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IIpunoxkenue Al (Ha4a/10). DIHWIECITUYECKUE CUH/IPOMBI C HAYaJIOM B HEOHATAILHOM IIEPUOJIE U MITAZICHYECTBE

1. Cugpombl camokynupyloweiica anunencuu (anrn. self-limited epilepsy syndromes)

1.1. Camokynupytowasca (cemeiiHasn) HeoHaTanbHan 3anunencus (aurn. self-limited (familial) neonatal epilepsy, SeLNE)

Anupemunonorus

Pac4eTHas yactoTta coctaensaet 5,3 cnyyas Ha 100 ThbiC. XXNBOPOXAEHNI

KnuHnyeckas kaptuHa

[e6oTupyeT co 2-ro no 7-i AHW XU3HW. Ecnin AeTn poXxAatoTcs HeJOHOLWEHHbIMMW, CYA0POri MOTYT BO3HUKATb B TE4EHNE HECKOJIbKUX JHEN NOCne CKOPPEKTUPOBAHHOIO
rectaymoHHoro so3pacta 40 Heg. 06a nona cTpajatwT 0ANHAKOBO.

VicTopus 6epeMeHHOCTI M POJIOB HUYEM He MpuMevaTenbHa. B 0cTanbHOM pa3BuTue MnajeHLeB KaXXeTcs COOTBETCTBYIOLMM BO3pacTy. Pa3mep rofioBbl

1 HEBPOJOTrM4YECKOE 06CIe0BaHIE B HOPME

Te4yeHue 3aboneBaHus

Cynoporu 06bI4HO CTMXAKOT K 6-MecA4HOMY BO3pacTy, 60/IbLUINHCTBO NpeKpaLlaeTca K 6-HeaenbHOMY BO3pacTy. ECin 6b110 Ha4aTo NPOTUBOCYA0POXKHOE JIEHEHNE, r0 HaCTO MOXKHO
npekpawiaTb B Te4eHME HECKONbKUX Heaenb. Mporpecc B pa3BUTAM 06bI4HO HOPMANbHbIA, XOTS B MEHbLUWHCTBE CNy4YaeB MOTyT 6bITb TPYAHOCTU B 06Yy4EHUN NN Nerkne
[iBUraTeNibHble HapyLwenus. iccnefoBaHnsa NokaabiBaloT, 4T0 A0 1/3 nauneHTOB UMEOT Cyaoporu B 6osiee no3fHem Bo3pacTe. K HUM 0THOCATCA dhe6pusibHble CYA0POru, KnacTepsl
(hOoKanbHbIX Cya0pOr, N30JINPOBAHHbIE FEHepann30BaHHble TOHUKO-KJIOHUYECKUe CYA0poru

1, B MEHbLUEW CTeNeHN, CAMOKYNUPYHOLLAACS INUNENCHUs C LEHTPOTEMNOPaNbHbIMU CNAiKamMu. Y HEKOTOPbIX MALWEHTOB CO CNeLM{UYeCcKUMN BapnaHTamy MyTalnmn B reHax MoXxeT
6bITb MUOKUMUA (MOCTOAHHAA MbllLEYHAA aKTUBHOCTb, BbI3bIBAOLLAA PUTUAHOCTb M TOHKWE NOAEPTrBAHNA), KOTOPAs MOXET NMPOABNATLCA NMO3XKe B MJIafIeH4YECTBE

Tunbl NPUCTYNOB

Cynoporu B fe6toTe xapakTepn3yoTca POKanbHbIMU TOHUYECKUMI YepTamMu, NOpaXxKatoLwnmMn rooBy, NLLO 1 KOHEYHOCTN.

OHn MOryT nocneaoBaTeNibHO NPOrPeccUpoBaTh: TOHUYECKNE, KIIOHNYECKIe, MUOKIIOHMYeCKNe 1 BereTaTuBHbIe, CieaytoLlne Apyr 3a Apyrom 6e3 efuHOro npeo6nagatoLLero
npusHaka. 4acTo HabnAaeTCA N3MEHeHNe naTepann3anmy Bo Bpemsa UM ot npuctyna kK npuctyny. MoryT Habniofatsca BoKann3aunsa n/unn asTomaTnsmsl. BeretatusHbie
NPWU3HAKK, TaKne KaK anHoa 1 LiMaHo3, NpucyTCTBYIOT B 1/3 npucTynoBs n MoryT 6bITb Npeo6najanowmmm nposasneHnsmu. B HefasHel cTaTbe, CpaBHUBAIOLLEN KNTMHUYECKIE
NPOABIEHNA reHEeTNYEeCKNX ANUNENCUIA 1 OCTPbIX CAPOBOLMPOBAHHbBIX MPUCTYNOB Y HOBOPOXXAEHHbIX, COO6LLAETCSA, 4TO NPUCTYNbI NP FEHETUYECKUX 3NUNENcuax (B NepByto o4epeab
SeLNE, o6ycnosneHHbix KCNQ2), Kak npaBuno, uMetoT 60ee no3gHee Havyano n 60s1ee KOPOTKYH NPOAOIKNTENIbHOCTb, Y€M OCTPbIe CPOBOLMPOBAHHbIE MPUCTYMbl, CBA3AHHbIE

C MHCYNbTOM UAN FUMOKCUYECKU-ULLIEMNYECKOii aHLedanonaTuei. Knactepbl NpuCTynoB Npu caMOKynuUpyloLeics HeoHaTanbHON 3NUAENCcUM MOTYT BO3HUKATb B Te4eHMe
HECKOMbKMX 4aCOB UAN AHEil, NP1 3TOM HOBOPOXXAEHHbI BefieT ce6s HopManbHO MexAy npuctynamn. Knuiuyeckoe o6¢cnefoBaHue B UHTEPUKTaIbHOM Nepurojie — HopMma,

3a UCKJIIOYEHNEM HENOCPEACTBEHHO NOCTUKTANIBHOI0 Neproa unu cry4vaes, Korga MaafeHel HaxoauTca noj ceaTuBHbIM BO3ENCTBUEM MEIMKAMEHTOB

[aHHble 33T

®oHoBas I3 MOXET 6bITb HOPMASNIbHOW UM UMETb HE3HAYUTENbHbIE Hecneunuieckmne OTKNOHeHNS. DoKanbHbIe MHTEPUKTANbHbIE 3NUNENTU(OPMHbIE aHOMANUKN MOXHO YBUAETb
npuMepHO B 2/3 cny4aes, Yalle BCEro B LEHTPanbHON, LEHTPaNbHO-BUCOYHON UIN TOBHO-BUCOYHOI 061acTu.

B nepuofabl 6051ee aKTUBHbLIX NPUCTYNOB MOXXET Ha6N0AATbCSA 04aroBOe MK pacnpocTpaHeHHOe 3aMeAeHune; 0gHako, B otTnnyue ot DEE, o6ycnosneHnHoin KCNQ2, natTepHa
«BCMbIlUKA—N0JaBNIeHNe» NN 60M€ee BbIPaXEHHOr0 CTONKOr0 3aMeneHns He Habnogaercs.

OnucaH TMNWYHBIA NKTANbHbIA NAaTTEPH C Ha4YanbHbIM 3aTyxaHnem 33 NPOJOKUTENBHOCTLIO [0 20 C, 33 KOTOPLIM CIEAYIOT NOBTOPAOLLMECH CNAKOBbIE Pa3psaabl (B 0CHOBHOM
LLeHTPOTEMMNOPabHbIE, XOTSA MOTYT 6bITh 3aTPOHYTHI M Apyrue 061acTu), KOTOPble 4acTo 6bIBatOT GunaTepanbHbIMU, HO ACUHXPOHHbLIMM

1 CO CABWUIOM B laTepanbHOM HanpasneHun. Tonorpadus MoXXeT MEHATbLCS OT OJHOM0 NPUCTYNa K Apyromy

PeaynbTaThl HelipoBU3yanusauyum

HelipoBM3yanusauns He NOKa3biBaeT CTPYKTYPHbIX HAPYLLEHWIA, KOTOPbIE MOFAN Gbl GbITb MPUYNHOI 3NUNENCUN

[laHHble TEHETUYEeCKNX
nccnegoBaHuin

B cembsix Ha6noAaeTCs ayTOCOMHO-JOMUHAHTHBbI TUN HACNIe0BaHUA (MHOTLA C HENONHOW NeHETPAHTHOCTbI0). SeLNE MoXeT 6biTb 06yCI0BNEHA NAaTOreHHbIMW BapuaHTamu de novo
B Tex Xe reHax KCNQ2 n KCNQ3. OHn KoampytoT cy6beanHNULbI KanmneBbiX KaHanoB, KOTOpbIe BMECTe 06pa3ytoT reTepoTeTpaMepHbli Kanuesblin kaHan (M-kanan).

CemeiiHbln aHamHe3 SeLNE Heo6xoanm 519 NOCTAHOBKM AWArH03a CaMOKYNUPYHOLEACs CeMeiHOi HeoHaTanbHOK anunencun. YacTo HabnogaeTcs BapnabenbHOCTb
NPOAOMKNUTENLHOCTI 3NUNENCUI Y UMEBLLUX €€ 4NeHOB ceMbU. MyTauuto reHoB BbifiBNAOT 6onee 4em B 90% cemeii. MaToreHHble BapuaHTbl B KCNQ2 anstoTca Haubonee
pPacnpoCTPaHEHHO NPUYNHOI JAHHOTO CUHAPOMA, OHU NPUCYTCTBYHOT 601ee 4eM B 80% Cy4aeB 1 BKNOYAKOT CTON-KOAOHbI, AeNeUnn n MyTaummn CABUra pamMmku CHMTbIBAHNS,
NPUBOAALLME K FranioOHeA0CTaTOYHOCTU, @ TAKXKE HEKOTOPbIE MUCCEHC-BAPUaHTbI, KOTOPbIE BbI3bIBAKOT JIEFKYIO NN YMEPEHHYI0 NOTepIo (PYHKLMN KaHana. MaToreHHbie BapuaHThl
reHoB KCNQ3 n SCN2A BCTpe4arTCcs 3HAYNTENbHO Pexe

AnddepeHumnanbHblii uarH03

— OcTpble CNPOBOLNPOBAHHbIE CYA0POrM BCAEACTBME TMMOKCUYECKM-NILEMUYECKOI 3HLIedhanonaTm, MeTa6onnyecknx pacCcTPOoCTB, SNEKTPOSUTHBIX HAPYLLUEHWUA U UHCYNbTA
BCTPEYATCA Yalle, 4eM CaMOKYNUpPYyHOLWancs HeoHaTanbHas anunencus. CnpoBoLMPOBaHHbIE CYLOPOr, Kak NpaBnno, MMetoT 60nee paHHee Havano (B 1-i aeHb XU3HU) 1 6onee
NPOAOMKNTENbHbI. Hanuyme aHuedanonaTnm NCKKOHaeT CaMOKYNMMPYHOLLYIOCS HEOHATaTbHY0 3NUNENcuio

— doKanbHas CTPYKTypHas NaTonorus nposiBNsSeTCa CTePeoTUNHbIMU (POKANIbHBIMI KJIOHUYECKUMU NpUNagKaMm

— [No6poKa4yeCcTBEHHbIN HEOHATANbHbIA MUOKJIOHYC CHA CNeAyeT Nerko 0TAnM4aTh N0 HAIMYMK0 MUOKJIOHYCA BO BPEMS CHA Y 3J0POBOr0 B 0CTa/IbHOM MNafeHua, KOTOPbIA MOXET
M3MEHATbCA M0 4acTOTe, aMNANTYAe 1 Tonorpadum

1.2. Camokynupyowjancs cemeiHas HeoHaTanbHO-MnaaeH4Yeckas anunencusa (anrn. self-limited familial neonatal-infantile epilepsy, SeLFNIE)

anuaemuonorunsa

Mpennonaraemas 3a601eBaeMOCTb HEU3BECTHA
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IIpunoxenue Al (IPOFOIKEHHE). DIUICITUYECKAE CUHIPOMBI C HAYAJIOM B HEOHATAIbHOM IIEPUO/IE Y MJIA/IEHYECTBE

KnuHnyeckas kaptuHa

[e6toTupyeT B Bo3pacTte 0T 1 AHA A0 23 Mec Xu3HK (B cpeaHem 11 Hea, meamana 13 Hep). 06a nona cTpafalT OANHAKOBO. MepuHaTanbHbIii aHaMHe3 6e3 oco6eHHocTen. MnaaeHLbl
pa3BMBAKTCA B COOTBETCTBUMW C BO3PACTOM C HOPMasibHbIMMU KJINHUYECKUM CTATYCOM U OKPY>XHOCTbIO FONOBbI. [Ipyrux KNMHNYECKUX MPU3HAKOB (HanpumMep, ABUraTesnbHbIX
HapyLeHunil) He HabnogaeTcs

TeyeHune 3abonesBaHns

YacToTa NpUCTYNOB BapbUpyeT: y HEKOTOPbIX AeTel 6bIBaeT BCEr0 HECKONIbKO MPUCTYNOB, U OHU HE HYXXAAKOTCS B NIEHEHNN, TOTAA KaK y ApYrnX HabMoAaTCA KNacTepbl 13
MHOXECTBA NPUCTYNOB B ieHb. CY0pOrv npekpauiarnTcs B Bospacte 12—24 mec, 663 peLuanBoB B 6051ee No3fHeM Bo3pacte. Cyf0pori 1erko KoHTponupytotcs AN

Tunbl NpUCTYNOB

CHavana Ha6ntofanTcs hokanbHble TOHU4ECKME CYA0POri C OTKJIOHEHMEM FON0BbI U a3, 3aTeM Apyrue TOHUYECKMe U KNOHNYeCKne Cya0pori. Y HeKoTopbIX 0TMe4atoTCs 3aMeTHOe
anHo3 1 HeNOABVKHBIN B30P. MPUCTYNbI paznu4anTcs no NnpoAaoHKMTEeNbHOCTH (0T 20 ¢ A0 4 MuH). Cyfopory peaKo CONpPOBOXAAKTCA NUXOPAAKON

[aHHble 33T

doHosas I3 06bI4HO HOpMaNbHas. B nepnoabl 60nee akTUBHLIX NPUCTYNOB MOTYT Ha6/1t0AaTbCA (POKaNbHbIE PA3pPAAbI, MPENMYLLECTBEHHO B 3aJHNX OTAeNax, nnu
pacnpocTpaHeHHOe 3amMeaseHne

PesynbTatbl HEMPOBM3yanuaaunm

HelipoBu3yannsaums He NoKa3blBaeT CTPYKTYPHbIX HAPYLUEHWIA, KOTOPbIE MO 6bl 6bITb NPUYNHON 3NUNENCUN

[laHHbIe reHeTU4YeCKNX
nccnenoBaHuia

AyTOCOMHO-AOMUHAHTHOE HACNe0BaHNe C BbICOKO MEHETPAHTHOCTbIO HA6MI0AAETCA Y Pa3HbIX Y4IEHOB CEMbM, UMEBLLNX Ae60T B HEOHATaNbHOM Nepuoje

1 MnajeH4yecTBe. 3TOT CUHAPOM B NepBYyI0 04epeib CBA3AH C NaTOreHHbIMI BapnaHTamu reHa SCN2A, KofMpytoLLero cy6beanHnLbl HATPUEBbIX KaHAN0B.

B HEKOTOPbIX CEMbSAX C CAMOKYNUPYOLWUMNUCSA NPUCTynamu, 06yCnoBneHHbIMN MyTaunamu B rede KCNQ2, moryT 6bITb NaLUeHTbl C NpUCTynamMu, Ae610TUPOBABLUNMU BHE
HeoHaTasibHoOro nepnoaa

[nddepeHunanbHblii fuarHo3

— SeLNE

— SeLIE

— OCTpbIe CUMNTOMATUYECKINE CYA0POri B HEOHATANbHOM UK MafIeHYeCKOM NEPUO/IE, BbI3BAHHbIE TMMOKCUYECKN-NLIEMUYECKUM NOBPEXAEHNEM, UH(EKLIMENA, UHCYIbTOM 1IN
MeTab0on4YecKuMmn paccTpoicTBaMm

— MrnafieHUeB ¢ NepcucTUpyLLUMn oKanbHbIMU CTEPEOTUMNHBIMU NPUCTYNAMM CNeayeT NPOBEPUTL HA HaNNYne APYroi 04aroBON CTPYKTYPHOM NaTosiornm

1.3. Camokynupylowascs (cemeiiHas) MmnageH4yeckas anunencun (aurn. self-limited (familial) infantile epilepsy, SeLIE)

anugemuonorusa

BcTpeyaeTcs OTHOCUTENBHO YaCTO, HA ero A0 NPUXoAnTCs 7—9% BCeX 3NUEncuii, Ha4nHaLWMXcs B Bo3pacTte A0 2 neT. 3a6071eBaeMOCTb OLLEHNBABTCS
B 14,2 cny4as Ha 100 TbIC. >KMBOPOXAEHNI

KnuHnyeckas kaptuHa

Bo3spact Hayana 3a6onesaHuns Bapbupyet oT 3 40 20 Mec ¢ NMKOM B 6 Mec. AHTeHaTasibHbINA, POJOBOI M HEOHATASIbHbIA aHaMHe3 06bI4HO HOPMasbHbl. Pa3mep rofioBbl
11 HEBPOJIOTUYECKII CTATYC B HOPME

TeyeHune 3aboneBaHns

MpucTynbl MOryT 6bITb 4aCTbIMK B Ha4ane, HO 06bIYHO NPOXOAAT B TedeHme 1 roga nocne maHudecTaumu. B HeneyeHbix cnyyasx B Nepuoa oT Ae6toTa 40 peMUCCUN MOTYT UMETb
MECTO U30NMPOBAHHBIE UTN KPATKOBPEMEHHbIE KNacTepbl NPUCTYNOB. Y MEHbLUMHCTBA NALMEHTOB 3NUNENCUSA MOXET COXPAHATLCS

B 60Jsiee N0O3HEM BO3pacTe.

Y nauymeHToB C NaTOreHHbIMY BapraHTamu 60ratoro nposiMHOM TpaHcmem6paHHoro 6enka 2 (PRRT2) MoXeT pa3BuTbCS NapoKCU3mManbHasn KWHe3noreHHas AUCKUHE3NA/QUCTOHNS,
Ha4yuHas c JeTCKOro Bo3pacTa v 3aKaH4uBas B3pOCNOW XKN3Hbo. CUMNTOMbI IBUraTeNIbHbIX PACCTPOWCTB ClieAyeT UCKATb CNeuunanbHo, T.K. OHWN 04€Hb KOPOTKME (ANATCA HECKONbKO
CEKYHA) W ANarHo3 4acTo He CTaBnTCA

Tunbl NPUCTYNOB

dokanbHble NPUCTYNbl ABAATCA 0693aTeNbHbIMU NS NOCTAHOBKM ANArHO3a M CONPOBOXAAIOTCA 3aMUPAHMEM, LMAHO30M, BbIMY4EHHbIMU 1a3aMU C HAPYLUEHHbIM CO3HAHUEM,
aBTOMaTW3MamMu, BepCUei ronoBbI/rnas v KNoHn4eckumm cygoporamu. @okanbHO-KNOHUYECKME CYL0POr MOTYT 4epeoBaThbCA C OLHON CTOPOHbI HA APYTYI0 N NEPeX0AnTb

B [IBYCTOPOHHME TOHUKO-KIOHUYEeCKMe CyJ0pOrn, HO HE MUTPUPYIOT C OJ4HOWN CTOPOHbI HA APYTYHO B paMKax 04HOr0 1 TOro Xe npucTyna. MpucTynsl KOPOTKME (<3 MUH), HO MOTYT
6bITb HacTbiMK (Hanpumep, 5-10 B AeHb B TeveHne 1-3 fHeli B Ha4yane 3a6onesanus). Y 1/3 nauneHToB OAMHOYHbIA N30IMPOBAHHBIA NPUCTYN BO3HMKaeT 3a 10—15 AHeli fo Havyana
4acTbIx npucTynoB. MoryT BO3HMKaTb 60J1ee NPOAOSKUTENbHbIE MPUCTYMbl, HO OHW peaKu. [IPUCTYNbI CTUXAIOT, HO NOBTOPAOTCA Yepe3 1-3 mec y 1/3 60MbHbIX.

Hannyne anunenTnyYecknx cnasmos W/unm MMOKIOHUYECKUX NPUCTYNOB NCKNOHYAET 3TOT ANArHO3

[aHHble 33l

®donosas I3 B HOPME, XOTA NOCTUKTANIBHO MOTYT Ha6Nt0AaTbCA 04aroBble 3aMmeanenuns. ViHTepuktansHas 330, Kak npasuno, HopmMasnbHasn, HO 6biS1 ONMUCAH BAPMAHT CO CPEAUHHBIMU
crnaikamu Bo Bpems (hasbl MeASIEHHOr0 CHa. Ecnu ecTb CTOMKOE 04aroBoe 3ameAneHne B 0AHON 06nacTu, cneayet 3ano0403puTb CTPYKTYPHYO aHOManNIo rOIOBHOTO MO3ra.
LOundhy3Hoe cTOKOe 3ameeHne MOXET yKasblBaTb HA APYTrON CUHLPOM.

