSIMHU TOJILKO BO BpEMsI CHA.

4. CemenHasi uH(AHTUIbHAS MUOKJIOHWYECKasl SMUIEI-
CUsl C ayTOCOMHO-PELIECCBHBIM HAacJeJOBAHUEM (XpOMOCOMa
16p13), nmposiBisieTcsi MUOKJIOHUYECKMM CTaTyCOM C IEepeXo-
JIOM B FeHepaTM30BaHHbIC ITPHUCTYTII, 3200JIeBaHNE COX PAHSETCS



BO B3pOCJIOM BO3PACTE y BCEX MALIMEHTOB.

Kiannanueckne nposiBieHust

[TpucTynbpl HAUMHAIOTCS Y paHee 3M0POBBIX AeTell B BO3pacTe
oT 4—6 MecseB 10 2—3 (MHOrAa S) JeT, HO Yallle BCero B BO3-
pacre ot 1 o 2 net, ¢ nukom B 6—18 mec. Octpbiil nepuon,
IIPY KOTOPOM HaOJTIO/IAI0TCS BHIPAKEHHBIE KIIMHUYECKUE MTPOSIB-
JieHusl, B cpefiHeM Jyutcst MeHee 12 mecsiieB. [IpeBanupyor na-
LMEHTbl MYKCKOT'O I10Jla B COOTHOLLIEHUH npumepHo 2:1. [pu-
CTYIbI IEPCUCTUPYIOT B BO3PACTHOM MHTEpBajie Mexay 6 mecs-
I[AMU ¥ 5 TOAMH, MOTYT BO3HUKATh CIIOHTAHHO WJTA OBITh CITPO-
BOIIMPOBAHBI KOHTAKTOM, IITyMOM, CBETOBOW CTUMYJISIIUEH; Ya-
I11e BCEr0 BO3HUKAIOT B MEPUObI COHJIMBOCTH, TIOCIIE TPOOYXKIe-
HUs1, TIEpe] 3acblllaHUeM, MIPU JENPUBALIUM CHA.

IBe Tpetu ciyyaeB MEI BO3HMKAIOT CIIOHTAaHHO, a B OIHOU
TPeTU MPUCTYIHI BHI3BIBAIOTCS BHE3AMHBIM IITYMOM, MPUKOCHO-
BEHUEM WJIM cBeTOM (pedieKTopHbIN BapuaHT). Cpenu pediek-
TopHOrO BapranTa 20% MOryT ObITh BbI3BaHbBI (POTOCTUMYJISIIH-
ell, a OCTaJbHble MOTYT OBITh BBI3BAHBI BHE3AITHBIM aKyCTHUYe-
CKUM WJIM TaKTHJIbHBIM CTUMYJIOM.

Kimmanueckas n 93I'-doTouyBCTBUTENBHOCTD IIPUCYTCTBYET
y OIHOW TPETH MAllMEHTOB.

V nereit HaOMONAIOTCS MUOKJIOHMYECKUE TeHepaTM30BaHHbIS
cynoporu, 6e3 BBIKJTIOUEHHS] CO3HAHMS, KOTOpbIe MOTYT OBITh
BHavasie He3ameTHbIMHU. [IprcTynbl 00bIuHO Juisitcst 1—3 cekyH-
Ibl, HO Beerga kopoue 10 cekyna. [Iporcxonsat HECKONBKO pa3
B JIeHb, UX BO3HUKHOBEHUE Herpeackazyemo. OOBIYHO 3aTparu-



BAIOT BEpXHUE KOHEYHOCTU U TOJIOBY, Peke HUKHUE KOHEUHO-
ct. C TeueHreM BpEMEHM YacTOTa IMPUCTYIOB MOCTENEHHO YBe-
nmauBaeTcs. MUOKJIOHUYECKUE TIOIEPTUBaHU S 3aTParuBaioT Och
TeJa U PyKU, MPOBOLMPYS MajieHNe TOJIOBbI, U OOBIYHO MPUBO-
JAT K IBUKEHUIO BEPXHUX KOHEYHOCTEN BBEPX U Hapyxy. Horu
MOT'YT CTUOAThCS M HAKJIOHAThCS Briepes. Kak ciecTue, narm-
€HT MOXXET POHATh MPEAMEThl U3 PYK WM TepATh mo3y. OaHa-
KO peOeHOK pelIKo MajjaeT, eCIM TOJIbKO He 3a1eCTBOBAHbI HUX-
HHE KOHEYHOCTH. B HEKOTOpBIX CIydasiXx MOXeT HaOMomaThCs
BOBJICUEHHE TJIA3HBIX SIOJIOK, IPUBOSAIIIEE K 3aKaTHIBAHUIO TJ1a3.
Ilocne nprctyna HacTynaeT peppakTepHbIN IEPUOLL IJIUTEIBHO-
ctbio oT 20 10 120 cex BO BpeMsi KOTOPOTO Jia’ke WHTEHCHUBHAsI
CTUMYJISIIIAST HE BBI3BIBAET HOBBIM MPUCTYN. MoXeT ObITh MbI-
HIeYHasi aTOHMUSI.

