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IIpunoxenue Bl (Ha9a/10). DMMIENTUYECKUE CHHPOMBI C HA4AJIOM B JIETCKOM BO3PACTE

1. Camokynupytowuecs hokanbHble anUnencun AeTckoro Bo3pacta (aurn. self-limited focal epilepsies of childhood)

1.1. Camokynupyowascsa anunencus ¢ LeHTpanbHo-TeMnopanbHbiMu cnaiikamu (aurn. self-limited epilepsy with centrotemporal spikes, SeLECTS)

Anugemuonoruns

SeLECTS siBnsaetcsa Hanbonee yactbiM SeLFE n coctaBnaet npumepHo 6-7% Bcex AeTCKuUX anunencuit. 3a6onesaeMocTb cocTaBnseT npumepHo 6,1 Ha 100 Twic. feTel B Bo3pacTte 0 16 neT B rof

KnuHnyeckas kaptuHa

Bospact Hayana o6bi4HO cocTasnseT ot 4 go 10 net (amanasoH 3—14 net) y 90% nauueHTOB C NMKOM NPUMepHO B 7 neT. bonetoT npeacTaBuTeny 060X NOM0OB C HE60NbLLIMM Npeo6nagaHnem MyXcKoro
nona (60%).

AHTeHaTanbHbI, UHTPAHATASIbHLIN N HEOHATANIbHLIN aHaAMHe3 06bI4HO HOPMasibHbIN. De6pusibHbIE CYA0POr B aHaMHe3e HabnwoaaTcs B 5—15% cnyyaes. B pegkux cnyvyasx MoXXeT npucyTCTBOBATb
SeLEAS B aHamHe3e. Pa3BuTue, KOrHUTUBHbIE (DYHKLUM, HEBPOOrMYECKMIA CTATYC M pa3mMep rofoBbl A0 Ha4Yana NnpucTynoB 06bi4HO B HopMe. SeLECTS MoXHO Habnoaath y AeTeil ¢ NpeLlecTBYOWUMN
TpaBMaMm LEHTPanbHON HEPBHON CUCTEMbI U YMCTBEHHON OTCTANOCTbIO, HO 3TN OCOOEHHOCTM CHUTAKOTCS CNYy4aNHbIMK, @ He 3TUonornyeckumu. [1o Hayana anunencun MoryT HabnAaTbCa CUHAPOM
neduunTa BHUMaHNA 1 TUNepakTUBHOCTW U CNeunUYeCcKnii KOTHUTUBHBIA AeULNUT, B OCHOBHOM CBA3aHHbIA C PE4€BON 1 UCNOMHUTENbHBIMU (DYHKLMAMN

Te4yeHwne 3a6osieBaHns

Cynoporm 06bI4HO NPOXOAAT K Nepuoay Nos0BOro CO3PEBAHNSA, HO MHOTAA MOTYT NPoAomkaTbes Ao 18 net. Ha dhoHe NposiBNeHWi aNUNencum peako MOryT BOSHUKATb UK yCYry6naTbCa NoBeAeHYecKmne
1 HeipONCMX0N0rNYeCcKmne paccTpoiicTea, 0CO6EHHO B pe4eBOil chepe 1 NCNONTHUTENbHbIX (PDYHKLUMUAX. [JaHHble pacCTPONCTBA YaCTO MUHUMWU3UPYIOTCA UK UCYe3atoT ¢ Bo3pacToM. CouunanbHas
ajanTtaunsa y B3pocnbix xopowas. Cyaoporn 06b14H0 X0poLwo pearnpytoT Ha AT MPOrHo3 B OTHOLWEHWM peMUCCUN NPUCTYNOB 61aronpusaTeH Aaxke Ans Tex NauneHToB, y KOTOPbIX M3HAYaNbHO UX 6bINO
TPYAHO KOHTPONNPOBaTh

Tunbl NPUCTYNOB

[1ns nocTaHOBKM AMarH03a 0653aTeNnbHbIMN ABAAIOTCA POKANbHbIE MPUCTYMbI C XapaKTePHbIMU NOGHO-TEMEHHbIMY OMEPKYAAPHbIMI CYA0POramn U/Wan HOYHble ABYCTOPOHHNE TOHUKO-KNOHNYECKNe
npucTynbl. MpUCTYNbl KOPOTKME, 06bIYHO <2—3 MUH, HEMHOTO4YNCIIEHHbI (Y 60MbLUMHCTBA AETEN B TE4EHNE XKU3HN Cy4aeTcs meHee 10 NpuCTynoB) 1 MOTyT BO3HWUKATb CNOPaANYeCcKu, C HacTbIMU
CYAOpOramu, HabnAaemMbIMN B TEHEHNE HECKONTbKUX JHEN MW HefleNb, a 3aTeM [0 CIeAYIOLLero npucTyna NpoXoANT HECKONbKO MeCALEB.

XapakTepHas CMMATOMATUKa (hOKaNbHbIX NPUNALKOB:

— COMATOCEHCOPHbIE CUMNTOMbI C OAHOCTOPOHHUM OHEMEHMEM UK NapecTe3nsiMn f3bika, ry6, feceH n BHYTPEHHeN MOBEPXHOCTU LLEKN;

—opodaunanbHble ABUTaTeNbHble NOAEPTUBAHNA, 0COOEHHO TOHUYECKIE UK KITOHNYECKNE COKPALLEHMA OJHO CTOPOHbI NULA, PTa W A3bIKA;

— 0CTaHOBKa peyu (y fieTeil BOSHUKAIOT TPYAHOCTM C PE4blO UM OHW BOBCE HE MOTYT FOBOPUTh (AN3apTPNUA UK aHAPTPNSA), HO MOTYT MOHUMATb Peyb);

— XapaKTepHbIN NKTaNbHbIA CUMNTOM — C/IIOHOTE4€eHNe (HESCHO, CBS3aHO NI 3TO C NOBbILIEHHbIM C/IIOHOOTAENEHNEM, HAPYLLUEHNEeM FOTaHWUs uiu ¢ o6oumn haktTopamu).

B HekoTOpbIX cny4asx pokanbHble CYAOPOr BO CHE 6bICTPO NEPEXOAAT B TOHUKO-KIOHNYECKYI0 aKTUBHOCTb MMCMIaTepanbHOi BepPXHe KOHEYHOCTHW, B UNCUNATEPaSbHbIA FeMUKNOHUYECKNA Unn

B 6unaTepanbHblii TOHUKO-KIOHMYECKUiA npucTyn. [ocne npucTyna MoXeT BO3HWKaTb nape3 ToAaaa. Mpu HOYHbIX NPUCTYNax Ha4yanbHblil OKaNbHbIA KOMIOHEHT 4aCTO MOXKET He NPOABAATLCS.

Y 80-90% naumeHTOB CyJ0pPOrt BOSHMKAIOT BO BPEMS CHA M TONIbKO Y <20% [fieTeil — BO BpeMs 604pcTBOBaHMA. [pu npuctynax, ceasanHbix ¢ SELECTS, KOrHUTUBHbIE (Hanpumep, BKyCOBble
rannounHaunm), aMoLnoHanbHble (Hanpumep, cTpax) 1 BereTaTuBHble NPOSBNEHUA He HabntoaatoTcs. bonee Toro, hokanbHbIN MOTOPHBIA AN YOKANbHbIA UAK GUNaTepanbHbI TOHUKO-KNOHUYECKNIA
3MUNEeNTUYeCKNiA CTaTyC, onpefensemMblil Kak NPUCTyn, coxpaHatoLwuincs 6onee 30 MUH, BCTPe4aeTCs PeAKo 1, eCAN NPUCYTCTBYET, TpebyeT nepecmMoTpa AnarHo3a. Bo3HUKHOBEHWE aTUMUYHbIX a6CaHCOB,
hoKanNbHbIX ATOHUYECKNX U POKASbHbIX MOTOPHBIX CYA0POTr C 0TPMLATENIbHbIM MUOKITIOHYCOM C NOTepeli paBHOBECUSA 1 NALEeHNAMM [LOJKHO CBUETeNbCTBOBAThL 0 pa3snTum EE-SWAS. Cnepyet nckatb
[l0Ka3aTenbCTBA HANMN4YMA KOTHUTUBHbIX PACCTPONCTB UM perpecca.

TeHepann3oBaHHble TOHNKO-KNOHWYECKNE CYA0POri, B OTANYME OT (hOKaNIbHbIX M 6unaTepanbHbiX, BO BpeMs 60pCTBOBAHNSA ABAIOTCA UCKIOYEHMEM, HO NX CITIOXHO KJIMHNYeCcKN And depeHunposatb

[aHHble 33l

DoHOBas aKTUBHOCTb 06bIYHO HOPMaIbHAs, C HANM4YMEM HOPMAnbHOW apxXUTeKTYpbl CHA. Ecnu pernctpupyetcs ycToiunBoe hokanbHoe 3ameasnieHne 6e3 LLeHTpPoTeMNopanbHbiX CNaikoB nan anddysHoe
3ameasnieHune, cnefyet pacCMOTpeTb APYroi aNunenTu4yecKuii CUHAPOM UK CTPYKTYPHOE NOpaXKeHne, B 3TOM Clly4ae peKkoOMeHyeTcs HeilpoBu3yannsaums.

0653aTeNbHbIMW ANS ANATHOCTUKN ABNAIOTCSA BbICOKOAMNINTYAHbIE (>200 MKB, 0T nnKa 40 MMHUMYMA) LLEHTPOTEMMNOPasbHbIe KOMMIEKChl «0CTPas—MeANeHHas BOMHA», KOTOPbIe MOABAAOTCA NpK
LlpemMoTe 1 BO CHe. ATO TpexdasHble BbicokoamnauTyaHbie (100—300 MkB) ocTpble BOMHbI (Ha4anbHas HU3KOAMNAUTYAHASA COCTABNAOLLAA NONOXKUTENbHAS, 3aTeM C/leAyeT BbICOKOAMNINTYAHASA
oTpuuaTenbHas cocTaBnaoLas, 3a KOTOPO CHOBA CNeAyeT HU3KOAMNINTYAHAA NONOXKUTeNIbHAA COCTaBNAOLAA) C TPAHCBEPCUBHBLIM Aunonem ((hpOHTaNbHbIE OTAENbl — MONOXUTENbHbIA, BACOYHO-
TeMeHHble 0TAeNbl — 0TPULATESbHBbIIA), 32 KOTOPbIMM 4acTO CNeAYOT BbICOKOAMNINTYAHbIE MELNEHHOBOTHOBbIE NOTEHLWANbl. AHOMANNM MOTYT 6biTb M30NNPOBAHHBIMU WAV BO3HWKATb B BUAE CePUii
LynneToB 1 TPUNNETOB, a hoKanbHas pUTMUYHAS MEAEHHOBONHOBASA aKTUBHOCTb UHOTAA HA6MOAAETCS B TOIA e 061acTu, 4TO U cnaiku. AHOManum MoryT 6bITb KaK MOHO- UM 6UnaTepanbHbIMK, Tak

1 HezasucumbIiMu. MoryT 6bITb aHOManum, Habnogaemble 3a npefenamy LeHTpanbHO-TeMNOpanbHON 061acT (N0 CpeaHe NMHUK, B TEMEHHON, PPOHTANbHON, 3aTbINOYHON 061acTAX). ECnm Bo cHe
NPUCYTCTBYET HEMPEPbIBHbIA NaTTEPH «CNAik—BONHa», pebeHka cneayeT 06Cnea0BaTh B OTHOLLIEHUN PA3BUTMS pe4eBON (DYHKLNMN, KOTHUTUBHbLIX PACCTPONCTB WA HaNn4ns perpecca. [laHHbliA NaTTepH Ha
93l MOXHO TpakToBaTh B NONb3Y AnarHosa EE-SWAS Tonbko B TOM cnyyae, ecnv uMeeT MeCTO NaTo Uin perpecc pasputus.

XapakTepHO BbipaXKeHHOEe YBESINYEHNE 4aCTOThbl aNUNENTUGOPMHON aKTUBHOCTM NPY ApemMoTe 1 BO CHe. 33T TakXKe MOXeT NU3MEHUTLCA CefyoLwnm 06pa3oM: 0CTPble BOSTHbI MW KOMMNEKChI «CNank—
BOJIHA» ByAyT UMeTb 60J1ee LUMPOKOE PACNPOCTPAHEHNE U CTaHYT 6unaTepanbHO-CUHXPOHHbIMU. Y 10-20% AeTeit LeHTPOTEMNOpPanbHble OCTPbIE BOSTHbI AU KOMMAEKChI «CNAanK—BOJIHA» MOTYT ObiTb
aKTMBMNPOBaHbI CEHCOPHON CTUMYNALMEN NaNbLEeB PyK UK HOT.

MpucTynbl 06bIYHO HEYACTbI, UKTANIbHYI0 3aNNCh MOXHO NONYYUTL PeAKO, Ny6MKaLmMii B HAYYHON NUTepaType Mano. MpucTynbl MOTYT CONPOBOXAATbCA KPAaTKOBPEMEHHbIM CHUXEHUEM aMNANTY bl
(hOHOBOW PUTMUKN, 32 KOTOPOIA cneaytoT Auddy3Hble 0OCTPOBOSTHOBbLIE (DEHOMEHbI C BO3pACTatOLLE aMnAnTyL0i, NPEeMMYLLECTBEHHO B OAHOI LIEHTPanbHO-TEMNOPanbHON 0651aCTK, ¢ NOCNeAyOWNM
BbICOKOAMMNINTYAHbIM 3aMeeHneM, a 3aTeM BO3BpaLLEHNEM K 06bI4HON MHTePUKTanbHOi J3I. Mpn TOHNKO-KJTIOHMYECKNX NPUCTynax (0T hoKanbHbIX A0 6unaTepanbHbiX, B 0OTAMYNE OT
reHepann30BaHHbIX MPUCTYNOB) NKTaNbHAS AKTUBHOCTb MOXET TPAHCHOPMMPOBATLCS B 61NATEPASIbHO-CUHXPOHHYHK OCTPOBOMHOBYIO UM CNAAK-BOJTHOBYH) aKTUBHOCTb
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IIpunoxenue Bl (IpoAoIKeHHE). DIUICITUYCCKAE CUHIPOMBI C HAYAJIOM B IETCKOM BO3PACTE

Pesynbrathbl
HelipoBU3yanuaauum

HeiipoBuayanusauus B HOpMe UK MOXKET LEMOHCTPUPOBATL Hecneundunyeckne pesynbTatbl. Ecnu anekTpoknuHuyecknii anardo3 SeLECTS nocTtaBneH u 0TCYyTCTBYIOT aTUMNYHbIE MPU3HAKM,
HeiipoBM3yanuaaumus He TpebyeTtcs. ECnu umeloTcs KNMHNYECKNE NPU3HAKN, 0COBEHHOCTM Pa3BMTHA, AaHHble I N 9BONKOLNA, HECOBMECTIUMbIE C JAHHBIM ANArHO30M, CnefyeT pacCMOTPeTb
BO3MOXHOCTb NPOBEAeHUS HeilpoBM3yanuaaumun. Hecneunduyeckmne ganHoie Ha MPT, Takne kKak acCMMMeTpus runnokamna, aHomanuu 6esoro BeLecTsa v yBenmyeHne 60KOBbIX XKeNyA04KOB, HE JOMKHbI
ncknoyaTb gnardo3 SeLECTS. Y nauneHToB ¢ (DOKaNbHON 3anunencuen n3-3a CTPYKTYPHbIX RHOMaNNi, Takux Kak hoKanbHas KOPKoBas Aucnnasns, reTepoTonusa uam onyxonn ronoBHOro Mo3ra HU3Koi
CTeneHn 310Kka4ecTBeHHOCTH, SELECTS MoryT nmutnpoBathbCs, HO NPW 3TOM 06bIYHO NPOSBNATCA aTUMUYHbIE NPU3HAKM, TaKMe KaK OAHOCTOPOHHME HapyLwweHuns Ha I3 unu papMakope3ncTeHTHOCTb

[laHHbIe reHeTU4eCcKnx
ncenenoBaHnm

Ba)KHYI0 9TMONOrNYeCcKy ponb UrpatoT reHeTnyeckne hakTopsl, 0 4eM CBUAETENLCTBYET 60/1e€ BbICOKAs 4acTOTa MOMOXKUTENIbHOrO CEMENHOr0 aHaMHe3a No anunencuu unu gebpunbHbIM Cyaoporam,
a TaK>Xe BO3PACTHbIe 04arosble HapylweHns 33 y poAcTBeHHNKOB nauneHTos ¢ SeLECTS. Y 6patbes n cectep Ha 33 MOryT nposBNATHCA LLEHTPOTEMNOPasibHbIe RHOMANUN B 3aBUCMMOCTN OT BO3pacTa,
HacneayeMble N0 ayTOCOMHO-LOMUHAHTHOMY TUNy, 663 KNNHNYECKN NPOSBASIOLWMXCA CyA0POr. TeM He MeHee KIIMHNYeCKI NPOSBASAIOWNIACA 3NUNenTUEOPMHbIA CUHAPOM, BEPOSITHO, ABNSETCSA CIOXHbIM
N0 HacneaoBaHN, NOCKONbKY POAOCNOBHbIE C HECKONbKMMU 60nbHbIMK ¢ SeLECTS o4eHb peaku. B HacTosiwee Bpems y 60nblumHcTBa AeTeit ¢ SeLECTS He BbIiBNIEHO NATOreHHbIX BAPUAHTOB rEHOB.
[eTepo3UroTHble naToreHHblie BapnaHTbl GRIN2A MoryT 6bITb 06HApPY>XeHbl y Tex naumeHToB ¢ SeLECTS, y KoTopbix MOXeT Habntoaatbcsa apontouus EE-SWAS ¢ conyTCTBYHOLWMUMI HapyLLUEHUAMU pPeYeBoii
PYHKLNM 1 KOTHUTUBHBIMI PACCTPONCTBAMU. B pefiknx cnyyasx Takxe 6binn 06Hapy>XeHbl BapnaLunmn Konn4ecTsa Konui reHos. CneayeT y4nTbiBaTb ApYre reHETU4ECKNE NPUHNHBI, TaKNe KaK CUHAPOM
nomkon X-xpomocomsl (FraX)

[nddepeHunanbHblit
AnarHos

Lpyrue anunencum:

— DEE-SWAS nnun EE-SWAS: y nauneHTos ¢ DEE-SWAS mMoryT 6biTb NOX0XXWE NPUCTYMbl, HO UX MOXHO OTANYNTb NO HANIMHYUIO Perpecca B A3bIKOBOM Pa3BUTUM U KOTHUTUBHOM cdoepe. Y aeTeii ¢ SeLECTS
3TOT CMHAPOM pPa3BMBAETCA PELKO