VIKTanbHas 3anucb xapakTepuayeTcs PoKanbHbIMN pa3psaamu, KOTOPble 4aCTO BOZHMKAKOT B BUCOYHON MW 3aHEN 06/1aCTU FrONOBbI U MOTYT PAacnpoCTPaHATLCA Ha 06a nonyLapms.
Hayano npuctyna MoXeT BapbipoBaThb OT AONIN K ON1e UAK OT NONYLIAPUA K NOAYLWIAPWIO NPU Pa3HbIX NPUCTYNax y 04HOM0 1 TOro Xe naunenTta. OfHaKo NKTanbHbli NaTTepH

B pPaMKax 0[HOr0 V1 TOr0 e NpucTyna He MUrpupyet

PesynbTaThl HelipoBM3yanusaynm

HelipoBuayanuaauns He NOKa3blBaeT CTPYKTYPHbIX HAPYLLUEHWIA, KOTOPbIE MOTNIN Gbl 6bITb NPUYNHOI 3NuUNencun. ECAn 3NeKTPOKNUHNYECKNIA MArHO3 ICEH U MMEETCA CeMeNHbli
aHaMHe3 /U NaToreHHbIN BapnaHT reHa PRRTZ, HelipOBN3yann3auns He ABNAETCA 0693aTeNbHON

[laHHbIe reHeTU4eCcKnX
nccnenoBaHuia

[eH PRRT2 Han6onee 4acTo BOBJIeYEH B natoreHes. K pyrum reHam, peiko CBA3aHHbIM C 3TUM CUHAPOMOM, OTHOCAT SCN8A, npu myTaLun KOTOPOro Takxxe HabnogawTcs
[IBUraTenbHble paccTpoiicTea. [le610T B MnageH4yecTBe TakKe Ha6n04aeTcsa y NauveHToB C NaToreHHbIMN BapuaHTamu reHa SCN2A (cm. Bbiwe pasaen SeLFNIE). B cemeiiHbix
Cny4asx HacnejoBaHMe ayTOCOMHO-AOMWHAHTHOE C BbICOKOW MEHETPAHTHOCTbI0. [EHETUYECKAs 3TUONOr S MOXET 6bITb MAEHTUNLMPOBaHA NpuMepHO B 80% cny4aes

LOudhhepeHynanbHbln uarHo3

— SeLFNIE: gudbcbepeHLNpyOT B OCHOBHOM MO BO3PACTY Y UMEIOLLMX AaHHbIA CUHLPOM Y4NEHOB CEMbMU (CM. pa3fen BbliLle)

— Cynoporu MnajeH4eckoro nepmoaa, 06ycrioBJIEHHbIE OCTPbIMU NPUYMHAMMK (HANPUMEDP, KPOBOTEYEHNEM, NHMEKLMe, TUNornnKeMmnei)

— CTpPYKTYpHble MPUYMHbI, TAKUE KaK MOPOKU pa3BMTMA KOPbI FOSIOBHOTO MO3ra UM TPaBMbl FOSIOBHOT0 MO3ra

—dnunencus LeTCKOro BO3pacta ¢ MUTpUpYOLWLMMK hOKanbHbIMU MPUCTYNaMu: HA6NOAAETCA 3afepXKKa Pa3BUTUSA HEPBHOI CUCTEMbI U MATPUPYIOLLMIA NaTTepH Ha 33T B npeaenax
OJIHOTO 1 TOr0 Xe npuctyna

— CuHppom [lpase: AnutenbHble, 8 He KOPOTKME DOKabHbIE KOHNYECKME (TEMUKIOHNYECKNE) NPUCTYNbl AOMKHbI YKa3biBaTb HA JAHHbIA CUHAPOM

— HapyweHuns o6mMeHa BELLECTB: HA MbIC/Tb 06 06MEHHbIX HApYLIEHUAX AO/KHbI HABOANTb NPOrpeccupytowas aHuedanonatna n/wnu AUCHOYHKLUNA ApYrux opraHos
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IIpunoxenue Al (IPOFOIKEHHE). DIUICITUYECKAE CUHIPOMBI C HAYAJIOM B HEOHATAIbHOM IIEPUO/IE Y MJIA/IEHYECTBE

1.4.TeHeTHyeckas anunencus ¢ he6punbHbIMM cyaoporamu nntoc (aHrn. genetic epilepsy with febrile seizures plus, GEFS+)

anugemuonorus

PacnpocTpaHeHHbIN CEMENHbIN CUHAPOM, OIHAKO 3NUAEMUONOrNYECKINe IaHHbIe 0 3a60/18BAEMOCTI OTCYTCTBYHOT

KnuHnyeckas kaptuHa

Hunxxe onucbiBaeTca KOHKPETHbIN heHoTUn FS+. Cneunduyeckne CMHAPOMbI ONUCAHbI B PyrOM MecTe.

DebpunibHble Cyaoporn y aetein us cemenn ¢ GEFS+ moryT HaqaTbcs 10 6-MeCA4YHOro BO3pacTa, B OT/INYMUE OT TUMUYHBIX (DEOPUIbHBIX CYA0POT (KOTOPbIE HAYMHAKTCS Nocne
6-mMecAa4HOro BO3pacTa u B OCHOBHOM nocne 12-Mecf4yHOro Bo3pacrta) U COXpPaHATCS nocne 6-neTHero Bo3pacTta. FS+ — 3T0 TepMUH, MCMONb3YeMblii AN ONMCaHNs hebpubHbIX
Cy[0pOor, COXpaHaloLWwmMxca nocne 6-neTHero Bo3pacrta u/unu nepexoasLinx B adpedbpunbHble cyaoporu. pyrue Tunbl apebpunbHbIX CyL0pOr MOryT pa3BnBaTbCa B pa3HOM BO3pacTe.
MpopomknuTenbHble OKanbHble KNOHNYECKMNE (FEMUKITOHUYECKME) CYA0POri ¢ NUXopaakon fo 15 Mec, 0CO6EHHO ecnv OHU PeLMANBUPYIOT, AOMKHbI YKa3biBaTb HA CUHAPOM [lpaBe.
HeBponOrn4yecknin cTaTyc v KOrHUTUBHbLIE PYHKLUKN 06bIYHO B HOPME

Te4eHune 3aboneBaHns

Cynoporu npu FS+ 06bi4HO pearnpytoT Ha AJM, X0Ta He BCEM nauneHTam TpebyeTcs npodmnakTunieckoe neqeque. MaymeHTsl ¢ FS+ 06bI4HO MMEIOT CAMOKYNUPYIOLLYIOCS 3NUNencuo
C UCYE3HOBEHMEM MPUCTYMNOB K NOIOBOMY CO3PEBAHNIO.
TeyeHne 60183HN Y UL C APYTUMU TUNAMMN SMUNENCAN UK 3NUNENTUYECKUMMU CUHAPOMAMU B Npeaenax cnektpa GEFS+ 3aBMCMT OT TUNa SNUENCcUn Un CUHAPOMA

Tunbl NPUCTYNOB

DebpusnibHbIE CYA0POrM, KOTOPbIE MOTYT 6bITb FreHEPann30BaHHbIMU NN POKANbHBIMU, ABNAKOTCA 0693aTeNbHbIMK AN NOCTAaHOBKM AnarHo3a. Kpome Toro,
MOryT Hab1t0aThCsA U ApYrue reHepann3oBaHHble nnu hokanbHble ade6puibHbie Cyaoporn

[aHHble 33

®donosas I3 B HopMe. VIHOr[a MOryT Ha6/1t0AaTbCA (DOKANbHbIE NN FeHePaNN30BaHHbIe CNanku 1 BOMHbI. VIkTanbHas 33l BapbupyeTcs B 3aBUCUMOCTU OT TUMA NpucTyna

PeaynbTaTbl HeiipoBNU3yanusauum

MPT, ecnu oHa NpOBOANTCA Y NALWEHTOB € cuHapomamu GEFS+, He N03BONAET YTOYHUTL 3TUONOT U0

[aHHble TeHeTUYeCKUX
nccneaoBaHuin

HacrnepoBaHue ayToOCOMHO-A0OMUHAHTHOE C BapnabesibHOi NEHETPAHTHOCTbIO. YNeHbl 0HOI CEMbN MOTYT UMeTb Pa3fn4Hble TUMbl CYA0POT UK ANUNEeNnTUYeCKUX CUHAPOMOB,
KOTOpPbIEe MOTYT 6bITb 1N HE ObITb CBA3AHbI C INXOPAAKOA UK Pe6PUNbHLIMU CYA0POramMu.

XoT1s SCN1B 6bin nepBbIM MAEHTUHULNPOBAHHBIM FEHOM, 3TO HE CaMblidl PACNPOCTPAHEHHbIN FeH, CBA3aHHbI ¢ GEFS+, npn 3TOM natoreHHble BapuaHTbl reHa SCN1A
naeHTMULNpoBaHbl npumepHo B 10% cemeit ¢ GEFS+. [ipyrue BapuaHTbl reHOB, KOAUPYIOLMX NOTEHLMAN-yNpaBAseMble HaTpNeBble, KanbLMeBbIe U KaNMeBble KaHamnbl U NraHg-
yNpaBNfeMble NOHHbIE KaHasbl, BK/t04as CyobeJMHNLIbI HAIKOTUHOBbLIX XONTMHEPrM4ECKNX PeLenTopoB, Cy6beAnHNULbI peLenTopa raMma-aMmnHoMacsisHon KucnoTel A

1 cuHTakcuH 1B (STX1B), TakXe CBA3aHbI C JAHHbIM CUHAPOMOM

OudhhepeHunanbHbln UarHo3

— CemeitHble (hebpunbHble cyaoporu 6e3 CeMeitHOro aHamHe3a, ykasblatowiero Ha GEFS+
— Cypoporu B MnajeH4eckoM BO3pacTe, BbI3BaHHbIE OCTPbIMW NPUYMHAMY (HANPUMED, NIEMUEN, NHGEKLNEel N TMNornnkeMuei)
— CTpYKTypHas 3TUONOrUs, Takas Kak NOPOKIM pa3BMTMS KOPbl FOSIOBHOI0 MO3ra Wiu NpejLuecTByoLlas TpaBmMa roNno0BHOM0 Mo3ra

1.5. MuoknoHuyeckas anunencus mnageHyectsa (aurn. myoclonic epilepsy in infancy, MEI)

anugemuonorus

MEI — peakoe 3a6onesaHue, Ha Kotopoe npuxoantcs meHee 0,8% aeTeii ¢ anunencuen, NPOXOAALLNX NeHeHNe B CNeLnann3mpoBaHHbIX LEHTPaXx.
Ha ero fonto npuxoaunocs 1,1% Bcex cny4yaes anuaencum ¢ Ha4anom 4o Bo3pacTa 36 Mec B nonynsuum

KnuHnyeckas kaptuHa

[e610T B BO3pacTe 0T 4 Mec A0 3 JIeT C MMKOM B Bo3pacTe 6-18 mec. Halle nopaxatTcs Manbinku, COOTHOLLEHWE NALMEHTOB MYXXCKOr0 1 XXeHCKOro nosia okono 2:1. Pazsutune fo
Hayana npucTynoB 06bI4HO HOPManbHOE. TeM He MeHee Nerkue KOrHUTUBHbIE, NOBEJEHYECKME UM ABUraTeNbHbIE PACCTPONCTBA MOTYT COCYLLECTBOBATL B Ha4Yase W He JOMKHbI
NCKN0YaTh ANArHo3, NOCKONbKY OHW MOTYT 6bITb CAyYaiHbIMU. HEBPONOrMYeCKuMii CTaTyc B HOPMeE

Te4yeHwne 3abosieBaHns

MwnoKnoHMYeCKNe NPUCTYMbl MCHE3AKT NOYTU BO BCEX CNy4Yanx B Te4eHne 6 mec — 5 net ¢ MomeHTa fe610Ta, 1 B 60/bLUMHCTBE C/ly4aeB MOXHO NpekpatuTb Tepanuio A3[. Pegko
reHepann3oBaHHble TOHMKO-KNOHWYECKME CYA0POru MOTyT HabnoaaTbca B 60nee no3aHeM Bo3pacTe. MpubnusutensHo y 10% B cTapluiem AeTCKOM MM NOAPOCTKOBOM BO3pacTe
pa3BMBAKOTCA APYrue anunencuu, B 0CHOBHOM HOBEHUIIbHAA MUOKNOHUYECKas. Y NaLuneHToB ¢ PPOTOCEHCUTUBHOCTLIO MOTYT ObITb CYA0POrU, KOTOPbIE TPYyAHEE KOHTpoNiMpoBsarthb. Mpun
LNUTENbHOM Ha6M0AeHMI pa3BMTe 0CTaBanoCch HopManbHbiM B 63—85% cny4aes. MiHorfa co BpemMeHeM pa3BnBalOTCS Nerkas yMCTBEHHAsA 0TCTAN0CTb, PACCTPOCTBA 06Y4eEHNS
AN NPo6seMbl C KOHLEHTpaLWen BHUMaHMSA. B peiknx cnyyasx MOXXHO Habn0AaTh yMEPEHHYIO NN TSXKENYI0 YMCTBEHHYIO 0TCTanoCTb, KOTOPas He 0653aTeNbHO KOppennpyeT

C 4acToTON NpUNajKkoB

Tunbl NpUCTYNoOB

MWOKIOHNYECKIUE MPUCTYMbI C BOBMEYEHUEM FONI0BbI 11 NIE4EBOr0 Nosica ABNAOTCS 0693aTeNbHbIMU AN AUAarHOCTUKN. O6bIYHO OHU BO3HUKAIOT HECKOJIbKO Pa3 B CYTKU Kak BO BPEMS
60ApPCTBOBAHNS, TaK 1 BO CHe. MOryT BO3HMKATb KNacTepamu U NPUBOANTL K NafeHUsM. PecdNeKTOPHO-MHAYLLIMPOBAHHbLIE MUOKITIOHNYECKIE MPUCTYMbI HAGNOAAITCA NTPUMEPHO

B 1/3 CNy4aes 1 BbI3bIBAIOTCA BHE3AMHbIM LYMOM, MPUKOCHOBEHWEM UM MCYroM. De6pusibHbIE CYA0POrM NPUCYTCTBYIOT NPUMEPHO B 1/3 cry4aes 1 MOryT NGO NPeALWEecTBOBATb
MUOK/IOHUYECKUM Cyl0pOram, Mn60o CiefoBaTh 3a HUMI. INUNENTUYECKNE CNadMbl, a6CaHChI, TOHUYECKME U (DOKATbHbIE MPUCTYMbI ABMSAIOTCS UCK04YeHneM. Kpome Toro,
WCKITHYEHINE COCTABAOT reHepan30BaHHbIE TOHUKO-KJIOHUYECKNE MW TEHEPANN30BAHHbIE KIIOHWYECKIE MPUCTYNbI B 16610Te INUNENncumn

Hanuble 330

®oHoas 93 B COCTOAHUM 6OAPCTBOBAHUA B HOPME. B MeXXNPUCTYNHbIA Nnepuoj MoryT HabnoAaTbCa reHepann3oBaHHble pa3psfbl B BUAE CNaNK-BOMH UK, PeXXKe, NONUCNAK-BOSH,
KOTOpbI€ Yalle BCTPEYAKTCA HA PAHHUX CTaANAX CHA. POTOCTUMYNALNS He BbI3bIBAET CNANK-BOMHOBbLIX Pa3psAA0B 6€3 CONYTCTBYIOLLEN0 MUOKIIOHYCA, HO (DOTOMAPOKCU3ManbHbIi
O0TBET MOXHO YBUETb NOCI1e MCHE3HOBEHNUSA MUOKITIOHNYECKUX CYA0POr Y MEHbLUWHCTBA NauueHToB. VikTanbHas 33 nokasbiBaeT KOPOTKME BCMbILIKW reHepann3oBaHHbIX Cnank-
BOJIH, NONIMCNAAKOB 1 NONNCNANK-BOMH 4aCcTOTO 0K010 3 Iy BO BpemMs MUOKIOHYca. MMOKNOHUYEeCKME NPUCTYNbl Yalle PerncTpupytoTcs BO CHE 1 MOTYT OblTb BbI3BAHbI BHE3AMHbIM
LUYMOM, MPUKOCHOBEHMEM WAV NCNYTOM, @ UHOTAA M NPEPbIBUCTON CBETOBOI CTUMynsaunei. lnarHocTuky o6neryaet napannenbHas 3anmcs M

PeaynbTaTbl HeiipoBNU3yanu3auum

MPT He N03BONAET YyTOYHUTb 3TUOSIOTNIO 3NUNENCUN

[laHHble reHeTU4ecKnx
nccnenoBaHnm

MpumepHo B 10% criy4yaes NMeeT MECTO CEMENHbIN aHaMHe3 anunencuy nnu ebpunbHbIX Cyaopor.
eHbl, NOSIOMKA KOTOPbIX MOXET ABNATLCA Npu4nHOA MEI, He 06HapyXeHbl
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IIpunoxkenue Al (IPOJOIAKEHHE). DIWICITUICCKUE CUH/IPOMBI C HAYaJIOM B HEOHATAILHOM IIEPUO/IE U MIIAJICHUECTBE

[OudhdepeHunanbHbii fuarHos

dnunencuu:

— CMHAPOM MHPaHTUNBbHBIX 3nunenTuyecknx cnaamos (IESS) xapakTepuayeTcs knactepamm annaenTU4eckMx cNa3moB, a He MMOKIOHMYECKUMI MpUnaaKkamm.
JnunenTmyeckmne cnaambl Yalle BCEro Habn[alwTCA BCKOpe nocne npo6y>xxAeHns, B TO BpeMsa Kak MnoknoHyc npu MEI moxeT Habniogatscs 1 Bo Bpems 60APCTBOBAHNSA, 1
BO CHe. dnunenTuyeckne cnasmbl anatcs gonblwe 1 ¢. MexnpuctynHas 330 npu [ESS B 601bLUIMHCTBE Cy4aeB C BbIPaXKEHHbIMU NAaTONOTMYECKUMN NMPOSABNEHUAMMU, C
runcapuTMuen Uam MynbTuOoKanbHbIMK pa3pagamu. VikTanbHas 3anucb Tak>Ke NO3BONAET OTANYMTb ANUNENTUYECKMNE CNa3Mbl OT MUOKIOHUM

— CuHgpom [ipaBe nposBnseTcs ANUTENbHLIMW CYLOPOraMu, BbI3BAHHbIMU NMXOPALKOMN, N aNUNENTUYeCKUM cTaTycoM. MUOKNOHYC 06bI4HO NPOSBNAAETCA NO3XKE

— Cunppom JleHHOKCa—lacTo xapakTepn3yeTcs Bblpa>XeHHbIMU aTOHNYECKUMU, TOHUYECKUMMN U aTUNUYHbIMU a6CaHcamu, KoTopble He HabnwopatTces npu MEI

— 3nnunencus ¢ MMOKNOHNYECKUMN aTOHUYECKUMM NPUCTYNaMn OTNNYAETCA MUOKITOHUYECKN-aTOHMYECKUMU NPUCTYNamu, aTUNMYHbIMU abCaHCamm, reHepann3oBaHHbIMU
TOHUKO-KNOHUYECKUMMU NPUCTyNnamMun n ann3ofamm 6eccyLopoXXHOro annNenTU4eCcKoro cratyca, Kotopble He HabntoaatTca npu MEL, a Tak>ke OHU NpucyTCTBYIOT B 60nee
no3jHeM [OLKOJIbHOM BO3pacTe

— PaHHaas mnageH4Yeckas 9BOMOLUOHHAA 1 3nNunenTuyeckas aHuedanonaTns oTamM4yaeTca MHOXECTBEHHbIMW TUNAMU NPUCTYNOB B JONONHEHNE K MUOKIOHUN, BbIDAXKEHHOA
3a/ilepXXKe pa3BUTNA U CEPbE3HBIM OTKNOHEHUSAM OT HOPMbI Ha 33T

— PaznunyHble HelipomeTabonmn4eckne paccTpOMNCTBA, BKOYAA HU3KOMONTEKYNAPHbIE, MUTOXOHAPWASIbHbIE HAPYLIEHUS N 60N1e3HU HAKONAEHUS, MOTYT NPOABAATLCA
MUOKJIOHUYECKNMM Cy[LOPOraMu B paHHeM Bo3pacTe. OHM 4acTo CBA3aHbl C NPOrPeCCMpPYOLWUM HEBPOTOTNYECKUM YXYALLIEHNEM N ANCHYHKLUENR APYTMX OPraHoB

— CuHapom geduumTa nepeHocymka rnokosbl 1-ro Tmna (GLUT1DS) xapakTepuayetcs Mukpouedanneidt oT Nerkoit 40 yMepeHHO! CTeNeHn, ApyruMu Tunamu npucTynos

B JONOSHEHWNE K MUOKJTOHUN, HU3KUM YPOBHEM Tt0K03bl B CMXK 1 HU3KMM COOTHOLWEHWEM rnoKo3bl B CMXK/nnasme B JONONHEHWE K MAaTOreHHOMY BapuaHTy reHa SLC2AT
— lporpeccupytolyme MUOKIIOHYC-3NUNENCAN OTANYAIOTCA HANMYMEM 3HAYNTENbHON PErpeccMmn B pe4eBon UNu ABUraTenbHON cdpepe, 4acToi accoumnaynein ¢ apyrumm
Tnamu NPUCTYNOB, KPOMe MUOKNOHYCa, YacTon atpodueit Ha MPT n potonapokcnamanbHON peakumnen Ha HU3KNe CBETOBbLIE 4AaCTOThI (CIeAyeT Nnpeanosiaratb NaTonoruo
B CLN2)

Heanunentnyeckue 3a6onesaHns:

— [lo6poKa4eCTBEHHbIN MMOKNOHYC MNaAeH4ecTBa OTNINYAETCA OTCYTCTBUEM KOoppenauun 33 ¢ MUOKNIOHUYECKUMU NOAEPTUBAHUAMU

— Mnepaknnekcus NposBNAeTCA NATONOMNYECKUMU peakynammn B3gparnBaHuns, KOTopble He KoppenupytoT ¢ I3l

— [UNHMYecKne NOJePruBaHnNa — 3T0 HOPMasbHble 3NN30[bl MUOKIIOHYCA CHA, HanboNee YacTo HabnAaeMble Npu ApemoTe

— [pucTynbl B3fparnBaHuna NposBasaOTCAa NOBTOPAOLWMMUCS 6bICTPbIMYU NOAEPTUBAHNAMN, 4ACTO NPOBOLUPYEMbIMU BO3OYXAeHneM. Koppensauuu ¢ 331 HeT

2. 3BONIOLMOHHBIE N anunenTuYeckue aHuedanonatum (aurn. developmental and epileptic encephalopathies, DEE)

