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IMABA I. AMUNENTUYECKWE CUHAPOMbI C HAYAJIOM B HEOHATANIbHOM NEPUOAE U MNAIEHYECTBE (0-2 ropa) /
EPILEPTIC SYNDROMES WITH ONSET IN NEONATES AND INFANTS (0-2 roga)

1. ®okanbHbIe CaMONMMUTUPYIOLLMECSH nuUNenTUYeckme cuHapoMmbl / Focal self-limited ES
1.1. Camonumutupytowasca (cemeiHas) HeoHatanbHas anunencus, CIl (C) H3 / Self-limited (familial) neonatal epilepsy, SeL(F)NE
Kpatkas xapakrepucTuka (paHee NpuMeHsIBLUEECS HA3BaHMe CEMEiTHbIX BapuaHTOB — A06POKaYeCTBEHHbIE CEeMelHbIEe HEOHaTanbHbIE Cy[0pOori)

Onuaemuonorus

PacyeTHas yactoTa coctaenset 5,3 cnyyas Ha 100 ThIC. XMBOPOXAEHUN, T.€. = 1:20 ThIC. HOBOPOXAEHHbIX

KnuHuyeckas
KapTuHa

[le6loTMpyeT co 2-ro no 7-i AHW XW3HW. Ecriv AeTH poXXaalTcs HEAOHOLIEHHBIMM, CYLOPOrA MOTYT BO3HUKATL B TEYEHIE HECKOMbKIX AHEN
nocrne CKOpPPeKTUPOBAHHOTO recTaLMoHHoro Boapacta 40 Hea.

O6a nona cTpapatoT oanHaKkoBo. McTopus BepeMeHHOCTM M POAOB HUYEM He npuMeyaTenbHa. B octanbHOM passuTie MnageHUeB KaxeTes
COOTBETCTBYHOLLMM BO3pacTy. Pasmep ronoBbl 1 HEBponorudeckoe obcrnegoBaHne B HOpMe

Tunbl npuctynos

Cypoporu B aebioTe xapaktepusylTcs hokanbHbIMU TOHUYECKUMU YEPTAMM, NMOPAXAIoLLMMU FONOBY, NIULIO U KOHEYHOCTMU.

OHu MOryT nocnegoBaTeNbHO NPOrPECCUMPOBAThL: TOHUYECKUE, KMOHNYECKME, MUOKIOHWUYECKUE 1 BereTaTuBHbIe, CrieaytoLLe Apyr 3a Apyrom
6es egnHoro npeobnapatoLlero npusHaka. Yacto HabnogaeTcs M3MeHeHWe natepanusauum Bo BpeMS Wiu oT npuctyna k npuctyny. Moryt
HabnoaaTbCs BoKanusawuus u/mnu aBTomaTnambl. BereTaTmHble NpuaHaKK, Takme Kak anHoa 1 LMaHo3, NpucyTCTByHT B 1/3 npucTynos v MoryT|
ObITb NpeobnagatoLMm NpOSIBIEHUAMM.

B HepmaBHel cTaTbe, CpaBHMBAOLIENA KIMHMYECKUE NPOSBMEHWUS TEHETUYECKNX JNMWMENCUA 1 OCTPbIX CMPOBOLMPOBAHHBIX MPUCTYNOB Y
HOBOPOXAEHHbIX, COOBLLAETCS, YTO MPUCTYMbI MPU FeHeTUYecKkux anunencusix (8 nepsyto ouepeab CI HI, obycnosneHHbix KCNQ2), kak|
npaBuo, UMetoT Bonee no3aHee Hayano 1 6onee KOPOTKYHO MPOAOIIKUTENBHOCTb, YeM OCTPbIE CMPOBOLMPOBAHHbIE MPUCTYMbI, CBSA3AHHbIE
C VHCYNbTOM WIW MANOKCUYECKM-MLIEMMYECKON 3HLeanonaTueil.

Knactepbl npuctynoB npu CJ1 H3 MoryT BO3HWKaTb B TEYEHWE HECKOMbKMX YacOB WNM [OHEW, NMpu 3TOM HOBOPOXOEHHbIA BegeT cebs
HOpManbHO Mexay npuctynamu. Knunuyeckoe obcnefoBaHue B UHTEPUKTANBHOM MEPUOAE — HOPMA, 3@ WUCKIOYEHWUEM HEMOCPEACTBEHHO
MOCTWKTaNbHOTO Nep1oaa N Cryyaes, Koraa MnafeHeL, HaxoamTCs nog cefaTUBHbIM BO3AEACTBUEM MEANKAMEHTOB.