— ®oKanbHble Cya0pOrn n3-3a CTPYKTYPHON NaToN0rmM rofIoBHOM0 MO3ra

— Opyrue SeLFE: mopdhonorus aHomanuit Ha 33T npu pa3nu4Hbix SeLFE MoXeT nepekpbiBaTbCs, a NOKanu3aLus npucTynoB MOXeT MEHATbCA ¢ BO3pacToM. Ecnu y nauneHToB HabnogaoTCs ANNTeNbHbIE
hoKanbHble HEMOTOPHbIE CYJ0POTY C BbIPAXXEHHbIMMW BEr€TAaTUBHbLIMU NPUCTYNAMMU, 0CO6EHHO MKTANbHON PBOTOIA, CNieAyeT PACCMOTPETb BOSMOXHOCTb Hanu4yus SeLEAS

— FraX cnefyert UCKNOYNTb Y UL MYXCKOFO Nofa ¢ HapyLeHnem UHTeNNeKTa, NOCKONbKY n3MeHeHus Ha 33T npu FraX MoryT uMUTMpoBaTh U3MeHeHus, Habnogaemble npu SeLECTS. Mpu FraX npuctynsl
Yaule BCero npeAcTaBnsoT co60i hoKanbHbIe MPUCTYMbI C HAPYLUIEHNeM co3HaHUsA. MeHee BEPOATHbI (DOKaNbHbIe MOTOPHbIE NPUCTYNbI 6€3 HAapyLeHUa CO3HAHUA, (DOKaNbHble UK 6unatepanbHbie
TOHWUKO-KJIOHWYECKINE NMPUCTYNbI

1.2. Camokynupyowasc

A anunencus ¢ BeretatuBHbiMM npuctynamm (avrn. self-limited epilepsy with autonomic seizures, SeLEAS)

Anupemuonorus

PacnpocTtpaHeHHoCTb SeLEAS 3aBMCUT OT M3y4aemMoro Bo3pacTHOro ananasoHa. Ha SeLEAS npuxoautcsa 5% aetckux anunencuii 8 BospacTe oT 1 o 14 net n 13% AeTckux anunencuit B Bo3pacTte oT 3 Ao
6 net. SeLEAS aBnsetcs Hanbonee 4acTon NpUYMHON adebpuibHOro 6eccyaopoXHOro 3aNMenTMYeCcKOro cTaTyca B 46TCKOM BO3pacTe

KnuHnyeckas kaptTuHa

Bospact Hayana 3abonesaHuns 06bI4HO cocTaBnseT oT 3 [0 6 net (70% cny4vaes) u kone6netca ot 1 o 14 net. 06a nona cTpagatoT OANHAKOBO. VIHTpaHaTanbHbIA aHAMHE3 1 UCTOPUSA Pa3BUTUS L0
3aboneBaHns B Hopme. ®ebpunbHbie CyL0OPOrv B aHamHe3e HabnaatTtea y 5-17% nauneHToB. Paamep ronoBbl U HEBPONIOrUYECKUIA CTATYC B HOPMe. Pa3BuTue n KOrHMTUBHasA cdpepa B HOpme

Te4yeHune 3aboneBaHns

YacToTa npucTynoB, Kak NpaBuno, HU3Kas: NPUMEpPHO y 25% aeTeil Ha6MOAABTCA TONbKO OAWH NPUCTYN, ay 60MbLIMHCTBA B 06LLEN CNOXKHOCTM MeHee NATU NnpucTynoB. Cyaoporu 06bI4HO NpoOXoaaT
B Te4eHune 1-2 neT Npum HOpManbHOM Pa3BUTUM HEPBHOW CUCTEMbI, XOTS NPUMePHO Y 20% nauneHToB MOryT pa3BuTbea apyrue SeLFE, yawe scero SeLECTS. B pegkux cny4qasx SeLEAS moxeT
3BoNtoLMoHMpoBath B EE-SWAS

Tunbl npucTynos

06s3aTeNbHbIMN ANA NOCTAHOBKW ANarHo3a ABnsAt0TCcA (DoKanbHble BEreTaTnBHbIE MPUCTYMbI C HAPYLLUEHNEM CO3HAHWUS UNKn 6e3 Hero. BereTaTnsHble CUMNTOMbI B Ha4afie MOryT BapbMpoBaTh, HO Yalle
BCEro BK/04aK0T NO3bIBbl HA PBOTY, 6J1€4HOCTb, NOKPACHEHWE, TOLHOTY, HEJOMOraHne unn 60/b B XX1BOTE. PBOTA, HAM6GONEe 4aCTblii BEreTaTMBHbIA CUMNTOM, BOSHMKAET NPUMepPHO Y 75% AeTeit

1 NPUBOAMT K OLIMGO4YHOMY AMArHO3Y OCTPOro raCTPO3HTEpUTA UAN MUTPEeHN. [JONONHUTENbHbIE BEreTaT!BHbIe CUMATOMbI BKJTKOHYAKOT M3MEHEHS 3pa4KoB (HanpuMep, Muapuas), TemnepaTypsbl

1 KapAnopecnnpaTopHble HApPYLWeHNs (AbixaHne, 61e4HOCTb, LMAHO3 N N3MEHEHNE 4aCTOTbl CepAeYHbIX COKpaLleHmit). CUHKONbI MOTYT BO3HUKATb peAKo. MpUCcTynbl 4acTo pa3BnUBaAIOTCS C OTKIIOHEHNEM
rnas u/Wnv ronosbl, reHepan3oBaHHO FMNOTOHNE N POKaNbHO-KNOHNYECKUMU (FEMUKIOHUYECKUMU) UK (hOKaNbHO-61NaTepanbHbIMU TOHNKO-KNOHUYECKMY cyaoporamu. Co3HaHne B Havane
npucTyna 06bI4HO COXPAHAETCA, CTENEHb €r0 HapYLUEHN MOXET BapbMpOBaTh N0 Mepe Nporpeccuposanmns cypopor. bonee 70% npucTynoB NpoucxoaaT Bo CHe. MPUCTYNbl 4acTo 6bIBAKOT
MPOAOIKNTENbHBIMU U MOTYT ANUTLCA 60nee 30 MUH

DOoHOBas aKTUBHOCTb B HOpPMe. ECnu npucyTcTBYeT CTOKOe hOKanbHOEe 3aMe/ifieHIe, B KA4eCTBE aibTePHATUBHON 3TUOMOT N CNEAYET UCKaTb CTPYKTYPHYIO NaTONOrM0 roNoBHOro Mo3ra. AndgdysHoro
3amefeHNs He Ha6toAaeTCs, 3a UCKIOYEHEM NOCTUKTANBbHOTO Nepuoza.

06bI4HO B Ha4yane 3a60eBaHNs Ha6NOAAOTCSA MyNbTUOYAroBbIe BbICOKOAMMANTYAHbIE OCTPbIe BOSHbI UM KOMMEKChl «CNaik—BOMHA», YaCTO Haj 3afHUMMN oTaenamu. AHoManum MoryT
[IEMOHCTPMPOBATh 3aMETHYI0 BapnabenbHOCTb C TOYKW 3PEHNS NoKann3auum Ha nocneaoBaTenbHo nposoaawmxcs 33-ncenepaoBanusx. NMpeobnagaHne aHoMannin MOXeT cMeLaTbes 6o

Haxuble 330 B LLleHTpanbHO-TeMNOpPasbHY0 0611aCTb, 60 BO (PPOHTANbHO-MONSAPHYI0. Tak>Ke MOryT Ha6M04aTbCA FreHepann3oBaHHble aHoManuu. AHomanuu Ha 33T akTMBUPYIOTCSA KaK AenpuBaumeil CHa, Tak 1 BO
BPEMS CHA, KOrja OHU CTaHOBATCA 60s1ee YacTbiMK, 6051ee PaCNPOCTPAHEHHBIMW U MOTYT 6bITb 6UNaTEPaNbHO-CUHXPOHHBIMW. 3aKpbITUE rNa3 (3NUMUHALMS LEHTPANbHOMO 3PEHUS N CKOTOCEHCUTUBHOCTHN)
06bI4HO aKTUBMPYET aHOMaNnM B 3ajHUX OTAENAX, HO 3TO He ABMSETCA NAaTOTHOMOHMYHbIM A5 AAHHOT0 CUHAPOMA.

Torpa, Korga npucTynbl PErMCTPUPYIOTCS, X HA4aN1I0 MOXKET BapbUpPOBATh, HO 60NbLUWHCTBO HAYUHAKOTCA B 3aAHNX OTAENaX. VIKTanbHblii natTepH Ha 331 AeMOHCTPUPYET PUTMUYHYIO MEASTIEHHYO
AKTWBHOCTb B COMETAHUN C MasibIMWU Cnankamm n/unu 6bICTPO aKTUBHOCTbIO
PesynbTaThl HelipoBuayanusauus, eCiv OHa BbINONHEHA, HE NOKa3bIBAET CTPYKTYPHOI NaTonornm, kotopas Morna 6bl 6bITb NPUYNHOK Pa3BUTMS JAHHOT0 cMHApoma. MPT cnefyeT BbIMONHATL NPY NOBTOPAIOLLNXCSA
HenpoBusyanusauum npucTynax iy aTunuyHbIX nposisneHnax. Hecneunduyeckme gadHoie MPT He OmKHbI UCKNOYaTh AnarHo3 SeLEAS

[laHHbIe reHeTUYeCKNX
nccneaoBaHuin

SeLEAS, BeposiTHO, ABNAETCA reHeTUYeCKN JeTePMUHNPOBAHHbBIM 3a601eBaHNEM, OJHAKO A0 CUX NOP He 06HAPY>XEHO NaTONOrM4YeCKMX BAPMAHTOB FEHOB, KOTOPbIE MOTNM 6bl PaCLeHNBATLCA B KA4ECTBE
npuynHbl. imeet mecTo 60J1ee BbiICOKAs pacnpoCTPaHEHHOCTb (heGpuNbHbIX CYA0POr Y POACTBEHHUKOB NEePBOiA CTENEHN POACTBA, eCTb CO06LLIEHMS 0 Hanu4un SeLFE y 6paTbeB v cecTep. Y 60NbLINHCTBA

NayMeHTOB HET YETKNX MOKA3aHWii 1119 NPOBEAEHNS TEHEeTNYEeCKOro NCCNeA0BaHUs, 0AHAKO C006LLaN0Ch 0 PeAKNX Cly4asnx NaTOreHHbIX BapnaHToB reHa SCN1A
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IIpunoxenue Bl (IpoAoIKeHHE). DIUICITUYCCKAE CUHIPOMBI C HAYAJIOM B IETCKOM BO3PACTE

LOunbdepeHymnanbHbii
AnarHo3

[pyrue anunencuu:

— doKanbHble CyA0pOrv BCIEACTBIE HANNYNA CTPYKTYPHOI NaTONOrMN rOf0BHOTO Mo3ra. IKTanbHOW pBOTOM MOTYT NPOSBNATLCS BUCOYHAS 3NMNENCUS B PAHHEM J6TCKOM BO3pPacTe U CTPYKTYPHASN 3aTbINOYHAR
anunencus

— SeLECTS cnefyet AMarHocTMpoBaTh, €CNIM NPUCTYMbI UMEIOT BbIPaXXEHHbIE PPOHTONAPUETANbHbIE ONEPKYNAPHbIE NPOABIEHUS

— COVE oTnuyaetcs BbIPa>XEHHbIMW 3PUTESIbHBIMU NPOABJIEHUAMU, B OT/IN4NE OT BErETATUBHLIX NPUCTYNOB

— CemeiiHan hokanbHas anunencus ¢ BapuabenbHbIMIU 04aramun: pa3nnyHble POKanbHbIe ANUNENCUN BCTPEYAOTCA Uy APYTUX YNEHOB CeMbU, HO SeLEAS 06b14HO He HabnoaaeTcs

Mpoymne cocTOAHNS:

— PaccTpoiicTBa, CBA3aHHble C MUTPEHbIO, TaKU1e Kak A06POKaYeCTBEHHOE NapOKCM3MaNbHOE FON0BOKPYXeHNe

— 06MOpOK (CUHKOMbI)

— [pyrne 3a60nesaHns, CBA3aHHbIE C UHTEPMUTTUPYIOLLEN PBOTON

1.3. [leTckas 3aTbino4Han 3putenbHaa anunencus (aHrn. childhood occipital visual epilepsy, COVE)

anuaemuonorns

Bctpeyaetcsay 0,3% feTei ¢ HeAABHO AMArHOCTMPOBAHHBIMM adeBpUbHBIMU CyA0pPOTramu

Knnunyeckas kaptuHa

3aboneBaHne 06bI4HO Ha4YMHaeTCs B Bo3pacTe 8—9 net ¢ AnanasoHom ot 1 roga fo 19 ner. 06a nona cTpaaatoT B paBHON cTeneHun. IHTpaHaTanbHbI aHAMHE3 U UCTOPMA Pa3BUTUA L0 3a60/1€BAHNS B HOPME.
Y nayneHToB HOPManbHOe Pa3BUTIE KOTHUTUBHOM CADEPbI, XOTS ONMCAHbI NIErKNe KOTHUTUBHbIE HapyLleHns. Pagmep ronoBbl 1 HEBPONOTrMYECKMNIA CTATYC B HOpME

TeyeHune 3a6onesaHuns

Y 50-80% nauneHTOB, KaK y MCNONb3YIOLMX, TaK 1y He ncnonb3ytowmx A3M, K nepnofy nonoBoro co3pesaHns Hactynaet pemuccus. Cyfoporn 4acto pearupytot Ha Tepanuto A3M. Pemuccns 6onee BeposTHa
y 90% nauneHToB, UMEIoLMX TONbKO hOKanbHble NPUCTYNbl. BOSHNKHOBEHME ABYCTOPOHHNX TOHNKO-KITIOHUYECKIMX MPUCTYNOB CBA3AHO C 60M1ee HN3KOIA 4acTOTON pemnccumn. Passntie 06bI4HO 0CTaeTCs
HOpMasbHbIM

Tunbl NpUCTYNoB

0693aTeNIbHbIMU AN AUATHOCTUKI ABNAKOTCA POKANbHbIE CEHCOPHbIE 3PUTENbHbIE NPUCTYNbI BO BpeMa 604pCTBOBAHNA. OHU UMEOT BHE3ANHOEe Ha4Yano, KOpoTKne (06bIY4HO CeKYHAbI, 60MbLIMHCTBO ANUTCA

<3 MUH, peako [0 20 MUH), 4acTo He TpebytoT neveHuns. 06bI4HO BOZHUKAIOT 3NeMeHTapHbIe 3pUTeNbHbIe PeHOMEHbI, ONNCbIBaEMble KaK HE60bLUME PA3HOLBETHbIE KDY, BUAMMbIE NEPUEPUAHBIM 3pEHNEM,
noCTeneHHO 3axBaTbiBaloLLMe BCe 60MbLUYI0 4aCTb NONS 3PEHNS U NepeMeLLatoLLMecs rOPU30OHTANbHO B APYTYI0 CTOPOHY. 3TO MOXXET CONPOBOXAATHCA OTKIIOHEHNEM a3 UK NOBOPOTOM rOM0BbI B CTOPOHY
uncunatepanbHOro noyLiapus Hayana npucrtyna.

MoryT BO3HWKATb 1 Apyrie NpU3HaKK, XapakTepHble A4 3aTbIIOYHONA A0NK, B T.4. UKTANIbHAA CIIENO0TA, CII0XKHbIE 3PUTENbHbIE FANNIOLNHALMN NN UAN03NK (TAKWe KaK NanrHoNCcua, MUKponcus, metamopdoncus),
opbuTanbHas 60nb, TpeneTaHme BEK UK NOBTOPSIOLLEECH 3aKpbITHe rnas. [pucTyn MoXeT pacnpoCTPaHATLCA 32 NpeAenbl 3aTbiI04YHOI A0NU, NPUBOAS K FEMUNAPeCcTe3nn, HapyLweHno co3Hanns (14%)

N FeMUKNOHNYECKUM (43%) nnn hoKanbHbIM MW ABYCTOPOHHUM TOHUKO-KNOHWUYeCKUM (13%) npucTynam. Y HEKOTOPbIX NaLWeHTOB Nocse Hayana poKanbHbIX CEHCOPHbIX NPUCTYNOB U3PeKa MOTYT BO3HUKATb
TUNNYHbIE a6CAHCbI.

MoryT nmeTb MeCTO MKTaNbHAfA UK NOCTUKTANbHAA FONIOBHAS 60/b, TOWHOTA MAK PBOTA. MOCTUKTaNbHas rofoBHas 601b C MUTPEHENnoA06HbIMN YepTamMm BCTpeyaeTcs YacTo (y 50% nauneHToB) N MOXeT
CONPOBOXAATHCH TOLIHOTOI U PBOTON

®oHOBasA aKTUBHOCTb B HOpMe. O6bIYHO HAOGNIOJAIOTCH UHTEPUKTAMNbHbIE 3aTbISI0YHbIE OCTPbIE BOSTHbI UM KOMMNEKChI «CNAiK—BOJIHA», HO OHU MOTYT HabNt04aTbCA TONbKO BO CHe. LieHTpoTeMnoparnbHble,
hpoHTaNbHbIE NN FeHepann3oBaHHble aHoManuy Ha A3l Takxxe npucyTcTBYHOT B 20% cny4aeB. CKOTOCEHCUTUBHOCTb B BUAE MUHUMN3ALMN 3NUNENTUEHOPMHbIX RHOMANUA NPU 3NUMUHALMN LEHTPANIbHOTO 3peHNs
Habntopaetcay 20-90% nauneHToB, HO He ABAIAETCSA NATOFHOMOHUYHOW ANA 3TO0 CUHAPOMA.