2.1. PaHHAS MnafeHYeckas 3BONIOLMOHHARA 1 anunenTuyeckas aHuedanonatus (anrn. early infantile developmental and epileptic encephalopathy, EIDEE)

anugemuonorus

3a6onesaemocTb EIDEE ouennBaetcsa kak 10 cnyyaes Ha 100 ThbiC. XXUBOPOXAEHMNIA

KnuHnyeckas kaptuHa

Ha4yunHaetcs B paHHeM mnajeHveckom nepuoge (o1 0 4o 3 Mec) n nopaxkaet B paBHOM cTeneHn o6a nona. Mpu HEBPOSOrnYeckom o6¢cnefoBaHNmn 4acTo HabNOLAI0TCA Cepbe3Hble
OTK/IOHEHMS OT HOPMbI C HAPYLIEHUAMMN TOHYCa (4aLLle BCEero LeHTpanbHasn runoToHMSA), 0CAHKM U BUTaTeNIbHbIMW PACCTPONCTBAMM C KOPKOBBIMU HApyLLEHUAMN 3peHns. AHOManum
B HEBPOJIOTMYECKOM CTaTyCe 4acTo NPOSABAAOTCA A0 HaYana NpMCTYNnoB, HO UX MOXET 6biTb CI0XKHO pacno3HaTh U3-3a 04eHb PaHHEero Ae6toTa (MOXeT 6bITb MOJIE3HBIM MPOCMOTP
paHHuX Bueo3anuceii c pe6eHKoM). BONbLIMHCTBO feTell MUMET yMepeHHbIe NN BbIPaXKEHHbIE HapyLLeHns pa3BuTus. CemMbs, 6epEMEHHOCTb U MCTOPMA POXKAEHNS 06bIYHO
HOpManbHbl. Pa3mep ronoBbl BApbMpyeT B 3aBUCUMOCTI OT 9TUONOTM, HO MOXET 6bITb HOPMAJIbHbIM MPU POXAEHUN

Te4yeHune 3a6oneBanns

MpucTynbl 06bIYHO YCTORYMBBI K MEJMKAMEHTO3HOW Tepanuu, eCiiu He BbiSiBNeHbl MeTa60M4YeCKME UMW FTEHETUYECKME MULLEHI NS NPELM3NOHHOR Tepanu Uin CTPYKTYpHbIe
aHoOManuu, NoAAALWNecs XUpypruyeckomy neveHunio. Hanpumep, y naumeHToB ¢ NaToreHHbIMNU BapmaHtTamu reHoB SCN2A unun SCNSA HabntofaeTcs 0TBET HA areHTbl HATPUEBbIX
KaHanos, 4acTo B BbICOKMX fjo3ax. EIDEE, He3aBucumo 0T TOro, NpUCyTCTBYIOT SN ANUNENTUYECKIUE CNa3dMbl, MOXeT pa3BuTbcs B IESS ¢ nojasneHnem BCMbILLEeK U MHOT004aroBbIMI
HapylweHnamn Ha 331, KOTOPbIe B HEKOTOPbIX CIy4asx NepexoAaT B NaTTepH runcaputMun. Y 04eHb ManeHbKuX HOBOPOXXAEHHbIX U MIaAeHLEeB CTENeHb JII060r0 HapyLWeHNs pa3BnuTma
MOXeT 6bITb TPYAHO OLEHUTb, 0AHAKO NOYTW BCe MafeHubl ¢ EIDEE 6yAyT uMeTb yMEPEHHYI0 AN ry60KY YMCTBEHHY0 0TCTANnoCTb. ICKN04YeHne COCTaBNAOT HEKOTOPbIE LA

C PAHHUM 3D DEKTUBHbBIM JIe4eHNEM OCHOBHOI 3TUONOMMM, KaK 3TO MOXET ObiTb B Clly4ae NUPUAOKCUH-3aBUCUMOIA 3anunencum nnu feduumnta nupugokc(amm)mu-5'-cocdara.
MnapgeHub! ¢ EIDEE 4acTo umetoT conyTCTBYIOLME ABUraTEbHbIE PACCTPONCTBA, BKOYAs MUOKITOHYC, XOPeto, AMCTOHMIO 1 Tpemop. OHKM MOTyT NPOSBAATHLCS [0 HavYana npucTyna, Ha
paHHeil CTaauy pa3BnTNS CUHAPOMA UM Pa3BUBATLCA CO BpeMeHeM. AnddepeHumauns napokCM3ManbHbIX ABUTATENbHbIX PACCTPONCTB OT CYAOPOXHbIX MPUCTYNOB MOXET ObITh
CNOXHOIi 3aja4eil, 0CO6EHHO B KOHTEKCTE TSXKENbIX MEXNPUCTYMHbIX HapyLeHunid Ha 33l B Taknx cny4asax Ans NOATBEPXAEHMA TUNA Napokcn3ma cneayeT paccMoTpeTb BOZMOXHOCTb
npoBefeHNs AnuTenbHon Buaeo-33l ¢ 3anucbio oTBeaeHnin IMI.

ConyTcTBytoLyme 3a6051eBaHNsA, CBA3AHHbIE C 0OLLM HEBPONOrM4ECKUM AeULMUTOM, BKITKOHYAs KOPKOBbIE HAPYLUEHWUS 3PEHIs, ABUraTeNbHbIe HapyLIeHs, opToneaAnyYeckne npo6nemsl,
noBeJleHYeCKIe pacCcTPOCTBA, TPYLHOCTM C KOPMIIEHUEM, @ TAKXKE PAHHIOK0 W NOBbLILIEHHYI0 CMEPTHOCTb, UMEIOT JOKa3aHHYI0 CBA3b C JAHHbIM CUHAPOMOM

Tunbl npucTynoB

[na guardocTtukn EIDEE TpebyeTtcs Hanu4ne 04HOI0 UM HECKONbKNUX U3 CeAYOWNX TUNOB NPUCTYNOB:

— TOHWUYECKIe Cyaopory;

— MUOKNOHUYECKIE CYA0POrK;

— 3NUNEeNTUYeCKMe Cnasmbl;

—N0CNef0BaTENbHbIE NPUCTYNbI, KOTOPbIE MOTYT BK/KYaTb TOHUYECKIE, KNOHUYECKINE /UK BEreTaTuBHbIE KOMMOHEHTbI, a TAKXKE aBTOMATU3Mbl 63 Kakoro-n1u6o ofHOro npeobnagarLyero tuna
npuctyna.

ToHMYeCKMe MPUCTYNbl 4aCTbl, MOTYT BO3HMKATb N30NNPOBAHHO Un knacTepamu no 10-20 B feHb. ECiv OHN BO3HMKAIOT KNacTepamu, OTANYNTENbHbIE MPU3HAKM OT CNa3mMOB CliefyioLmne:

— TOHWNYECKIE NPUCTYMbl 06bIYHO BO3HUKAIOT HE3ABMCUMO OT LIMKNA CHA, B OTINYME OT INUAENTUYECKNX CNA3MOB, KOTOPbIE 4aCTO NOABASIOTCS NPU NPOBYXAEHNN;

— TOHWNYECKIe NPUCTYMbI ANATCA [ONbLUE, YeM INUAENTUYECKNE CNa3Mbl, KOTOPbIE ANATCA <3 €. TOHNYECKNe CyA0POry B HEOHATaNbHOM NepUofie HOCAT 04aroBbIil NN aCMMMETPUYHBIA XapakTep.
DoKanbHbIN NN MyNbTUDOKANbHBIA MUOKITOHYC MOXET 6bITb Npeo6nagalolmm TUNOM NpucTyna. Yactota MUOKNOHYCa BapbUPYeT OT Cy4ailHOW A0 NOYTW HENpepbIBHOW. MUOKNOHYC MOXET ObITb
6ecnopsAfoYHbIM NN MACCUBHBIM 1 ABYCTOPOHHNUM. HeyCTORYMBbIA MNOKNOHYC SBNSAETCA aCUHXPOHHbIM, aCUMMETPUYHBIM 11 CAy4aiHbiM. OH MOXXET BOSHUKHYTb Ha NMLLE U KOHEYHOCTAX NGO 6biTb
OrpaHuyeH TobKo 6p0BbIO, Y60 MK NanblieM. Bo3HukaeT kak Bo BpeMs 60ipCTBOBAHMSA, TaK 1 BO CHe. HeyCTOMYMBbIA MUOKIOHYC YaLLe CBA3aH C MeTabon4Yeckomn aTnonoruen.

Y HEKOTOPbIX 60MbHbIX BO3HUKAIOT aNMNENTUYECKME CNa3Mbl, Yalle nocne 1-ro Mecsiua Xu3Hu, 06bI4HO KNacTepami, 4acTo Npu Npo6yXaeHuM.

MocnefoBaTeNbHble NPUCTYMbI XapaKTEPU3YIOTCA HECKONbKUMI CY[0POramMu, BO3HUKAIOLWMMM NOCNEA0BATENBHO BO BpeMS NpMCTyna. Hanpumep, OH MOXET Ha4NHATLCS C (DOKaNbHbIX TOHUYECKUX
CyAopor, 3a KOTOPbIMU CNefytoT (DoKanbHble KNOHUYECKIE CYA0POri, @ 3aTeM 3nNunenTuieckmne cnasdmbl 6e3 npeobnaganHns Kakoro-nnm6o Tuna. B fononHeHne K BbllenepeyncneHHbiM Tunam mMoryT
TAaKXXe BO3HWUKATb (POKaNbHbIE MOTOPHbIE NPUCTYNbI
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IIpunoxenue Al (IPOFOIKEHHE). DIUICITUYECKAE CUHIPOMBI C HAYAJIOM B HEOHATAIbHOM IIEPUO/IE Y MJIA/IEHYECTBE

[aHHble 33T

VIHTepuUKTanbHbI OOH: NATONOrUYECKUiA, MOTYT ObITb MATTEPHbI «BCMbILIKA—MN0AABIIEHNE>», MYNIbTU(OKANbHbIE CNAiKN/CNanK-BOSHbI/OCTPbIE BOSIHbI C 3amMeeHnemM unn 6e3 Hero,
npepbIBUCTOE U/MNu fuddy3Hoe 3amMeanenne. AHomanuu hOHOBOM PUTMUKN MOTYT 6bITb CKYAHBIMI Ha 04€Hb PAHHEM 3Tane, HO 6bICTPO HApPaCTaKOT C YBENYEHNEM HACTOTbl MPUCTYNOB.
[TaTTepH «BCNbILLKA—NOAABIIEHNE» COCTOUT U3 BbICOKOAMNAUTYAHbIX BCnblwek (150—-300 MKB) cMeluaHHbIX NUMKOB, @ TaKXKe OCTPbIX U MeANIEHHbIX BONH NPOAOSIKUTENbHOCTbIO 1-5 C,
YyepeayLWMXCs ¢ NepnoAamm BbIpaXeHHOro NoAaBnerns (<5 MkB) npogomknTensHocTbio 3—10 ¢, 04HAKO HAa NPOAOKUTENbHOCT MOTYT BANATE NCMNOMb3YeMble JIEKapCTBEHHbIE CPEACTBA.
06bI4HO HabnfaeTca Kak Nnpyu 604pCTBOBAHNM, TaK M BO CHE U HE pearupyeTt Ha CTUMYNAUNIO. [aTTepH «BCMbilWKa—N0AaBNeHne» 06bI4HO GunarepanbHbli, HO MOXET ObITb
ACUMMETPUYHbIM, ACUHXPOHHBIM UM Ja)Ke 0JHOCTOPOHHUM. IHOrAa MOXHO YBMAETb CNyYaiiHoe 04aroBoe 3aTyxaHue. Y HeKOTOpbIX AeTeil aHoManbHas (hOHOBAs akTUBHOCTb Ha I
MOXeT HabMAaTbCA A0 NPUCTYNOB, PN 3TOM NATTEPH «BCMbILLIKA—NOAABNEHNE» CTAHOBUTCA 04€BUAHBIM TOJIbKO NOCAE NpUcTyna. MaTTepH «BCMbILLKA—N0AABIEHNE» MOXKET NCHE3HYTb
€ BO3pacToM, Ho 3 He BepHETCS K HOpMe. Y MnafeHLeB, y KOTopbix pa3BuBaetcs IESS, ¢ BO3pacToM MoXeT NoSBMTLCS runcapnTMus. Ecnu npuyinHa nogaaeTcs neYeHnio
(MeTabonmyeckmne nnmn CTPYKTYpHbIE NOPaXXeHMs, NOAJAIOLLMECH XUPYPrUYeCKOMY BMeLIaTenbeTBy), 33 MOXET yNyHWMTLCA UK AaXKe HOPMANN30BaTbCA.

VikTanbHas 33l KapTUHA 3aBUCMT OT TUNA NpUCTyna. B HeOHaTanbHOM NepuoAe UKTasbHbIE NATTEPHbI — 04Ar0BbIe UM ACUMMETPUYHbIE. [IPU TOHUYECKUX NPUCTYNAX NAaTTEPH «BCMbILIKA—
nojaenexne» ocnabesaeT ¢ NOSBMAEHNEM HN3KOAMMANTYAHOI BbICOKOYACTOTHOM aKTUBHOCTI. MUOKNOHYC MOXET MMETb KOPPENALMI0 CO Cnaitkamm, 0CTPbIMI BOJIHAMMU.
BecnopsaaoyHbii/parMeHTapHbIi MMOKNOHYC MOXET He UMETb MKTaNnbHOro KoppensaTta. ®oKanbHble NPUCTYMbI CBA3AHbI C (DOKANbHLIM UKTANbHbIM PEKPYTUHIOBbLIM PUTMOM. IKTanbHbIRA
naTTepH NocnefoBaTeNbHOr0 NpUCTyna 6yaeT MEHATHCSA B TEYEHWE BCEr0 NPUCTYNa N0 Mepe U3MEHEHNS KNMHUYECKNX NPOSBNEHUA. ANunenTUYeckme cna3mbl CONPOBOXAAKOTCS
BbICOKOAMMANTYAHbIMU FEHEPANIM30BAHHBIMU MU (DOKASTbHBIMW OCTPLIMU AN MEANIEHHBIMU BOHAMU C NOCAEAYIOLLEe HU3KOAMNINTYAHOR 6bICTPOI AKTUBHOCTbLIO 1 3aTyxaHneM. Kpome
TOr0, MKTasbHble NaTTepHbl 33 MOryT Ha6NI0JATHCA KAK BMECTE C KIIMHUYECKUMU CYA0pOramu, Tak 1 6e3 HuX

PesynbTathl HeilpoBU3yanusaumm

CTPYKTYpHbIE aHOMANuUN rofIOBHOM0 MO3ra ABAAOTCA OCHOBHOW W YacToit npu4inHoi EIDEE, n nx cnefyet uckarb y BCex nauneHToB. Ecnu cynoporu ycTon4nBbl

K IeKapCTBEHHbIM NpenapaTam 1 04aroBble MPU3HAKK BbIP@XEHbI, CIEAYeT pacCMOTPeTb AOMNOHNTENbHbIE METOAbI BU3yann3aunm, 4To6bl MCKOYNTb XMPYPrUYECKN N3ne4nMoe
CTPYKTYPHOE nopa)keHue. [1ns onpefeneHHbliX FeHETUYECKUX 3TUONOM A BU3yanu3aLns 4acTo N3Ha4yanbHo 663 0COGEHHOCTEN UM MOXeT N0Ka3aTb YMEHbLIEHHbIA 06beM M0o3ra n1u6o
NPU3HAKM rMno-/aucmMnenHn3aunm 6enoro sewectsa. Co BpeMeHeM MOXET pa3BuUTbCA LepebpanbHas atpodms

[laHHbIe FeHeTUYECKNX
ncenegoBaHuin

CrnepyeT paccMOTpeTh ClieAytoLime NccnefoBaHns:

— XPOMOCOMHbIA MUKPOMATPUYHbIA aHANN3, KAPUOTUNMPOBAHKE (Hanpumep, KoNbLesas xpomocoma 14);

— NaHenb reHoB, NOHO3K30MHOE UN MOHOFEHOMHOE CEKBEHMPOBAHME — 1151 TY4LLero Ka4ecTBa MTOr0BOro 0T4eTa MOXET 6bITb NONIE3HO BbIAENNTb (DEHOTUNNYECKME NPU3HAKMY,
COOTBETCTBYIOLLNE KOHKPETHBIM F€HaM, €CAIN OHW MPUCYTCTBYHOT (CM. HUXE).

[laToreHHble BapnaHTbl FEHOB MOTYT 6bITb MAEHTU(ULMPOBAHbLI 60NEe 4eM Y N0N0BUHbI NauueHToB ¢ EIDEE.

Tun(bl) npuctynos v 33T ¢ ApyruMu eHOTUNNYECKUMM NPU3HAKAMW MOTYT NPeAcKas3aTb reHoTUM:

—MatorexHble BapnaHTel KCNQ2-DEE cBszaHbl ¢ nocnefoBaTenbHbIMU NPUCTYNaMm (B 0CHOBHOM C TOHUHECKMM KOMMOHEHTOM, HO TaK)XKe U C KIIOHNYECKUMU, TOHUYECKUMN,
MWOKOHUYECKUMN, ANNNENTUYECKUMMN CNAa3MaMm UK BEreTaTMBHbIMU NPUCTYNamm) (CM. pasgen HUxe). 3TOT BapuaHT TakxKe HabnioAaeTcs Npyu CKMOYUTENLHO TOHUYECKNX MPUCTYNaXx,
CBA3AHHBIX C NATTEPHAMU «BCMbILWKA—N0AABAEHNE» U MYyNbTU(OKANBHOI NAaTONOrNYeCKON aKTUBHOCTbIO HAa A3 CeMelHblit aHaMHe3 MOXXET BKt04aTb 60/1bHbIX C CAMOKYNUpYoLLencs
CeMeiHO MNajeHYeckon anunencunen

—MatorexHble BapuaHTbl SCN2A-DEE moryT BKNto4aTh NocnefoBaTebHble NPUCTYMNbI C NPEMMYLLECTBEHHO TOHUYECKUMM 1 BEreTaTUBHbIMU KOMMOHEHTaMn

—MarorexHble BapnaHTbl SCNSA-DEE cBs3aHbl ¢ pOKanbHbIMU NPUCTYyNaMm

—MatoreHHble BapuaHTbl STXBP1-DEE cBA3aHbl C aCMMMETPUYHBIMU TOHUYECKUMUN UAK NOCNeA0BATENbHBIMU NPUCTYNAMM (TOHUYECKNE, BEreTaTUBHbIE, KIIOHNYEeCKMEe CYLOPOry

1 3NUNeNTUYECKME CNa3Mbl)

— CDKL5-DEE cBsi3aHa ¢ TOHW4eCKMMU cyfoporamu. NMocneaoBateNibHble NTPUCTYNbl 06bIYHO MOBTOPSIOTCSA C (DEHOTUNOM «TUNEPKUHETUYECKNE-TOHUYECKINE CNa3Mbl»

— MaToreHHble BapnaHTbl KCNT7-DEE moryT nposBAfTbCA hOKaNbHbIMWA TOHUYECKUMU CYA0POramMu ¢ BereTaTuBHbIMIA CUMNTOMaMU

— MNaToreHHble BapmaHTbl UBA5-DEE MOryT nposiBNaTbCa NpenMyLecTBEHHO MUOKIOHNYECKIMU CY0pOramu

Pe3ynbTathl ApYrux UccnenoBaHuii

CnefyeT pacCMOTPETb BO3MOXHOCTb NPOBEAEHUA MeTab0NMYeCKNX CCeA0BaHNIA, 0CO6EHHO €CNN SIBHbIE CTPYKTYPHbIE RHOMANNKM He BU3yanuanpyrotcs. Kpome Toro, ecnu
HepoBNU3yanu3auns nam 0cobeHHoCTI Ha AT yKa3biBaOT HAa BO3MOXHYHO CreLnduyeckyio MeTaboMyecKyto aTMONOT 10, HEO6X0ANMO HelipoMeTabonnyeckoe NccnefoBaHme, B TH.
OLEHKa OpPraHn4ecKnXx KNCnoT n aMnuHOKUCIIOT B MOYe: S—Cyﬂbd)OLlVICTeVIH, aﬂb(ba-aMVIHoa,ElVII'II/IHOBbIIZ nonyanbaerna, nccnenoBaHne amnuHOKMUCNOT Nia3Mbl, NnakraTa, MOYeBOW KWCNOTbI,
MeAn/uepynonnasmMuHa, aMmuaka, npouns auunKapHUTAHA, U303NeKTPUYECKOe (DOKYCMPOBAHME TPAHC(EPPUHA, KNUPHBIX KNCNOT C 04€Hb ANINHHON LIeNbLO FMI0K03bI, NakTaTta, nupyBaTa,
AMUHOKMCIIOT U HeMpoTpaHcmMuTTepoa B CVK

[OndhepeHumanbHblil LUarHo3

CrnpoBOLMPOBaHHbIE MPUCTYMbI, CBA3AHHbIE C TMMOKCUYECKN-NLLEMIUYECKOI aHLedanonaTmen, nHdekumen, ocTpbiM 06paTUMbIM HapyLLeHeM 06MeHa BELLECTB, MHCYNIbTOM Uan
BHYTPUYEPENHbIM KPOBOU3NUAHUEM, MOTYT 6bITb MUOKJTIOHUYECKUMUN, POKANIbBHO-KNOHNYECKUMMU 1 (DOKANbHO-TOHUYeCKMMU. MoryT Ha6t0AaTbCs TAXeNas aHuedanonatus 1 BCnieckn
cynpeccuu Ha 33l CNpoBOLMPOBaHHbIE NPUCTYNbI BCTPEYAIOTCA rOPa3 Ao yalle, 4em NpucTynsl, cBA3aHHble ¢ EIDEE, 1 He06x0AMMO NPOBECTM COOTBETCTBYHOLIME NCCEA0BAHNA ANS
NCKNOYEHUs OCTPbIX NpU4nH. OfHAKO HEKOTOpbIe reHeTuyeckue npuyunHsl EIDEE, Bkntovas gednunt kohaktopa MonmbéaeHa n AenunT cynb@uToKCUAA3bl, UMEOT 0CO6EHHOCTH
BM3yanu3auum, KOTOpble MOTYT UMUTUPOBATL FUMOKCUYECKOE NOBPEXAEHINE TONOBHOr0 MO3ra

2.2. 3nunencus MNageH4YecTBa ¢ MUrpupyrowmmu thokanbHbiMu npuctynamm (aurn. epilepsy of infancy with migrating focal seizures, EIMFS)

anugemunonorus

PacnpocTpaneHHocTb EIMFS ouennBaetcs npumepto B 0,11 cnyyas Ha 100 Tbic. feTei

KnunHnyeckas kaptuHa

06bI4HO Ae6loTUPYET B NepBble 6 Mec (B cpeHeM B 3 MeC), B pefiKuX Cly4asx — BO BTOPOW N0ONOBUHE 1-ro rofa »u3nu. Manb4nku u 1eBo4ku 3a601eBatoT 0ANHAKOBO 4acTo.
Paamep ronosbl 1 HEBPONOrMYECKMIA CTATYC B Ha4ane 3a60neBaHns 06bI4HO HOpManbHble. Y 60MbLUINHCTBA NALMEHTOB K 1-My roAy Xu3Hu pa3BmBaeTcs Mukpouedanus. Passntue MoxeT
6bITb HOPMANbHbLIM BHa4Yase, 04HAKO TUMUYHA perpeccus 1 nocneayLas cepbe3Has 3agepxka

TeveHue 3a6onieBaHNs

MporHo3 He6NaronpuaATHbIA, C NPOAOKAIOLUMUCS PAPMAKOPE3UCTEHTHBIMI NPUCTYNAMU, TSHXKENbIM HEBPONOTMYECKIM U iBUraTENbHbIM AeULUTOM, @ TAKXKE CHUXEHUEM 0XMAEMON
NPOAOMKNTENIbHOCTY XKN3HU, XOTS Y HECKOJNbKUX AeTel Co06LLanoch o 60s1ee Nerkom Te4eHun. HekoTopble NaLNeHTbl TAKXKe CTPAZAI0T TSHKeNbIM HapyLIeHeM MOTOPUKY KULLIEYHUKA
1 MOTYT UMETb IBUTATESIbHbIE PACCTPOMCTBA, YTO XaPAKTEPHO AJIs MHOTUX ANUNENTUYECKUX SHLE(ANonaTmMid, CBA3aHHbIX C FTEHETUYECKIUMU HAPYLLIEHUSMU
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IIpunoxkenue Al (IIPOJOIAKEHHE). DIUICITUICCKUE CUH/IPOMBI C HAYAJIOM B HEOHATAILHOM IEPUOJIE U MITAZICHYECTBE

Tunbl NpucTynos

0693aTeNbHbIMI 719 NOCTAHOBKM ANArH03a ABNSITCH )OKaNbHbIE MOTOPHbIE KIIOHUYECKUE UNY TOHUYECKNE NPUCTYNbI. NepBOHAYaNbHO OHU CNOPAANYECKIE, HO UX 4aCcTOTa B6bICTPO
YBENMYMBABTCS B TEYEHNE HECKONbKIUX HEABNb 1 MEeCALEB Nocne Ae6toTa. MpUcTynbl TakXKe MOTYT GbITb 60/1€E NErKUMI, C 3aMUPaHNAMN, BEPCUAMI FONOBbI U Fa3 UK 6e3 HUX, a TAKXe
C BbIP@XKEHHbLIMM BEreTaTUBHbLIMI NPOABNEHUAMMN.