B n€rkux cnydasix eOMHCTBEHHBIM CHUMIITOMOM SIBJISIETCS
MUOKJIOHYC BeK. [Tpu Tsikesnsix hopmax HaOM0AaeTCs reHepasu-
3alMsl CyJOpOr, C IOTEPer paBHOBECH 1, BbIIAAEHUEM ITPEIMETOB
U3 PyK, MHOTJIA — pacCTporcTBaMu co3HaHus. [Ipu BoBiIeueHun
B MPOILIECC MEKPeOePHBIX MBI, TIepeTHel OPIOIHON CTeHKH,
JuadparMel HApylIaeTcs JAbIXaHUe.

[Tpuctyrmsl penko ObIBAIOT AEHCTBUTENFHO F'eHePaIN30BaHHBI-
MH 1 4aCTO HACTOJIbKO HE3AMETHBI, UTO MX YACTOTY MOKHO HEJ0-
OLICHUTb.

XapakrepueiM i1 MEI sBnserca yBennyeHWe WHTEHCUB-
HOCTH KJIMHUYECKUX MPOSIBJIEHUI A0 ONpPEJeIEHHOr0 BO3pacra
C MX MOCJEAYIOIIUM TOJTHBIM MCYE€3HOBEHUEM. TOHMKO-KJIOHU-



YeCKHe MPUCTYIbI MPOUCXOAT penko. PedpriibHbIE CYI0pOru
MoryT Bo3HUKaTh y 30% peren. Tpancgopmanus B apyrue ¢op-
MBI TIPUCTYTIOB, B TOM YHUCJIEe B aOCAHCHI, HE TIPOUCXOIUT JIaXKe
Ha (pOHE OTCYTCTBUS CIEHU(PUUECKOTO JICUEHHUSI.

OcHoBHbIMU KJIMHWYECKMMU Npr3Hakamu MEI saBisorcs:

— MuokI0HMYECKHE CYJOPOTrH, BOBJIEKAIOIME BEPXHUE KO-
HEYHOCTH

— KuBaHue ronoBoii, 3akaTblBaHUE I71a3 BBEPX, MOPraHUe

— Pe6éHOK majaer, ecliv CTOUT IIPU BOBJICYCHUH HMKHUX KO-
HEYHOCTEU

— Kpuk/noxoxas Ha Kanejab BOKQJIM3aLMs W3-3a BHE3AHO-
I'0 COKpaleHUs quadparMbl KHOTIA MOKET COIIPOBOK/IAaTh MUO-
KJIOHUYECKUE AEPraHbsi

— Co3HaHre 0OBIYHO OCTaeTcsi HeTpOHYTHIM. OJJHAKO JIeTKOe
M3MEHEHHNE CO3HAHUSI MOKET COMPOBOK/IATh I'PYIIITy MUOKJIOHH-
YECKUX MPUCTYIIOB.

Jqunarsocruka

MMUOKJIOHAYECKAs SNWIENICAST MJIQJICHYECTBA JUArHOCTUPY-
eTcs IO KJIIOYEBBIM KJIMHMYECKMM M DI npusHakaMm. Pusn-
KajbHOE OO0cCeoBaHre peOeHKAa B WHTEPUKTAIBHBIA TMEepHOL
HerHpopMaTUBHO. JIabopaTOpHBIE TECTH KAKUX-TUOO OTKJIOHE-
HUHM OT BO3PACTHOW HOPMBI HE BBIABIIAIOT. MaKCUMaJIbHON WH-
opmatrBHOCTBIO OOnasaeT HOUHOW DI -BUACOMOHUTOPHHT,
MIO3BOJISIIOIIMI OOHAPYKUTh CHAWK-BOJIHB M MUOKJIOHUYECKHE
MPUCTYIIBI.