[aHHble 331 AHomanuu Ha 33T ycunueatoTcs npu genpusanuun cHa n Bo cHe. COVE n3peaka moxet passupatbes B EE-SWAS, noatomy, ecniv umMeeT MecTo perpeccusl B KOrHUTUBHON cpepe, CreayeT BbINONHUTb
33l-nccnepoBaHue Bo CHe.
B Hayane npucTyna HabnofaeTcsa yMeHbLIeHNe 06bI4HbIX (DOHOBbIX 3aTbIIOYHbIX CNARKOB MW KOMNNEKCOB «CMaiik—BONHA» C BHE3AMHbIM NOSBIIEHNEM OAHOCTOPOHHUX 3aTbINOYHbIX ObICTPbIX PUTMOB
C HU3KOAMNANTYAHbIMU cnaiikamu. Bo BpeMsi OKYNOKNOHMYECKUX NPUCTYNOB UAW UKTaNbHO CNEeNoThbl MOTYT HA6N0AaTbCs 60Nee MeNIeHHbIE KOMMIIEKChI «CNaik—BONHA»

IR HeiipoBmayanusaums B Hopme. MPT ronoBHoro mosra tpe6yertcsa Ans UCKNI0YeHUs CTPYKTYPHON NaToNorni roN0BHOr0 Mo3ra

HelipoBM3yanusaumm ’

[laHHble reHeTnyecknx | FeHeTn4eckoe TeCTUPOBAHME He TPeOYeTCs, NOCKONIbKY FeHbl 9TOr0 3NUIENTUYECKOr0 CUHAPOMA He MAEHTU(NLMPOBaHbI. MpeanonaraeTcs, 4T0 9TMONOTUA ABNSETCA FTeHETUYECKN AeTePMUHNPOBAHHOIA

ncenefoBaHni 1, BEPOSATHO, CI0XHON/NONMIEHHOI N0 HacnefoBaHu0. CeMeliHbIi aHaMmHe3 he6pUbHbIX CyA0pOr MK 3anunencui BCTpevaetcsa B 1/3 cnyyaes, a ceMeilHblit aHaMHe3 MurpeHn — B 9-16% cny4aes

NuddeperumansHblin
Anarios

[pyrue anunencuu:

— doKanbHble CYyA0pOry BCNEACTBIUE HANMYNA CTPYKTYPHON NAaTONOrMN FOJIOBHOrO MO3ra

— Uennakus, anunencus n cuHApom uepebpanbHoi KanbLunguKauum 0TANYAKTCA KanbLMHO30M 3aTbINI0YHONA A0NN, KOTOPbIA y4Lle BCEro BUAEH NPWU KOMMNbIOTEPHO TOMOrpacui ronoBHOro Mo3ra

— MwuToxoHgpuanbHas aHueanoMmnonaTus, NakToaunaos u MHcynbTonogo6Hble anu3oabl (MELAS)

—bonesHb Jlachopa oTnn4aeTCcA HaNM4YNeM perpecca, BbIpaXKeHHOro MMOKIIOHYCa, NPOrpeccupyioLeli atTakcum  CnacTUYHOCTK

poyne cocTosHNS:

—MwurpeHb co 3puTenbHON aypoil MOXHO OTAMYUTL NO 60N1ee NOCTENeHHOMY pa3BUTUIO U 60MbLLE NPOLOMKUTENBHOCTI aypbl, @ TAKXKE N0 XapakTepy 3pUTENbHbIX CAMNTOMOB (IMHENHbIE, 3Ur3aro06pasHbie unu
hopTUDUKALNOHHBIE CNEKTPaNbHbIE SBNEHUS, B OTANYME OT LBETHbLIX KPYrOB NN CBETOBbIX BCMbILIEK, N3MEHSAIOLLMXCS B pa3Mepax Uin ABUralLLnXcsa ropu3oHTanbHo)

— CvHApOM 3ajHeit 06paTMoii 3HLedanonatTum NposBASETCA OCTPbIMU CUMNTOMATUYECKUMMU NPUCTYNAaMI, KOTOPbIE Pa3peLlarTcs Npyu KOHTPOIe apTepuanbHOi rUnepTeH3nm

1.4. ®oToceHCMTUBHAA 3aTbiNoYHan anunencus (aHrn. photosensitive occipital lobe epilepsy, POLE)

anuaemuonorus

PacnpoctpaHeHHocTb POLE siBnsieTCA HU3KOIA. INUAEMUONOrNYeCcKIe JaHHbIe OrPAHUYEHHbI, HO MO CYLLECTBYOWNM oueHkam Ha POLE npuxogutcs 0,7% AeTCKUX anunencuii

KnnHnyeckas kapTuHa

BospacT ge6tota coctasnsaer o1 1 4o 50 e, HO vaLe Bcero ot 4 Ao 17 net (B cpefHem 11 neT), X0TA TakxKe co006LLAN0Ch 0 PefKNX CIy4asx ¢ Ha4asom BO B3pOCNOM BO3pacTe. B 0CHOBHOM 60JIEHOT NnLia XKEHCKOT0
nona. IHTpaHaTanbHbIl aHAMHE3 1 UCTOPUS Pa3BUTUS 40 3a60N1EBAHNS HUYEM He NpUMeYaTenbHbl. Pa3mMep rofoBbl 1 HEBPONOTMYECKNIA CTATyC B HOPME

Te4yeHne 3a6onesaHus

MpOrHo3 BapbupyeTcs: y OAHUX NaLMEeHTOB GYAeT BCEro HECKOIbKO NPUCTYNOB, Y APYTUX CO BPEMEHEM HACTYNaeT PEMUCCUS, @ Y TPETbUX MPOAOMKAKTCS (POTONHAYLMPOBAHHbIE MPUCTYMbI




vl

ns‘eisdajide mmm

SUOILIPUOY [eWSAxoJed pue Asda|id3

IIpunoxenue Bl (MpogoIKeHUE). DIUWIEITUIECKUE CHHIPOMBI C HA4aJIOM B JIETCKOM BO3PACTE

Tunbl NpUCTYNoB

0643aTeNibHbIM A8 AUATHOCTUKN ABAETCA Hann4ne HOTOMHAYLMPOBAHHBIX (DOKANbHBIX CEHCOPHbIX 3PUTENbHbBIX MPUCTYNOB (BbI3BAHHbIX, HANPUMEP, MEPLAHNEM COMHEYHOr0 CBETA), 3TO OCHOBHOM TUN
NpuUcTYnoB Npu AaHHOM CUHAPOMeE. ManeHbKUM AeTAM MOXeT 6biTb TPYAHO ONNUCATb aypy, HO MHOTAA OHU MOTYT HAPMCOBATb KAPTUHY TOTO, 4TO BUAAT. 3pUTENbHbIE CEHCOPHbIE CUMNTOMbI BK/HO4YAKOT CBET, LUBETHbIE
NATHA, 0(DOPMIEHHbIE 3PUTENbHbIE FANTIOLNHALMN UNN PA3MbITOCTL/NOTEPIO 3PEHIS, KOTOpas NepeMeLLaeTcs no nonto 3penuns. Moxer UMeTb MECTO CBA3aHHAs BEPCUSA rOMI0BbI U rNa3, NPy KOTOPO NauneHT
YYBCTBYET, YTO CIIEANT 32 3PUTENIbHbIMMU NPOSBAEHNAMI. [TPUCTYNbI MOTYT 6bITh BbI3BaHbI BUAEOMTPAMU UITN [PYTUMI CBETOBbIMY Pa3ApaKMTeNsIMM, @ B NPOLUSIOM YaCTO BbI3bIBANNCh CTAPbIMU aHANOT0BbIMY
TesieBu3opamu ¢ 601ee MeAJIEHHON 4acTOTON 06HOBEHUS KaipoB.

MpucTynbl 06bIYHO KOPOTKNE (<3 MUH), XOTH MOTYT BO3HWUKATL U NPOAOMKUTENbHbIE NPUCTYNbl. OHU MOTYT NPOrpeccMpoBath 0 OLWYLLEHW B FONI0BE (BK/H04as FON0BHYI0 60/1b), BEreTaTUBHbIX OLLYLLEHNI

B 3MUracTpuy UM PBOTbI, 10 HAPYLUEHNA CO3HAHNA UK A0 (DOKANbHBIX 160 ABYCTOPOHHNX TOHUKO-KNOHUYECKNX MPUCTYNOB. He4acTo NpUCTynbl MOTYT BO3HWKATb BO BPEMSA CHA 63 CBETOBOW NHAYKLNN.

Y HEKOTOPbIX NALMEHTOB TaKXXe HabnJaloTCs (POKaNbHbIE CEHCOPHbIE 3PUTENbHO-3aTbINOYHbIE NPUCTYNbI 663 3PUTENbHO MHAYKLMN. XOPOLLO ONMMCAHO NepeceyeHne Mexay LaHHbIM ANUNenTUYecKum
CUHAPOMOM U IGE — Takum 06pa3om, TakxKe MOryT Ha6N0AATbCA MUOKIOHNYECKNE, aOCAHCHbIE U FeHepPain30BaHHbIe TOHUKO-KNOHWYEeCKNe NPUCTynbl. YacToTa NnpucTynoB BapuabensHa

®oHoBas aKTMBHOCTb Ha A3l B HOpMe. MoryT HabnAaTbCA MHTEPUKTaNbHbIE 3aTbIN0YHbIE CNANKY UAN KOMNNEKChI «CNaik—BoaHa». MoryT cocyL|eCcTBOBaTb FreHepann30BaHHbIe KOMMEKCbI «CNalk—BOHA» UN
LIeHTPOTEMMOpanbHble Cnaitku. 3aTbIN0YHbIE KOMMAEKCI «CNAiKk—BOJTHA» U «MOMCNANRK—BONTHA» YCUITMBAIOTCS NPW 3aKPbITUM FNa3 U NPepbIBUCTON hoTOCTUMYAALMN. NP (hOTOCTUMYAALMMN TaKXe MOTYT

NaHHble 33 BO3HMKATb FeHEepann30BaHHbIe KOMMEKChl «CNaiiK—BOMHA» UMW «MONNCNAalK—BONHA>» (C Npeo6najaHnem B 3agHNX 0TAeNax). INunenTuchopMHas akTUBHOCTb BbI3bIBAETCSA AeNPUBALMEN CHA U CAMUM CHOM.
VIKTanbHOE Ha4ano perucTpupyeTcs B 3aTbINOYHOI J0N€e, KOHTpanaTepanbHOi N0 OTHOLIEHUIO K COAepXKaLLeMy 3pUTeNbHbIE CEHCOPHbIE (DEHOMEHbI MOS0 3PEHIS, U B HANPABEHUN OTKIIOHEHMSA FrONOBbI U rNas.
3aTblI04HbIE MKTabHbIE NATTEPHbI MOTYT PACNPOCTPAHATLCS HA MNCUIATEPANTbHYI0 BUCOYHYIO JOMK NIV KOHTPanaTepanbHyo 3aTbINOYHYI0 400

PeaynbTatsl o o

- HHble HelipOBM3yann3aLmnn He NOKa3bIBAKT OTKIOHEHWU OT HOPMbI

HepOBUaYANH3aLIN [lanHble HellpoBM3yanuaal € M10Ka3bIBaKT OTKIIOHE 0T HOp

[JaHHble reHeTnyeckux | CoobLLaeTcs 0 HANMYMM CEMERHOro aHamHe3a y 1/3 nauneHToB. ViMetoTcs COO6LLEHNS 0 HECKONbKIUX CEMbSX C HAIMYMEM LAHHOTO0 CUHAPOMA Y HECKONIbKWUX MOKOMEHNIA 4NeHOB ceMbu. CyLLecTBYeT 3HAYUTENbHOE

nccrefoBaHmni nepeceyeHne ¢ IGE n SeLECTS. BoBne4YeHHbIe B 3TUONOrNi0 JAHHOTO CUHAPOMA FeHbl eLLe He ONpeaeneHbl

OndhbepeHunanbHblit
[MarHos

[pyrue anunencuu:

— 9nunencusa ¢ MMoknoHuen Bek (EEM) gnddepeHunpyeTcs no HanM4mio BbIPAXKEHHO MUOKNOHUN BEK W MO OTCYTCTBUIO 3PMTENbHbIX FANIOLNHALMIA 1 BEPCUI FOMOBBI U rNa3

— SeLEAS nuddepeHunpyeTcs BbipaXXeHHbIMU NO3bIBAMU HA PBOTY, PBOTOI M LPYrMMU BEreTaTMBHLIMI NPU3HAKaMu, KOTOpble HA6NI0AAKTCA B Havane npucTyna

— COVE otnmyaetcs 4acTbiMi (hOKaNbHbIMU CEHCOPHbIMW NPUCTYNAMK CO 3PUTENbHBIMU CUMNTOMAMU, KOTOPbIE HE MHAYLMPYIOTCSA CBETOBbIMU Pa3apaXxntenamn

— ®oKanbHble CyAo0poru Npu CTPYKTYPHOW NMATONOMMM FOJIOBHOMO MO3ra: eCu NPUCYTCTBYIOT hOKasbHbIE CEHCOPHbIE CYA0POT CO 3PUTENTIbHbIMM CUMNTOMAMN, TO OHW HE Bbi3bIBAIOTCS CBETOBbIMU CTUMYNIAMN
— LleponaHbiin nunodgycumHos 2-ro Tuna (CLN2) nposiensietca y Aeteit Mnaflwero Bospacta (Mnagwe 5 net), u Ha 33T nmeeT MecTo XapakTepHas (0OTONapoKCM3ManbHas peakuns npu Hu3Kkux yactorax (1-3 ).
Y neteit Ha610AAETCA NPOrPeCCUPYIOLLA PErpece B KOTHUTUBHOI chepe, aTakcms 1 NoTeps 3peHns

—bonesHb Nlachopa nposBnseTca oKanbHbIMU CEHCOPHBIMI 3pUTENbHBIMU NPUCTYNAMW, HO CBA3AHA C MPOrPeCcCUPYIOLLEe MUOKIOHYECKON ANUAENCUeN C NHBANMAU3UPYIOLLUM MUOKITOHYCOM, KOTHUTUBHbBIMI
HapyLUeHNsIMU 1 aTakcuen

Mpoyue cocTosHNS:

—MwurpeHb co 3pnuTeNnbHON aypoil XxapakTepudyeTcs 60fee ANTENbHbIMU U KA4ECTBEHHO VHLIMW 3PUTENbHBIMN MPOSBAEHNAMM (TMHENRHbIE, 3Ur3aroo6pasHble Un POPTUDNKALMOHHbIE CMEKTPaNbHbIe ABMNEHNS,
B OTNINYME OT LBETHBIX KPYrOB UM CBETOBbIX BCMbILIEK, MEHSIOLLMXCSA B pa3Mepax Uin nepeMeLatolimxcs ropu3oHTanbHo)

2. CMHApOMBI FreHeTMYECcKON reHepann30BaHHON anunencun feTckoro Bo3pacta (aHrn. genetic generalized epilepsy syndromes of childhood)

2.1. [letckas abcancHas anunencus (adrn. childhood absence epilepsy, CAE) - cm. B lpunoxenusx D1-3

2.2. Inunencus ¢ muoknonmen Bek (aHrn. epilepsy with eyelid myoclonia, EEM)

anugemunonorus

[laHHbIil CMHAPOM BCTPEYaeTCs Peako, U NONYNsLNOHHbIX UCCIeA0BAHNIA 3a601€BAEMOCTM He NPOBOAKUIOCL. HECKONbKO UCCNe0BAHUIA, MPOBELEHHbIX B LLEHTPAX 3NUNIENCUM, NOKA3au, 4TO Ha ero 400
npuxoautcs 1,2—2,7% Bcex HabnogaeMbix Ciy4aes 3nuaencum

Knuunyeckas kapTuHa

MukoBbIi BO3pAcT Havana 3a6onesaHns coctasnset 6—8 net ¢ suanasoHom ot 2 40 14 net. COOTHOLIEHNE NALMEHTOB XEHCKOr0 1 MyXCKoro nona 2:1.

WHTpaHaTanbHbli aHAMHe3 1 UCTOPUS Pa3BNUTUS A0 3a601eBaHINS B HOpMe. Pa3BUTME U KOTHUTUBHAS Cdhepa 4acTo B HOPME, XOTS BCTPEYAIOTCS NaLMEHTbl C MOrPaHUYHbIMU MHTENNEKTYaIbHbIMI CMOCOGHOCTSMY
M YMCTBEHHOW 0TCTAN0CTb0. B nofArpynne ¢ Apko BbIpaxxeHHON HOTOMHAYKLMEN NPUMEPHO NOJIOBMHA UMEET YMCTBEHHYH OTCTAN0CTb MW NPO6NEMbI C KOHLEHTPALWe BHUMAHUS, KOTOPbIE MOTYT CTaTb 60/ee
04€BUAHbBIMYU C BO3PACTOM. HEBPONOTMYECKNIii CTATYC B HOPME

TeyeHune 3a60neBaHus

EEM 4acTo, HO He BCerfa xapakTepnuayertcs (papMakope3uCTeHTHOCTbIO. [eHepann30BaHHbIe TOHUKO-KMNOHNYECKMEe CYA0pPOri 4aCTO KOHTPONMPYIOTCA C NOMOLLb0 AJ[T, TOrAa Kak MUOKIOHNSA BEK MOTHOCTbIO He
KOHTpOnMpyeTcs. Bo B3pocnoil XX13HN MUOK/OHNS BEK cama no ce6e MOXET He acCoLMMpoBaThCs C M3MeHeHMsMM Ha 3T u, Takum 06pa3om, npeacTaBnser co6oi ABuratenbHoe pacctpoiicTso. EEM vacTo
ABJIETCA NOXKN3HEHHbLIM 3a60/1eBaHNEM.

B noarpynne ¢ ApKO BbIPaXEHHO POTOMHAYKLMER KOHTPOMb NOBEAEHNA MOXET ObITh BaXKHbIM A8 TOF0, 4TO6bI N36€XaTb Ype3MePHOro npruema nekapCTBEHHbIX CPeJiCTB, HO 3TO 04EHb CII0XKHO Peann3oBarhb,
0CO6EHHO y NaLMEHTOB C yMCTBEHHOM OTCTaNnoCTbI0. Y Taknx 60bHbIX BaXKHbI 9KONOrN4ECKME Mepbl N0 CHUKEHUIO BO3AEACTBUA CBETA, KOTOPbIE BKMIOYAIOT HOLLEHNE LAAM C LWMPOKUMU NONAMU

¥ COJTHLE3ALMTHBIX 04KOB 60/bLLIOI0 pagmepa. Y HEKOTOPbIX NaLMeHTOB 0CNa6MIATb CBETO4YBCTBUTENbHOCTL MOTYT 0CO6bIE CUHNE NTNH3bI («Z1»)

Tunbl npucTynos

MwuoknoHus Bek, cocToALas 3 KOPOTKMX, MOBTOPAIOLLNXCSA W 4ACTO PUTMUYHBIX( 3—6 L)) MMOKNOHWYECKUX NOAEPTUBAHINIA BEK C OAHOBPEMEHHbLIM OTKNIOHEHMEM rNa3HbIX A6710K BBEPX U pPa3rnéaHnem ronosbl,
ABNIAETCA 0683aTeNbHON A9 NOCTAHOBKM ANArH03a. 3T NPUCTYNbl 04€Hb KOPOTKMeE (06b14HO <1-3 ¢, BCeraa <6 ¢) 1 NpoMCXOAAT HECKObKO Pa3 B AeHb, AaXKe MHOr0 pa3 B 4ac. 06bIYHO OHM BbI3bIBAKOTCA
HEnpon3BObHLIM UK NPOU3BONLHLIM M MIEHHbIM 3aKPbIBAHVEM 113 UM BO3[EACTBIEM APKOTO CBETA UM CONHEYHOTO CBeTA. Bo BpEMS MUOKOHUM BEK CO3HAHIE MOXET 6bITb COXPAHHbIM UK Crerka
HapyLUEHHbIM, HapyLLEeHNe CO3HAHUS MOXET 6biTb Man03aMeTHbIM W He PACMO3HABATLCS NALMEHTOM.