®oKasbHbIe MPUCTYMbI IEMOHCTPUPYIOT MATPUPYIOLLMIA NATTEPH Ha AT, KOTOPbIN MOXKHO NPONYCTUTh, ECIIA HE MPOBOANTL ANNTENbHbIA BUAEO-3AT-MOHUTOPUHT. KNNHNYECKI MUTpauus
XapaKTepnu3yeTcs 0AHOCTOPOHHEN (OKANbHO TOHUYECKOM UMW KNOHUYECKON aKTUBHOCTBIO B Ha4ane NpucTyna, Kotopas 3aTemM pasBuBaeTCs B KOHTPanatepanbHyto G okanbHyto
TOHWYECKYIO0 MW KNTOHNYECKYI0 aKTUBHOCTb B Te4eHNe NpucTyna. YacTo BCTpeyaeTcs anunentuiecknit ctatyc. Coo6Lanoch o peakux cnyvasx anuaentuyecknx cna3mMos B aHaMHe3e.
MWOKIOHMYECKNE CYA0POry ABASIOTCA UCKITHYEHUEM

[aHHble 33T

®oHosas 33 MoXeT 6bITb B HOPME B Ha4ase, 0AHAKO CO BPEMEHEM NPOUCXOANT AN dy3Hoe 3amefneHne POHOBOI aKTUBHOCTN. Bo BCex cny4asx co BpeMeHem NosBAf0TCS
MynbTMO4aroBble pa3pagbl. Hapywenus 33l ycnnmsarTcs npu HeAOCbINAHWUK 1 BO BPEMSA CHA. PeaKo MMeeT MecTo runcapuTmns.

MkTanbHas 33 Koppenupyet ¢ KNMHNYECKON CUMNTOMATUKON, N B PAMKaX OfHOTO M TOT0 XKe efMHNYHOr0 NPUCTyna nocnes0BaTeslbHO BOBJIEKAIOTCA HECKONIbKO HE3aBUCUMbIX 06/1aCTeN
Kopbl. kTanbHas 33l xapakTepnayeTcs MOHOTOHHO aKTUBHOCTbIO B Anana3oHe 4—10 My Ha4yMHas ¢ BUCOYHO-3aTbINOYHON 0611aCTH

CO CNeLnMU4ecKnm i NaTOrHOMOHNYHLIM NATTEPHOM PACMPOCTPAHEHNA MUTPALIMN.

HepnaBHo 6binu paspaboTaHbl ABa mapkepa 3l ansa andpdeperunaumm npuctynos EIMFS, BbiaBaHHbIX MyTaumeii B reHe KCNTT, oT gpyrux oKanbHbIX NPUCTYNOB, HA6M0AaeMbIX

Y HOBOPOX/IEHHbIX 1 [leTeli FPyAHOro Bo3pacTa, C pa3HuLeli BO BDEMEHMN 1 KOTEPEHTHOCTBIO UKTaIbHbIX PUTMOB

PeaynbTathl HeilpoBM3yanusaumm

HelipoBn3yannsauus B Ha4ane HopmasnbHas, BO3MOXHO, C JIErKO UM YMEPEHHO YBENYEHHbIM Pa3MepPOM Cy6apaxHonAanbHOro U BHYTPUXKeNyL04KOBOr0o NPOCTPAHCTB. B HEKOTOPbIX
cnyyasx coo6uanock 06 aTpoum roNOBHOMO MO3ra, MPeMMyLLeCTBEHHO B 06/1aCTW MO3Xe4vKa. HacTo coobLiaeTcs 0 3amMeAneHHON MUENNHN3ALMN C TUNEePUHTEHCUBHOCTbIO 6e10ro
BewjecTsa Ha MPT n cumxerun N-auetunacnaprtara npu MP-cnektpockonun

[laHHbIe reHEeTNYeCKUX
ncenegoBaHnin

CemeliHOoe HacneAoBaHNe PeAKO LeMOHCTPUPYET MEXCEeMEiHY0 U3MEH4YMBOCTb (NErKO BbIPAXKEHHbIE HAPYLIEHNA Y poauTenen mnaaeHues ¢ EIMFS).
Han6onee 4acTo BCTpeyaTCA reHeTnyeckne aHomanuu de novo. MyTtauuv rena KCNTT agnsiotca Hanbonee pacnpocTpaHEeHHbLIMU 1 BCTPEYAITCA NOYTYU B NONOBUHE CNy4aes. [Ipyrue rebi,
accoLMNPOBaHHbIE C 3TUM CMHAPOMOM, — SCNTA, SCN2A, SLC12A5, BRAT1 n TBC1D24

PeaynbTathl ApYrux nccnenoBaHmii

MeTabonuyeckoe nccnenoBaHue: y Hekotopbix aeteii ¢ EIMFS 6binu 06HapyXeHbl BpOXKAeHHbIe HApYLLIEHWS FMKO3UINpoBaHuA

[nddepeHunanbHblii fuarHo3

— SeLNE, SeLFNIE n SeLIE otnn4aloTca HOpManbHbIM pa3BuTMEM pe6eHKa n 0TCYTCTBUEM MUTPUPYIOLLEr0 NATTEPHA B Npefenax 0f4HOro NpucTyna Ha nkTansHoi I3

— [pyrue chokanbHble ANUNENCUN C PAHHUM Ha4anoM, 06yCNOBEHHbIE CTPYKTYPHOI 3TNONOMMeid, OTANYAIOTCSA HANMYMEM CTEPEOTUMHBIX MPUNAAKOB, 4ACTO C OHUM NOCTOSHHLIM 04arom
6e3 murpupytoLLero nattepHa Ha 330

— Mpwn ppyrux EIDEE MmoryT 6bITb MyNbTUMOKANbHbIE U/WUNIN TEHEePanN30BaHHbIE NPUCTYMbI C TAXEN0N 3a4ePXXKOi Pa3BUTUS HEPBHON CUCTEMbI, HO OHU HE JIEMOHCTPUPYIOT XapakTepHOro
MUrpuUpytoLLero natTepHa Ha 33l B Npefienax 04HOro 1 TOro Xe NpucTyna. Y MHOrMX U3 3TUX feTeil TakXKe MOryT pasBuTbCS ABUraTesbHbIe PaccTpPoiicTBa

— [ipyrue BpoXAeHHbIe HapyLieHns MeTa6onusma

— ina cuHapoma [lpase xapakTepHbl ANUTeNbHble (POKaNbHbIE KNOHUYECKINE (TEMUKIOHUYECKINE) NPUCTYMbI, aNbTEPHUPYIOLLMNe OT npucTyna K npuctyny. OfHAKO y 3TUX NaLMeHTOB He
HabnfaeTcsa MUrpaLmn naTTepHa B Npejenax 04HOro 1 Toro e npucTyna

2.3. CHHAPOM MHCDAHTUIIbHbBIX ANUNENTUYECKNX

cna3moB (aHrn. infantile epileptic spasms syndrome, IESS)

anugemunonorus

PacuyeTHas 3a6onesaemocTb IESS cocTanset 30 cnyyaes Ha 100 TbIC. XXUBOPOXAEHHbBIX, MPX 3TOM HEKOTOPbIE UCCNEL0BaHMSA YKa3blBaOT HA 60Nee BbICOKME NOKa3aTenm 3a6oeBaeMocTy
B 60nee BbICOKMX reorpadpuyecknx wupotax (Lseuns, Punananans, Oannsg). Ha IESS npuxoantcs 10% anunencunii, HAYMHAKLWMXCS
B BO3pacTe A0 36 mec. bonetoT npecTaBuTeny 0601X NONOB, Yalle NKLLA MYXXCKOro nona

KnunHnyeckas kapTuHa

IESS HauymHaeTcs mexay 3-M 1 12-m MecsLamm Xu3Hu ¢ auanazoHom ot 1 ao 24 mec. Ecnn Havano 3a6onesaHus BO3HUKNO 0 3 Mec, ClieyeT paccMOTpeTh Apyrue aHuedanonatum

C PAHHWUM Ha4yanom u anunentTuydeckne aHuedanonatun. o ae6tota IESS pa3snuTie MoxeT 6bITb HOPMANbHbIM, HO 4AaCTO B aHAMHE3€e NPeALIEeCTBYET ABHOE UK Npeanofiaraemoe
aHOManbHoe pa3BuTue. 3aMeANieHNe pa3BMTUS, OCTAHOBKA NN Perpecc HabnhalnTCs C Ha4anom cna3moB, X0TS OHU MOTYT 6bITb HE3aMeTHbI B CAMOM Hadasne 3a6oneBaHus. Pogutenn
MOryT coo6uiath 06 N30NPOBAHHOM PErpecce 3pMTESIbHOr0 BHUMAHMA UM U3MEHEHHON COLMANnbHOI peakLny B Te4eHNe AHEN UK Hedesb, NPeALWecTBYOLWMX Havyany cnasmoBs. Ecnu
pa3BUTME BbILLNO HA NNATO, MOXKET Ha4aTbCs PErpecc, ecim HabNAancs perpecc — OH MoXeT ycyrybuTbcs 663 CBOEBPEMEHHOI0 1 3¢ PeKTUBHOIO NeYeHns. XoTs pa3Mep rofioBbl 1 o6Luee
COCTOSHME MOTYT 6bITb HOPMasbHbIMU, TLLATENIbHOE HEBPOSIOTMYECKOe 06CNe0BaHME MOXET aTb K04 K MOHUMAHWI0 3Tuonorun. Kpome Toro, BaXXHOE 3Ha4eHUE UMEoT
[1lepMaToNiornyeckuii 0CMOTp (Ha NpeAMeT HaNM4mMs NPU3HAKOB KOXXHO-HEBPOTNYECKOr0 pacCTPOMCTBA, CONYTCTBYIOLLEro Ty6epo3HOMY CKNepo3y), opTansMonoruyeckoe o6cnesoBanme

1 06CnefoBaHne Ha Hannyue AUCMopPdUYeCKINX NPU3HAKOB, MOCKObKY OHW MOTYT yKa3aTb HA OCHOBHYIO MPUYMHY

TeveHne 3a6oneBaHns

IESS 4acTo pa3smBaeTcs B Apyrue TUMbl AU CUHAPOMbI 3NNSIENCUN, 0COBEHHO B CUHAPOM JleHHOKCca—lacTo nnu hapmakope3ncTeHTHble (hoKanbHble anunencui. XoTa TOYHbIX JAHHbIX HET,
6bI/10 BbICKA3aHO NPeANoNoXeHue, YTo npumepHo y 30% nauneHToB ¢ IESS MoXxeT pa3BuTbCS CMHAPOM JTIeHHOKCa—TacTo. Y HEKOTOPbIX MNafieHLeB 3a60neBaHne MOXeT Ha4yaTbCs

¢ (hokanbHOW anunencum, koTopas apontounoHnpyeTt B IESS, a 3aTem, no mepe B3pocneHns pebeHka Unu B 0TBET HA TePanuio, NPOUCX0MT BO3BpaLLeHne K hokanbHOM anunencuu. B Takmx
cnyyasx Ha 33T 4acTo BbIABNAIOTCSA 04AroBble NPU3HAKN U MOXKET OTCYTCTBOBATH TUMMNYHAS runcapuTMus. CocyLllecTBytowme doKanbHble MPUCTYNbl, ACUMMETPUYHbIE 3NUNENTUYECKME
€Na3Mbl N NOCTOSAHHbIE 04aroBble 0C06EHHOCTN Ha D3I TakXe AOJHKHbI NOBbILLATL BEPOATHOCTb CTPYKTYPHOW aHOMANNM rOSI0BHOT0 MO3ra.

B psife cny4aeB MOTyT COXPAHATLCA ANUNENTUYECKIE CNa3Mbl, 0CO6EHHO NPU HEKOTOPbLIX FTEHETUYECKNX UMK CTPYKTYPHbIX 3HLedanonaTusax. Y HEKOTOPbIX 60/bHbIX OHU NPOXOASAT NpK
3ahheKTMBHOI Tepanuu, N B NOCneAyOLEeM anunencus He Habnogaertcs.

MHorne MnazeHLbl 0CTAOTCH C BbIPAXXEHHOW 3a€PXKKON PA3BUTMSA, HE3aBMCUMO OT UCXOAA CYAOPOT. TAXECTb 3a/1ePXXKI Pa3BUTUS CBA3aHA NPEMMYLLECTBEHHO

C 3TMOJNIOrNeil M CBOEBPEMEHHOCTbIO NeveHus. [IporHo3 6onee 6naronpuaTeH ANs MAafeHLes ¢ NPeALecTBYOLUM HOPMabHbIM Pa3BUTUEM, HEU3BECTHON MPUHNHON 1 ObICTPBIM Ha4YaNoM
neYeHns, cneunguyHoro Ans JaHHOro CUHAPOMa

EMHEOL1D0D
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IIpuaoxkenue Al (IPOJOIKEHHE). DIUICITUYECKUE CUHAPOMBI C HA4aJIOM B HECOHATAIbHOM IIEPUO/IE U MJIA/IEHYECTBE

Tunbl NPUCTYNOB

AnunenTuyeckme cnasmbl ABNAIOTCA 0653aTeNbHbIMU NS ANArHOCTMKM IESS 1 COCTOAT 3 KOPOTKNX TOHMYECKUX COKPALLEHMIA aKCUaNbHbIX MbILUL, KaXKA0€ U3 KOTOPbIX 06bI4HO ANUTCSA
<3 c. OHM MOTYT BbITb Cr6ATENbHBIMK, PAa3rM6aTebHbIMU NN CMeLLaHHbIMU. O6bI4HO BOSHMKAKOT CEPUAMUN UK KNacTepamu,

C yCUNEHNEM BbIPAXXEHHOCTW ABUTaTENbHbIX MPOSBAEHNIA B KTAaCTEPE, 4aCcTO B TEYEHNE HECKONbKUX MUHYT (XOTA KnacTepbl MOTYT AnuTbCa 30 MUH UAn JONbLIE),

1 4acTo HabnogaTes npyn npobyxxaeHnn. MoryT 6b6ITb CAMMETPUYHBIMU UAN ACUMMETPUYHBIMMI, @ TAKXKe HE3HAYMTENIbHbIMU, C HE3HAYNTENbHLIMI KNBKAMMW FONOBbI NN ABMXXEHNAMN
rnas nn6o nogbopoaka.

®DoKanbHble NPUCTYNbl TAKXKE MOTYT HA6/104aTbCA, BO3HUKAS Y MNaJeHLEeB OHOBPEMEHHO CO cnadMamu, 0CO6EHHO Ha (DOHE CTPYKTYPHOMN 3TUONOrMK, Hanpumep Ty6epo3HOro
ckyiepo3a unu hokanbHOi KOPKOBOA fgucnnasun. dokanbHble NPUCTYNbI MOTYT BO3HWKATb HE3ABMCUMO OT CNA3MOB, @ MOrYT NPeALLIeCTBOBAThL, NOABNATLCA BO BPEMS UM CleA0BaTh 32
rpynnon anuienTu4ecknx CnasMoB U JaXKe BO3HMKATb Ha NPOTSAXKEHMN BCEA Cepun 3NMIIENTUYECKMX CNa3MoB. TOHUYECKIMe CYA0pOry B Havane 3a6051eBaHNS HETUNNYHBI N AOJDKHbI
BbI3bIBaTb N0OJ03PEHNSA B OTHOLIEHWUI LPYroii 3BONTIOLMOHHOI U 3NMNENTUYECKON 3HLedanonaTum ¢ paHHUM Ha4anom

[aHHble 33T

B MexnpucTynHoM nepuose 4acTo HabnoaaeTcs runcapuTMus (xaoTuyeckas, c BbICOKON aMnIMTyAo0iA, Ype3aMmepHoe 3aMeaneHne, MynbTUg OKaNbHble 3NNAenTUOPMHbIe paspsfbl),
1 BEPOATHOCTb 06HAPYXXEHUS BbILLIE, ECIIM OHA PErMCTPUpPYeTCcs B a3y CHa C HeObICTPbIM ABMXKeHneM rnas (N-REM). Y HekoTOpbIX M1aeHLIEB MOXKET ObITb 04€Hb aKTUBHAA
MynbTUGOKaNbHAA aNUNenTUdOPMHasa akTUBHOCTb Ha I3[ 6e3 XaoTN4ecKoro hoHa, TNANYHOTO ANA runcapuTMun. MocTosHHbIE hOKaNbHbIE 3NUNENTU(OPMHbIE Pa3pAAbI UNu
hokanbHas 6bICTPas aKTUBHOCTb JOMKHbI YKa3biBaTb HA OCHOBHYH CTPYKTYPHYO aHOMauio.

B camom Hayane 3a6oneBaHns unuy feTeil cTapLlero BO3pacta runcapuTMus Tak)Xe MOXXeT OTCYTCTBOBATb. KNMHNLUMCTbI He JOMXKHbI 0TKa3biBaTbCA OT CTAHAAPTHON Tepanuun Ans
netent ¢ IESS, y KOTOPbIX HET rUNCapUTMUN.

VIKTanbHas 3anuch aNMNEnTUYECKOro cna3ma xapakTepuayeTcs BbICOKOAMMIMTYAHON, FreHepann3oBaHHOMN, OCTPO- UM MeSJIEHHOBOJTHOBON aKTUBHOCTLIO, 33 KOTOPOW cnefyeTt
HWU3KOAMNAUTYAHAA, 6bICTPAs aKTUBHOCTb (MOXET NPOSBAATLCS B BUAE KOPOTKOr0 3/1eKTpoAeKpemMeHTa). luncaputmns 06bi4HO 0cnabesaeT Mamu NpekpaLiaeTcs Bo BpeMs Cepum
anunenTuyeckmx cnasmos. IMI nomoraeT OTANYMTL 3NUNENTUHECKNE CNAa3Mbl OT MUOKIOHNYECKUX U TOHUYECKIX NPUCTYNOB. MaTTepH «BCMblliKa—N0AaBneHne» ykasbiaet Ha EIDEE

PesynbTathl HelipoBM3yanuaaunm

HelipoBnayanuaaums HacToATeIbHO PpeKOMEHAYETCA AN BbISCHEHUS 3TUONOMNM, NOCKO/bKY 3T0 MOXET NOBAUATL HA NPUHATHE peLleHns o neveHnn. MPT ronoBHOro Mo3ara He siBAseTcs
HopmanbHoiiy 1/2 —2/3 peteit ¢ IESS, MOryT BU3yanusnpoBaTbCs Kak Npuo6peTeHHble, Tak U BPOXKAEHHbIE NOPAXKEHUS, KOTOPbIE ABNAOTCA DOKaNIbHbIMU, MYNIbTU(OKANbHBIMU UK
angdysHbiMu. HellpoBuayanu3auns JOSHKHA 6biTb BbINOSTHEHA MOBTOPHO NOCNeE 2-NeTHEro0 Bo3pacTa, Korga MuennHu3auns, BeposTHO, 3aBepLLUeHa, eCiv ecTb NOA03PEHNE HA 04aroBoe
CTPYKTYPHOE NOpaXKeHne Unn y MnajeHLes ¢ pechpakTepHbIMU NHAAHTUIbHLIMU CMAa3MaMy HEN3BECTHON 3TUONOTMN. [1N5 BbIABNEHUSA TOHKOI (hOKanbHO KOPKOBOWM AUCNNA3UN MOXET
noTpe6oBaTbCA ONTUMU3NPOBAHHAA BU3yannaaLns

1 aHann3, a Takue MeTo/ibl, KaK NO3UTPOHHO-3MUCCMOHHAA TOMOrpadusa ¢ PTOPAE3OKCUTIIIOKO30I UK apTepuanbHas CIMHOBAsA MapKMPOBKA, MOTYT 6bITb NOME3HbI A9 BbIABIEHUS
(hOKaNbHbIX CTPYKTYPHbBIX QHOMANWiA NPM HANUYMIN HOPMaNbHON KapTuHbl HA MPT. Takux fieTei cneayet CBOEBPEMEHHO HaNPaBATb HA OLLEHKY BO3MOXXHOCTW XMPYPrU4eCKOro neYeHns
anunencun. Kpome Toro, nsmeHenns Ha MPT moryT ykasbiBaTb Ha cneynduyeckine MeTabonnyeckne HapyLieHus

[1aHHblE FeHeTNYeCKNX
ncenenoBaHui

[eHeTn4eckne nccneaoBaHns creayeT paccMOTPeTb, ECAN NOCAEe KNHUYeckoro o6¢cnenosanuns n MPT aTuonorus He o6HapyxeHa. Kpome Toro, Ha reHeTU4eCKOe nccneaoBaHne
cneayeT HanpaBnATb NALWNEHTOB CO CTPYKTYPHbIMU HApPYLLIEHUAMI FOIOBHOrO MO3ra, 0 KOTOPbIX N3BECTHO, 4TO OHU CBA3AHbI C FEHETUKON.