B mexnpucrynssii nepuon I3 B npenenax HOpMbl. Bos-



MO’KHO HE3HAYMTEIbHOE 3aMeJIEHMEM aKTUBHOCTH B LIEHTPAIb-
HBIX 00JIACTSIX; KOPOTKHE €IMHIUYHBIC TeHEPATM30BaHHbIE pa3psi-
JIbl KOMITJIEKCOB «CIalK-BOJIHA», «OCTpas-MeJIeHHasl BOJIHA»,
npuoOpeTalole HauOObIYI0 BhipaskeHHOCTh BO Bpems I u 11
craguii cHa. [lpu purMuueckor (POTOCTUMYISIMU BO3MOXKHO
MOSIBJICHHE CITAK-BOJTHOBOM aKTUBHOCTH.

Bo Bpems npuctyna Ha 931" oTMeYaeTcs HaIuuue reHepasu-
30BaHHBIX, Pa3psI0B HEPETYISIPHBIX (peske OunaTepabHO-CHH-
XPOHHBIX), YaCTO aCUMMETPUYHBIX MMHUKOB, OCTPbIX BOJH, KOM-
IUIEKCOB MMK-BOJIHA U MOJIMITMK-BOJIHA, C 4aCTOTOM OKoJo 3 I'm.

DnekTposHuedanorpadus (I3 sABiseTcs KIIOUYEBBIM KOM-
MIOHEHTOM B OLIEHKE /IMarHo3a.

OcnHoBHbiMU D3I npuzHakamu MEI aBisioTca ciepyomue:

— ®oHOBas aKTUBHOCTh DI B HOpME

— NnrepukTanbHas D3I 00bliIyio 4acTh BpeMEHH B HOPMeE

— NkranbHas D3I BIABIIAET KpaTKKUE pa3psAabl ClIalK- U MOJI-
HCIANK-BOJIHOBOM aKTUBHOCTH C YacToTor 3 111

— JIvieHue cHa MOXET aKTUBUPOBATh pa3psiibl

— ®OTOCTUMYJISALIMSA MOKET AKTUBUPOBATDH Pa3psibl.

SOMI" neMoHCTpUpYeT pa3psifibl, COOTBETCTBYIOIIME MUOKJIO-
Hycy. 17151 UCKITIOUeHH 1 OPraHMYeCKOM MaTOJIOTMU MOXKET Ha3Ha-
yarbcsl HerpocoHorpagusa, MPT. Ilpyn Hamuuyn KIMHAYECKOU
CUMIITOMATUKHM Ha MPOTSKEHUU JJIMTEIbHOTO NepUojia MpPOoBO-
JUTCS OLIEHKA IICUXOMOTOPHOTO Pa3BUTHSI.

Jquarsocrnyeckue kpurepuu [1,23].

TUNMYHB MUOKJIOHUYECKHUE TPUCTYTIBI U HOPMAJIbHASI OCHOB-



Has aKTMBHOCTb Ha D3I

HexapakTepHbl Apyrie TUIIBI TPUCTYTIOB B AeOi0Te 3a0071eBa-
HUS, 3aIepiKKa Pa3BUTHUsI, IPyOble OTKJIOHEHHS] B HEBPOJIOTUYe-
CKOM cratyce win JaHHbix I3I" u MPT.

Mud¢epennuanbubiil Juaraos [1]

HuddepeHnnanbapii  AMarHo3  HEOOXOAMMO — TTPOBOIMTH
CO CeYIOUMMHU 3a00IeBaHUSIMU:

Anunenmuueckue cuHOpomol

— VNndantunphblie cnazmbl uiam cuapoM Yacra (IESS). Cun-
JPOM XapaKTepu3yeTcs MH(AHTUIBHBIMU CIIa3MaMM, aHOMAJIb-
Hou D3I ¢ runcapuTMuen, 3aIepKKOU pa3BUTHS.