Y 20% naumeHTOB pa3BNBAETCA MUOKIOHMYECKMIA AMMNENTUYECKNIA CTaTyC C MOBTOPAIOLLEACSA PELNANBUPYIOLLEA MUOKITOHNEN BEK, CBA3AHHOI C NErKMMI HAPYLUEHNAMMW CO3HAHNA 1 peakumn. MnoknoHus Bek
TakXe MOXeT 6blTb CBiI3aHA C a6CaHCaMU C NerkMM HapyLleHneM Co3HaHus. Kpome TOro, y HeKOTOpPbIX NALMEHTOB HABMIOAAOTCA TUMNYHbIE a6CAHCbl 663 MUOKOHMN BEK.

TeHepann3oBaHHbIe TOHUKO-KNOHMYECKINE CYJOPOT BCTPEYAIOTCS B 6OMbLUNHCTBE CNy4YaeB, HO 06bI4HO HevacTbl. OHN MOTYT 6bITb CNPOBOLMPOBAHbLI HEAOCHINAHNEM, aNIKOTONEM U CBETOBOW CTUMYNSALMUEN.

Y naumeHTOB C APKO BbIPaXKEHHO (DOTOMHAYKLMEA MUOKOHMA BEK (C a6CaHcamu nnu 6e3 Hnx), abCaHCbl UM MUOKITOHNYECKME NPUCTYNbI 06bIYHO CBA3aHbI C TAKUM NOBEAEHNEM, KaK CTOSIHWE NIMLOM K NCTOYHUKY
CBeTa 1 pa3mMaxuBaHue pykamu nepeg rnazamu, notupaxue n6a, npubnmKeHne K aHanoroBoMy Tenesm3opy U Apyrum UCTOYHMKAM MepLaHns ceeTa. [JnutenbHas MUOKITOHNS BEK MOXET TPAHC(HhOPMUPOBATLCS
B FeHepann30BaHHblii TOHUKO-KNOHUYECKNiA NPUCTYN.

Y 3-13% 605bHbIX BO3HNKAIOT he6puabHbIe CYAOPOrK. Y NALNeHTOB TaKXe MOTYT 6bITb MIOKIOHUYECKME N TUNNYHBIE A6CAHCI, JAXKe eCNI OHN BCTPEYAOTCA C OTHOCMTENIbHO MEHbLLUEI 4aCTOTOiA, 4eM MUOKITOHINI
BeK. Hanuyue 4actoro MMOKNOHYCa KOHEYHOCTEN [OMKHO YKa3bliBaTb HA aNbTEPHATUBHbIN JUarHo3. VicKnto4YeHnem ABnsoTCs hoKanbHbIe NPUCTY bl
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IIpunoxenue Bl (IpoAoIKeHHE). DIUICITUYCCKAE CUHIPOMBI C HAYAJIOM B IETCKOM BO3PACTE

[aHHble 33T

®oHOBasA aKTUBHOCTb B HOPME; 3HA4YUTENbHOE 3ameieHne (DOHOBOM akTUBHOCTN HA 3T AONKHO YKa3biBaTh Ha aNbTEPHATUBHbIA ANArHO3. B MHTEPUKTanbHOM Nepuroje 4acTbl KOPOTKNE BCMbILLIKY GbICTPbIX
(3—6 TL) HeperynspHbIX reHepanu3oBaHHbIX NONNCNAAK-BOMHOBbLIX KOMNNEKCOB. CKOTOCEHCUTUBHOCTb, KOTOPast MOXeT ObITb BbI3BaHA 3aKPbITUEM rN1a3, U NPepbIBUCTAs CBETOBAS CTUMYNALNA aKTUBMPYIOT
anuNenTuOPMHYI0 aKTUBHOCTb M 4ACTO BbI3bIBAKOT MUOKIIOHWIO BEK C HANM4MEM a6CaHCOB M 63 HUX. Y MONTOAbIX NALNEHTOB 00bIYHO UMEET MecTO POTOCEHCUMTUBHOCTL, KOTOPAA CTAHOBUTCS MEHee
BbIPaXXEHHOI C BO3PacTOM 1 Ha hoHe npuema AJI. YyBCTBUTENbHOCTb K 3aKPbITMIO FN1a3 TaKXXe MOXXET CHUXATbCA C BO3PACTOM. INunenTudopmMHas akTUBHOCTb TaKXe BbI3bIBAETCA MMNEPBEHTUNALMEN.

B nogrpynne co cBeTOBOW MHAYKLMEN FeHEPaNN30BaHHbIe AHOMANUK «CNaiK—BONHA» TakXXe NPOBOLMUPYKTCA POTOMHAYKLMEN. Y 3TUX NALMEHTOB NPepbIBUCTAs CBETOBAA CTUMYNALMUS MOXET BbI3BaTb
KPaTKOBPEMEHHY MUOKITOHMIO BEK, TUMUYHDBIA a6CAHC UM MUOKIOHUYECKME NPUNAAKN.

Bcnbilwkn reHepanm3oBaHHoi CNaiik-BOMHOBOM aKTUBHOCTYW BO CHE 4aCTO CTAHOBATCS 60nee KOPOTKUMUN 1 hparMeHTapHbiMu. OparmeHTapHas reHepann3oBaHHas cnank-BoNHOBas aKTUBHOCTb MOXeT
nposiBNATLCA B BUAE (POKANbHBIX MU MYNbTU(OKANbHBIX KOMNNEKCOB «CNAailk—BOMIHA», HO HE BCErAa JIOKanu3oBaHa B 04Ho o6nactu. Mopdgonorns okanbHbIX KOMNIEKCOB «CNaiik—BOIHA» HANOMUHAET
reHepann30BaHHbI NATTEPH CManK-BOHOBOW aKTUBHOCTH.

Ha nkTanbHbIx 3anucsax 33 Npn MUOKNOHWYM BEK MPUCYTCTBYIOT BbICOKOAMMIUTYHbIE HEPErYNspHblE TeHEPaN30BaHHble NONMCNANKN UAN MONNCNARK-BOMHbI, 33 KOTOPbIMU MOTYT CNeA0BaTb PUTMUYHbIE CNARKK
UM NONUCNANK-BONTHOBAS aKTUBHOCTb 4acTOTO 3—6 1. MUOKNOHMSA BEK C aBCaHcamun 1 6ex HUX 3aBepLUaeTcs C NONHOK 3anuMuHaymnein cseta. MUOKNOHNA BEK MOXET ObiTh Kak CBA3aHa, Tak 1 He CBA3aHa

C NOTepen CO3HAHNA

PeaynbTatbl
HelpoBN3yannuaaLumum

Mpn TUNWNYHO KNNHNYECKON KapTuHe BbinonHeHne MPT He TpebyeTcs, HO €CNi OHA CLeNaHa, Ha Heil He 0TMEeYaeTCs CTPYKTYPHOM NaTonornmu, KOTopast MOXeT 6biTb CBA3aHA C JaHHbIM CUHLPOMOM

[laHHblEe TEHETUYECKNX
nccneaoBaHuia

[laHHbIi CMHAPOM, BEPOSITHO, MMeeT 06LLYI0 FeHEeTUYECKYH0 3TUOMOTUI0 C APYTUMI MAMONATNYECKUMI FeHepann3oBaHHbIMK anunencusiMu. CemMeiiHbli aHaMHe3 CyLOPOXHbIX NPUCTYNOB UAN ANUAencun
npucyTcTByeT B 25-83% cny4aes, npu 3TOM NOYTU Y BCEX 60NEOLNX POACTBEHHNKOB HAOMIOAAIOTCA FreHepanu3oBaHHble NpucTynbl. Mpn6nmantensHo B 20% cnyvaes UMeeTcs cemeilHblii aHamHes IGE: getckas
abCcaHCHaa anunencus, BeHUIbHas abCaHCHas aNUNencus, KBEHNbHAA MUOKITOHNYECKAs ANUAENCUS NN N30JTMPOBAHHbIE FTEHEPANN30BAHHbIE TOHMKO-KIOHNYECKME NPUCTYNbI. [T0YTN Y NONOBNHbBI NALMEHTOB
B CEMEiHOM aHaMHe3e NpMCYTCTBYET reHeTuyeckas anunencus ¢ he6punbHbIMu cygoporamu nntoc (GEFS+).

Y 60/1bLWMHCTBA 60/bHbIX HE MAEHTU(DULNPYIOTCA NATOreHHbIE BAPUAHTBI HU OAHOMO reHa. Y nauneHToB ¢ 3TUM CUHAPOMOM B KOHTeKcTe DEE MoryT nmetb MecTo MyTaumm 04HOI0 U3 reHoB, Bknto4vas CHD2,
SYNGAPT v NEXMIF (paHee 6bi1 n3secteH Kak KIAA2022), y HEKOTOPbIX 60JIbHbIX C NATOreHHbIMW BapUAHTAMN 3TUX FEHOB JAHHbIi CMHAPOM npoTekaeT 6e3 DEE

[unddepeHuymnanbHbli
AnarHos

[pyrue anunencuu:

— CuHapomsl IGE ¢ abcaHcamm (peTckas abcaHcHas aNuUencus, OBeHUNbHas abcaHCcHas anMNencus 1 KBEHNNbHAA MUOKITIOHNYeCKas ANUencus) MoryT uMeTb (pOTO4YBCTBUTENBLHOCTb Ha 3T, 04HAKO
BbIPQXKEHHOW MUOKIOHUN BEK He HabnoaaeTcs

— POLE nposBnseTcs 3puTenbHO MHAYLMPOBAHHBIMU CYS0POramu, HO 6e3 MUOKMIOHUM BEK

— [pyrve anunencun ¢ paHHUM Ha4anoM ¢ MUOKIJIOHYCOM U (hOTOCEHCMOUNN3aLNeNd, BKNOYas peiKiMe MOHOTEHHbIe 3MUENCui, Takne Kak HepoHanbHbIA LepouaHbIA NMNoMycLNHO3

Mpoyue cocTosHNS:

— Jlnuesbie TUKK

— KomnynbCuBHOE MOpraxue

2.3. Anunencua ¢ MMOKNOHUYeckumu abcaHcamu (aHrn. epilepsy with myoclonic absence, EMA)

anugemunonorus

O4eHb pe3kuit anunenTu4eckunit CMHAPOM. TouHas 3a60neBaeMoCTb Hen3BeCcTHa. Ha aToT cuHapom npuxoautcs 0,5-1% Bcex anunencuil, HabnogaeMbixX B CNeLnManu3mpoBaHHON KNUHNUKe anunencun, LieHTpe
CeH-MNonb B Mapcene (Ppanums)

Knnunyeckas kapTuHa

MKoBbI BO3pACT Ha4yana 3aboneBaHns COCTaBAAET NPUMEPHO 7 NeT ¢ Auana3oHomM oT 1 1o 12 ner, yawe 60Net0T nuua My ckoro nona (70%). IHTpaHaTanbHbIil aHaMHE3 1 UCTOPUSA pa3BuTUs 40 3a6oneBaHns
HUYEM He MpMMeYaTenbHbl, 04HAKO NPU NOCTYMAEHNN NPUMEPHO Y MONOBMHbI NALMEHTOB HAOMIOAAKOTCA HapYLLIEH s Pa3BUTUA. YMCTBEHHASA OTCTANOCTb MOXET NPOSABAATLCA C BO3PACTOM M B UTOre HabN0AaeTcs
B 70% cny4aes. HeBpONOrn4yeckuint CTatyc 06bI4HO B HOpME

TeyeHune 3ab6oneBaHns

dsontouns EMA BapnabenbHa. Pemuccus Hactynaet npumepHo y 40% nauneHToB. B 0CTanbHbIX CNY4afX COXPAHAOTCA MUOKNOHNYECKNEe a6CaHCbI, NN 3NUIENCMA MOXKET Pa3BUBATLCSA C NOSBNEHUEM APYTUX
TUNOB reHepann30BaHHbIX NPUCTYNOB. [PporHo3 60nee 6naronpuATEH, 6CIM MUOKNOHNYECKIE a6CAHCbI ABNAKOTCS €ANHCTBEHHBIM TUMOM NPUCTYNOB U KOHTPONUPYOTCH MEANKAMEHTO3HO

Tunbl npucTynos

06s3aTeNbHbLIMM AN NOCTAHOBKN UArH03a ABNAETCA HANMYNE MUOKIOHNYECKMX a0CaHCOB. ABCAHCbI aCCOLMNPOBAHbI C PUTMUYHBIMU NOJEPrUBAHNAMMU BEPXHNUX KOHEYHOCTEI C 4acTOTON 3 I, HANOXEHHbIMU Ha
TOHWNYeCKOe 0TBEJieHNe PyK BO BpeMs npucTyna. MpucTynbl UMeOT BHE3anHOe Ha4ano u 0KoH4aHue. auneHT, ecnn oH CTOUT, BO BpeMA NPpUCTyna 06bI4HO HAKNOHAETCS BNepea, HO peako nagaet. Muoknonuyeckne
noAepruBaHNs 06bI4HO ABYCTOPOHHNE N CUMMETPUYHbIE, HO MOTYT 6bITb OAHOCTOPOHHUMY AN ACUMMETPUYHBIMU. TaKXXe MOTYT BO3HWKATb NepuopanbHas MUOKIOHUS, PUTMUYHbIE NOAEPrBAHUS TONOBbI 1 HOT.
MpucTtynbl Anatca 10-60 ¢ 1 NOBTOPAIOTCA HECKOMBKO pa3 B CyTKW. KOHLEHTPaLNa BHUMaHNA BapbUpPyeT OT NOHOI NOTepU CO3HAHUSA 40 COXPaHEHUs CO3HaHUA. lHoraa MoryT MMeTb MECTO BEreTaTuBHble
nposABNeHNs, Takne Kak 3MeHeHe AblIXaHus, HeAepXKaHne MO4N UK CIOXKHbIE XECTUKYNALNOHHbIE aBTOMaTU3Mbl. Y 1/3 nauneHToB Ha61t0aeTca TONbKO OANH TN NPUCTYNOB — MUOKITOHUYECKIE aBCaHChI.
ANUNenTUYEeCKNin CTaTyC BCTPeYaeTcs pefko. TakxKe MOryT BOSHUKATb reHepann3oBaHHble TOHNKO-KOHUYeckKne (Habnonantcs y 45% 605bHbIX), KIIOHNYECKIME, aTOHUYECKNE NN TUMNYHbIE a6CAHCbI; HECKOJIbKO
TUNOB NPUCTYNOB MOTYT yKa3biBaTb Ha 60nee He6NaronpUATHbIA NPOrHO3. TONbKO Y 4% NaLneHTOB TakXXe Ha6N0AAl0TCA TUNMYHbIE A6CAHCbl 663 MUOKIOHUYECKMX MOAEPruBaHmii. VICKNo4YeHnem aBnsTcs
hokanbHble NPUCTYNbl

®oHOBas aKTUBHOCTb B HOPMe. 3aTbII04HOI NPEPLIBUCTON PUTMUYECKAs AeNbTa-aKTUBHOCTI 06bI4HO He HabntofaeTcs. MoXeT BO3HUKATb MHTEPUKTANbHAS reHepan30BaHHas cnank-BonHoBas,
nonucnaiik-BoNHOBas akTMBHOCTb 4acTOTOM 3 M (NpumepHo B 1/3 cnyyaes). O4aroBas akTMBHOCTb, MOCTOSHHO BO3HUKalOLas B OAHOM 061acTyh, A0MXKHA CTaTb NOBOJOM AN PACCMOTPEHUS aNbTepPHATUBHOTO
ANarHo3a anunencum CTPYKTYpHOR 3TMONOrni.

leHepann3oBaHHbIe pa3psibl «CNak—BONHA» MOTYT GbITb CMPOBOLMPOBAHbI TUNEPBEHTUNALMEN, KOTOPAS TaKXKe MOXKET BbI3BaTb MUOKNOHNYECKINE abCaHCbl. [TpepbiBUCTas OTOCTUMYNALNS BbI3biBAET

[aHHble 33T reHepann3oBaHHy CNank-BONHOBY aKTUBHOCTb Y MEHbLUMHCTBA NauneHTOB (14%). leHepanu3oBaHHble KOMMEKChI «CNaik—BOMHA» TaKXKe BbI3bIBAOTCA AenpuBaLnen cHa, ApeMOTOoi N cHOM. [oA06HO Apyrum
reHepann3oBaHHbIM 3NUENCUAM, TeHepann30BaHHbIE KOMMEKChI «CMNailk—BOHA» MPW AeNpMBaLMN CHA UAN APEMOTE 4acTo )parMeHTUpyoTCs. MaTTepH MOXET NPosABNATLCA Kak (POKaNbHbIE UK
MynbTUOKaNbHbIE KOMMIEKChI «CNaik—BOAHA», HO B OAHOI 06nacTu Habnofaetca He Bceraa. Mopdonorus 04aroBbix NPOSABAEHNIA MOX0XKa HA FeHepann30BaHHY0 CNaik-BOMHOBYH aKTUBHOCTb.
MuoknoHu4eckne abCaHcbl CONPOBOXAAIOT PErynsapHble reHepann3oBaHHbIe KOMMEKCh «CNank—BonHa» 4actoToi 3 Y. Pa3psap 8 3 Iy CUHXPOHU3MPOBAH N0 BPEMEHN C MUOKIIOHUYECKUMM nofgeprusaHmamu. MM
N0Ka3bIBAET, YTO MUOKJIOHNYECKIE NOAEPTUBAHNSA NPEALIECTBYIOT BbIPAXXEHHOMY TOHUYECKOMY COKPALLEHNIO 00eUX JebTOBUAHbBIX MbILLIL,

PesynbTathl .