[MaToreHHble BapMaHTbl BO MHOTUX reHax cBa3aHbl ¢ IESS 1 4acTo BO3HNKAOT y pebeHka de novo. leHeTu4eckas aTMoNorna MoXeT 6biTb onpeaeneda B 41% cny4vaes. 3Tmonorun
BKJTHO4AIOT TPUCOMMIO 21-1 XpOoMOCOMbI, MyTauuu B reHax ARX, CDKLS, STXBP1, IQSEC2, TSC1, TSC2 v mHorue gpyrue. leHeTU4YeCKas MyTaLus MOXeT 6bITb yHacneao0BaHa 0T poauTens
C JIErKUMU CUMNTOMamMu UAn 0T poanTens 6e3 cumntomoB anunencun. Kpome toro, ¢ IESS cBA3aH psa XpoOMOCOMHbIX aHOMANWiA N BapuaHToOB Ynucna Konui, noaTomy creayet
BbIMOJTHATH XPOMOCOMHbIi MUKPOMATPUYHbIN @HaN13 U PyTUHHOE KapUoTUNUPOBaHNE

PesynbTatbl Apyrux MccneaoBaHum

MeTaGonuyeckne n apyrue nabopaTtopHble UCCNefoBaHNsA: MeTabonnyeckas aTUONOrUa SBNSETCA PeAKOA, HO BaXKHOM npu4nHoii IESS. MeTtab6onuyeckoe uccnefoBaHue cneayet
paccMoTpeTb, eCNIN 3TUOMOTUA HE BbISIBNIEHA NPU KNMHUYECKOM 06cnefoBannn n Ha MPT He 06Hapy>XeHbl CTPYKTYPHbIE aRHOMANUN.

Mpu OTCYTCTBUM N3BECTHON 3TMONOMUN CREAYET Y4UTbIBaTh BO3MOXHOCTb MUPUAOKCUH-3aBUCMMbIX CYAOPOT. ECnin na6opaTopHble NCCeA0BaHNA HEJOCTYMHbI Ans 6bICTPOro
MCKII0YEHNS 3TOr0 MarHo3a, crneayet pacCMOTPeTb BO3MOXHOCTb MPOGHOr0 NPUMEHEHMA MMPULOKCUHA Y MNajeHLeB. OfHaKo, y4uTbiBas PeLKOCTb 9TOM0 PacCTPOMNCTBA, Takoe
nccnefoBaHue cnefyeT npOBOANTL OAHOBPEMEHHO C Tepanueil NepBOI IMHUM

[nddepeHunanbHblii fnarHo3

AnunenTuyeckme CUHAPOMbI:

— EIDEE HaymnHaeTcs B BO3pacTe 40 3 MeC. XOTS MOTyT NPUCYTCTBOBATH CNa3Mbl, COCYLLECTBYIOT U ApYrue TUNbl NPUCTYNOB, BKKOYAsA TOHUYECKNE, MWOKITIOHYECKNe
11 NOCNeA0BaTeNbHbIE

— MEI nposiBnfieTcs MUOKNOHMYECKUMIN CYA0pPOramMu, a He anunenTuieckumu cnazmamu. 331 n IMI no3BOAAIOT OTANYUTH MUOKITOHYC OT 3NMAENTUYecKMx cnaamos. Ha 33l HopmanbHbIi
(hOH C reHepann3oBaHHbIMU pa3psafamMun Cnaik-BosH

HeanunenTtnyeckune 3abonesanus:

— [l06pOKa4ecTBEHHbIi MMOKJIOHYC CHa: MOJEePrMBaHNs BO CHE — HOPMaibHOE ABNEHNE

— [lo6poKayecTBEHHbIA MMOKIIOHYC MTaAeHYeCTBa NPOABAAETCH MUOKIOHYCOM NpW HOpManbHoii 33T

— [leTCKne KONMKM NpOSIBASIOTCS NPEPbLIBUCTLIMMU NPOAOMKUTENbHBIMYU NPUCTYNaMM Nnaya u 3amupanus. 331 B Hopme

—lacTpoasodhareanbHblii pedpntoke unu cuHgpom CaHandepa

— [lo6poKayecTBeHHbIe MPUCTYMbl APOXMN B MaAEHYECTBE

— [lo6pokayecTBeHHOE MH(AHTUIbHOE ONYCKAHWE FONOBbI: YaCTble «MafeHus» FoN0Bbl C Ha4anom B Bo3pacTe 3—6 mec. CamocToATeNbHO NPOXoAAT ¢ Bo3pacToM. 33T B Hopme
— [unepaknnekcus

2.4. Cunpgpom [ipase (anrn. Dravet syndrome, DS)

Anupemunonorus

BcTtpevaetca B 6,5 cnyqas Ha 100 TbIC. XXUBOPOXAEHWIA
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IIpunoxkenue Al (IIPOJOIKEHHE). DIUICITHYCCKUE CUH/IPOMBI C HAYaJIOM B HEOHATAIBHOM IIEPUOAIE U MITAZICHYECTBE

KnuHnyeckas kaptmHa

[e6t0T NpMCTYnoB 06bI4HO NPOUCXOAMT B BO3pacTe 0T 3 40 9 Mec, CpejHUI BO3pacT cocTaBnseT 6 Mec. B HECKOMbKMX 3aperncTpupoBaHHbIX Cyyasx pefkue NpucTynbl Ha4MHANN
nosBNATLCA y>Ke B Bo3pacTe 1 mec unu B 20-Meca4HOM BO3pacTe, TEM He MeHee Havyano [0 2 Mec unu nocne 15 Mec LOSHKHO HACTOPOXUTL KNMHUUMCTA. B Takmx cnyyasx cnegyet
nepecMoTpeTh AMarHo3 1 pacCMOTPETb BOMPOC 0 AaNbHERLLNX NCCNEA0BaHUSX, YTOObI NCKNOYNTb Apyriue 3a60NeBaHNs.

B Havane 3a6onesaHns pa3BuTIe N HEBPONOTrMYECKNIA CTATYC B HOPME. Pe6EHOK MOXET Ha4aTb XOAMTb C HE60NbLINM OTCTaBaHMEM (B cpeaHemM B 16—18 mMec), n MOXeT npucyTCTBOBaTb
HEeYCTOMYMBOCTb MOXOAKM. Paamep rofioBbl B NePBble rofibl HOPManbHblii. 3Ha4YUTENbHAS 3aePXKKa Pa3BUTUS, OTKNOHEHNS NPU HEBPOSIOrMYECKOM 06CNej0BaHNN, iBATATENbHbIE
paccTpoicTBa MK MUKpoLedhanus BO BpEMs Hayana npucTyna npejnosnaraioT afbTepHaTUBHbI ANarHo3

TeveHue 3a6oneBaHns

Cynoporu ycToitunsbl kK A3 1 NpUCYTCTBYIOT HA NPOTSHKEHUM BCEI XIU3HN. ANU30AbI ANUMENTUYECKOr0 CTaTyca Yalle BO3HIUKAOT B Bo3pacTe A0 5 neT. O4HAKO OHW MOTYT BO3HUKHYTh
No3Xe, JaXKe BO B3POCNOMN XIU3HU, 0CO6EHHO Npu 601e3HM Unn nuxopaske. K noapocTKOBOMY/paHHEMY B3pOCNOMY BO3PaCTy 3NUNENTUYECKNIA CTATyC N aTUNUYHbIE aBCaHCbI BCTPEYAOTCA
pefiko — NpUCTYMbl NPEUMYLLECTBEHHO KPaTKOBPEMEHHbIE, Pa3IMYHOro TUNa (hoKanbHble C NOTEPEei CO3HAHNSA, KNOHWYECKNe, FeHepann3oBaHHble TOHUKO-KNOHUYECKIE, MUOKOHNYeCKNne
1 aTUNNYHble a6CaHCbl). B 3TOM BO3pacTe MOryT NOSBUTLCS HOYHbIE MPUCTYNbI TOHNYECKOr0 N TOHUKO-KJTIOHUYECKOr0 XapakTepa, KoTopble CTaHOBATCS Npeo6najatolmm TMNoM NpucTynos.
Co BpemMeHeM Nporpecc B pa3BnTun 3amMmeanseTcs,

1 3aJiepXKKa MOXET CTaTb 04€BUAHOM B nepuof oT 12 fo 60 Mec nocne Hayana npucTynoB. Mpeo6naaaeT 3afepxKa pe4eBoro passnTus. Y 60NbWLINHCTBA NALNEHTOB NPOSBAAETCSA CTENEHb
YMCTBEHHOW OTCTANOCTN OT JIErkoi [0 TAxenon (50%). Y MHOrnx pa3snBatoTCs pacCTpOCTBA NOBEAEHNS, a Y HEKOTOPbIX HA6NIOAAKTCA HEBHUMATENbHOCTL 1 TMNEPaKTMBHOCTb. ocne
3NM30/0B 3NMNENTUYECKOr0 CTaTyca MOXHO Ha6NoAaTh perpecc B pa3snTun. OAHAKO y 60MbLUMHCTBA 60MbHbLIX 0TMEYAETCA CKOpee 3aMeIeHne Pa3BUTMA U, Kak CNeCTBME, YMCTBEHHAS
oTcTanoctb. Co BpeMeHeM y 60M1bLIMHCTBA NaLMEHTOB Pa3BMBAIOTCA CNAGOBbIPaXKEHHbIE NMMPAMUHbIE 3HAKW 11 HapyLUEeHWe NOX0AKN, NepexoAsLLee B CYTYNYI0 NOXOAKY, — Kak NpaBuno,

B NepuoA OT NO3JHEero AeTcTBa 0 NOAPOCTKOBOr0 BO3pacTa

Tunbi npucTynos

Peungusupyowne pokanbHble KNOHUYECKUE CYA0POTY (TEMUKTOHNYECKIE CYA0POriA, NOpaXkaloLlne OLHY CTOPOHY Tena) Uiu reHepann3oBaHHble KIIOHUYECKNe CYLOPOri B HaYane, KOTopble
4acTo ObIBAKT ANNTENbHBIMU M 4ACTO NPOBOLMPYIOTCA NTMXOPAAKON, MOBbILLEHHOI TEMNepaTypoil OKPYXXatoLLei Cpeabl AN UMMYHU3aLUeid, ABNAIOTCA 0693aTeNbHbIMW NS AUATHOCTUKM.
LnuTenbHbl (hoKanbHbIA KNOHUYECKUA (TEMUKNOHUYECKIUIA) NPUCTYN C NNX0pajKoi (0co6eHHO cy6de6punbHOi) Ao 12-MeCcA4HOro Bo3pacra npu 0TCyTCTBAM MHAEKLNM NN CTPYKTYPHOTO
MOPa)XeHsi FON0BHOIO MO3ra y MAafieHua ¢ HOpManbHbIM 0 3TOr0 pa3BUTNEM C 60MbLLIOI BEPOATHOCTLIO YKa3biBaeT Ha cMHAPOM [lpase. B BospacTe o1 1,5 0 5 neT MOryT BO3HMKaTh
[ONONHNTENbHbIE TUMbI NPUCTYNOB (HO OHW HEe BCErAa NPUCYTCTBYHOT):

— MUOKJTOHMYECKNe CY[0poru;

— (oKanbHbIe NPUCTYMNbI C HAPYLUEHNEM CO3HAHUS;

— 04aroBble ABYCTOPOHHME TOHUKO-KITIOHNYECKNE CY[OPOrY;

— aTUNuY4Hble a6CaHchl;

— aTOHUYECKMe Cy[oporu;

— HEKOHBY/IbCUBHbII 3NUNENTUYECKUIA CTATYC (PaHee Ha3blBaBLUMIACA CTATYCOM OTNYLLEHUS);

— TOHWYECKNE N TOHNKO-KMOHUYECKIME CYA0POTY, MPEMMYLLECTBEHHO BO CHE W KnacTepamu.

K aTomy BO3pacTy noMumo 601€3HM CyA0pOr MOryT 6bITb CNPOBOLMPOBAHBI TaKXe PU3NYECKON HArpy3Koii, U3BMEHEHEM TeMMepaTypbl OKpYXatLlen Cpebl, BU3yanbHbIMU NaTTepHamn
(penko), csetoBoi cTumynauunen (15% 60nbHbIX), BO3OYXAEHUEM. TOHUYECKINE N TOHUKO-KNOHUYECKUE CYA0POr, NPEMMYLLECTBEHHO BO CHE W Knactepammu, MOryT NOABATLCA B XOAe 60/1€3HN
no3)e, NPUMeEPHO B Bo3pacTe 4—5 NeT, N CTAHOBUTLCA 60Mee BbIPAXKEHHbIMIU BO B3POCION XXNU3HIU. INUNENTUYECKNE CNa3Mbl SBNAIOTCSA UCKIKOYeHNeM. [pUCTynbl yCUNnNBaTCs Npu
NPMMEHEHNN NPenapaToB, 6I0KMPYIOLLNX HATPMEBbIE KaHaMbl (3TO MOXET 6bITb KITOYOM K NOCTAHOBKE ANArH03a), Takux Kak kap6amasenuH, NamOTPUKNH, OKCKapba3enuH n peHnTomH. Tem
He MeHee NaMOTPUIKUH MOXET PeKO UrpaTh Posib Y NOXKMUIbIX NALWEHTOB, KaK 3TO NpeAnonaraeTcs B 04HON Ny6nuKaLmm He60onbLLION Cepumn Cny4aes

[aHHble 33l

®doHoBas I3 MOXKET ObITb HOPMANBHON NN C 3aMeAieHeM (hOHOBOI PUTMUKM B BO3pACTe A0 2 NeT. 3amMefifieHne CTAHOBUTCA TUNMYHBIM NOCNe 2-NeTHero so3pacta. MexnpucTynHole
NPOABMEHNA 4ACTO 6bIBAIOT (DOKANbHBIMU, MHOr004aroOBbIMIA 1 FEHEPANM30BaHHbIMI 1 MOABAAIOTCA NOCME 2-N1eTHero Bo3pacTa. Y nauneHTos

C Kactepamu NpuUCTYNOB BO CHE 4ACTO HAGI0AAI0TCA MEXNPUCTYNHbIE (POHTaNbHbIE paspaabl. DoTONapoKCM3ManbHas peakums Bo3HMKaeT y 15% nauneHToB 1 Yalle

y AeTei MnajLiero sospacta.

VI3mMeHeHWs Ha nKTanbHoi 331 3aBMCAT OT TMNA NpUnagka

PeaynbTaTbl HeipoBU3yanuaaynin

B Havane 3a6onesanus MPT B Hopme. Co BpeMeHeM MOXET pa3BMBaTbLCA Nerkas uepebpanbHan u Mo3xe4koBas aTpodua. Y MeHbLUWHCTBA NALMEHTOB UMEETCA rMNnoKamnanbHbli CKNepos,
0/1HaKO onepaTuBHOE BMeLWaTeNbCTBO A1 YCTPAHEHUA 3nniencun He NoKa3aHo

[laHHble reHeTUYecKnx
ncenegoBaHunin

[eHeTn4ecKoe nccneaoBaHme peKOMeHAYeTCs B I060M BO3pAcTe, B T.4. y TeX B3POCIbIX, Y KOTOPbIX MarH03 N0A03PEBAETCA, HO NOAPOOGHOCTM aHAMHEe3a B MIaeH4YecTBe MOTYT ObITb
TPYAHOAOCTYNHbI. [1aToreHHbIn BapuaHT reHa SCN1A npucyTcTByeT 6onee 4em B 80-85% cny4yaes. bonbLWNHCTBO MyTaumit — de novo, ogHako f0 10% nauMeHTOB, Y KOTOPbIX, Kak CHUTaeTcs,
eCTb MyTauna de novo, 6yayT MMeTb OJHOTO N3 POANTENEN, KOTOPbIA ABNAETCA MO3aNYHbIM AN AAHHOT0 BapuaHTa. 3TO MMeeT 3HaYeHMe AN PeNpoAYKTUBHOIO KOHCYNbTUPOBaHNS. CUHAPOM
[lpaBe MOXeT BCTPe4aTbCA Y OAHOr0 YneHa cemby ¢ GEFS+. MatoreHHble BapnanTbl reHa SCNTA MOryT 6biTb 06HAPYXEHbI NPW APYTUX CUHAPOMAX 3NUNENcum, Takux kak GEFS+ n panuas
mnageHyeckas SCN7TA-aHuedanonaTus ¢ BbipaXXeHHbIMI HapyLleHamn. [lnarHo3 cuiapoma [ipase Tpe6yeT Hanu4ms TUMUYHbIX KIIMHNYECKNX MPU3HAKOB 1 HE MOXKET 6biTb MOCTABEH TONbKO
Ha OCHOBAHWM FEHETUYECKNX HAPYLLEHNIA, @ OTCYTCTBINE FEHETUYECKIUX HAPYLLIEHWUI He [OSDKHO UCKITI04aTh KIIMHUYECKOro iuarH03a cuHapoma [ipase, npu aTOM Jie4eHue He cneayet
OTKNafblBaTh.

[pyrue reqbl pefko 6bin1 CBA3aHbI C CUHAPOMOM [paBe, BK/0Yasa JOMUHAHTHbIE NATOreHHble BapuaHTel GABRGZ, GABRAT, STXBP1, B peAKnX crny4asx — peLieccuBHble BapuaHnTbl SCN1B.
CeMmeitHblii aHamMHe3 he6pUbHbIX CYA0POr UK APYrUX 3anunencuii MoxeT HabnoaaTecs B 30-50% cny4aes, a CUMNTOMATIIKA MOXET CBU/eTeNbCTBOBATb 0 GEFS+

Pe3ynbTaThbl APYrux uccnenoBaHuin

MeTa6onuyeckue n jpyrue n1abopaTopHble UCCIEA0BAHUSA: NOCTOSHHO BCTPEYAIOLLNXCA OTKNOHEHWUI He 06HAPYKEHO

EMHEOL1D0D
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IIpunoxenue Al (IPOFOIKEHHE). DIUICITUYECKAE CUHIPOMBI C HA4AJIOM B HEOHATAIbHOM IIEPUOJIE Y MJIA/IEHYECTBE

[OunhepeHunanbHbii AnarHo3

InunenTnyeckne CUHAPOMbI:

—FS+:X0TA 370 COCTOAHME TaKXKe MOXKET NPOABAATLCA PE6PUNBHBIMI CYA0POraMu B PAHHEM BO3PACTE, HANN4YNE PEKYPPEHTHbIX, ANUTENbHbIX (POKANbHbLIX KNOHUYECKUX (TEMUKTOHUYECKMNX)
CyOpOr B M/1afileH4eCcTBe A0JHKHO YKa3blBaTh Ha CUHAPOM [paBe

— CuHapom JleHHoKCca—lacTo MOXHO J1Ierko 0TAMYMTL 0T CMHAPOMA [lpase, T.K. TOHMYECKME NPUCTYMbl BbIPAXKEHbI HA PaHHEl CTaann, a [nTeNbHbIE P OKaNbHbIE KNOHNYECKMe
(reMUKNOHWYECKIE) NPUCTYNbI He BO3HMKAIOT. Kpome Toro, Ha 33l npu cunapome JleHHokca—lacTo HabnojaeTcs MefieHHas )OHOBAs aKTUBHOCTb C PKO BbIPaXKEHHO PPOHTANbHO
npeo6najatoLlei MefneHHoN cnank-BoaHON (<2,5 u) N NapokKcn3manbHOM GbICTPOI aKTUBHOCTbIO BO CHE

— 3NUNencus ¢ MUOKJTIOHNYECKN-aTOHNYECKIMI MPUCTYNAMIN HA4YNHAETCSA NO3XKeE, YeM CUHAPOM [Ipase. XOTS B HEKOTOPbIX CIly4asx B aHAMHe3e MOryT 6bITb (DE6PUITIbHBIE CYA0POTH,

a NPONIOHTMPOBaHHbIE (hOKaNIbHbIE KNOHWYECKNE (FTeMUKITOHUYECKIE) CYA0POrn 1 Apyrue pokanbHble Cyaoporn He HabgalnTcs. TUNUYHbI MUOKNIOHUYECKNE aTOHNYeCKne cyaoporu. Y feTen
MOXET Pa3BUTbCA MUOKNOHNYECKMIA 6€CCY[0POXHBIA ANUAENTUHECKMIA CTATYC, HO PELMANBUPYIOLNIA CYAOPOXHbIA ANUNENTUYECKNIA CTATYC TaK)Ke BCTPeYaeTca peako
—lMpoTtokanrepuH-19-knactepHas anunencus 06bI4YHO NPOSBNAETCA KNACTePaMu NPUCTYNOB, B OTANYNE OT ANUTENbHbIX (DOKANbHO-KIOHUYECKUX (TEMUKNOHNYeCcKINX) npucTynoB. OfHAKO, Kak
1 npn cuHapome [lpase, CyAOPOry BOSHNKAKOT B OCHOBHOM B MITa[ieH4eCTBE W MPOBOLMPYOTCA nnxopafkoii. KnactepHas anunencus PCDH19 npenmyLLeCTBEHHO NOPaXKaeT XKEHLLH,
CyLLeCTBYeT X-CLeNeHHbIA TUM HACNe0BAHNS, KOTOPbIA LWAAUT MYX4UH