— Cunppowm JIpase (DS) — papMakope3ucTeHTHas SMUIIETICHU s
C HAuajJoOM Ha MEepPBOM IOy KW3HU. SIBisieTCs KaHalomaThewu,
BbI3bIBaeMoM myTaiern SCN1A y Tpex derBeprer ManueHToB.
Ilo mMepe mporpeccrupoBaHus MPUCTYIIOB B JOITOCPOYHOM TEp-
CIEKTHBE BO3MOXKHA 3a/I€PKKa Pa3BUTHS C KOTHUTMBHBIMU Ha-
PYIIEHUSIMUA U PACCTPOICTBAMU MOBEACHUS.

— Cunpapom Jlennokca—Iacto (LGS) — 0ObuHO nieGr0THPY-
€T N03/IHee, UMEIOTCS pa3/IMYHbIe TUITBI PUCTYIOB (aTUIMYHbIE
aGcaHChl, TOHUYECKHe, aTOHUYECKHe), MeJJIEHHAs CTIAlK-BOJIHO-
Basl aKTUBHOCTb Ha DI

— Dnuiencus ¢ MUOKJIOHUYECKU-aTOHUYECKUMU PUCTYIaMU
(EMALS) — takske xapakTepeH Oosiee Mo3qHui Ae0l0T, pa3ind-
Hble BU/Ibl IPUCTYTIOB (ATOHMYECKHUE, aTUITMYHbIE AOCAHCHI, TTH-
30116l OECCYIOPOKHOTO CTaTyca, OriaTepaibHble TOHUKO-KJIOHH-
YEeCKUe MPUCYNThI, MUOKJIOHUYECKU-ATOHUYECKUE MPUCTYIIbI),



rpyosie Hapymenust Ha D3I u 3a1epKKa pa3BUTHS.

— DHiedaonatuy pa3BUTHS C JeOIOTOM B MIIAJICHUECKOM
BO3pacTe — XapaKTepu3yloTcs TpyOOll 3aJepKKOW pa3BUTHS,
aHoMauAMU Ha DI ¥ pa3IMYHBIMU TUIIAMU ITPUCTYTIOB.

— MUOKJIOHNYECKMMH MPUCTYNIAaMU B PaHHEM JETCTBE MO-
T'yT MPOSIBIIATHCS HEMPOMETa0OIMIeCKIe HAPYITIEH!ST, MUTOXOH-
JpuajbHble 3a001eBaHus U OOJIE3HU HaKOIUIeHus. [171s HUX Tu-
MIUYHbl MYJIbTUOPIaHHBIE HApYLIEHUs], IPOrPECCUPYIOLIEE HEB-
POJIOTMYECKOe YXYAILIEHUE.

— Cunpapom nepunmra nepeHocurka rmoko3sl (GLUT1DS)
XapaKTepu3yeTcsl CHYKEHUEM KOHIIEHTPAIIUU TJTIOKO3bI B JINKBO-
pe, pa3IMYHbIMU TUIaMU ITPUCTYIIOB, MUK pOLIe(aTEN.

— I[Iporpeccupyioryie MUOKJIOHUYECKHE Muiernicuu (00J1e3Hb
Jlapopwl, O6onesns YHpeppuxra-JIlyHnoopra, MUTOXOHIpUAIT-
Has 3HIedaionarus ¢ pBaHbIMM KPACHBIMM BOJIOKHaMH, OO-
Je3Hb [ome 3 Tumna, HeMPOHATBHBIN LIEPOUHBIN JIUTIOPYCIIU-
HO3 U cuaiu103). OCHOBHBIMM MPU3HAKAMU SIBJISIIOTCS MHOKE-
CTBEHHBIE THUIIbl MPUCTYIIOB, MPOrPECCUPYIOIIIEE HEBPOJIOTHYE-
CKO€ yXyZLIEHHE, BKIIOYAIOIIEE ATAaKCUIO WX JAEMEHIMIO.

Hesnunaenmuueckue cocmosnus

— JloO6pokauecTBeHHBIN HEIMWJIECITUYECKUN MUOKJIOHYC — HET
naTTepHa MUOKJIOHWYECKUX MpucTyrnoB Ha III'. HesnwenTu-
YECKHE CIIa3Mbl, BOZHUKAIOT Ha MIEPBOM TIO/ly JKU3HU M CAMOCTO-
ATEJIbHO paspelaitcs K AByMm rogaMm. Ilpopomxkatorcsa 1—2 ce-
KYH[Ibl, C HOPMaJIbHBIMU UKTAJIbHBIMU M UHTEPUKTAIbHBIMU T1aT-
tepHamu D3I, UkTasibHas Buaeo-O31" NoMOraeT UCKJIIOUUTh X



SMUJIETITUYECKYIO TIPUPOY U TEM CaMbIM U30eKaTh HEHYKHOTO
WJIA YPE3MEPHOTO JICYECHHUS.