HEiiPOBI3YaNM3aLIMM MPT cnepyet paccmMoTpeTb AN UCKIOYEHUS APYTUX NPUYNH, HO €CNTN OHA CLeNaHa, TO JO/MKHA 6bITb HOPMANbHON MM AEMOHCTPUPOBATL NErkyo Anddy3sHy atpoduio
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IIpunoxenue Bl (MpogoIKeHUE). DIUWIEITUIECKUE CHHIPOMBI C HA4aJIOM B JIETCKOM BO3PACTE

[laHHble reHeTn4ecKunx
ncecneoBaHuia

CemeliHbli aHaMHe3 (06bI4HO reHepann3oBaHHble MPUCTYMbI) NpucyTcTBYeT B 20% cny4aes. B peaknx cny4asx B CEMeNHOM aHaMHe3e 0TMedatoTes (hebpunbHble cyaoporu. Hecmotps Ha To 410 EMA cuutaetcs
reHeTU4eCcKN AeTEPMUHMPOBAHHBIM CUHLPOMOM, UMEIOTCS TONbKO OTAENbHbIE COOGLLEHUS 0 NATOreHHbIX BAPUAHTAX KOHKPETHbIX FEHOB, MPUYEM 6OMbLUNHCTBO CNy4aeB, BEPOSTHO, IBNAIOTCS NOMNTEHHbIMU.
MpennonaraeTcs, 4To AaHblii CUHAPOM UMeeT 06LLYI0 FeHeTUYecKyo aTuonoruto ¢ IGE

LOudhhepeHumanbHblin
narHos

[pyrue anunencum:

— [leTckas abcaHcHas anunencus: XoTa He60MbLUNE MUOKITIOHMYECKINE NOAePrBaHNA MOTYT Hab0AATbCA NPKU abcaHcax Npu AeTCKOW abCaHCHON 3NUMencun, OHN UMEIOT HU3KYI0 aMNNTYAY, He UMEeIT
YCTONYMBOV PUTMUYHOCTM U HE CBA3aHbI C TOHNYECKMM OTBEAEHUEM PYK

— CnHapom JleHHOKca—lacTo 4acTo xapakTepn3yeTcs HETUNNYHBIMW a6CAHCbI C PUTMUYHBIMI NOAEPrUBAHUAMM UM NOTepeit ToHyca. OAHAKO Hann4Yne MeaneHHbIX Cnank-BonH (<2,5 lu),
reHepann30BaHHOK NAPOKCU3MaNbHOI 6bICTPOA aKTUBHOCTM U TOHMYECKUX NPUCTYMNOB A0/XHO YKa3biBaTb HA ANArHO3

— MuoknoHn4eckue abcaHcbl peako HabnogaroTcs npu gpyrux DEE, HO He aBndtoTCca npeo6nagatowum TMnom NpyucTynos

childhood)

3. 3BONIOLMOHHBIE U/UNK INUNENTUYECKHUE 3HLethanonaTui KM anunenTuyeckas aHuedanonatus aeTckoro so3pacta (anrn. developmental and/or epileptic encephalopathies or epileptic encephalopathies with onset in

3.1. Anunencmsa ¢ MMOKNOHWYECKU-aTOHMYECKUMU NnpucTynamu (aurn. epilepsy with myoclonic-atonic seizures, EMALS)

anupemuonorunsa

Bctpeyaetcs npumepHo y 1 13 10 Thic. AeTeil M COCTaBNAET NPUMEPHO 2% AETCKUX aNUNencuin

KnuHnyeckas kapTuHa

EMALtS 06bI4HO Ha4nHaeTca B BO3pacTe 0T 2 4o 6 neT (ananasoH oT 6 mec Ao 8 neT). Yawe 6onetoT Manbynkn. MpumepHo y 1/4 geTeit B aHamHe3e 6binn he6punbHbIe CYLOPOrH, U TAKOK aHaAMHE3 CBA3aH ¢ 6onee
6naronpuATHLIM OTAANEHHBIM UCX040M. Pa3BnTne Ao Havyana 3a6oneBaHns ABNAETCA HOPMasbHbIM y 2/3 NaLWEHTOB, HEBPOIOTMYECKMIA CTATYC HA MOMEHT MaHudecTauun 06bIYHO HUYEM HE NPpUMeYaTeneH.
YMepeHHas unu Txkenas 3afiepxxka pasBuTus, npesjLuecTBYOLLas Haqyany 3a601eBaHus, JOHKHA PACCMATPUBATLCS KaK HACTOPXXMNBAOLLMIA NPU3HAK AN NOCTAHOBKN ANArHo3a

TeyeHune 3aboneBaHns

Havyano EMALS 4acTo 0CcTpoe, ¢ «B3pbIBONOAOGHbLIM» 6YPHLIM Ha4anoMm, ¢ 60/bLUINM KOAINYECTBOM NPUCTYNOB PA3HOr0 TUNA, 4aCTO FeHepann30BaHHbIX TOHNKO-KNOHUYECKMX N MUOKIIOHUYECKNX. B apyrux
C/ly4asx CUHAPOM pPa3BMBaeTCs MefneHHee, Tpebys TLWaTeNbHOro HablAeHNs B Te4eHUEe NePBOro rofa, YTo6bl OTANYUTL ero 0T CMHAPOMA JleHHOKca—lacTo. MpUCTynbl 4acTO PE3UCTEHTHbI

K NeKapCTBEHHbIM CPEACTBaM, 0COGEHHO BO BPeMs (pa3bl BbICOKOM 4aCTOTbI NPUCTYNOB B Hayane. OTMeYatoTCs NOBTOPSIOLLMECS NPUCTYNbI 6ECCYAOPOXKHOI0 3NMNENTUYECKOrO CTATyCa C NOBbILIEHHON
4acTOTOM APYrUX TUMNOB reHepann3oBaHHbIX NPUCTYNOB. Bo Bpems 3Toil hasbl pa3BnuTMs 4acTo Habt0aeTCs NNATo UN aXKe PErpecc, NPeMMyLeCTBEHHO B MOBEAEHUN U UCMONHUTENbHbIX (DYHKLNAX,
aTakXXe atakcns. PaccTpoiicTBa NOBeAEHUs, Takue Kak runepakTUBHOCTb M arpeccus, a TakXKe HapyLUEHUs CHa, PacNpPOCTPaHEeHbl BO BpeMs akTUBHON (Da3bl U 06bI4HO MUHUMUIUPYIOTCS UMK UCYE3aK0T
nocse A0CTUXKEHNSA KOHTPONSA Haf NpUcTynamm.

HecMoTps Ha TO 4TO CY0POrM N3HAYANLHO SBASKOTCA (hapMaKope3NCTEHTHbIMM, 2/3 AeTel AOCTUr 0T PEMUCCUN, 06bIYHO B TeYeHUEe 3 16T noce Ae6toTa, U X MOXKHO CHATb ¢ Tepanuu AJN.

Y ocTasLeiics 1/3 4acTo Ha6NMOAAKTCA NEPCUCTUPYHOLLME CYA0POTM, KOTHUTUBHbIE HAPYLLEHWS, arPeCCUs U TNNEePaKTUBHOCTb. Kak TONbKO NPUCTYMbl HAYNHAKOT KOHTPONMPOBATLCS U UMEIOT MECTO
ynyuweHus Ha 3T, CTAHOBUTCS 04EBUAHbLIM MPOrPece B pa3BUTUU. Pa3BuTe MOXET BEPHYTLCS K NPeMOPOUAHOMY YPOBHIO, N PE6EHOK MOXXET 0CTATbCA C YMCTBEHHOI OTCTaNnoCTbio Pa3fINiHOM
cTeneHn. akTopbl, NPEACKa3bIBAOLLNE HEGNArONPUATHBIN UCXOA, BKOYAKT TOHUYECKNE NPUCTYMbI, PELUANBNPYIOLLNIA GECCYA0POXKHbIA ANUNENTUYECKN CTATYC U 04EHb YACTYIO MW NOYTH
HEeNpPepbIBHYI0 HEPEryNsPHYH reHepannu3oBaHHY0 CNaiik-BONHOBYI, MEAJSIEHHYIO CMNaiiK-BOSHOBYHO UM FeHEPannN30BaHHYI0 NapOKCU3ManbHY0 GbICTPYHO aKTUBHOCTL Ha 33T

Tunbl NPUCTYNOB

0653aTeNbHbIMW ANS NOCTAHOBKW AMarH03a ABASIOTCA MUOKIOHNYECKM-aTOHYECKINE NPUCTYMbl, KOTOPbIE XapaKTEPU3YHOTCS KOPOTKMMW MUOKNOHUYECKUMI NOAEPrUBAHUSMMI B NPOKCUMANbHbIX
MbILLILAX, YACTO CONPOBOXAAEMbIMU JIETKOI BOKanu3auunen, 3a KOTOPbIMI CneayeT 04eHb KOPOTKMNIA aTOHMYECKNIA KOMMOHEHT — OH MOXET ObITb €Ba 3aMeTHbIM, C KBKOM FON0BbI, Uin 60nee
BbIPAXXEHHbIM, C PE3KUM najeHnem. 1 Hao60pOoT, YNCTO aTOHNYECKME MPUCTYMbI, KOTOPbIE TaKXe HabI0alnTCs 4acTo, B Ha4ane fNLeHbl MUOKIIOHNYECKOr0 KOMMOHEHTA U NPUBOASAT K PE3KOH,

HO KPaTKOBPEMEHHOI NOTepe 0CEBOr0 TOHYCA C KNBKAMMW FOM0BbI AV BHE3AMHbIM NaileHNEM.

[lpyrue 4acTo HabnoAaeMble NPUCTYNbl BKIOYAKOT MUOKIOHNYECKME NPUCTYNbI (KOTOPbIe KOPOTKME (<100 MC) U MOTYT TakXe NPUBOAUTbL K NaieHNAM), a6CaHCbl U FeHepann3oBaHHble
TOHWKO-KNOHMYecKne cygoporu. Mocneanme MOryT NnpoTeKaTb C NMMXOpPajKoi unm 6e3 Hee NpuMepHoO B 2/3 ciyyaes.

ToHMYecKNe Cyaoporn NOSBNSAIOTCS Y HEKOTOPbIX MALMEHTOB NO3XeE W CBA3aHbI C 60/1ee HE61aronpUATHLIM JONTOCPOYHbIM UCXOAOM.

beccynopoXKHbIN 3NUIENTUYECKUIA CTATyC TakXXe pacnpoCTPaHeH N MOXeT Habnohatbca B Ae6toTe. OH NPOABAAETCA HapYyLWeHWeM CO3HAHUSA, ANALWMMCS OT HECKONbKNUX 4aCOB 0 CYTOK, C aTUNNYHbIMU
ab6caHcamu, MMOKIOHUYECKUMU 1 aTOHUYECKUMI CYJ0POraMu, COHETaLWMMNCS C COHTMBOCTbIO, HEYCTONYMBOCTbIO, CIIIOHOTEYEHNEM, HAPYLLEHUAMN peyn 1 6eCcnopaf0YHbIM MUOKIOHYCOM

C npeo6nafaHnemM Ha NuLe 1 BEPXHUX KOHEYHOCTAX. Peunansupyownin 6eccyjopoXHbIA ANUIENTUYECKMA CTATYC CBA3AH C MeHee 61aronpuATHLIM MCXOA0M. NUIENTUYECKME CNa3Mbl U hOKaNbHbIE
NPUCTYNbI ABAAIOTCA UCKIIOYEHNEM

®doHOBAs aKTMBHOCTb B Ha4YaNle HOpMasbHas, COOTBETCTBYIOLLAA BO3PACTY 3ajHEJOMUHAHTHAs puTMuka. MoHomopdHas 6unapuetanbHas puTMuKa TeTa-AMana3oHa xapaktepHa ana EMAtS,

HO Ha6NOAAeTCA He y BCeX NauneHTOoB. [1pn yBeNNYeHUN 4aCTOTbl NPUCTYNOB MOXET Ha6M0AATLCSA reHepann3oBaHHoe 3amMeanieHne (OOHOBOW PUTMUKIN C YBENUYEHUEM €€ aMNANTYAbl.

Ha nHtepuktansHoit 331 MOXeT UMeTb MECTO 3NUNENTUOPMHAS aKTUBHOCTb, COCTOALLAA U3 TeHEPaNIN30BaAHHbIX KOMMNIEKCOB «CMAiK—BOJIHA» UMW «NONUCNAiK—BOHA» 4acTOTOI 2—6 Iy, KOTOpble 4acTo
BO3HWKAIOT B BUE BCMbILLEK NPOAOIKNTENbHOCTBIO 2—6 €. [INMHHbIE NOCNeA0BaTENIbHOCTI FeHEePaNIM30BaHHOW HEPErynipHOW CNaiiK-BONHOBOW aKTMBHOCTU MOTYT CBUAETENbCTBOBATH 0 6ECCYA0POXKHOM
3nunenTu4eckom crtatyce. leHepann3oBaHHble pa3psabl CNANKOB MOTFYT CTaTb (DparMeHTapHbIMU, U YCTONYMBLIA (DOKYC MOXET ObiTb HE BUEH. [eHepann3oBaHHas cnank-BOSIHOBAS aKTUBHOCTb MOXET
Habno4atbca BO CHe. [eHepann3oBaHHan napokcnamasnbHas 6bicTpas akTMBHOCTb, COCTOALLAA U3 BCMbIWeK AU DY3HbIX My 6unatepanbHbix 6bICTPbIX (10 'y 1 60n1€ee) Nonncnankos BO BpEMS CHa,
HabnogaeTcs peaKo U JOMKHA YKa3blBaTb HA CUHAPOM JTIeHHOKCa—lacTo. MNepBeHTUNALMSA MOXET BbI3bIBATb FreHEPan30BaHHbIe CNANK-BOTHOBbLIE Pa3paabl  abcaHcbl. dDoToceHCnbunnsayms

[anHbie 330
BCTpeYaeTcs peako.
MkTanbHble 3anucy 33 Npu MMOKNOHUYECKN-AaTOHNYECKUX NPUCTYNax COAepPXKaT reHepann3oBaHHble NONNCNANKM UK CNAaNKOoBbIe Pa3psafbl C MUOKITIOHYCOM, 32 KOTOPbIMU C/leAyeT BbICOKOAMNINTYAHAA
MeAJsleHHas BOJHA, CONPOBOXAatoLLas aTOHNYECKNA KOMNOHEHT. 15 NKTanbHbIX 3anuceil pekomeHayeTca ofgHOBpeMeHHas 3anuck 33l ¢ IMI. Monucnanku KOppenupyoT ¢ KpaTKOBPEMEHHbIM
MWOKJTIOHYCOM B MbILLILIAX LW, TOFAA KaK MeeHHas BOJTHA KOPPEeNnpyeT ¢ NoTepeii MbILeYHON aKTUBHOCTMW B MPOKCUMAbHbIX MbILILLAX KOHEYHOCTEN. AGCaHCbI CBA3aHbI C FTeHepann30BaHHbIMN
KOMMNeKcaMm «cnak—BoaHa» 4acToTon 2—6 .
Mpu 6eccynopoXKHOM anunenTuyeckom ctatyce Ha 33T BbIABNAOTCA ANMHHbIE CEPUU BbICOKOAMMINTYAHbIX HEPETYNAPHbIX FreHePann30BaHHbIX CNANK-BONTHOBbIX MOTEHLMANIOB YacToToh 2—-3 My
C 3aMeAJSIeHNeM (DOHOBOW PUTMUKM

PesynbTathl .

o [aHHble MPT He nOKa3bIBAKT OTKIOHEHWUIA OT HOPMbI
HenpoBuU3yanusauum
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IIpunoxenue Bl (IpoAoIKeHHE). DIUICITUYCCKAE CUHIPOMBI C HAYAJIOM B IETCKOM BO3PACTE

[laHHbIE reHeTUYECKNX
nccneaoBaHuia

CeMeliHbli aHamHe3 anunencumn nnu e6punbHbIX CyA0por BCTpevaeTcs NpumMepHo B 1/3 cny4aes 1 cBA3aH ¢ 60niee 6n1aronprusiTHbIM LOATOCPOYHbIM MCXOAOM. B cembsax npo6anaos ¢ EMALS oTmeyaeTcs cuHapom
reHeTM4eckoi anunencun ¢ pebpunbHeiMm cygoporamu nic (GEFS+).

Y 6onbwmnHcTBa AeTet EMALS nmeeT cnoxxHoe HacnegoBaHue ¢ NOIMIeHHbIM TUMOM. B HEKOTOPbIX CNy4asx NaToreHHble BapuaHTbl 6bin 06HapYXeHbl B reHax, Bkntoyas SCNTA, SCN1B, SCN2A, STX1B, SLC6AT,
CHD2, SYNGAP1, NEXMIF, KIAA2022. Mpn6nn3untenbHo 5% nauuneHtoB ¢ EMALS umetot peconunt GLUT1, CBA3aHHBINA C NaTOreHHbIMN BapnaHTamm reHa SLC2AT

OudbepeHumanbHbiin
narHos

[pyrue anunencum:

— CnHapom JleHHOKCa—lacTo MOXHO OTAUYUTL MO HANIMYMI0 TOHNYECKIX CY[0POr B Havyasne 3a6onesaHns n 33, KoTopas cCoLepXUT MeANIeHHbIe CNaK-BONHbI <2,5 [ 1 reHepann3oBaHHy
napoKcM3mManbHyt 6bICTPYIO0 aKTUBHOCTb BO CHe. Kpome TOro, AeTu ¢ CUHAPOMOM JIeHHOKCa—lacTo yalle uMetoT 3aAepXKy passutua 4o fe6tTa npucTnos U MOryT UMeTb B aHAMHe3€e CUHAPOM
MHaHTUNIbHBIX CNa3MOB

— MwuoknoHnyeckas anunencus MnageH4yecTsa OTIMYAETCA OTCYTCTBUEM MUOKOHUYECKN-aTOHNYECKUX M aTUNNYHbIX a6CAHCOB 1 06bIYHO NPOABNAETCA paHblue, 4em EMALS

— CnHppom [paBe xapakTepu3yeTcs ANUTENbHbIMU FeMUKNOHUYECKUMI NPUCTYNAMU, BbI3BAHHLIMMW NINXOPAAKOA/60M1€3HbI0 HA 1-M rofly »KU3HU, N OTCYTCTBUEM MUOKIIOHNYECKM-aTOHUYECKNX NPUCTYNOB
— DEE-SWAS nnun EE-SWAS cBsidaHbl C perpeccom 1 3aMeTHON aKkTuBaumeit annnenTMHOPMHONA aKTUBHOCTM BO CHE C MOYTU HENPEPbIBHBIMU AN MY3HbIMIN KOMNIEKCAMM «CNaiK—BOMHA».
MMWOKNOHUYECKN-aTOHNYECKUX CYA0POr He HabnoaaeTcs

—MopocTpbIi CKNEPO3UPYIOLLMIA NaH3HLeMannT — peIKoe COCTOSAHNE, CBA3AHHOE C MOJTHUEHOCHbLIM/GbICTPLIM NMPOrPeCCMPOBAHMEM MUOKJIOHUYECKMX NPUCTYNOB 1 3anu3ogamu nageHunii. 33l obnagaet
[IMarHoCTNYECKON 3HAYMMOCTbIO