— SCN1A-DEE otnnyaeTcs 0T cMHAPOMa [1paBe 04eHb PaHHUM Ha4anom (<3 Mec), 3aAepXXKoii pa3BUTUs 1 BbIPaXXEHHbIM ABUTaTeNbHbIM PACCTPOACTBOM. HeKoTOpbIe CyYan paHHero Havana
SCNTA-EIDEE, Takne kak Thr226Met, cBfi3aHbl C BapMaHTamMu ¢ yCUneHmem yHKLNN 1, TaKUM 06pa3oM, PearnpytoT Ha areHTbl, 6710KNPYIOLLME HATPUEBBIE KaHANbI

— CTpyKTypHas chokanbHas anunencus MoXeT HAYMHATLCA C LNANTENbHbIX (DOKaNbHbIX MPUCTYNOB, CNPOBOLUPOBAHHbLIX NNX0pafKoil. OfLHAK0O NOBTOPSAIOLLMECH NPUCTYNbI NOPAXAKT OLHY U TY
)K€ CTOPOHY WS KOHEYHOCTb, B OT/IMYME OT CUHAPOMA [lpaBe, 4T0 NPUBOANT K (DOKANbHBIM KITOHNYECKUM (FEMUKITOHNYECKINM) NPUCTYNam, KOTOpble 4acTo YepeaytTcs. Muoknornyeckne

1 aTUNnYHble abcaHcbl BCTpevarnTca pefko. MPT 4acTo nokasbiBaeT CTPYKTYPHOE NOPaXKeHue, sBnsioLLee Co60M NnpuinHy 3abonesanus

— MuToxoHApUanbHble paccTPONCTBA: Y A€TEli C MUTOXOHAPWANbHBIMI PACCTPONCTBAMM B PAHHEM BO3PACTE TAKXKE MOTYT 6bITb MHOXXECTBEHHbIE TUMbI NPUCTYNOoB. OfHAKO CYLLECTBYIOT

1 Apyrue NPU3HAKNM MUTOXOHAPUANBHOr0 3a60NeBaHNsA, TaKne Kak ANCHYHKLMSA APYrinX OPraHoB, NOBbILEHHbLIA YPOBEHb NAKTaTa U XapakTepHble aHomanun Ha MPT

HeanunenTtnyeckne 3abonesaHns:

— MPW HANIMY UMW [ANTENbHbIX O e6PUbHbIX CYA0POr A0MKHA ObITb UCKITIOYEHA BHYTPUYEPENHAS NHEKLNA, TAKAR KAK MEHUHTUT UK 3HUEedannT

3. 3tnonoruyecku cneyuthuyHbie cuHapombl (aurn. etiology-specific syndromes)

3.1. CuHApOM 3BONHOLIMOHHON W INUNENTUYECKOH

aHuethanonatum, cBA3aHHON ¢ MyTauueii B rene KCNQ2 (anrn. KCNQ2-DEE)

anuaemuonorus

3abonesaemoctb KCNQ2-DEE HeunsBecTHa

KnuHnyeckas kaptuHa

Havano npuctyna npuxoAnTCS Ha NepBble HECKONbKO AHEN XXN3HN B KOHTEKCTE TA)XKENOW HeOHATaNbHOIA 3HLe(anonaTm ¢ OTKIOHEHNAMU B HEBPONOTMYECKOM CTaTyCce 1 MOBEAEHUN.
Cynoporn 06bI14HO He pearupyroT Ha Nnpenapartbl NepBOA NUHUK, TaKne Kak peHob6apbuTan. MNpenapartbl, 610KUPYIOLLNE HATPUEBbIE KaHaSbl, TaKNe KaK Kap6amasenuH u PeHNTOUH,
cnefyet npw JaHHON KIWHUYECKOW KapTUHE paccmMaTpuBaTh Kak HE0OX0ANMbIe AN PAHHEro NpUMeHeHns

Te4yeHwne 3abosieBaHns

Cynoporum MoryT 4acTU4YHO UJIM MOSTHOCTbIO KYNMMPOBaTbCA 6M10KaTOPamMn HaTPUEBbIX KaHaNoB. MPUCTYNbl 4acTO KYNUPYIOTCS, TEM HE MEHEe 0TMEYaloTCA YMePEHHbIe NN TAXenble
HapyLleHns pa3suTus. bonee 4em y NONOBUHbI NALMEHTOB NPUCTYMbI UCHE3AKOT B BO3PACTE OT HECKONbKMX MECALEB A0 HECKONbKMX NeT. [T0CKONbKY reHeTuyYeckme nccnesoBaHns
CTaHOBATCA 60Mee 4OCTYNHbIMU, BEPOATHO, 6YAET BbIIBIEHO 60/bLUe MPOMEXYTOYHbIX Cy4aeB MeXAY CaMOKYNupytoLLencs HeoHaTanbHoi anunencueii u KCNQ2-DEE. Bonee
MArkKue eHOTUNbI MOTYT HABNIAATHCA B Cy4asgx Mo3anumama

Tunbl npucTynos

Han6onee yacto Habn0AAITCA POKaNbHbIE TOHMYECKME MPUCTYMbI, XOTH MOTYT Ha6N0AATLCA U APYTUE TUNbI NPUCTYNOB, BKNH04asA (DOKaNbHbIE KIOHNYECKINE 1 MUOKIOHNYecKIe. Bo Bpems
MPUCTYNOB MOTYT NPOABNATLCS BEreTaTUBHbIE PACCTPONCTBA, aNHO3 U MKTaNbHbIA NNaY. Y HEKOTOPbIX NALMEHTOB ObINK 3aperucTpMpoBaHbl 3NUNeNTUYeCKNe cnasmsl, 0HaKko npu KCNQ2-DEE
aBontouma B IESS HabntofaeTcs pexe, 4em npu Apyrux Taxxenbix EIDEE. Cemuonorus npucTynos y HOBOPOXAEHHbIX CX0AHA ¢ TakoBoi npu SeLNE, ogHaKo 4acToTa npucTynoB, aHomManum
(hOoHOBON pUTMUKM HA D3I N OTKNOHEHUS OT HOPMbI NPY HEBPONTOrMYeckom o6cneaosanun npu KCNQ2-DEE no3BoNS0T pa3nnyarb JaHHbIE CUHAPOMbI

[aHHble 33I

MatTepH «BCNbIWKa—NoAaBneHne» Ha 33I, KOTOPbIA BpeMeHaMN MOXKET ObITb aCUMMETPUYHbLIM, 0OTMe4aeTca 6onee 4em B 60% cny4yaes. B apyrux cny4asx moryT HabnoaaTsca
MynbTUPOKaNbHbIE AHOMANNN, BKMK0YAs CNaiiku, 0CTPbIe BOMHbI M reMncepu4eckyto Cynpeccuio

PesynbTaThl HelipoBM3yanusayum

B HeoHaTanbHoM nepuoge natonorus Ha MPT MoxeT Habn0aaTbCs B 6a3aNbHbIX FaHMNSAX UK Tanamyce. B HEKOTOPbIX ClyYasix 0TMeYaeTcs FMNepuHTEHCUBHOCTb CUrHAnNa,
Habntofaemas Ha nocneaoBaTenbHoCcTAX T1 B 61efHOM LWape, KOTOpass MOXXET CO BpEMeHeM NCYe3HYThb. IMetoTcs coobueHNs 0 Hann4mMmM Nerkoii aTpopmum No6HON AONN N TOHKOM
MO30MMCTOM TeJe

[laHHbIe reHeTUYeCKnX
nccneaoBaHuia

MucceHc-MmyTaumm de novo B onpefeneHHbiX 061acTax («ropsa4nx Toukax») reHa KCNQ2 Bbi3bIBaOT JOMUHAHTHO-HEraTUBHY0, 60M€e Cepbe3Hyto NOTepto PYHKLMM KaHana, Y4em
Habntofaemas npu SeLNE

3.2. CHHAPOMBI NMPUAOKCHH-3aBUCUMON 3BOJTIOLLMOHHON M ANUNENTUYecKoi aHuedanonaTum, cBA3aHHO| ¢ myTaumeil B reHe ALDH7A1, n 3BONIOLIMOHHOA U 3NUNENTUYECKOW 3HLEehanonaTuu, CBA3aHHON
¢ Aethmumtom nupnpokc(am)un-5'-chocthara, o6ycnosneHHbIiM myTauueii B rene PNPO (avrn. pyridoxine-dependent ALDH7A1-DEE, PD-DEE; pyridox(am)ine 5'-phosphate deficiency, PNPO-DEE, P5PD-DEE)

anugemunonorus

OueHka 3a60neBaemMoCcTu A0CTYNHA ToNbko ans PD-DEE Bcneacteue myTauumn B rene ALDH7AT. 3a6oneBaeMocTb N0 pa3HbiM UCTOYHUKAM cocTaBnseT 1 cnyyan Ha 65 Tbic.
XKMBOPOXAEHWA, 1 cnyyai Ha 273 TbIC. XUBOPOXAEHWIA unu 1 cny4vai Ha 783 TbiC. XXMBOPOXAEHUA. 3a6onesaemocTb P5PD-DEE Hen3BecTHa

KnuHnyeckas kaptuHa

Y naumeHtoB ¢ PD-DEE n P5PD-DEE Bckope nocne poxaeHus nossnsioTcs aHuedanonatua u cygoporu. Cygoporu moryT Habntoaatbes ewe B ytpobe matepu. OgHako y 25%
nauueHToB NUPUAOKCUH-3aBUCUMAs 3NUNENCUS MOXET NPOSBNATLCS BHE NEPMOJA HOBOPOXAEHHOCTH, B OCHOBHOM B NepBbie 3 rofla XKM3HU, X0Ts cO06LLaN0Ch 1 0 MaHUdecTaunm
npucTynoB B Bo3pacTte 17 neT.

MauneHnTsl ¢ P5PD-DEE 4acTo poxAaTca HeJOHOLWEHHbIMK, a y nauneHToB kak ¢ PD-DEE, Tak u ¢ P5PD-DEE moryT nposBnaTbCs NpU3Hakn HEOHATaNnbHOro AucTpecca,
pasfapakuTenbHOCTb 1 PBOTA, MHOMAA C aLMA030M M HU3KOM OLEHKOI No WwkKane Anrap, 470 NPUBOANT K NOCTAHOBKE OLUMGOYHOr0 AMarHo3a HeoHaTanbHOW FMNOKCUYECKN-
MWeMNYecKoi aHLeanonatun. B cemeiinom anamuese moryT 6b61Tb EIDEE, 6ecnniofne n cmeptb 6paTbes n cectep. Cyfoporu pe3nucTeHTHbl K CTaHAAPTHO npumenstowmmes AN
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IIpunoxkenue Al (IIPOJOIKEHHE). DIWICITUIECKUE CUH/IPOMBI C HAYAJIOM B HEOHATAILHOM IIEPUO/IE U MIIAJICHYECTBE

Te4yeHune 3aboneBaHns

OrpaHu4eHHble JaHHbIE N3 CepUi KNNHNYECKUX CNy4aeB U Hab0AaTeNbHbIX NCCNe0BAHNIA NOKA3bIBAIOT, YTO AEACTBUA, HANPAB/EHHbIE HA CHUKEHUE YPOBHSA NN31HA, BKNI0Yas
[IMeTY C OrpaHnyeHnemM Nn3nHa u Tepanuio L-apruHnHOM, MoryT 06ecnednTb JONONHUTE bHbIE MPEUMYLLECTBA C TOYKN 3peHUS KOHTPONS HafA CYA0POraMu N BANSHUA Ha
KOTHWUTUBHbIE (DYHKLMN. HECMOTPSA Ha afAieKBaTHbI KOHTPOSIb NPUCTYNOB, Y 60MbLINHCTBA NALMEHTOB UMEET MECTO YMCTBEHHAS 0TCTAN0CTb Pa3NN4HOil CTENEHN — OT Nerkoi [0
TsKenon. bonee no3aHee Hayano NPMCTYNOB CBA3AHO C yHLINM NPOrHO30M AN1S Pa3BUTUSA KOTHUTUBHON CAPepbl: OHA MOXKET 6biTb B HOPMe Y naumneHTos Kak ¢ PD-DEE, Tak n ¢ P5PD-
DEE, ne6toTupoBaBsLumMxX B 060M BO3pacTe, 4T0 NOA4ePKNBAET BXXHOCTb PAHHEr0 1 afileKBaTHOro fe4eHns. Peunans npucTynos MoXXeT NPON30iiTI BO Bpems 3a6onieBaHuil,
COMPOBOXAAIOLLMXCA NNXOPAAKON, B 3TOT Nepnof nevebHble A03bl NMPUAOKCUHA CneayeT YABOMTb. OTMeHa NMMPMAOKCUHA NPUBOANT K PELMANBY CYAOPOT, NO3ITOMY JIE4EHNE [OSIKHO
6bITb NOXWU3HEHHbLIM C KOPPeKLMel 03bl N0 Mepe He06X0AMMOCTHN. [loNroBpeMeHHoe NCNOSIb30BaHNe MUPUAOKCUHA MOXET NPUBECTN K Nepudepmyeckoin HeBponaTum, Ho aTo
BCTPE4aeTCcs PeAko, ecnu A0o3bl He npesbiwaoT 200 mr/cyT. CreayeT perynspHo oueHuBaTh rny6oKine CyxoXusbHble pedneKkchbl M NCCNeA0BaTb HEPBHYIO NPOBOAMMOCTb. MauneHTbl
¢ P5PD-DEE mMoryT 6bITb 4pe3Bbl4aiiHO 4YBCTBUTESIbHbI K JO3UPOBKE U BPEMEHU Npuema nupuaokcans-5-cocdara, npu4eM HeKOTopbIM NOMOraeT MHOrOKPaTHbIA NpueM B TE4eHUe
LHS.

Coob6uianochk 0 unppo3e neyenn npu P5PD-DEE, B CBA3M € 3TUM HEOOXOANM KOHTPOSIb (DYHKLMN NEYEHN

Tunbl NPUCTYNOB

Cynoporn MoryT NnposiBNATLCA aHTEHATANbHO B BUAE YPE3MEPHbIX ABVXKEHWIA N10AA N 06bIYHO NPOABNAIOTCS B NEPBbIE YaChl NN AHN XU3HW. MnaaeHUbl MOTYT UMeTb aunaos3

1 TUNOTOHUIO, OBHAKO MPUCTYNbI MOTYT NPOSABNATLCSA YaCTbIMMW, MHOTAA HEMPEPbIBHBIMU, MyNbTMOYAr0BbIMIA MUOKTOHUAMU, NOPaXKALWNMU KOHEYHOCTI, TYNOBULLE, FNasa un
NNLEBbIe MbiLLbl. BO3MOXHbI pa3finyHbie TUMbI NPUCTYNOB, BK0YasA (DOKabHble MPUCTYNbI, CNA3Mbl U FeHePann30BaHHble TOHMKO-KNOHWYECKMe NpucTynsl. Bpay, suas
rMNEePKNHETUYECKOro, KaXXyLlerocs B036y>K/AeHHbIM B COCTOSHUN AMUCTpecca MnajeHLa ¢ MHOr004aroBbiM MUOKIOHYCOM 1 cna3dmamu, A0/KeH NposBAsATb HACTOPOXEHHOCTb

B OTHOWeHun PD-DEE nnn P5PD-DEE. Y peteit cTapLiero Bo3pacta AaHHble CUHAPOMbI MOTYT NPOABAATLCA PebpUNbHbIMU, FTeHepann30BaHHbIMU TOHUKO-KJTOHNYECKUMMN
cyaoporamm, anuienTYeckum cTaTycoM Uin knactepamm hokanbHbIX cyaopor. Ecnv fo3bl nupuokcans-5-gpocdara nponyLeHbl au He BBEAEHb! JOJKHbIM 06pa3oM B CBSA3MN
C Hanm4mem pBoThI, NaumeHTbl ¢ PSPD-DEE MoryT nmMeTb CUMNTOMATUKY, NMPEANonaratLLyto BOBIEYEHIEe 3aTbISIOYHON CeTH («LBETHbIE OTHWU», UKTANIbHYIO C/IENOTY 1 6bICTPbIE
LBVXeHns rnag). MossneHne MHAHTUNbHBIX CNAa3MOB B 60J1ee NO34HEM MNaJeH4eCKOM BO3pacTe PefiKo, HO 0 HUX coobuanock npu PD-DEE. bonbwoe pa3Hoo6pa3ue TMNOB
npucTynoB TpebyeT, 4To6bl BCe AeTH ¢ (DapMakope3UCTEHTHbBIMM NPUCTYNamMu B MiaZeH4YeCcTBe OLEeHNBANUCh Ha npeameT Hannyusa PD-DEE n P5PD-DEE. HekoTopsble aeTtu

¢ PD-DEE moryT 4acTtnyHo pearupoBatb Ha A3l

[aHHble 331

Y HOBOPOXXAEHHbIX C TAXeN0ii aHuedanonatueit npu PD-DEE n P5PD-DEE Ha BbinonHeHHOW [0 nevyeHns 331 MOXXeT UMeTb MeCTO MaTTepH «BCMNbllKa—noAaBneHne». B apyrux
CNny4asx MoXeT Ha6Nt0AaTbCA 04aroBas UM MynbTNO4aroBas akTUBHOCTb HA (DOHE MeANEHHON PUTMUKKU. ECin naumneHTy ¢ aHUedanonatuneid BHyTPUBEHHO BBOANTCS NMPUAOKCHH
(B npeane aTo AOJKHO 6bITb CieNaHo NoA KoHTponem J3l), ero HE06x0AMMO BBOAMTbL TaM, rAe pe6eHOK MOXET ObITb UHTYOUPOBAH AN PECNNPATOPHOI NOAAEPXKKM, HA CyYaii ecnu
fneyeHmne BbI30BET anHod. I3l ¢ NaTTepHOM «BCMbILLIKA—N04ABEHNE>» NN C MYNbTUDOKANbHBIMU OCTPLIMW NGB0 CNANKOBLIMU KOMNAEKCAMW NOCNEe BBEAEHUS NMMPUAOKCHA MOXET
npuo6pecTn xapaktep AN y3HO NOAABAEHHON PUTMUKI, NPX 3TOM MOXET NoTpe60BaTLCA MHOMO HacOB UNW JHeN ANs BO3BPALLEHNS (DOHOBOW PUTMUKMN K HOPMAJIbHbIM
3Ha4YeHuaM. B ogHoii cepun cnyyaes y 1 13 30 naumeHToB 6b11a ONMCAHA TUNCAPUTMUS

PesynbTaTbl HelipoBu3yanusauum

Henposuayannsauna MoxeT 6bITb 6€3 NaToNornyeckux npossneHnin, Ho kak npu PD-DEE, Tak n npu P5PD-DEE 6051ee n0n0BMHbI NauNeHTOB UMetoT aHomanum Ha MPT. K Hum
OTHOCUTCH OTeK 6eN0ro BewecTBa NPy TsXKenblX cny4Yasx aHuedanonatun. Hannyme BHYTPUXKENYA04KOBOIr0 KPOBON3NUAHNSA, PACLUNPEHNSA XKEeNYA04HKOB 1 TMNONna3nun Mo30ncToro
Tena MOXeT MPUBECTU K OLIMOKaM B ANArHOCTUKE CTPYKTYPHOI 3TMONOT NI NUIIeNncum

[laHHble reHeTU4eCcKnX
ncenenoBaHni

bonbwuHcTeo cny4aes PD-DEE cBsfizaHo ¢ 6uannefnbHbiMu MyTaumamu B rene ALDH7AT, kogupytowem 6eN0K aHTUKBUTUH, MEHbLUWHCTBO — € 6uaniefibHbIMU mytaunamu B PLBP
(paHee n3eecTHOM Kak PROSC). enunt nupnaokc(am)mH-5'-cpocara cesazaH ¢ 6uannenbHbiMn MyTaunammn B rene PNPO. PaccTpoincTBO, paHee Ha3biBaBLLUEECS anusiencuen

C peakuuei Ha (OONMHOBYIO KUCNOTY, npeactasnset cobon hopmy PD-DEE, cBa3aHHyt0 ¢ MyTaunsamm 8 ALDH7AT, n nyylie oTBeYaeT Ha NMUPUAOKCUH, 4eM Ha (DONTMHOBYHO KUCAOTY

B OTAENbHOCTW. ECNM B COOTBETCTBYIOLLEM KJIMHUHECKOM KOHTEKCTE UAEHTUMULMPOBAH OANH NATOTEHHbIA BAPWAHT, TO C/leAyeT NPOBECTW MYNbTUNAEKCHYO 3aBUCUMYIO OT
IMTNPOBAHMS amnAnuKaLmno 30HAa U XPOMOCOMHbIE MUKPOMATPUYHBIA aHaNN3 ANA BbIABAEHUA BHYTPUTEHHbIX Aeneunid, feneunii Lenoro reHa nnv aynankauuii, 3atparnBatoLmnx
COOTBETCTBYIOLLMIA FeH HA Apyrom annene. Mpu BbIABNEHMN BAPMAHTOB HEONPEAEEHHON 3HAYUMOCTH B OLLeHKE NaTOreHHOCT MOMOTYT MeTabonu4yeckne nccnenosanus. Mpu
nocneayLmx 6epeMeHHOCTAX CnejyeT pacCMOTPETb BO3MOXXHOCTb NPOBEAEHNA AHTEHATANIbHOIO FeHETUYECKOr0 TECTUPOBAHNSA U NIEYEHNS MATePU NMPUAOKCUHOM

PesynbTathl Apyrux uccnenoBaHuii

MeTab6onuyeckoe TeCTUpoOBaHMe: Takne 6oMapkepsbl, Kak anbga-amnHoaannuHoBbIA nonyansaerug (o-AASA) 1 NUNEKONMHOBASA KMCO0TA, NOBbLILEHbI B MOYe, nnasme n CMX.