— I'unepakIuiekcus XxapakTepu3yeTcsl aHOMaJIbHOW peakLyen
Ha CEHCOpPHbIE CTUMYJIbI (CTapTI-peakiusi) 6e3 snuienTudopm-
HOW aKTUBHOCTH Ha DI

— l'imHarornveckre MUOKJIOHUM OOBIYHO BO3HUKAIOT ITPH 3a-
CHITIAaHWH, HE MPOMCXOAST B OOIpPCTBYIOMEM cocTostHud, DI
B HOpME.

— OpoxatenbHble npuctynsl (shuddering attacks) xapakrepu-
3yI0TCS1 MOBTOPSIOIMMHUCS SMU30JAMU APOKH, YaCTO CBA3AHHBI-
MU ¢ BO30ykieHrueM, 6e3 maronoruu Ha D3I

— JlobpokavyecTBEeHHbI HEOHATAIbHBIT MUOKJIOHYC cHa. Ca-
MOpa3pelaIeecs: COCTOsTHUE, XapaKTepU3YIoIeecss MOJTHUe-
HOCHBIMU MUOKJIOHUSIMH, BO3HHUKAIOUIUMHU TOJBKO BO BpeMs
MEJIJIEHHOTO CHA, U HOpMaJIbHbIMU pe3yJibTatamu D3II'. MEI, kak
NPaBUJIO, HAYMHAETCS Toce 6 MecsiiieB OObIYHO HEe BO3HHUKAeT
BO BpeMs CHA, YTO SBJISIETCS BaKHOW OTIIMYUTEIBHOH OCOOCH-
HOCTBIO.

— JIBuratenbHbIe CTEPEOTUITHH.

— Jlo6pokayecTBEeHHbIE MPUCTYIIBI IPOKHU.

— MUOKJIOHYC-JUCTOHUS.

JIeuenne

Jleuenue nmpoBoaUTCS B aMOYJATOPHBIX YCJIOBUSIX U JJTUTCS
OKO0J10 3—4 J1eT ¢ MOMEHTa BOBHUKHOBEHU I IEPBBIX IIPUCTYIIOB,
32 WCKJIIOUYEHHEM YacThiX U TSKEJIbIX MUOKJIOHMYECKUX aTak,
TpeOyIOIUX MOCTOSTHHOTO HaOmoaeHus. [1pu BeipaxxeHHOU (o-



TOCEHCUTUBHOCTH WJIM YyBCTBUTEJBHOCTU K APYTMM CTUMYJaM
JUIATENILHOCTD JieueHusl yBeanurBaetcs. [1pu Jierkux npucrymnax
Tepanusi MOXeT He Ha3HavaThCsl.

[Ipenaparamu nepBoil TMHUY ABJIAIOTCA Basibpoarsl. [1pu nx
Hea(h(PEKTUBHOCTH TOKA3aHBI TIPenaparsl U3 TPYIIbl OEH30I1-
A3eNMHOB WY CYKITMHUMUI0B. HeoOX0aMMo UCKITIOUeHHE TPHUT-
repoB MPUCTYIIOB.

IIporuno3

3aboneBaHue MOMHOCTHIO KYMHUPYETCs C BO3PACTOM U MMe-
eT ONMaronpusATHBIN MPOrHO3. Y OOJBIIMHCTBA AETeW MPUCTY-
bl TIpEKpamiaTcs K 5—~6 rogam, uHorga passiie. [IpumepHo
OT MOJIOBUHBI 0 IBYX TPETEU AETEU C 3TUM CUHIPOMOM HE UMe-
10T TIPOOJIEM C pa3BUTHEM WM TMoBeieHneM. OJIHAKO y HEKOTO-
PBIX JeTel, OCOOEHHO eClM He OCYIIECTBIISETCS] KOHTPOJb MPH-
CTYIIOB, MOXET HaOMoNaThCsl HEKOTOpasi 3a7epkKa B pa3BUTHH.
VY 3TuX neTell Tak:ke MOTyT ObITh MPOOJIEMBI C MOBEJECHUEM.
HecmoTpst Ha B 11€10M OJ1aronprsATHBIN HEHPOTICUXOJIOTMUECK U
MCXOJI, YMCTBEHHAs OTCTAJIOCTh MOXET HaOMIOAAThCA Jallie, Yem
B 001ei nonyasuuu. Ha MOMEHT MOCTaHOBKY IMarHo3a HeBO3-
MOXHO TpeJcKa3aTh, y Kakux jAeTer OymyT 3T NpoOieMbl.