— HelipoHanbHbIA LepOMAHbIA TunodycumHo3 2-ro Tuna (CLN2) 06bI14HO HaYMHaeTCa y AeTell C HOPManbHbIM Pa3BUTEM U N30NIMPOBAHHO 3aAEPXXKOW Pe4eBOro pa3snTus. Y feTeint MoXeT 6b1Tb
deHoTun EMALS, ogHako HabnoAalTCA NPOrpeccupytoLle HapyLLleHns B ABUraTeNbHO cdepe, pacCTPONCTBA B KOTHUTUBHOW cdpepe n atakcus. Ha 33T pernctpupyetcs hoTonapoKcuamanbHbiid 0TBET
Ha yactoTte 1-3 'y, N03TOMY BaXKHO BbINONHATL POTOCTUMYAALMIO NPU HUZKNX YaCcTOTaX

3.2. Cuippom JleHHOKCa

-FacTo (aurn. Lennox-Gastaut syndrome, LGS)

anungemuonorunsa

Cunapom JleHokca—lacTo umetoT npumepHo 1-2% Bcex 60MbHbIX anunencuei. Y aeteii oH peako guarHocTupyercsa B fe6tote (0,6%). Hacto pa3suBaeTcs n3 Apyroro TsHKE0ro CUHAPOMA AeTCKON
3NUNencumn NN N3 CUHAPOMA APYron 3TMoNorun, Npyu 3ToM npuMepHo B 20% cny4aes pa3BnBaeTCs CUHAPOM UHMAHTUbHbLIX 3NUIENTUYECKUX CNa3MOB. B KoHe4yHOM cyeTe 3,6% Bcex aeTei
c anunencueii n 19% AeTeii c NpUCTyNamMmn, HA4aBLIMMNCS B MJTaJlEHYE€CTBE, TPAHCHOPMUPYIOTCSA B CUHAPOM JTeHHOKca—lacTo

KnuHnyeckas kaptuHa

CnHapom JleHHoKca—lacTo 06bI4HO Ae6oTUpyeT B Bo3pacTe 0T 18 mec 40 8 neT ¢ NMKOBbIM BO3pacTOM Havana 3a6onesanus 3—5 net. Ha4ano BO BTOPOM AECATUNETUMN XXU3HU BCTPEYABTCS PeAKo.
CuHppom JleHHoKca—lacTo HECKOMbKO Yalle BCTPeYaeTcs y UL, My>CKOro nofia. AHoManuu npu HeBponornieckom o6¢cnefoBannm (Hanpumep, NMpaMuHble 3Haku) 4acTo 06HapyXNBAOTCS 1 CBA3AHbI
C OCHOBHOW 3TUONOrMeil. Y 60NbLINHCTBA feTei Ae60Ty NPUCTYnoB Npu CUHAPOME JIeHHOKCa—acTo NpeAwecTBYOT HAPYLLUEHNA PAa3BUTUSA, HO NPU MOSABIIEHUM 4aCTbIX MPUCTYNOB MOXET HabnoaaTbca
3aCTOW UV perpecc B passuTn. Pexxe pa3BuTue n NoBefieHne B Havane 3a601eBaHNs MOTyT 6bITb HOPMabHbIMM

Te4yeHune 3aboneBaHns

Mo4Tn BO BCex cnyyasx cuHApPOM JleHHOKca—lacTo coxpaHseTcs BO B3pOCJIOM BO3pacTe, a CYA0POri 0CTalTCs (DapMakope3nCTeHTHbIMU. ATUNNYHbIE a6CaHCbl U TOHUYECKME NPUCTYMbI Y B3POCIbIX
0CTalTCA YaCTbIMU, TOFAA KaK aTOHUYECKNE NPUCTYMbl 4aCTO NPOXOAAT.

Co BpeMeHeM HabnoaaeTcs 3ameaNneHne pa3BuTus, ctabunuaauns Unm perpecc, 4To NpUBOAUT K YMCTBEHHO OTCTANOCTX OT YMEPEHHOI A0 Tshxenoin cteneHn y >90% nauneHToB. PaccTpoiicTBa
noBeAeHNs , TAKNE KaK r’MNepakTUBHOCTb, arpeccus, pacCTPOMCTBA ayTUCTUYECKOT0 CNEKTPa W HapYLUEHNS CHA, 4aCTO BCTPEYaKTCs B AETCKOM M NOAPOCTKOBOM BO3pacTe

Tunbl npucTynos

ToHMYeckne Cyaoporu, cocTosLwne N3 CTOMKOro yBeNYeHNs COKPALLEHNS 0CEBbIX MbILLIL, U MbILUL, KOHEYHOCTEN NPOAOSIKNTENIBHOCTBIO 0T 3 € 10 2 MUH, N Han6onee BbipaXKeHHbIE BO CHE, ABNAIOTCA
0653aTeNbHbIMW ANS NOCTAHOBKW AnarHo3a. OHU MOryT 6bITb Man03aMeTHbIMU, C MeANIEHHbIM 3aKaTbIBAHMEM WU OTKIIOHEHWEM rNa3 BBEPX, MHOTAA C FPUMACOii ML UNK ABUXEHUAMU crnbaTeneii
rONOBbI U/UNK TYNOBMLLA, UK 60Mee KNNHNYECKN 04eBUAHBIMU, C KPATKUM KPUKOM, anHo3, 0TBEAEHMEM N NOAHATUEM KOHEYHOCTEl C BUOPALMOHHBIM KOMMOHEHTOM U CXKaTnem 060Mx Kynakos. Ecnin aTo
NPOMCXOANT, KOra NaLneHT CTOMUT, Ha4aBLUMECS CYLOPOr MOTYT BbIBECTM €r0 U3 PABHOBECUS, 4TO NPUBELET K NafleHNt0 (Apon-aTtakam), Npu 3TOM 60JIbHOI 4acTo Nony4YaeT TpaBMy. ToHMYeckue
CYAOPOrN MOTyT yCyry6naTbCa NekapCTBEHHbIMW CPeACTBAMM, KOTOPbIE BbI3bIBAKOT NOBbILWEHHY COHNNBOCTb, HAMPUMep Npu 3NN304M4ECKOM NPUEMe BbICOKMX 403 6EH3041A3ENNHOB.

MToMUMO TOHUYECKNX NPUCTYNOB 06513aTeNbHbIM ANS ANATHOCTUKN CUHAPOMa JleHHOKca—TacTo ABNAETCA BTOPOW TUMN, KOTOPbIA MOXET BKJIKO4aTh 060/ U3 CNefyLWuX TUNOB NPUCTYNOB:

— ATunu4Hble a6CaHCbI: OHY B 60NBLIMHCTBE Cy4aeB 4aCTO NOBTOPAIOTCA M COCTOAT M3 NEPUOAOB HAPYLLEHNS CO3HAHNA. IX MOXEeT 6bITb CTI0XKHO MAEHTU(MUMPOBATL C YBEPEHHOCTBIO N3-32 NX
MOCTENEeHHOr0 Ha4yana v NnpekpaLleHns y nauueHTa ¢ conyTCTBYHOLWNUMU KOTHUTUBHBIMIU PacCTPONCTBAMM

— ATOHMYeCKMe NPUCTYNbI: OHWN NPMBOAAT K PE3KOIA MOTEpe 0CEBOr0 TOHYCA C KWBKAMU FONOBbI UM BHE3AMHbIM NafieHNEM (BPON-aTakiy), 4TO 4acTO MPUBOANT K TpaBMam. OHN 4acTbl, 0COBEHHO Y AeTei
mnagwero so3dpacta. O6bI4HO OHWM KOPOTKME, ANATCA OT OAHOI 40 HECKOJIbKUX CEKYHJ

— MuoknoHnyeckne NpUCTYNbl: TaKXKe 04eHb KOPOTKMe (<100 MC) 1 MOTYT NPMBECTYW K NaAeHMAM (Apon-ataku). Ecnu npncyTCTBYOT MUOKITOHMYECKN-aTOHNYECKIMEe CYy[0POry, CneayeT CEpbe3HO
3ajymatbcsa o anarHo3e EMAtLS

— ®oKanbHble MPUCTYNbI C HAPYLIEHNEM CO3HAHUA: OHWN MOTYT 0CTaBaTbCA POKANbHbLIMU UK TPAHCEOPMUPOBATLCS B ABYCTOPOHHME TOHUKO-KNOHUYECKNE NPUCTYMNbI

—eHepann3oBaHHble TOHUKO-KTOHNYECKIE CYA0pOrn

— beccynopoxHblii anunenTuyeckuin cTaTyc: npumepHo ot 1/2 go 3/4 nauneHToB ¢ CMHAPOMOM JleHHOKCa—lacTo MMEKT OAMH NN HECKOMbKO 3N1300B 6eCCYA0P0OXKHOr0 aNNenTUYeCKOro cTaTyca,
KOTOpble COCTOAT U3 NPOAOKALLMXCA ATUNNYHbIX aBCAHCOB C MU3MEHEHHbIM CO3HAHUEM, C HEYCTOWYNBLIMU FeHepann30BaHHbIMWN AN MYNbTU(OKANbHLIMU MUOKIIOHUYECKUMU U aTOHUYECKUMU
KOMMOHEHTaMM 1 MHTErPUPOBAHHBIMU KNAacTepamMn KPaTKOBPEMEHHbIX TOHNYECKUX Cy[0pOr

— INUNenTu4eckne cnasmbl
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[aHHble 39T

®DoHOBasA aKTMBHOCTb C AN Y3HbIM TeTa-AeNbTa-3aMeANIeHNEM, KOTOPOE MOXET ObITb 60/1€€ BbIPaXXeHHbIM (DOKaIbHO, B 3aBUCMMOCTM OT fieXKallei B 0CHOBE 3TMONOrun. Ecnn umeeT MeCTO BbipaXkeHHas
6unapueTanbHas TeTa-puTMuKa, cnepyet paccmotpetb EMALS . [IBa MHTepUKTanbHbIX NaTTepHa 06s3aTeNbHbl AN NOCTAHOBKM AMarHo3a cuHapoma JleHHokca—lacTo:

—leHepann3oBaHHan MeAsieHHas Cnaik-BoNHOBAsA aKTUBHOCTb: XapakTepu3yeTcsa nukamm (<70 mc) unm ocTpbiMn BonHamu (70—200 Mc), 3a KOTOPbIMU CIIEAYIOT OTPULATESNIbHbIE BbICOKOAMMIUTYAHbIE MEANEHHbIE
BOJIHbI (350—400 MC), KOTOpbIE ABAAIOTCSA 6UNaTepanbHO-CUHXPOHHBIMI, 4aCTO NPeo6aafatoT BO (POHTANbHbIX OTAENAX W BO3HMKAIOT € 4acToTon <2,5 M. Mpobern meaneHHOro naTTepHa «cnaink—BonHa» 4acTo
BO3HMKAIOT N BCTPEYAKTCA B N306MNNI. [laHHbIA NaTTEPH MOXET ObITb CBA3AH C aTUMNYHbIMU a6CAHCHBIMM NPUCTYNAMU, HO 4aCTO HapacTaeT u ocnabeBaeT 63 Kakoii-NM60 KNMHNYECKON KOPPENALMM Kak

B COCTOSHWUN 601 pCTBOBAHMA, TAK U (0CO6EHHO) BO CHE. [eHepann3oBaHHble MeAJIeHHbIe KOMMNEKCbl «Cnaik—BonHa» (<2,5 1) Yalle BCTpeyatoTca y ieTeil paHHero Bo3pacTa, TorAa Kak B noApoCTKOBOM

1 B3pPOCNOM BO3pacTe HabtoaeTca CHUKEHWNE 4acTOTbl CNaitk-BOMH. Mocne 16 neTy 601bWMHCTBA NALMEHTOB yXKe He HA6MI0AAETCA TUNUYHOTO MEANEHHOr0 NaTTepHa «Cnaiik—BONHA».

— leHepanuaoBaHHas napoKcM3manbHas 6bICTPas aKTUBHOCTb: 3TOT NATTEPH COCTOUT U3 BCMbILWEK AN dY3HON nn ABYCTOPOHHEN 6bIcTPO (10 'y 1 60nee) akTMBHOCTU, 4aCcTO HA6MI0JaeMblX BO BPEMSA CHa.
06bI4YHO OHYU KOPOTKWE, ANATCA HECKOJTIbKO CEKYH NN MeHbLLe

Takxe MOXeT HabnAaTbCA 04aroBbIiA NN MYNbTU(OKANbHbIA MeANEHHbIA NATTEPH «CNaiiK—BOMHA», 06bIYHO He aKTUBMPYEMbIA (DOTOCTUMYNALMEN.

ToHMYecKMe NpUCTYMbl, KOTOPbIE 4aCTO MAn03aMeTHbI 1 MOTYT He pacn0o3HaBaTbCA Y4IeHaMM CEMbH, 06bI4HO perucTpupyroTcs Ha 33 Bo cHe. I3M-naTTepH TOHNYECKMX NPUCTYNOB COCTOUT U3 BCMbILLEK
N1BYCTOPOHHEN 6bICTPOI aKTUBHOCTM 4acTOTO 10 ' NN BbILLE C PEKPYTUHIOBLIM PUTMOM — Ha4asbHbIM UG QY3HBIM CHUXEHUEM aMNANTYAbI, 32 KOTOPLIM CIIeAYeT ee NOCTENEHHOEe YBENYeHue.
MNonurpadnyeckas perncTpauyns BO BPeMs TOHNYECKUX MPUCTYMOB 4aCcTO NOKa3blBAET KPATKOBPEMEHHOE anHO3 C 31eKTPOMUOrpachnyeCcKM COKPALLEHNEM aKCUambHbIX MbILLL. V13-3a 3TUX XapakTepHbIX
NPU3HAKOB 3anNuUCb BO CHE MOXET ObITb MONE3HON ANS TOTO, YTOObLI OTNINYMTbL CUHAPOM JTeHHOKCA—TacTo OT fpYruX 3aNMAenTU4eCKNX CUHAPOMOB.

ATUNUYHbIE aBCaHCbI CBA3aHbI C Me[IeHHbIMW KOMMJIEKCAMW «CMank—BONHa» (<3 I'u), X0TS 6bIBAET CNI0XKHO YETKO Pas3NUYNTb NKTANTbHYO U UHTEPUKTANIbHYIO MEAJIEHHYO CI'IﬁI?IK—BOJ'IHOByIO AKTUBHOCTb

PeaynbTatsl
HenpoBM3yannaawnm

I'Iocxoany CTPYKTYpHas natofiorna asngercsa Hambonee pacnpocTpaHeHHON 3TUONOrNen, HaCTOATENIbHO PEKOMEH/YETCA BbINONHEHNE MPT B Hayane 3a6onesaHns, T.K. 3T0 MOXET NOBAUSATH Ha NnpuHATNE peLleHns
0 fieqeHunn.

MO03ra, Takoe Kak rmnoKcU4ecKn-memMmnyeckas sHuedanonatua. MosTopHOe 06CNEA0BAHIE NOXKMUIBIX NALNEHTOB C CUHAPOMOM JIeHHOKCA—TacTO MOXET NPUBECTY K BbISIBIIGHNIO CTPYKTYPHOI 3TUONOT MM,
NPONYLEHHOI NPW NPeAblAyLLel BU3yanusaunn. MPT TakXe MOXET U He UMeTb OTKJIOHEHWI OT HOPMbI

Ha MPT MoXeT 6bITb 06Hapy)XeHa pasnnyHas CTpYKTypHast aTUONOrus, BKIH04an 04arosble Unu Auddy3Hble NOPOKM PasBUTUS KOPbI, TY6EPO3HBIA CKIepo3, 0NyX0u Uin Npuo6peTeHHoe NOBPEXAeHNE F0N0BHOIO

[laHHblEe TEHETUYECKNX
nccnenoBaHuia

MaToreHHble BapuaHTbl BO MHOTUX reHax Gbli CBA3aHbI C 3TUONOT e, BbI3biBatOLLEN CUHAPOM JIeHHOKCa—acTo, n 06bI4HO BO3HNKAIOT Y pe6eHka de novo.

C cuHppom JleHHoKca-TacTo cBA3aH P4 XPOMOCOMHbIX aHOMaNWii u BapuaLuii KONM4ecTBa Konunii reHoB, NO3TOMY BaXKHOE 3Ha4eHNe NMeeT XpPOMOCOMHbIA MUKPOMATPUYHbIA aHanu3. MoXHO NCnonb30BaTh PAA
cnoco60B CEKBEHNPOBAHMA CNeAYI0LLEero NoKoneHus (aHrn. next generation sequencing, NGS), B uaeane — n0ONHO3K30MHOE CEKBEHUPOBAHWE UMW NAHEeNb HACNEACTBEHHbIX 3NUNENcnii, 0CO6EHHO ecnu nocne
KnuHuyeckoro o6cnefosanus n MPT aTnonorns He o6Hapy>eHa. Kpome Toro, reHeTU4eckoe TeCTUPOBAHNE TaKXXe CleAyeT paccMaTpyuBaTh AR NaLNeHTOB CO CTPYKTYPHbIMI HAPYLLIEHUAMI FOIOBHOTO MO3ra,
YKa3blBAIOLMMIN HA TEHETUYECKIE HAPYLUEHWUS B KA4€CTBE OCHOBHON NPUYNHbI Pa3BUTUA JAHHOTO CUHAPOMA

Pe3ynbTatbl Apyrux
nccnesoBaHuia

B peakux cnyyasx cuHapom JIeHHokca—racTo MOXeT 6bITb BbI3BaH HEMPOMETa60NNYeCKUM paccTpoicTBOM. MeTaGonuyeckoe ccnefoBaHne cneayeT pacCMOTPETb, ECMM OCHOBHAs 3TUONOMNS He 06HAPYXeHa
C NOMOLLbIO HEipOBM3Yyanu3aLmnn Un reHeTUYeCKNX UCcneoBaHui

OndbbepeHunanbHblii
MarHos

[pyrue anunencuu:

— CYHAPOM MHMaHTUIIBbHBIX ANUAENTUYECKMX CMa3MOB MOXET NPorpeccMpoBath A0 CUHAPOMA JleHHoKca—lacTo, u pa3nnynTb 3T CUHAPOMbI BO BPEMSA TPaHCGOPMaL MM MOXeT 6bITb TPYAHO. B oTnunyne

0T CNa3MoB, TOHMYECKME NPUCTYNbI 06bIYHO ANATCA 60M€ee 3 C U He BO3HUKAIOT KNacTepamu npu npo6yxaeHun

— EMALS BO MHOTMX ciy4yasx 0TAN4aeTcs HOPMasibHbIM Pa3BUTMEM [0 HaYana NpuCcTynoB, MUOKIOHNYECKN-aTOHUYECKMY NPUCTYNaMu 1 601ee GbICTPbIM FreHepann30BaHHbIM NATTEPHOM «CNAK—BOHA»

€ 4acToToMn 06bI4HO >3

— CuHapom [ipase 0TNNYAeTCA ANUTENbHBIMU FTEMUKIOHUYECKMMI NPUCTYNAMM, CIPOBOLUPOBAHHLIMM NPUCTYNaMu Ha 1-M rofly XXu3Hu. TOHUYecKIUe CyA0pOru (6CNK OHN €CTb) BOSHUKAIOT N03XE