B upeane 06pasubl MOYM 1 NNAa3Mbl JOMKHbI 6bITb B3AThI O NIEYEHUS MMPUAOKCUHOM, 0JHAKO 3TO He AOJKHO 3a[ePXXNBaTh TEPAnuMio B NOA03PUTENbHBIX ciyyasx. Mocne nevyeHns
3TN 6oMapKepbl MOTYT 6bITb CHUXKEHbI, HO 06bIYHO OCTAOTCA NOBbIWEHHbIMW. bonee HagexXHbIM TecToM cynTaeTcs a-AASA. C ncnosib3oBaHnemM 6MOMapKepPOB U FTEHETUYECKOro
TECTUPOBAHWNS OTMEHA Tepanuu B Ka4eCTBE ANArHOCTUYECKOTr0 TeCTa Tenepb ABNSETCA YCTapeBLUUM NOAX0L0M

3.3. CuHapoM 3BOJIOLMOHHOI M 3NUNENTUYECKO 3HLechanonaTumn, CBA3aHHO| ¢ MyTauuen B rene CDKL5 (anrn. CDKL5-DEE)

anupemuonorus

CDKL5-DEE BcTpe4aeTcs pefko, C pac4eTHON 4actoToi ot 1 cnyyas Ha 40 Tbic. 40 1 cny4yas Ha 60 TbiC. XXUBOPOXAEHWUA. [JaHHbIV FeH cLuensieH ¢ X-XpOMOCOMOIA, 1 KONUYeCTBO
60/1bHbIX €BOYEK MPEBbILIAET KOMYECTBO 60MbHbIX MaNbYKOB B COOTHOLIEHUM 4:1

KnuHnyeckas kaptTuHa

CpeaHuit BO3pacT Havana NpucTynoB cocTaBnseT 6 Hel, B 90% cnyvaes Ae6l0T UMeeT MecTo B Bo3pacTe 40 3 Mec. [Tpo6nembl B pa3aBUTMM pebeHka NnpucyTCTBYIOT N HA MOMEHT
ne6toTa 3a6oneBaHuns, HO CO BpeMEHEM CTaHOBATCS 6051ee BbIpakeHHbIMU. VICTUHHAA perpeccus BCTpevaeTca peako. HeBponornyeckoe o6¢cneoBaHme Ha MOMEHT JebroTa
nokasbiBaeT AU QY3HYI rTMNOTOHMIO, HO HOPMaSbHYIO OKPYXXHOCTb FONOBbI.

PacnpocTpaHeHbl KOPKOBbIE HAPYLIEHUS 3PEHNS C MAOXMM 3PUTENbHbIM KOHTAKTOM 1 OTCYTCTBUEM BM3YaJIbHOTO OTCIIEXMBAHMSA.

Tak>xe 6b11111 ONUCaHbl TOHKME AUCMOPdUYeCKIUe 4epTbl C rNY60KO NOCAXKEHHbIMU rNa3amu, LUMPOKUM N60M, BbICTYNaLWUMmM ry6amu, rny60Kum xeno6KoM Mmexxay ry6oi n Hocom,
«320CTPEHHBIMW» C NYXbIMU hanaHramu naabLammn

TeyeHune 3abosieBaHns

Anunencus 06bI4HO 0CTaeTCA Pe3MCTEHTHOM K AN, 1y 60NIbLUIMHCTBA NALMEHTOB OTMEYaeTCA TsXKenas yMCTBEHHAA 0TCTanocTb. Y 60MbWNHCTBA 60MbHbIX NTPOAOIKAOTCA
eXeAHEeBHble NPUCTYNbI, XOTS PeAKNe Nepnobl X OTCYTCTBUS NMPOLOIKUTENBHOCTHIO A0 2 MeC 1 6011€ee 0TMe4YalTCsa MEHEE YeM B MOJNIOBUHE CNy4aes.

CamocToaTeNnbHaA xoAb6a 1 CNOCO6HOCTb FTOBOPUTH OTAENbHBIMI CIIOBAMU AOCTUrAETCSH MeHee 4eMm B 1/4 cnyvaeB. [lBuratenbHble pacCTPOMNCTBA, BKIIOYAA XOPE0aTeTo3, akaTusnio,
JIMCTOHMIO N NAPKUHCOHM3M, MOTYT HabMl0aTbCs Y MEHbLUMHCTBA NALNEHTOB. Y MY>K4MH 3a60neBaHne NnpoTekaeT 60/ee TAXeNo

EMHEOL1D0D
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IIpunoxenue Al (IPOFOIKEHHE). DIUICITUYECKAE CUHIPOMBI C HAYAJIOM B HEOHATAIbHOM IIEPUO/IE Y MJIA/IEHYECTBE

Tunbl NpUCTYNOB

HavanbHblid TUN NPUCTYNOB MOXET 6bITb Pa3HbIM, HO Yalle BCEro HabMoAalnTCa TOHUYECKE NPUCTYMbl, CNa3Mbl, FeHEPaIM30BaHHbIE TOHNKO-KIOHNYeCKIe Unu OKanbHble
npucTynsl. Co BpEMeHeM MOTyT BO3HMKATb U ApYrue TUnbl NpUCTYnoB. Y 60NbLUNHCTBA OTMEYAOTCSA INUNENTUYECKUe Cnasmbl U/WNK TOHUYeCKMe NpucTynbl. OAHUM N3 XapaKTepHbIX
TUNOB MPUCTYNOB, HA6JTOAAEMbIX BO MHOTMX, HO HE BO BCEX CIyHanX, ABNAOTCA NPUCTYNbl C NOCNEA0BATENIbHOCTHIO TMNEPMOTOPHbIX (TMNEPKNHETUYECKNX) TOHUYECKUX CNa3MOB.
MepBas 4acTb TAKOro NPUCTYNa HA4MHABTCS C TMNepMOTOPHOI hadbl C packayMBaHuemM, NMHKaMK 1 Bokanuaaunei, kotopas anutcsa 10—60 c. 3atem cneayeT ToHW4eckas pasa nn6o
C pasrnbaHnem BCeX KOHEYHOCTe, NMB0 C pa3arnbaHnem BEpXHUX KOHEYHOCTEN U CrMbaHneM HUXHUX NPOA0MKUTENbHOCTbI0 20—45 ¢. lpucTyn NnepexoanT B CEpUo CNasmos
pasru6arenen, kotopble ansatcs 1-15 MuH. Mofo06HbIE MPUCTYMbI, KOTOPbIE BKITOYAKOT HECKONbLKO a3 ¢ KnacTepuaauunei TOHNYECKNX CYA0POr U CNa3MOB, HO C Pa3INyHbIM
nopsAKOM CneAoBaHNs Pa3HbIX TUMOB NPUNAAKOB, ABAAIOTCA 06bIYHbIM iBNEHUEM. [1py BbileyKa3aHHbIX NPUCTynax 06bI4HO Ha60AA0OTCA BEreTaTuBHbIE CUMNTOMbI

C MOKPAacHeHMeM nuua, pacliupeHnem 3pa4koB U HeperynapHbiM AbixaHuem. Co BpemeHeM MOryT HabMoAaTbCA MUOKNOHNYECKNE, KITOHUYeCKNe, a6CaHCbl U aTOHWYECKIUe NPUCTYNbI.
XapakTepHo, 4To anunencus, ceadaHHas ¢ COKL5-DEE, npoxoauT Tpu nocneaoBaTesnbHbie CTaanm:

— paHHee Ha4ano anuIencun ¢ KOPOTKMMN TOHUYECKMMI NPMCTYNaMu, 4acTo C MOKPACHEHMEM NnLa;

—anunenTuyeckas aHuedanonaTua ¢ TOHUYECKUMM NPUCTYNAMU U MH(DAHTUNbHBIMU CNa3mamu;

— NO3HAS My/IbTU(OKANIbHASA N MUOKNOHUYECKAA INMIENCcKUsa ¢ TOHNHECKUMU NPUCTYNamMun, MUOKIOHNER, abCaHCAMMN UIIN MYNIbTUE OKaNbHbIMU NPUCTYNaMu

[aHHble 33T

B 1-i cTagnn nHtepukTanbHas 39 HOpManbHas, HO Ha MKTabHbIX 3aMUCSAX MUMEET MeCTO reHepasm3oBaHHOe 3aTyxaHne ¢ NocneaytoLwen 6bICTPON aKTUBHOCTbIO B TOGHbLIX UK
LIeHTpanbHbIX 0611aCTAX BO BPEMS TOHNYECKOr0 NpucTyna. Ha aToil cTaaum He Ha6NOJAeTCA NAaTTEPH «BCMbIWKA—N0A4ABAEHNE».

Ha 2-it ctagun nutepukTanbHas 33 pe3ko n3MeHeHa, ¢ IBYCTOPOHHUM UMW FeHEPasiM30BaHHbIM 3aMeSIeHNEM, CO Cnaikamu unu nonncnankamu. Ha aTon cTafnm o Hann4uu
naTTepHa «BCMbIWKa—N0AaBeHne» co06Lanoch peako.

Ha 3-i1 cTaguu Ha nHTepukTanbHon 33T umeeT MecTo AU DY3HOE BbICOKOAMNNNTYLHOE AenbTa-3aMeNIeHIe C NCeBA0NEPMOAMYECKUMI BCIECKaM CNaiikoB, MOMCNankoB

1 KOMNNEKCOB «CNaik—BOMHA», KOTOPbIe MAKCUManbHbI B LLEHTPANbHO|, BUCOYHO TN BUCOYHO-3aTbIIOYHON 0671aCTH

PesynbTaThl HelipoBM3yanusaynm

[ina noaTBepxaeHuns anardosa COKL5-DEE Heo6X0AMMO YCTAHOBUTL NATOMEHHbIA WA BEPOATHO NATOrE€HHbI BapuaHT reHa CDKLS (cooblianoch
0 MHOXECTBEHHbIX MyTaLNAX JAHHOTO reHa y nauneHToB ¢ CDKL5-DEE ). [laHHble 0 KOPPenauum «reHoTuNn—geHoTUN» OrpaHn4eHHbl, 0JHAKO MUCCEHC-MyTaLuumn MoryT
KOppennpoBaTh C HECKOJIbKO MEHEE TSHKeNbIM PAaCCTPOACTBOM, Y4€M YKOPOYEHHbIE BAPUAHTbI FeHa

3.4. KnactepHas anunencus, cBA3aHHas ¢ myTauuei B rene PCDH19 (anrn. PCDH19 clustering epilepsy)

Anupemuonorus

[laHHble 0 3a60/1€BAEMOCTU OFPAHNYEHHbI, HO B 0JHOM UCCNieJoBaHMK coo6LLaeTcs 06 oLeHKe 3aboieBaeMoCTy B 1 cny4vaii Ha 42 TbIC. XXUBOPOXKAEHUA.
B 60/1bLINX KOrOPTaX XEHLLWH C KNacTepaMmn CYA0POr, BbI3BAHHbIMU IMXOPAAKOIA, 4aCTOTA NATOr€HHbIX BapuaHToB reHa PCDH19 konebnetcs oT 2% A0 20%

KnuHnyeckas kaptuHa

MpucTynbl 06b14HO Ae6OTMPYIOT B BO3pacTe A0 1 roaa, cpegHnin BospacT coctasnseT 10 mec (1,5-60 mec y aeBoyek). Pa3aBuTne n HeBPONOrM4eCcKmnia CTaTyc B Hayane 3a6oneBaHms
HEe OTKJIOHSAKTCSA 0T HOPMbI. OKPYXXHOCTb FON0BbI B HOPME

Te4yeHune 3aboneBaHns

MpucTynbl BO3HMKAIOT KNacTepamu, NPOBOLMPYIOTCS TMXOPAAKON 1 4acTo Pe3ncTeHTHbl K AJM. Mocne nepBoro AecATUNeTUS 06bIYHO MPOUCXOANT CHUKEHIE YACTOTbl KNAcTepos
NPUCTYNOB HE3ABUCUMO OT JIEHEHUS, @ PEMUCCUSA MOXKET HACTYNMUTb N0 KpaiiHern Mepe y 1/4 60MbHbIX, 06bI4HO B NOAPOCTKOBOM 1 3pe/IOM BO3pacTe.

Mpu3HaKyn yMCTBEHHON OTCTANIOCTN U PACCTPONCTB ayTUCTUYECKOrO CNEKTPa, 0TMeYaemble y 70% NaUMeHTOB, NOSABNAIOTCS HA 2-M FOAY XKM3HU 1 4acTO CTAHOBATCS Hanbonee
3HAYNMbIMW CUMITOMAMM NMOCSIe NePBOro ACATUNETIS XU3HU. Habnoaatowmecs y 25% XeHLLUNH ¢ AaHHbIM CUHAPOMOM NOBEEHYECKINe PACCTPOICTBA C BbIPaXKEHHON
rUNepakTMBHOCTHIO 1 BO3MOXHbIM NCUX030M YaCTO BbI3bIBAOT NPOGIEMbI B NOAPOCTKOBOM 11 B3POC/IOM BO3PACTe

Tunbl NpUcTYNoB

B Havane anunenTu4eckme NPUCTynbl HOCAT 04Ar0BbIN XapakTep, CONPOBOXAAOTCS TOHUYECKUM Pasrub6aHnem nied, OTKIIOHEHUEM T0f10BbI

1 rnas, 61eJHOCTbIO NNLA, BbIPAXKEHMEM CTPaxa u KPUKamu, 0 KOTOPbIX COO6LLABTCS Y MOMNOBUHbI NALMEHTOB.

Tak>e MOTyT Ha6/1t04aTbCs aTUNNYHbIE a6CaHCbl. MPUCTYNbI BO3HUKAIOT B BU/E KNACTEPOB, 4aCTO CBA3AHHbIX C IMXOPAAKOM, TAKXKe UMEOTCS COOGLLEHNS 0 BOSMOXHOCTN Pa3BUTUS
3NUNeNTUYECKOro cTaTyca

[aHHble 33I

Ha untepuktanbHoi 33l peructpupyercs MeaneHHas (pOHOBasA aKTUBHOCTb C PeAKMMU POKANIbHbIMW CNankaMn N MeASIEHHbIMU BOJTHAMU, 4aCTOTa KOTOPbIX YBENNYMBAETCA BO
BpeMms knacTtepos. C BO3pacTom (hOHOBAS aKTUBHOCTb MOXXET HOpManuaoBatbcs. Y 1/3 naumeHToB HabnoaaeTcs HOTONAPOKCU3MaNbHas peakLmus, u'y HEKOTOPbIX 0TMeYalTCs
reHepann3oBaHHble BCMbILWKMW CNAK-BONMHOBON aKTUBHOCTHU.

[MapokcuamanbHas akTUBHOCTb, 3apPerncTpMpoBaHHan Ha UKTanbHo 33l, 4acTO BO3HUKAET B BUCO4HbIX 06J1aCTAX, HO TaKXXe MOXET HabNJaTbCA B TEMEHHO-3aTbINOYHbIX, NOOHbIX
UK LLEHTPanbHbIX 061acTax. B 1/2 cny4aes npuctynbl KaXXyTca pokanbHbIMK, HO Ha 93T N10X0 NatepannaoBaHbl UK JIOKANN30BaHbI

PesynbTaThl HellpoBM3yanusauum

B Havane 3a6onesaHns MPT 06bI4HO B HOpME

[laHHble reHeTU4ecKnx
ncenenoBaHnm

[epBOHa4YanbLHO natoreHHble BapuaHTbl reHa PCDH19 6binn 06Hapy»XeHbl B 60J1bLUNX POAOCSIOBHbIX, B KOTOPbIX 3NUIENCUI0 1 YMCTBEHHYIO OTCTAN0CTb UMESTN TONMbKO XEHLWMHbI
(anunencus y XeHLNH C YMCTBEHHOI# 0TCTanocTblo). B HacToALee BpemMs NPUMEPHO NONOBMHA 3aperncTpupoBaHHbIX Cl1y4aeB NPUXOAUTCA Ha MyTaLun de novo.

XoTs reH PCDH19 pacnosioxeH Ha Xq22, 3T0 COCTOSAHME UMEET HEOObI4HbI CLEMNSEHHbIA C X-XPOMOCOMON TUM HACNe[0BaHNSA, HE 3aTparuBatoLL il NepearoLnX ero MyX4mH.
[MopaXkalTca TONbKO reTepo3nroTHbIE XEHLUNHBI U «MO3aN4YHble» MYX4UHbI N3-3a NPeAnonaraeMoi KNeTo4HoN nHTepdepeHunn. Ha ceroAHAWHNIA 1eHb N3BECTHO O HECKOJIbKMUX
60MeLWmnX My>XHYMHAX C NOJO06HbIM (DEHOTUMOM (B HAy4YHOW NUTepaType onncaHo 9 Takux cnyvaes).

SMC1A-DEE moXeT UMUTMPOBATL KNlacTepHyto anunencuio PCDOH19 n nposasnaTbCs ANUTENbHLIMU KNACTEPAMMN MHOXKECTBEHHbIX (DOKAJIbHbIX U FeHepann30BaHHbIX MPUCTYMOB,
yCTOR4MBbIX K A, MHOTrAA ANAWMXCA HECKONIbKO AHed. MnageHubl ¢ 3TUM PacCTPONCTBOM MMEIOT TSHKEeNyo dHUedanonaTnio pa3putus u nerkue ANCMopguyeckme 4epThbl

PesynbTathbl Apyrux uccrnenoBaHuii

CTONKMX MeTab0NINYeCKMX HapyLIEeHUA He 06HAPYXKEHO

3.5. CHHAPOM HEe10CTaTO4YHOCTH NEPEHOCYMKA

rnoKo3bl 1-ro Tuna (aurn. glucose transporter 1 deficiency syndrome, GLUT1DS)

anuaemuonorus

PacyeTHas 4yacTota GLUT1DS, npossnsatowascs anunencuein B MnageH4ecTBe, coctasnseT 1 cnyyai Ha 24 TbiC. )XUBOPOXAEHNIA. TeM He MeHee CUHAPOM
B LIeJIOM MOXET 6bITh 607166 pacnpOCTPaHEHHbIM, MOCKONbKY NauUeHTbl MOTYT NPOABNATLCA B 60/1ee NO3AHEM AeTCKOM BO3pacTe
1 C CUMNTOMAMM, OTANYHBIMMW OT CYAOPOT
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IIpunoxkenue Al (IPOJOIKEHHE). DIUICITHIECKUE CUH/IPOMBI C HAYaJIOM B HEOHATAIbHOM [IEPUOJIE U MIIAZICHUECTBE

KnuHnyeckas kaptuHa

Y MnageHueB MOXeT ObITb MHOXXECTBO Pa3/IMYHbIX TUMNOB NPUCTYNOB, HO FeHepPanM30BaHHbIe MPUCTYNbI BCTPeYaTCA Yaule, 4em hokanbHble. GLUT1DS cnegyet nofo3pesatb

y N060ro pebeHKa ¢ anunencuein n 4BUraTesbHbIMU PacCTPONCTBAMMU.

B aHamHe3e MoryT 6bITb CyLOPOrY, CBA3aHHbIE C TONOAAHNEM U NOSBAAIOLLNECS PAHHUM YTPOM. [lpyrue Kno4n K JMarHoCTUKe BKIOYAl0T cakkajbl B paHHEM MNafileH4ecTBe,
cocToALMe N3 6bICTPbIX PA3HOHANPABIIEHHbIX ABUXEHWIA rNa3, CONPOBOXAAeMbIX ABWKEHUSMM rONI0BbI B TOM Xe HanpaBneHuu, Mukpouedanuio B 50% cnydaes unu 3amenneHue
TEMMNOB pPOCTa rooBbl. [luarHo3 NoATBEPXKAAeTCA NIOMGANbHON NYHKLNE, BbIABAAIOLWEN HU3KUIA YPOBEHb MTHOKO3bl C HOPMaibHbIM UK HU3KUM YpoBHeM nakTaTa B CMXX nocne
4-6-4acoBOro roslofAaHuna Ha YOHe HOPManbHOI0 YPOBHS rIOKO3bl B KpoBW. [pn GLUT1DS 3HaveHns 5-ro npoueHTUNs ypoBHA rnoko3bl B CMXK HaxoaaTca B guanasoHe ot 1,8 go
2,9 MMOnb/N, @ 3Ha4eHNA COOTHOLLIEHNS YPOBHA rtoko3bl B CMXK n nnasme — B gnanasoHe ot 0,41 o 0,510. Mpn Hann4mn BbICOKOTUNUYHOTO PEHOTHUNA C NATOrEHHbIM BAPUAHTOM
reHa SLC2A1 niombanbHas NyHKLUA MOXET He NOHAA06MTbCA. Mpu anunencun ¢ No3JHUM Havanom, ceadaHHoii ¢ GLUT1DS, ypoBeHb rntoko3bl B CMXK MOXeT 6biTh HE TaKUM HU3KUM

Te4yeHue 3aboneBaHus

MpucTynbl BAPbMPYIOT MO HaCcTOTE OT HECKOMbKMX B A€Hb A0 HECKONbKINX B TOA 1 yCTON4MBbI K AT, HacToTa npucTynoB MMeeT TEHAEHLMIO K CHUXKEHWIO B AeTCTBE 1 B3POCIIOi
)KU3HW, KOTAA HA NepBbIA NIaH MOTYT BbICTYNATb YMCTBEHHAA OTCTANIOCTb, ABUraTesbHble PACCTPONCTBA U MUTPEHD.