Takum obpasom, kpatko npunagku npu CIT H mor 6biTb OxapakTepu3oBaHbl kak pokanbHble (B OCHOBHOM TOHWYECKWE) MPUCTYMbI C
M3MEHEHMEM flaTepanuaaLm MOTOpHbIX (heHOMEHOB Kak BO BpEMS MPUCTYNa (MUrpaums), Tak 1 B pasHblx NpucTynax (anbTepHauus)

[aHHble A3

®oHoBas O MOxeT OblTb HOpPManbHOM WM WUMETb He3HauMTeNbHble Hecneuvdmyeckne OTKMOHEHWS. PoKamnbHble WHTEPUKTaNbHbIE
3NUNenTdOPMHbIE aHOMaNUN MOXHO YBUAETL MPUMEPHO B 2/3 CIyyaes, YalLie BCEro B LIEHTParbHOM, LIEHTParnbHO-BUCOYHOM Ui fI06HO-BUCOYHOM
obnacti. B nepuoabl 6onee akTuBHbIX MPUCTYNOB MOXET HAbMtoaaThCs 04aroBoe UNK pacrpocTpaHeHHOe 3ameasieHune, 0fHako, B OTNMYME OT
9P, obycrosneHHon KCNQ2, natTepHa «BCrblLLKa-NoAaBNeHe» Uik Goree BhIpaeHHOTO CTOIKOrO 3aMe/ineHIst He HabnogaeTes

OnucaH TUMNYHbBIA MKTamNbHbIA NATTEPH C HaYarbHbIM 3aTyxaHnem O3l NPOJOMKUTENLHOCTBIO A0 20 C, 32 KOTOPLIM CedyoT NOBTOPSIHOLLMECS
cnaifkoBble pa3psabl (B OCHOBHOM LIEHTPOTEMMOpanbHble, XOTA MOryT ObiTb 3aTpoHyThl W Apyre obnacTu), KoTopble 4Yacto 6biBatoT
BunatepanbHbIMI, HO @CMHXPOHHBIMM M CO CABUTOM B NlaTepanbHOM Hanpasnerun. Tonorpadous moxeT MEHATBCA ot ogHoro npuctyna K gpyromy|




Heitposusyanu-
3auns

HelipoBuayanuaaums He nokasblBaeT CTPYKTYPHbIX HapyLLEHHIA, KOTOPbIE MO Bbl BbITb MPUYMHON AMUAENCIM

[eHeTnyeckve
1ccrneaoBaHus

B cembsix HabniogaeTcs ayTOCOMHO-AOMMHAHTHbIA TUN HacnefoBaHWs (MHOrAa C HEMOMHOW neHeTpaHTHOCTbo). CIT HY moxeT 6biTh
obycnoBneHa natoreHHbIMK BapuaHTammn de novo B reHax KCNQ2 n KCNQ3. Onu kogmpytoT cyObeamnHuLbl KanneBblX KaHamnoB, KoTopble
BMecTe 00pa3yroT reTepoTeTpaMepHbIn kanuesbiit kaHan (M-kaHan).

CemeltHblit aHamHe3 CJ1 HO HeoOxogum gns moctaHoBkW amarHosa cemewHon CIT H3. Yacto Habriopaetcs BapuabenbHoOCTb
NPOJOIMKMTENBHOCTM AMUNENCUM Y MMEBLLKMX €€ YNEeHOB ceMbu. MyTaLyio reHoB BbisiBNsT Bonee yem B 90 % cemeit. MaToreHHble BapuaHThbl
B KCNQ2 senstoTca Hanboree pacnpocTpaHeHHOM NpUYnNHON AaHHOTO CUHAPOMA, OHW NpUCYTCTBYIOT Boree Yem B 80 % criyyaes 1 BKNIOYaT
CTOM-KOZOHBI, JerneLun U MyTauuu CABMra pPaMkv CYWTbIBAHWS, MPUBOLSLUME K rannOHESOCTATOMHOCTU, @ Takke HEKOTOPbIE MMCCEHC-
BapuaHTbl, KOTOpble BbI3bIBAIOT NETKYl0 UMK YMEpPeHHyo noTepio dyHKLMW kaHana. Hapylwehus, ceasaHHble ¢ KCNQ2, HacneayioTes no
ayTOCOMHO-JOMUHAHTHOMY TUny. BonblumHCTBO NMtogeit ¢ auarHosom KCNQ2- CI1 CHO sBnsiotcs reTeposuroTHbIMKM MO NaToreHHoMy
BapuaHTy, yHacnegoBaHHoMY oT poauTens. MatoreHHble BapuaHTbl reHoB KCNQ3 n SCN2A BCTpeyaloTest 3HaunTeNbHO pexe

TeueHune
3abonesaHus

Cypoporn 00bl4HO CTUXaKT K 6-MecsiyHOMY BO3pacTy, OONbLIWMHCTBO Npekpaliaetcs K 6-HeaenbHoMy BospacTy. Ecnm 6bino Havato
NPOTUBOCYAOPOXKHOE NleYeHue, ero YacTo MOXHO NpeKpalaTh B TEYEHWe HECKONbKIX Hedenb. [porpecc B pa3BuTM 06bIYHO HOpManbHbIN,
XOTS1 B MEHBLUMHCTBE CRy4aeB MOryT BbITb TPYAHOCTW B 0BYUYEHUN UK NETKne ABUTaTeNbHbIE HapYLUEHHS.