— Opyrve DEE ¢ paHHUM Ha4anom n HECKONbKUMM TUNAMN NpUnaakos

— DEE-SWAS nnun EE-SWAS cBsizaHbl ¢ perpeccom 1 3ameTHO anunenTuopMHOIA aKTUBHOCTbLIO BO CHE C MOYTY HEMPepbIBHbIMK AN Y3HbIMY KOMMIEKCAMN «CNailk—BOJSTHa»

— CuHapom KonbLeBoin 20-i XxpoMocoMbl (aHrA. ring (20) syndrome) cBsi3aH ¢ pedypakTepHO anunencuen, yMCTBEHHON OTCTaN0CTbIO U MOBELEHYECKUMI pacCTPOiCTBaAMMU. TOHUYECKME NPUCTYMNbI 06bIYHO
nosBAOTCA BO BpEMS CHA, TOrAA KaK 604PCTBYIOLLNE NALMEHTBI YACTO UMEIT 6eCCYA0POXKHbIA INUAENTUYECKUIA CTATYC

—Io6Has anunencms MOXXeT NPOABAATLCA ABYCTOPOHHUMMN TOHNYECKMMU NPUCTYNAMK, 4aCTO C aCMMMETPUYHbIMI NposiBNeHusmMn. MeaneHHas cnaiik-BoNHOBas U reHepan30BaHHas napokcu3manbHas 6bicTpas
aKTMBHOCTb He HabnaaeTcs

— Peakue meTabonnyeckne HapyLweHns MOryT npuBecTu K doeHoTUNY cuHApomMa JleHHokca—lacTo. HepoHanbHbIii LepOnAHbIA NMNOMYCLMHO3 2-r0 TUNA 06bIYHO HAYNHABTCS Y eTe C HOPMANbHbIM Pa3BUTUEM
VAN M30NNPOBAHHON 3a[iepXXKoil peveBoro pa3snTus. Mocne Ha4ana npucTynoB HabMOAaeTCA NPOrpeccupyoLwmnii AeduunNT B ABUTraTeNbHON U KOTHUTUBHOIA cdpepax, a Takxe atakeus. [ng 39T xapakTepHa
hoTonapokcuamanbHas peakuns Ha yactore 1-3 'y

3.3. Is0oNOUKUOHHAA U/un
3Huedhanonarma co cnan

M anunenTUyeckas aHuedanonaTus co cnaik-B0ONHOBONA aKTUBHOCTbLIO BO cHe (aHrn. developmental and/or epileptic encephalopathy with spike-and-wave activation in sleep, DEE-SWAS) u anunentuyeckas
K-BOJIHOBOIi aKTUBHOCTbI0 BO CHe (aHrn. epileptic encephalopathy with spike-and-wave activation in sleep, EE-SWAS)

anugemuonorns

DEE-SWAS n EE-SWAS BcTpeyatoTcs pefiko, coctanss 0,5-0,6% Bcex nposiBNeHNiA anunencumn, HabnoaaeMbix B NeMaTpuyecknx aNMNenTonoruyecknx LLeHTpax TpeTbero ypoBHs

TeyeHune 3a60neBaHNs

KnuHnyeckune nposiBNeHns 06bI4HO CTUXAIOT B NEPUOZ NONIOBOr0 CO3PEBAHMSA, AaXKe Y NALNEHTOB CO CTPYKTYPHbIM NOpaxkeHeM. Pa3peLleHne KNNHMYECKUX NPUCTYNOB MOXET NpeSLlecTBOBATh, COBNAAATh UK
C/le[0BaThL 32 pa3peLueHnem NaTTepHOB NaTONOrM4ecKom akTueHocTi Ha I3 MaTTepH SWAS Ha 33T TakxKe nc4yesaeT, Kak Npasno, K NOAPOCTKOBOMY BO3pacTy. O4aroBbie aHOMannn MOryT COXPaHATLCA Kak BO
BpeMs 60APCTBOBAHMSA, TaK 1 BO BPEMS CHA. ADXUTEKTYpa CHa HopmanuayeTcs ¢ pa3peliednem SWAS.

BmecTe ¢ paspeweHnem SWAS Ha 33l 06b14HO Ha6NIOAAETCA U YNyYLLEHNe B KOTHUTUBHOM W NoBeAeH4ecKoil cdpepax. OfHAKO MHOTME NALMEHTbI UMEKT OCTATO4HbIE HAPYLLIEHMS, KOTOPbIE JOCTATO4HO CEPbEe3HbI,
4TO6bI OFPAHNYUTHL CAMOCTOATENIbHOE (DYHKLMOHUPOBAHNE NPUMEPHO Y NONOBUHBI 60MbHbIX. MpofoMXNUTENbHOCTL 1 3ToNorns DEE-SWAS n EE-SWAS sBnstoTcs Hanbonee BaXXHbIMI NpeanKTopamu ncxona
HapyLWeHN A B KOTHUTUBHOIA Cdepe — pUck He6aronpmaTHOro nexoaa Boiwe, ecnn DEE-SWAS n EE-SWAS npucyTcTBytoT 60n1€ee 2 neT. bonee nnoxue ncxonbl Takxxe HabnoaaoTcs npu paHHem fe6tote DEE-SWAS.
Taknm 06pa3om, paHHss ANarHOCTUKA UMeeT NepBOCTENEHHOE 3HAYeHNe ANS HaYana NeveHns 1 NoNyYeHNs NyYLnX ero pe3ynbTaToB B JONITOCPOYHON NEPCNEKTUBE, JaXKe eCN HEKOTOpble NpeobnagatoLme

B 3TMONIOrNN NPUYNHBI HE NOAAAITCA Tepanni, a ANA APYTUX KNMHUYECKOEe YNyYLleHne MOXET 0TCYTCTBOBATb NPW Pa3peLLeHnn NaTonorniecknx naTTepHos Ha 33, Tem He MeHee 0CTaTO4HbI AedMunUT nocne
pemuccun cygopor v paspeweHns SWAS MOXeT COXPaHATbCSA M UMETb MECTO B MEPUOJ OT HECKONTbKINX MECALLeB [0 7 IET N0C/e Hayana 3a60oieBanus

Tunbl NpUCcTYNoB

0653aTeNbHOr0 TMNA NPUCTYNOB HET. TUM NPUCTYMOB 3aBUCUT OT OCHOBHOW aTnonorun. Kpome toro, EE-SWAS n DEE-SWAS moryT BO3HWKATb Y NaLUMEHTOB, Y KOTOPbIX OTCYTCTBYIOT KAMHNYECKNE MPUCTYMbI.
Y 60nbWKMHCTBA 60NbHBIX B HA4aNbHOI (ha3e B BO3PACTe OT 2 40 5 NeT HA6NIOAAKTCA HeYacTble U NOLAAIOLIMECS NEYEHUI0 CYLOPOri. 3TU PaHHUE NPUCTYMbI, KaK NPaBUNO, ABNAIOTCA (DOKaNbHLIMU MOTOPHbIMM,
C HapyLeHNeM CO3HaHNA un 6e3 Hero, a TakXKe BapbUpyLWUMI 0T (hOKaNbHbIX 40 6unaTepanbHbiX TOHUKO-KNOHUYECKMX cyaopor. Cyaoporn 06bI4HO yXyALIATCsA C Pa3BUTUEM HECKONbKUX TUMOB NPUCTYNOB.
K HM 0THOCATCA (hOKanbHbIe NPUCTYNbI C HAPYLIEHNEM CO3HAHUSA U 683 HEro, TUMYHbIE U ATUMWYHbIE A6CAHCbI, aTOHMYECKNE NPUCTYMNbI U POKANbHbIE MOTOPHbIE MPUCTYMbI C HEraTUBHLIM MIOKIOHYCOM
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IIpunoxenue Bl (IpoAoIKeHHE). DIUICITUYCCKAE CUHIPOMBI C HAYAJIOM B IETCKOM BO3PACTE

KapTuHa 93l 3aBUCUT OT OCHOBHOIA 3TUONOrMN. DOHOBAs aKTUBHOCTbL BO BPeMs 60PCTBOBAHMS MOXET NPOABNATL 04aroBoe Ui Andchy3Hoe 3aMeAneHne 1 4acTo COAEPXKMUT 04aroBbIe AN MyNbTUOYAroBble
AHOMasM, HO MOXET ObITb 1 HOPMaNbHOIA. ANUNENTUGPOPMHAN AKTUBHOCTb BO BPeMs 60APCTBOBAHNSA HE ABNAETCA NOCTOSAHHOIA. [Tpn APEMOTE M BO CHe 0TMEYaeTCs BbIPAXKEHHAs aKTUBALMs 3NMNenTMOPMHOIA
aKTMBHOCTU C MefeHHbIMK (1,5-2 T4) cnaiik-BonHoBbIMK Komnnekcamu B N-REM ¢hasy cHa. Kak npasuno, ata akTuBHOCTb Habnoaaetcs v npu |l ctagun cHa. Mpu SWAS natonoruyeckas akTUBHOCTb BO3HUKaeT

HHbI r
fa e33 00bI4HO AU DY3HO, HO MOXET BO3HUKATh 1 h0KabHO (06bI4HO BO (DPOHTANbHbLIX OTAENaxX) Unu MynbTudokansHo. B REM-hasy cHa HapyLweHns CTAaHOBATCA MEHee HacTbIMU UK laXKe MOTYT OTCYTCTBOBATb.
HopmanbHas apXxuTekTypa cHa (BEpLUMHHbIE OCTPbIE BONTHbI, COHHbIE BepeTeHa U K-KOMNNeKcbl) OTCYTCTBYET UAN €€ TPYAHO pasnnyunts. MoxeT notpe6oBatbcs HouHas 330, T.K. MEANIEHHbI COH MOXET ObiTb
HeJOCTKUM npu ambynaTopHoii Al cHa. NkTanbHas 33 KoppennpyeT ¢ TUNOM NPUCTYNoB
PesynbTathl HelipoBmayanusaums MoxeT 6biTb HOPMaNnbHOI UV [EMOHCTPUPOBATHL NEXALLY0 B OCHOBE 3TUONIOrNM CTPYKTYPHYIO NaTONOIMI0 FOIOBHOMO MO3ra, KOTOPas MOXeT 6biTb CBA3AHHOI C pasBuTNeM (Hanpumep,
HelipoBM3yanu3aummn nepucunbBNanbHas NOAVMUKPOTrMPKS) MAKM NPUOBPETEHHOI (MOTYT HAbMIOAATLCA AHOMANNK CTPYKTYPbI Tanamyca)

[laHHblEe TEHETUYECKNX
nccnenoBaHuia

HekoTopble cry4an UMeOT reHeTUYECKYH TMONOr M0 MOHOTeHHO NPUPOAbLI UMK COXHOT0 TUNA HacnefoBaHNs. CemMeiHbI aHaMHe3 cyaopor Habntogaetcs y 50% nauueHtoB ¢ DEE-SWAS nnu EE-SWAS.
OCHOBHOI MOHOTEHHO NPUYNHON ABNAETCA MyTaumsa B rede GRIN2A, KoTopbIi KogupyeT cyobefnHnLy anbda-2 peuentopa rnytamara N-metun-D-acnaprata (NMDA). MatoreHHble BapuaHTbl CBA3aHbl
C Pa3NUYHOIi cTeneHbto TsHkecT heHoTunoB DEE-SWAS. 3T naumeHTbl UMEOT XapaKTepHbIi pe4eBOil NaTTEPH, KOTOPbIA MOXET COXPAHATHCSA BO B3POCIION XXN3HU

N deperumansHblin
Anario3

[lpyrue anunenTu4eckne CUHAPOMBI:

— SeLFE MoryT uMeTb 3aMeTHYI0 aKTUBALMIO 3aNunenTUOPMHOIA aKTUBHOCTI BO CHE, HO BpPEMeHHas CBA3b perpecca B KOrHUTUBHOM UMK NOBeAeHYecKoii cdepe ¢ o6HapyxeHnem SWAS Ha 33l oTcyTcTBYeT

— CTpYKTYpHble (hOKanbHbIE ANUAENCUN MOTYT UMETb BbIPXKEHHYH (DOKANbHYI0 3NUNenTUOPMHYI0 aKTUBHOCTb, KOTOPas MOXeT 60JbLUe NPOSBAATLCSA BO CHE, HO BPEMEHHAs CBA3b PErpecca B KOrHUTUBHOR 1N
nosefieH4Yeckom cdpepe ¢ o6HapyxxeHnem SWAS Ha 93T oTcyTCcTBYET

— CuHapom JleHHokca—lacTo oTnnyaeTcs kapTUHOM Ha A3, KOTOpas NOKa3bIBAET BbIpaXKEHHbIE MENEHHbIE KOMMNNEKChI «CNalik—BONTHA» Kak BO BpeMs 60 pCTBOBaHMSA, TaK M BO CHe. I CHa coaepXnT
reHepann3oBaHHy NapoKcU3mManbHyH 6bICTPYI aKTUBHOCTb, U 4acTO (DUKCUPYHOTCS TOHUYECKNE CYL0POrK

Mpoy4mne cocToAHNS:

—V feTeii ¢ paccTpoNcTBaMM ayTUCTUYECKOrO CMNEKTPA C YMCTBEHHOM 0TCTAN0CTbio UK 6€3 Hee, HO 6e3 perpecca MoXeT HabMAaTbCA akTUBAL M 3aNMNENTU(OPMHbIX HAPYLLEHNIi BO CHe

— Perpecc B KOTHUTUBHOI ccpepe ApYron 3TUONOrnm

3.4. InunenTuyeckuit CHHAPOM, CBA3aHHBII ¢ hebpunbHoit MHekumnen (anrn. febrile infection-related epilepsy syndrome, FIRES)

anugemunonorus

3T0 peaKkuil CUHAPOM, KOTOPbIiA, BEPOSATHO, HEAOCTATOYHO PACMO3HaH, C PACYETHO YacTOTOi 1 cny4ai Ha 1 MITH nonynsaunmu

KnnHuyeckas kapTuHa

FIRES 4alle Bcero BO3HWKaeT y AeTeil WKONbHOr0 BO3pacTa (CpefHuii Bo3pacT 8 f1eT) ¢ TUNNYHbIM Anana3oHom 0T 2 Ao 17 neT. OH Ype3BblYaiHO peiko BCTPEYaeTCs B BO3PACTE 0 2 N1eT U MOXET Ae6loTNpoBaTh
B Pa3HOM BO3pacTe, HO PeiKO MOXET BO3HNKATb 1 B MOTIOA0M B3pOCnoM Bo3pacTe. bonetT npeactaBuTenn 060Mx NoNoB, C HE60MbLLUM Npeo6najaHnem nauMeHToB MyXXCKoro nona. NepnHatanbHblii aHaMHe3
06b14HO 6€3 NATONOrMYeCcKUX NPOSIBNEHNIA. [leT pa3BUBaOTCA HOPMaNbHO, NPEALLIECTBYOLME HEBPONIOTMYECKIe 3a60N1eBaAHNSA, BKNOYAS NUNENCUI0, OTCYTCTBYIOT. [IeTW MMEKOT HOPMabHbIA pa3Mep rofioBbl.
Bce feTn umetoT B aHaMHe3e NpOTeKaBLUYHO C IMXOPAAKOA NPeALIeCcTBYOLLYI0 MH(EKLUIO, YaLlie BCEro BEPXHUX AbIXaTeNbHbIX NYTei NN XXenya04H0-KULWEYHOro TpakTa, B Nepnog 0T 24 4 40 2 HeJ A0 Havyana
pedhpakTepHOro aNUeNTUYECKOro cTatyca. Bo Bpems Havyana cynopor y nauneHToB BCe eLe MOXET HabnoaaTbea NMXopaaKa, Uan OHa Morna MMeTb MeCTO HeflaBHO.

[pn NOCTYNNEHN NaLMeHTbl 06bIYHO UMEIOT 3HLeanonaTuo u 4acTble CyL0poru, HecmoTps Ha npuem A3M. Paamep ronoBbl HOpManbHbIi. CTOKWE POKaNbHbIE RHOMANUN NPU OCMOTPE HEOObIYHbI, HO MOXET
HabnoaaTbCsa Npexoaawnii nape3 Togaa

TeyeHune 3a60neBaHNs

MpOrHo3 n3mMeH41B, HO 4acTo HebnaronpuaTeH. CMEPTHOCTb B OCTPOIA (hade cocTanfaeT npumepHo 10% 13-3a 0CNOXHEHUA NHTEHCUBHON TEpPanuu, TaKNX Kak CeNncuc, M HeKOHTPONNPYEMOro 3NnNIeNnTUYeCKOro
cTaTyca. [locne ocTpon hasbl y 60/bLINHCTBA AeTEN pa3BuBaeTCa (PapmMakope3ncTeHTHaa MynbTU(OKaNbHas anuaencus.

B ocTpoit hase y 60nbLIMHCTBA AeTen HAbI0AaeTCs perpecc B pa3snTuu, a npu nocneayroLlem HabnojeHnn B XpoOHM4eCcKon pase y 60MbLIMHCTBA OCTAETCA YMCTBEHHAS OTCTANI0CTb PA3NINYHON CTENEHN.
Mpn6an3nTensHO y 1/3 BLKUBLUNX KOTHUTUBHbBIE (DYHKLWW HOPMaTbHbIE MK NOTPAHNYHBIE (HACTO MMEKOT MECTO HapYLLIEHUs CMOCOOHOCTM K 06y4eHNI0), y 1/3 — yMCTBEHHAsA OTCTANOCTb OT NIErKOM 10 YMEPEHHOI
cTeneHu u ewey 1/3 — o1 TAXKenoi cteneHn 40 rny60Kon MHBANMAHOCTM UV NEPexXo B BereTaTueHoe cocToHne. bonee He6naronpuaTHbIN UCX0[ 6biN CBA3AH C 60MbLLEA NPOLOSIKNTENIbHOCTHIO
MeJNKaMeHTO3HOI KOMbl 1 60/1ee MOJIOAbIM BO3PAcTOM Ha4yana 3abonesanus. [[po6riemMbl C BHUMaHUEM W NOBEAEHNEM, BKII04AA arpeccuio, TakXKe pacnpocTpaHeHbl CPpean BbDKUBLLNX.