[TONHOCTbIO KOHTPONMPOBATL CYA0POrM CNOCOOHA KETOreHHas AneTa ¢ aleKBaTHbIM KeTO30M. XOTS JaHHas Tepanus MOXXeT MUHUMU3NPOBATh AalNbHelllee CHUKEHNE KOTHUTUBHbIX
OYHKLUMNIA, MHOTWUE NALNEHTbl BCE XK€ UMEKT YMCTBEHHYIO OTCTAN0OCTb Pa3/IM4HON CTENEHN

Tunbl npucTynos

[eHepanu3oBaHHble MPUCTYNbl 06bI4HO 6bIBAOT MUOKIIOHUYECKUMU, MUOKNOHNYECKN-aTOHNYECKUMM, TEHEPaNN30BaHHbIMU TOHUKO-KTIOHUYECKUMU, aTUNNYHBIMU U PAHHUMUN
abcaHcamu. MNauneHnTtam ¢ abcaHcamu ¢ paHHUM HaYanom (B Bo3pacTe 0 4 neT), 4acTO C MUOKJIOHMYECKUM KOMMOHEHTOM, CneayeT NPOBOAUTL SIIOMOANbHYI0 NYHKLNIO

M reHeTu4eckoe uccrnenoBanmne. Kpome Toro, AaHHblil CHHAPOM ClefyeT paccMaTpuBarth y ML C ANUSIENCUEN C MUOKNOHUYECKN-aTOHNYECKUMU MPUCTYNAMMN UK
hapmakope3nCTeHTHON a6CaHCHOW anunencuenn, 0CO6EHHO NPU HANUYUN KOTHUTUBHbBIX HApYLLEHWIA. Takxe co06Lanocb 06 3anuenTUYecknx cnasmax u reHepann3oBaHHOM
TOHWKO-KMOHMYECKOM 3aNUenTU4YecKoM cTatyce y nauuenTos ¢ GLUT1DS

[aHHble 33T

VHTepukTanbHas 33l 4acTo B HOpMeE. IMeoTCA HeKOTOpble JaHHbIe 0 BO3PACTHbLIX U3MEHEHNAX C 04ar0BbIM MU FreHepann3oBaHHbIM 3aMeasieHneM hOHOBOW PUTMUKK

B MNafeH4eCcTBe, C NPePbIBUCTLIMU POKAbHLIMUA UMW FreHepann3oBaHHbIMMU CNaiKamu ¢ NOCNeAyOWNMA MeNeHHbIMN BOSTHAMK Unn 6e3 HUX. Y AeTen cTaplue 2 et HabnopaeTcs
reHepann3oBaHHas Cnaik-BoNHOBas aKTUBHOCTb 4acToTON 2,5—4 . [0CKONbKY F1I0K03a NPOXOAUT CKBO3b remMaToaHuedannyeckunin 6apbep, B HEKOTOPbIX Cly4asnx
npeanpaHananbHble HapyweHns Ha 331 MOryT YMEeHbLWINTLCA NPU NpUeMe NWLLM BO BPEMS 3anucu, a POHOBAsA PUTMUKA MOXET ObITb MEHEE AHOMaNbHO HA KETOTEHHOW fneTe

PeaynbTaThl HelipoBU3yanusayum

Mpn6nn3nTenbHo y 25% NauneHToB NPy HeAPOBN3yanu3aLmnn BbISBASIOTCS aHOMannu, BKN0Yasn runepuHTEHCMBHOCTb MOAKOPKOBbIX U-BONOKOH, BbICTYNaHNe NepuBacKynsipHbIX
npocTpaHcTB BupxoBa, BbICTYNAKOLLME XKENYA0HKN 1 OTCTABAHUE B MUENTMHN3ALIMN OTHOCUTENbHO BO3PACTHO HOPMBbI.

Mo3NTPOHHO-3MUCCUOHHAs TOMOrpadus ¢ 'F-Ae30KCUTNIOKO301 MOXET NMoKasaTh Creunduyeckne Npu3Haky BU3yannuaaLumum, BKI04as CHUXKEHNE CUTHaNa oT KOpbl FONI0BHOMO
MO03ra, MO3)Xe4Ka 1 Tafamyca C 04€BWUAHbLIM NOBbILIEHVEM YPOBHS MMIOKO3bl B CTPUATYMe

[laHHble reHeTU4YeCKNX
ncecnefoBaHnin

AHanu3 nocneaoBaTenbHOCTN FeHOB BbISIBNISET FreTePO3UrOTHbIE 1, PEXXe, PeLLeCCUBHbIE NaToreHHble BapuaHTbl SLC2AT B 81-89% cny4aes. Eule B 11-14% cny4aes geneuuun unu
LyNAnKaLnum B reHe MoryT 6b1Tb MAEHTUMULUPOBAHbI C MOMOLLbIK MYJIbTUMNNEKCHON 3aBUCUMOI OT TMFMPOBAHMS amnangukayum 30HAa U XpOMOCOMHOr0 MUKPOMATPUYHOTO
aHannsa.

[Tpn 04eHb XapakTePHOM KIMHUYECKOM (peHOTMNE, HO 6€3 ANArHOCTUYECKM 3HAYMMbIX PE3YNbTaTOB NIOMOGANbHON NYHKLMN N TEHETUYECKOr0 TECTUPOBAHUS CNeyeT pacCMOTPeTb
BO3MOXXHOCTb MPOBEAEHNS APYTMX NCCNE[0BAHMIA, BKITOYAS TECTbl HA NOrNOLLEHNE 3PUTPOLNTAMN N U3MEPEHNE COAEPXKAHMA NePeHOCHMNKA MTHKO03bl 1-r0 TNa Ha NOBEPXHOCTH
3pUTPOLNTOB

3.6. Cunppowm LTypre-Be6epa (anrn. Sturge-Weber syndrome, SWS)

nupgemuonorus

YactoTa coctasnser ot 1 cnyyas Ha 20 Tbic. o 1 cny4vas Ha 50 TbIC. XXUBOPOXAEHWUNA. Y NALUEHTOB C «BUHHbIM NATHOM» Ha NINLe, Ha N6Y U/UNn BEPXHEM BEKE PUCK Pa3BUTUS
cocTasnser 20-70%

KnuHnyeckas kapTuHa

[mnarHo3 SWS nono3peBaeTcs Npu poXXAeHUM Y HOBOPOXAEHHbIX C HANUYNEM «BUHHOTO NATHA» Ha NMLLE, NOKPbLIBAOLLEr0 106 U/Unu BepxHee BeKO. T ATeNbHbIA 0CMOTP NOA NUHUE
pPOCTa BONOC BaXEH AN 06HAPY>KEHMS MEHEe 3aMeTHbIX NopaXeHUin. MPT ¢ KOHTPACTHLIM yCUNeHNeM N03BONSAET 06HAPYXUTb NENTOMEHUHIeaNbHY0 aHTMOMY B BO3pacTe 4o 3 Mec.
B peakux cnyvasax aHrmoma Ha jinue MoXXeT OTCYyTCTBOBATb.

Cynoporn 06bI4HO ABNAOTCA NEPBbIM NPOSBNEHNEM, OHM BOSHUKAIOT B CpefiHeM B Bo3pacTte 6 mec 'y 75—-85% nauneHToB. CO06LAN0Ch TAKXe 0 PeAKNX Cy4asx Havana npucTynos
BO B3pocJsiom Bo3pacte. Momumo anunencun y 40-60% nauneHToB ¢ AaHHbIM CUHAPOMOM Pa3BUBAETCS rMayKOMa C PUCKOM PaHHEro yXyaLWeHNns 3peHus

Te4yeHue 3aboneBaHus

3abonesaHne 04eHb BapuabenbHO, HO 06bIYHO XapaKTepM3yeTCs NPOrpeccMpyioLM Te4eHneM ¢ BO3PACTHLIMI HEBPOJIOrNYECKUMIN NPOABAEHNAMN. PaHHMEe Npu3Haku

B MJ1afleH4eCTBe BK/I04AOT aNMNENcuto, remunapes, 3aep>xky NCMXOMOTOPHOI0 pa3BUTMA N NHCYNbTONOA06HbIE NPOABEeHNA. Bonee N03gHMe NPU3HAKN U CUMNTOMbI B LLKOJSIbHOM
BO3PACTe BKJI04AIOT roJI0BHbIE 60U, TPYAHOCTM B y4e6e N paccTpoicTBa NoBeeHNs. Bo B3pocsiom BO3pacTe NCUXNYECKME PACCTPOICTBA, BKOYAA AeNPeccuto, MoryT 6biTb
3HAYNTENIbHBIMU, @ 3NNMENCUA U MHCYNIbTONOL06HbIE MPOABNEHNA MOTYT NPOA0MKATLCA HA NPOTAXKEHUN BCEN XKUSHU.

PanHee Havyano npucTynos (B Bo3pacTe 40 12 Mec), BbICOKAs 4acToTa NPUCTYNOB U hapMaKope3NCTEHTHOCTb ABNAIOTCA Hanbonee HaAeXHbIMM NPeANKTOPAMN HE6NAroNnpUATHOrO
ncxoaa. O6WMpHOE 0HO- AN ABYCTOPOHHEE BHYTPUYEPENHOE NopaXkeHne CBA3aHOo ¢ 60M1ee paHHUM Ha4anoM Cy0pOor U XyALINM KOTHUTUBHBIM Pa3BUTUEM MO CPABHEHMNIO

C O[IHOCTOPOHHE JIeNTOMEHUHreanbHON aHrMOMON.

Y nauneHToB C 0AHOCTOPOHHUM NOpPaXKeHNeM N hapMakope3nCTEHTHOCTbIO HEO6XOANMO BbIMOMHUTL OLLEHKY HA NPeMeT BO3MOXXHOCTI ONepaTUBHOrO NIe4eHuns

Tunbl NpUcTYNOB

MepBble NPUCTYMbI 06bI4HO (DOKaNbHbIE MOTOPHbIE. Tak)Xe 4acTbl (hOKaNbHbIe BEreTaTuBHbIe NPUCTYMbI C PA3/IMYHON CTENEHbIO HapYLUEHNS CO3HAHNS.

Cynoporu mMoryT 6biTb HE3aMETHbIMU, 1 UX CBOEBPEMEHHOE Pacno3HaBaHNe ABNISETCA BaXKHbIM, NOCKOJIbKY 4acTO C TE4eHUEM BPEMEHN MOTYT BO3HUKATb AJINTENbHbIE CYL0POrn
1 3NUNenTUYeCcKMin cTaTyc.

MpumepHo B 30% cny4aes CyAOPOrM MOTYT HA4MHATLCA BO BPEMSA (he6PUIbHbIX 3NU300B, 11 B IIO60M BO3pacTe CYLIECTBYET NOBbILEHHAA BEPOATHOCTb BOSHUKHOBEHMSA CYA0pOT
npu nnxopaake. Takxxe co06L1anock 06 NHPAHTUABHbLIX CNa3Max, MUOKOHNYECKNX aTOHNYECKNX CyA0pOorax 1 renactu4yecknx npuctynax. O6bI4HOE fABMEHNE — BOSHUKHOBEHWE
rpynn npucTynos nocre AJAUTENbHOro nepuoja ux otcytctema (40% crny4aes).

113-3a BbICOKOW 4acTOTbI CYA0POr C PAHHUM Ha4asioM U UX NOTEHLMaNbHOro BpeAHOr0 BO3AENCTBINA Ha pa3BNBaIOLLMACA MO3T peKOMeHYyeTCs 06y4eHne poanTenen paHHemy
pacno3HaBaHNio CyA0pOr N COCTABAEHUIO MHAMBUAYATbHbIX MJ1AHOB 3KCTPEHHO NOMOLLM, BK04as MCNONb30BaHNe Tepanuu 6eH30Ana3ennHamm Ans 3KCTPEHHOW NOMOoLLN
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[aHHble 33T

Ha 93l xapakTepHO aCUMMETPUYHOE CHUXKEHWNE aMNINTYAbl U 3aMeifieHne (DOHOBOI aKTUBHOCTH Ha NOpaXkeHHbIM nonywapuem. OAHaKo )OHOBas pUTMUKa

B T@YeHNe NepBoro rofla XU3Hnu MOXeT GbiTb HOPManbHON. IHTEPUKTaNbHbIE 3NUNeNTU(OPMHbIE aHOMANUM MOTYT NOABUTLCA NMO3XKE U COCTOATb U3 (POKANbHBIX OCTPbIX BOSTH UK
4aCTbIX BCMbILWIEK CMANK-BONIHOBON aKTUBHOCTMW. Takne MeXNPUCTYMHbIE ANUAENTU(OPMHbIE aHOMANUK 10 Ha4ana NPUCTyna MoryT 6bITh NOJIE3HLIM MapKePOM A1 BbIABNEHNSA
nayMeHToB C AaHHbIM CUHAPOMOM, KOTOPbIE NOABEPXEHbI PUCKY Pa3BUTMs anunencun. ikTanbHas akTMBHOCTb BapbUPYeT B 3aBUCUMOCTM 0T 04ara npunaaka

PesynbTatbl HEMPOBM3yanuaaunm

Mpamas Bu3yannsauus nenToMeHnHreanbHoro ycunenus Ha MPT rofnoBHOro mo3ra ¢ KOHTPacTHbIM ycuneHnem noateepxxaaet anarHo3 SWS. O6Hapy>KeHne MOXeT 6bITb CI0XHOIA
3ajja4eil y 04eHb ManeHbkux aetei. [ipyrne 0Co6€HHOCTM BU3yann3auun, Takue Kak uncunatepansHoe yBesniyeHne CoCyancTbiX CrIeTeHNIA, yBeNYeH e TpaHCMeAYNAPHbIX BEH
1 YKOpO4eHue 6e10ro BewecTsa Ha T2, MOryT NOMO4b B MOCTAHOBKE AnarHo3a. Co BpeMeHeM NoABNSAIOTCSH KOPKOBbIE KanbLunukaumm n uepebpanbHas aTpons

[laHHble reHeTUYeCKNX nccnefoBaHni

M30nnpoBaHHOE «BUHHOE NATHO» 1 SWS 1MetoT 06LLYH reHETUYECKY0 3TUOMIOTMI0 C COMATUYECKMM MO3aUYHbIM NMaTOreHHbIM BAPUAHTOM, HEAABHO UAEHTUMULMPOBAHHbBIM B TeHe
GNAQ

3.7.TenacTnyeckue npucTynbl ¢ ruNOTanammy

eckoit ramapTomoi (anrn. gelastic seizures with hypothalamic hamartoma, GF-HH)

Anupemuonorus

B 0fiHOM MccnefoBaHUN 3aJ0KYMEHTMPOBAHA PacnpoOCTPAHEHHOCTb FaMapTOMbl FUNoTanamyca ¢ refacTuyeckumMn NpucTynamu ¢ 4actotoit 0,5 cnyyas Ha
100 TbIC. YenoBek B Bo3pacte Ao 20 net

KnuHnyeckas kaptuHa

MpumepHo B 85% cny4aes Ae610T NPUXOANTCA HA 1-i FOA XKNUSHK.

B mMeHbLen yacTu cny4aes 3a60feBaHne MOXET Ha4aTbCA B PAHHEM 1 CPeAHEM [1eTCKOM BO3pacTe.

[onoBoi NpepacnonoXeHHOCTN HeT. HeBpONOrmyeckuii CTatyc B HOpMe, 0HAKO 06LLNIA MEANLNHCKIA OCMOTP MOXET BbIIBUTb MPU3HAKW NPeXXAEBPEMEHHOr0 N0S0BOro
co3peBaHna

TeyeHue 3aboneBaHns

anunencus, BbI3BaHHAas raMapToMoi runoTanamyca, yctonynea K ASM. B 60nbLlIMHCTBE CNyYaes cO BpeMeHeM Hab1AaeTcs NporpeccupoBaHne ¢ pa3suTnem hokanbHOro
HapyLleHNs CO3HAHMA U TeHepann30BaHHbIX MPUCTYNOB. Y HEKOTOPbIX NALNEHTOB MOTYT PAa3BUTLCSA TOHUYECKNE, aTOHNYECKIE MK aTUMNYHbIE a6CAHCb, YKa3bliBaKOLLME HA CUHAPOM
JleHHOKca—TacTo. XMpypruveckoe fie4eHne ramapTombl runoTanamyca MoXXeT CMAr4YMTb JaHHY0 He6NaronpuaTHY0 3BONOLNI0. B Havyane 3a6051eBaHNs KOTHUTUBHbIE (DYHKLNY, KaK
npaenno, 6e3 NaToNornm, HoO CoO BpeMeHeM 006bIYHO Hab04aeTCs NNATO U Perpecc pa3BuTus. Y feTei Tak)Ke MOryT pa3BuBaTbCs NPOrpeccupyoLime noBeaeH4Yeckmne
paccTpoiicTBa, BKJK0Yan arpeccuto, MMNynbCMBHOCTb, TMNEPAKTUBHOCTb M PACCTPOIICTBA ayTUCTUYECKOrO CNEKTpa

Tunbl NpUCTYNOB

TenacTuyeckne NPUCTYNbl ABASIOTCA OTANYNTENbHBIM TUNOM NPUCTYNOB W 0653aTeNbHbIMI ANA NOCTAHOBKW AAHHOTO AnarHo3a. OHW HabNoAalTCs B Ae6I0TE N KPAaTKOBPEMEHHDI,
006bI14HO ANATCSA MeHee 1 MUH. OHU COCTOSAT U3 MEXAHNYECKOro 1 6e3pa0CTHOIO CMeXa, HEYMECTHOr0 B KOHTEKCTE 06LieHNs. CO3HAHME 4acTo He HapyLUIeHO, NOCTUKTaNbHas
CMYTAHHOCTb CO3HAHWA OTCYTCTBYET. HYacToTa NPUCTYNOB BbICOKA, 06bIYHO HECKOMBKO Pa3 B AA€Hb, NPY 3TOM MPUCTYMNbI MOTYT rpynnupoBathcs. MpUcTynbl ¢ 0A4HON NULLb YNbIOKOA,
HO 6€3 XapakTepHOro 6e3pafloCTHOrO CMexXa, He ABNAIOTCA renacTnieckumu. Takxxe MOryT NpUCYTCTBOBATb AAKPUTUYECKUE NPUNALKL, XapaKTePU3YIOLLNECH CTEPEOTUMHBIM
CNe30Te4eHNEM, PbIAAHUAMM, FPUMACAMI UK KPUKAMU, HEYMECTHbIMU B KOHTEKCTE. CoYeTaHne renacTuyecknx  AaKpuT4ecKUX NPUCTYNOB Y OAHOMO U TOT0 Xe nauueHTa
0C06EHHO XapaKTepHO ANis raMapToMbl runoTanamyca. [lpyrue Tunsl NpUCTynoB, KOTOPble MOTYT BO3HUKATb, BKNOYAOT (hoKasbHbIe MPUCTYMbl C CUMNTOMATUKOMN TIOGHBIX UK
BUCOYHbIX A0l U, PeAKO, anunenTuyeckne cnaamol. [N03Hee B AETCKOM BO3pacTe MOTYT Pa3BUTbCSA TOHUYECKME U 1pON-aTaki, a TakXKe aTUMNYHbIe a6CaHChl
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DoHOBas PUTMMKA 06bIYHO HOpMasbHas. IHTepUKTaNbHbIe pa3psabl, Kak npaBuno, NosSBASIOTCSA NOC/e Nepuoja MiajeHyecTsa 1 B Hayasne yalle Bcero Ha6nioAaTcs B BUCOYHbIX
0651aCTsX, X0Ts B 11060/ 061acT MOryT NPUCYTCTBOBATL (hoKasbHbIe cnanku. Y AeTei ¢ MHDaHTUIbHLIMI CNagMaMu MOXET NPOSABNATLCA KAPTUHA TUNCapUTMUN.

K 60nee no3aHemy AeTCKOMY BO3pacTy B AONOJIHEHNE K (DOKANTbHbIM UK MyNbTU(OKaNbHbIM pa3psaamM MOryT BO3HUKATb FeHepann3oBaHHble MeAJIeHHbIE CMaiiK-BOJTHbI UK
reHepanu3oBaHHbIe Cnanky Nin cnank-BosHbl.

VIKTanbHble 3aNnucy renacTuyecknx NPUCTYNOB MOTYT HE 0TPaXKaTb HUKAKUX M3MEHEHUI UK, HANPOTUB, AEMOHCTPUPOBAThL HESIBHbIE U HECMELU(UYECKIE N3MEHEHNS, TaKUe KaK
YMeHbLUEHNE aMMAUTYAbI UM CHUXKEHNE YaCTOTbl MHTEPUKTaNbHbIX cnankoB. Mpu ckanbnoson I3 MOXKET NOKa3aTbCs, 4TO NPUCTYMNbI JIOKANU3YHOTCS B BUCOUHOI UM NOGHOIA
o6nacTu. Tem He MeHee rnyGUHHbIE 3N1EKTPO/ibl B raMapToMe NOATBEPAST, YTO NEPBUYHBIM 04aroM IBMSIETCS OHA U, TaKUM 06pa3om, onepauus JOMKHA 6bITh HaLeneHa Ha
ramapTomy, a He Ha (POKasbHY0 BUCOYHYIO MM (DPOHTANbHYO pe3ekumto. B 60nee no3aHeM AeTCKOM BO3pacTe y NaUWeHToB C reHepan3oBaHHbIMU TUNAMU NPUCTYNOB 6yAeT UMETh
MEeCTO reHepann30BaHHOE Ha4yano NpucTynos

PesynbTaThl HelipoBM3yanusaynm

Ha MPT Bu3yanuanpyetcs nopa)keHue Ha HOXXKe U MeXXy HOXXKON BOPOHKM cnepean 1 COCLEeBUAHbIMY TeflamMmn c3aan. NMopaxxeHus 06bI4HO M3OUHTEHCUBHBI UM CNerka
TMMOVHTEHCHBHbI MO OTHOLLEHMIO K CEPOMY BeLLecTBY Npu T1-B3BELIEHHbIX NCCNEA0BAHNAX N TUMEPUHTEHCHUBHbI NPU T2-B3BELLIEHHbIX NCCNEef0BaHMAX. Kak NpaBnio, nopa>keHms He
YCUNMBAKTCA KOHTPACTOM. B cny4yae nofo3peHns Ha renactuyeckune npucTynbl cnefyet NoNy4nTb TOHKUE Cpesbl runoTanammuyeckon o6nactu Ha MPT

[laHHbIe reHeTU4YeCKnX
nccneaoBaHuin

BonblwnHCTBO cnyvaes cnopaguyeckue. MpumepHo B 5% cnyvyaes uMeeTcs cUHApoM Mannuctepa—Xonna ¢ natoreHHbIM BapuaHToM reHa GL13

[nddepeHunanbHblii fuarHo3

— lenacTuyeckue NPUCTYMbl HE BCErAa CBA3aHbl C raMapTOMamu runoTanamyca, Ho MoryT BO3HUKATb U3 APYTMX 04aroB (4alye BCEro BUCOYHbIX 1 IOGHbIX). Y NauneHTos
6e3 ramapToM runotanamyca cneayet nposect MPT no anunpoToKony Ans OUEHKU APYriX CTPYKTYPHbIX MOPaXXeHUi
— CNnoXHble CTEPeOTUNbI

— VIHhaHTUNbHOE CAaMOYA0BNIETBOPEHMNE

Ipumeunanue. DOI — anexmposnyedanozpagpus; ADI — anmusnunenmuveckue npenapamol; MPT — maznummno-pesonarcras momozpagpus; IMI — anexkmpomuozpadus; CMAK — cnuniomo32o6as ruokocmb.
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