Ponutenu nomxkHbl ObITH TPOMH(POPMHUPOBAHBI O €CTECTBEH-
HOU MCTOpHH 3a00JIEBaHM I, YTOOBI TIPEIOTBPATUTD HEOTIPAB/IAH-
HOe OeCIIOKOMCTRBO.

MMUOKJIOHUYECKHUE MTPUCTYIIbI, BO3HUKAIOIIME HAa (DOHE 3BYKO-
BOU WJIM TAKTWJILHOW CTUMYJISILIAY, TPOrHOCTUYECKH Oosiee Ora-
TOMNPUSTHBL, YeM CIIOHTAaHHbIE. MaIoBEpOsITEH IEPEXO/ B Ipyrue



(popmbl snmniencuun. Tem He MeHee, yepe3 10—15 net Bo3amoxHa
TpaHc(OpMaLs B I0BEHUJIbHBIE (DOPMBI MAMONATUYECKUX TEHE-
PAIM30BaHHBIX MWIETICUH (IOBEHWIbHAS! MUOKJIOHMYECKAS STH-
JIETICU A, SNWIETICUA C U30JIMPOBAHHBIMU TOHUKO-KJIOHUYECKUMU
MIPUCTYIIAMM).

TepmuH «100pOKauecTBeHHBIN» B oTHOIIeHun B MEI cremy-
€T UCIOJIb30BATh C OCTOPOKHOCTBIO B OTHOILIEHUH €r0O MOBEJCH-
YECKOIro ¥ KOTHUTHUBHOIO pesysbrara. PaHHee Hayayo NpuUCTy-
TIOB ¥ XYL KOHTPOJIb HAJl HAIMU MOTYT OBITh (DAaKTOpaMU pHC-
Ka HeOIarornpusaTHOTO HeWPOTICHXOJIOrMIECKOro MCXO/a.



dnuaenTudecKkue CUHAPOMBI,
Iepro/ia HOBOPOK/IEHHOCTH
1 MJIa/IeHYeCTBAa, NMelolue
yepThl Kak (POKaJbHbIX,
TaK U reHepajn30BaHHbIX
(KOMOMHUPOBaHHbIE)

I'eHeTHUYeECKaA SMMUIENICUST
¢ peOpUIbLHBIMH CyIOPOraMu
miaroc/Genetic epilepsy with
febrile seizures plus (GEFS+)

Onpenenenue

[enetnueckass snmierncusi ¢ (HeOPUIBHBIMEA  CyIOpOraMu
wmoc/Genetic epilepsy with febrile seizures plus (GEFS+) —
rpynna reHeTUYeCKd reTepOreHHbIX 3a00JIEBaHUN C ayTOCOM-
HO-JOMUHAHTHBIM THUIIOM HAcJEeJOBAHUsI C HEMOJHOW IeHe-
TPAHTHOCTBIO, TIPU KOTOPBIX (heOPIITbHBIE TTPUCTYITHI MOTYT CO-
YeTaTbCsl ¢ Pa3IMYHBIMU TUTIAMU aheOpUIIbHBIX SIUJIeTITHYe-
CKHUX IPUCTYTIOB.



Konen 03HaKOMUTEJLHOI'O
¢dparmenra.

Tekct npegocraBieH OO0 «Jlurpec».

[IpounTaiiTe STy KHUTY LIEJIMKOM, KYIIUB TOJIHYIO JIETATbHYIO
Bepcuio Ha Jlurpec.

Be3ormacHo oriaTuTh KHATY MOKHO OaHKOBCKOH KapToit Visa,
MasterCard, Maestro, co cuyera MOOMJIBHOTO TesiehOHa, C TiIa-
Te)KHOro TepMmuHaia, B cajoHe MTC wmm Cesa3HoOHM, uepe3
PayPal, WebMoney, Aunexc./lensru, QIWI Komenek, 60Hyc-
HBIMU KapTaMu WK APYTUM YI0OHBIM Bam crioco6om.
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