B XxpoHuM4eckomn hase y MHOTMX NaLUMEHTOB MMEIOT MECTO MPU3HAKM ABNTaTENIbHbIX PACCTPOIACTB

Tunbl NpUCTYNoB

®okanbHble AN MyNbTUOKaNbHbIE CYyA0POru, ABNAIOLWMECH 0693aTeNbHbIMI AN NOCTAHOBKI ANArH03a, MOryT Pa3BliBaTLCA B 1BYCTOPOHHUE TOHUKO-KNOHMYECKNE CYA0pOrA. PacnpocTpaHeHHbIMI NKTanbHbIMY
CUMNTOMAMN ABAAKOTCA OTKMOHEHE rNa3 u remudannanbHbie noaepruBaHns. MpucTynbl 66ICTPO NPOrPECCUPYIOT MO HACTOTE U TSHKECTU N LOCTUrAIOT KyNbMUHALUN B cyneppedpakTEPHOM 3NUAENTUHECKOM
cTaTyce (OnNpefensieMom Kak Npofo/mKUTENbHOCTLIO > 24 4) B 0CTPON (pase

[aHHble 33T

®oHoBasA akTMBHOCTb I3 06bIYHO NATONOrMYeCKas, ¢ 3aMeeHneM U MynbTUO4AroBbIMW aHOMaNUAMU. 4acTo HA6NOJAOTCA PELNANBUPYIOLLNE 3KCTPEMANbHbIE AefbTa-LeTKI, COCTOsALLME U3 NAPOKCU3MANIbHOTO
6eTa-genbra-Komniekca ¢ 6eTa-aKTMBHOCTbIO YacToTON 15-18 Iy, HANOXXEHHOr0 Ha AeNbTa-aKTUBHOCTb 4acTOTON 1-3 4 BO (hpOHTANbHbIX 1 LEHTPaNbHbIX 0TAENax. Ha JaHHbIi naTTepH MOryT 0Ka3aTb BAUSHNE
aHecTeTUKM, MCNONb3yemble AN KOHTPONS ANUENTUYECKOro cTaTyca.

OnutenbHbin BuAe0-33M-MOHUTOPUHT NPY NOCTAHOBKE AMAarH03a N0Ka3blBaeT NOCTENEHHOE YBeNNYeHe CyA0P0XHON aKTUBHOCTM B TEYEHNE NEePBbLIX AHEN UK Heaenb 3a6onesaHus. BHavane 6pems npuctynos
MOXET 6bITb HU3KUM, HO CO BPEMEHEM PEruCTPUPYIOTCA 4aCTble MHOr004aroBble CyOKTMHNYECKINE U KITMHNYECKIUE MPUCTYMbl, 06bIYHO C 4aCTOTON HECKOMbKO B 4ac. TUMMYHbIA NAaTTEPH NPUCTYNOB COCTOMT

13 hoKanbHO akTUBHOCTM YacToTon >10 Iy ¢ amMnNAUTYAON OT HU3KOW O YMEPEHHOI, NepexoAnLLeit B XOpoLo ccpOPpMUPOBAHHbIE PUTMUYHbIE CNAKK 1 KOMMAEKCbI «CNank—BOMHa», N UKTaNbHOW aKTUBHOCTH,
KOTOpAs 4aCTO CMELLAETCA C OAHOM0 NONyLWapus Ha Jpyroe

PeaynbTatsl
HenpoBmM3yannsaunm

Bo Bpemsi ocTpoii ctaguu MPT 6biBaeT B HOpMe NpuMepHo B 2/3 cny4aes. Mpnbnan3utensHo B 1/3 cnyvaes MoryT 06Hapy>XuBatbca T2-runepuHTEHCUBHbIE U3MEHEHUs 6unaTepanbHo B BUCOYHbIX 0TAeNaX,
0CTPOBKOBOIA A0Ne, 6a3aNbHbIX FAHIINAX U/WAN Tanamyce, KOTOpble MOTYT ObiTb Mano3aMeTHbIMU. TaK)Ke MOXET Habl0AaTbCA NENTOMEHNHTeaNbHOE YCUITEHNE, HO OHO He ABAAETCS CeLnduYHbIM AN AAHHOTO
cUHApOoMa.

Ha xpoHuyeckon ctaguu 3a6onesannsa MPT 06b14HO noka3biBaeT MM dy3Hyto LepebpanbHyo aTpoduio pasnnyHoi CTeNeHN U/nn N3MEHEHNs CUrHana B BUCOYHbIX A0JISX, KOPE rONOBHOM0 MO3ra,
NEPUBEHTPUKYNAPHOM 6€710M BELLECTBE, rMnnoKammne 1 6a3anbHblX raHramax

[laHHble TEHeTUYECKNX

nceneaoBaHuin

Mpeanonaraercs, 470 3TO PACCTPONCTBO He ABNAETCA FEHETUYECKUM, 1 TeHbl He b MAEHTUAULNPOBAHBI B KA4ECTBE NPUYNHBI 3a6051eBaHNA. B CeMENHOM aHaMHe3e Cy[opor 06bI4HO HeT




¢Sl

ns‘eisdajide mmm

SUOI}IPUOY [eWSAX0Ied pue Asdajidg

IIpunoxenue Bl (OkoHYaHHME). DIMIECITUYECKIE CHHPOMBI C HAUAJIOM B JIETCKOM BO3PACTE

PesynbTathl apyrux
ncenenoBaHuia

Heo6xoanmo nccnegosanune CMXX ans nckniovenns nidexuyn. CMXX 06bI4HO B HOPME, HO MOXXET 06HAPYXUBATLCA YMEPEHHbIN nneouynTo3. benok n naktat 8 CMXX B Hopme. OnnroknoHanbHble NOOCkI OTCYTCTBYIOT.
CnenyeT NCKNKOYMTb UMMYHHY0 3TMonoruio, Ho npu FIRES cneunduyeckne antutena ewie He 06HapyXeHbl. AyTOMMMYHHbIE MaHeNu CbIBOPOTKN KpoBu 1 CMXK nonoXMTeNnbHbIX Pe3ynbTaToB He NOKa3bIBAIOT.
Coo6Lanock, 410 xeMoknHbl Th1 (CXCL9, CXCL10 v T.4.) npeumyLuecTBeHHO akTuBupytoTcs B CMXK HezaBucumo oT nepefayn curHanos peuentopom uHtepneiikuHa-1 (IL-1R). Meta6onuyeckue nccnefoBaHns HU4EM
He NpuMeyaTesbHbl. B HEKOTOPbIX Cy4asx c006LLanoch 0 Y4pe3MEPHOM HEipOBOCMANEHNI, KOTOPOE MOXET ObITb BTOPUYHBLIM MO OTHOLLEHWIO K (DYHKLIMOHANbHOMY fedmunTy aHTaronucra IL-1R

OndbbepeHunanbHblii
nnarHo3

[pyrue anunenTu4eckne CUHAPOMBI:

- CI/IHJJ.DOM ):l,paae oTnnyaeTcsa MaHI/Id)eCTaLI,I/IeVI npenmMyLiecTBeHHO Ha 1-m rofy Xu3Hu n Hanu4inem B aHaMHe3e nepemMexxarLWwmnxca ANnTebHbIX NPUCTYNOB C NHTEPBAJIbHbIM BOCCTAHOBEHWEM, B OT/IN4ME OT
e[JMHNYHOrO cyneppedpakTepHOro aNUNEenTUYeCKOro cTaTyca ¢ pa3BUTMEM NEPCUCTUPYIOLLEr0 PACCTPOACTBA

— PCDH19 knacTepHas anunencus 0TA14aeTCA TeM, YTO OHA NPOSIBNAETCA B NepBble 3 rOAa XU3HN U UMEET B aHaMHe3e rpynny npucTynos, 06bIYHO BbI3BAHHbIX NMX0PaAKOoiA. CyneppedpakTepHblii anunenTn4eckni
cTaTyCc BCTPEYaeTCs peako

Mpoymne cocToAHNS:

— MeHUHIUT nnu sHueanut

— Cneuunduyeckne ayToMMMyHHO-0N0CPeA0BaHHbIE 3HLedanonatnm, Takue kak aHtu-NMDA-peuenTopHbIi HLedanuT

— Tokcuyeckue aHLedanonatum

— MeTabonuyeckune HapyLIeHUs, TaKNe KaK MUTOXOHApPMaNbHbIe 3a601eBaHNS

3.5. [eMMKOHBYIbCMBHO-reMUNNErM4ECKUil aNMNenTuyeckuit cuHapom (aHrn. hemiconvulsion-hemiplegia-epilepsy syndrome, HHE)

anuaemuonoruns

HHE siBnsieTcs peikumM CUHAPOMOM, 1 3a nocnefgHne 30 neT 3a60/1€BaeMOCTb UM 3aMETHO CHU3WNACh C MOMEHTA Havana akTUBHOrO NIeYeHNst ANUTENbHbIX NPUCTYNOB UM 3NUNENTUYECKOr0 CTaTyca B CTPaHax,
06€CNeYeHHbIX pecypcami

Knnuuyeckas kaptuHa

BoapacT B Havane 3a6osieBaHNA 00bIYHO <4 NeT, N0N10BaA NPeAPacnoN0oXeHHOCTb 0TCYTCTBYET. POXAEHNE 1 NPeLLeCcTBYIOLWMNA aHAMHE3 He UMEIOT 3HaYeHNs, a pa3BUTNe U HEBPONOrNYeCKNi cTaTyc 1O MOMEHTa
Havana 3abonesaHusi B HOpMe. Y AeTeil C AANTENbHbIM (POKaNbHbIM 3MUNENTUYECKMM CTAaTyCOM HEMEeANIEHHO pa3BmBaeTca remunapes. iuarnos HHE cnepyet paccmarpueatb, Koraa nocne e6puibHoro
3NUNeNTUYeCKOro crarycay pebeHka mnagwie 4 net HabnwaaeTca cTtonkas remunnerns. Aasns Takke MOXeT 0CTPO NPUCYTCTBOBATL B 1/4 ciy4aes, eCin BOBJEYEHO JOMUHAHTHOE NonyLiapue

TeuyeHune 3a60neBaHNs

Y 60NbLWINHCTBA [leTeil COXPAHAETCS CTOMKIUA HEBPOSTOrNYeCKUA fLeddnumnT B ABUratensHoii cdepe. 0nHako y 20% nauneHToB AeULMT MOXKET ObITb MUHIMASbHBIM UK PA3PELLNTLCA B TeveHne 12 mec. Ecnu
npucyTcTByeT ada3ns, OHa YalLLe BCEro pa3peLlaeTcs B TE4EHME 2 MEC, HO MOXKET COXPAHATLCA 1 AonbLue. Mocneayowme oKanbHbIe NPUCTY bl NOABASOTCA N0 UCTEYEHUN PASANYHON NPOAOSIKUTENBHOCTM
NPOMEXYTKOB BPEMEHU, NP1 3TOM 85% NPUCTYNOB HAYMHAIOTCA B Te4eHWe 3 1eT NoCe NepBoHa4anbHOro 3aNuNenTuYeckoro cratyca. ®okanbHbIe NPUCTYMbl B XPOHUYECKOI hase 06bIMHO hapMaKOPe3UCTEHTHBI,
HO MOTYT NOAAABATLCSA XMPYPrU4ECKOMY NE4EHMI0, Hanpumep remuccepoTomni. MHOrme AeTn Takxxe UMeoT pa3nnyHylo CTeNeHb YyMCTBEHHON OTCTAanocTy

Tunbl npucTynos

[MepBbI NPUCTYN 06bIYHO NpeAcTaBNAeT c060i DOKANbHbIA KIOHUYECKMA heOPUNbHBIA ANUNenTUYeCKUin cTaTyc. KNOHNYeCKNA KOMNOHEHT MOXET 6bITb Manio3aMeTHbIM. O6bI4HO nocne pokanbHOro
3NUNeNTMYECKOro cTaTyca HacTynaeT nepuoj 6e3 NpucTynoB, KOTOPbIA MOXET AANTLCS OT HECKONbKIMX MECSLEB A0 HECKOMbKMX NeT. Yepe3 pa3nnyHbiil Nepuos BpeMeHn NosBASOTCA hOKanbHbIe MOTOPHbIE
CYLLOPOTW U/UNK TOHUKO-KNOHUYECKNe CyL0pOru OT (DOKanbHbIX 40 6unarepanbHbIX, KOTOPble 06bIYHO CTAHOBATCA (DapMakope3uCTeHTHbIMM. MTPUCTYNbI MOTYT NI0KANM30BaTbCA UCKITYNTENLHO B BUCOYHON AONTE,
BO3HWKATb BHE BUCOYHbIX 061aCTEN UK BbITh MHOr004aroBbIMU

Ecnu 33T pernctpupyetcs B0 BpeMa 0CTPOro POKanbHOro aNUENTUYECKOro cTaTyca, MKTaNbHbI pa3paj xapakTepusyeTcs puTMnYHbIMK (2—3 TU) MeNeHHbIMIU BOTHAMM, KOTOPbIE 00bIYHO ABNAIOTCA
N1BYCTOPOHHUMMU C 60J1ee BbICOKOM aMNANTYA0N B NOPaXXEHHOM noaywapun. Kpome Toro, Haf nopakeHHbIM NONYLWApMeM 4acTo HabnAaTCa peKpyTUHroBble puTMbl (10 TL). PoHOBas pUTMIUKA MOXET 6bITb

Aaritbie 330 HOpPManbHOI B Ha4ane, HO BO BPEMSA XPOHMYECKON (Dadbl HA6H0[AI0TCA Ype3MepHOe 3aMeAneHne (4acTo aCUMMETPUYHOE) N ANUAENTUOPMHAR aKTUBHOCTb, KOTOPas Hanbonee 3aMeTHa B NOPaXXEHHOM
noyLWapun, HO MOXET 6bITb ABYCTOPOHHEIR
Ha MPT, BbINONHEHHOI cpa3y Noclie anuIenTUYeCKOro cTatyca, coaepxarcsa Auddy3sHble remuctepmyeckne aHomanun ¢ T2-runepuHTEHCUBHOCTLIO U OFPaHUYEHHO AN dy3nen, NpenMyLLecTBEHHO
PeaynbTarhi B NOAKOPKOBOM 6€JI0M BELLECTBE NOPaXKeHHOro nonywapus. OTek NOPaXXeHHOro NonyLwapus MoXeT 6bITb TAXENbIM, NPUBOAALLMM K MACC-3(h(EKTY N BOZMOXXHOMY PbIXXEBOMY BbINAYUBAHNIO.
HeMPOBU3YaNN3aLMM Ecnn npoBoAMTCS MarHMTHO-PE30HAHCHAS CNEKTPOCKONMSA, OHa NOKa3blBaeT CHUXeHWe ypoBHA N-aleTunacnaprara 1 yMepeHHOe NoBbILIEHE YPOBHA NakTaTa B NOpaXeHHOM nonywapuu. Ha 8—15-e cyTku nocne

3NMUNENTUYECKOro CTaTyca LUTOTOKCUYECKIIA OTEK YMEHbLIABTCS C HOpManu3aumuei nokasaTenei BUAMMOro KoadduunenTa anddysnm n coxpaHsiolencs T2-runepuHTEHCUBHOCTbIO C HapacTatoLLen noTepei
o6bema. B Te4eHMe 1 Mec 0TYETNNBO NPOSABAAETCS aTPOIUs MOPAXKEHHOTO MONYLIAPUS FONIOBHOI0 M03ra. Tak)Ke 4acTo HabNtofaeTCs rnnoKaMnanbHbli CKIepo3

[laHHble reHeT4ecKnX
nceneaoBaHuii

[eHeTMYeCKOe NCCneaoBaHne He NoKa3blBaeT OTKIOHEHWNIT OT HOPMbI

PesynbTathl apyrux
ncecneaoBaHuia

OueHka KOarynsunoHHbIX, MeTabonnyeckmx, I/IHCbeKLU/IOHHbIX N UMMYHHbIX HapYLUEHWIA, KaK NPaBno, He N0KasbiBAeT OTKSIOHEHUI OT HOPMbI

NuddeperumnanbHblin
Anario3

[pyrue anunenTu4eckne CUHAPOMBI:

- CI/IHJJ,pOM ):lpaae nposaBafeTca B MnageH4ecTse NPOAOSIKUTENIbHBIMU TEMUKITOHUYECKUMKN NPUCTYNamu Ha dJOHe 3aﬁoneBava, conposoXxAaakulerocs nmxopa,uKon, KOTOpPOE MOXXET NPUBECTN K NpexoasLuemy
nape3dy Togaa. OgHaKo aT0T AedULNUT pa3peLlaeTcs, 1 0TCYTCTBYIOT Tunu4Hble Ans HHE aHomanuu Ha MPT

— Cunppom LLtypre—Be6epa MoXeT NposBNATLCA (DOKaNbHbIM MOTOPHbIM 3MUNENTUYECKUM CTAaTyCOM, HO KOXHbIe nopa)keHns n MPT, AeMOHCTpuMpytoLas TUNUYHbIE MPU3HAKN 3TOT0 CUHAPOMA, NO3BONAOT
NpeanonoXnTb AaHHbIA ANArHO3

— CuHapom PacmycceHa nposiBnseTcs OAHOCTOPOHHUMMW POKANbHBIMW ABUraTeNbHbIMU NPUCTYNAMU, HO NPOTrPECCMPOBAHIE NPOUCXOAUT HAMHOTO MeANeHHee, a OKanbHbIA ANUNENTUYECKIUIA CTATyC NPOSBNAETCS
Ha 60N1ee NO3LHMX CTafuAX Pa3BUTMA W, KOr4a BOSHWUKAET, ABNAETCA 60/ee yCToR4MBbIM Npu3HakoM. KapTuHa Ha MPT MoXeT ObiTb HOPManbHOIA B Ha4ane 3a60neBaHus UK BbIABNATL NErKyK 0CTPOBKOBYIO
aTpodomio, HO B TE4EHNE MeCALEeB UMK NET Pa3BNBAKOTCA 04aroBble N3MEHeHNs 6en0ro BeLWecTBa n aTpodna nonyLwapuii

— 0yaroBblii (he6pnbHbIA 3NUNENTUYECKMIA CTATYC MM 04Ar0BbIA 3NUIENTUYECKMIA CTATYC APYrON 9TMONOTMIN MOXET CONPOBOXAATHCA Nape3om Toaaa, KOTOPbIi 06bIYHO NPOXOANT B TeYeHue 24 4

poyne cocToAHNS:

— MeHWUHIUT 1 3HuetanuT

—lemopparnyeckunii nu NWeMnN4ecKnin MHCYNbT

— MutoxoHfpuanbHoe 3abofeBarune, cBi3aHHoe ¢ raMmma- unu MELAS-nonumepason

Ipumeuanue. DOI' — anexmposnyedpanozpapus; ADII — anmusnunrenmuyeckue npenapamol; IGE (anen. idiopathic generalized epilepsy) — uouonamureckas 2enepaiu3o6annas snurencus; MPT — Maznumno-pe3oHancHas
momozpagpus; IMI — anexmpomuozpagpus; CMAK — CnunHOMO3208015 HCUOKOCNb.
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