WccnenoBarus nokasbiBatoT, YTo 40 1/3 naumeHToB uMerT cyaopory B 6onee no3aHem BospacTte. K HuM oTHocsTCS: hebpunbHble Cyaopory,
Knactepbl (hokanbHbIX CyLOPOr, N30NMPOBaHHbIE reHepanu3oBaHHbIE TOHUKO-KIMOHUYECKWE CyLopOru U B MeHblueii cteneHu CI3 LITC.

Y HEKOTOpbIX NaLMEHTOB CO CreLudUIeckuMI BapuaHTami MyTaLum B reHax MOXET ObITb MUOKMMMSA (NOCTOSIHHAS MblLUeYHast akTUBHOCTb,
BbI3bIBAIOLLAS PUTMAHOCTL W TOHKWE NOAEPr1BaHMs), KOTOpPash MOXKET NPOSBNATLCS NO3Ke B MNafeHYecTBe

[uddepeHyn-

anbHbI AnarHo3

Apyaue anunenmuyeckue CUHOPOMb!:

— (pokarnbHasi CTPYKTypHas naTornorust NPOsIBNSIETCS CTEPEOTUMHBIMU (hOKamnbHbIMI KIOHMYECKUMM Npunagkamu.

CX00HbIe COCMOSHUS:

— OCTpble CNPOBOLMPOBaHHbIE CYAOPOrY BCNIEACTBUE TMOKCUYECKN-MLLIEMUYECKON HLedanonaTi, MeTabonnyeckux paccTpoicTs,
3MEKTPONUTHBIX HApYLUEHWIA W MHCYMbTa BCTpeyaroTes valle, 4em CI HO. CnpoBoLmpoBaHHble CyAoporu, kak npasumo, uMetoT 6onee
paHHee Havano (B 1-M AeHb Xu3HK) 1 Bonee NpogomkuUTENbHbI. Hannume sHuedanonatum uckniovaet CN HI.

Heanunenmuyeckue napokcuamb:

— [0DOPOKaYECTBEHHbI HEOHATaNbHbII MMOKMOHYC CHA CresyeT Nerko 0TNNYaTh N0 Hann4Mi MUOKMOHYCa BO BPEMS CHa Y 300POBOTO B
0CTanbHOM MrafeHLa, KOTOPbI MOXET U3MEHSTLCS N0 YacToTe, aMnauTyAe W Tonorpacum




Kputepuu guarHocTmku camonumuTupytollencs (cemeinHon) HeoHatanbHoii anunencuu, CI (C) H3

HacTtopaxuBatowme B OTHOLLEHUM

CKWN cTaTyc

kom obcrnenoBaHnm

Mapametp 0O6s3aTenbHbIe KpuTEpUm IDABUNLHOCTIA MATHO3A MDY3HAKH Kputepun ncknroyenus
B Havane cymoporv xapakTepusyiotcst o-|KnuHUueCkuin aHamHes, CBUMAETENbCTBYOLWNA O|— ONUENTUYECKME CnasMbl,
KanbHbIMA ~ TOHUYECKUMM  MPUCTYNamu, BHYTPUYTPOOBHBIX Cyaoporax — MWOKMOHUYECKWE MPUCTYMbI,
PacnpoOCTPaHSKLLMMMCS Ha FONOBY, NULIO U KO- — reHepann3oBaHHble TOHUYECKIe CYA0pOrK,
[MpucTynbl HeuHocTU. PoKanbHbIE TOHUYECKUE LITU KITOH- — reHepanu3oBaHHbIE TOHWUKO-KITOHUYECKUE CY-
yeckue CyaoporM MOryT — YepefoBaTbCA noporu
no CTOPOHE OT MpUCTYna K MNpucTyny u
pa3BWBaTLCs B ABYCTOPOHHIE Cyaopori
WHTepukTanbHas OOl nerkoe 3amenneHveMHTepuktanbHas OOl cToitkoe dhokamnbHOe
(DOHOBOM PUTMUKU 3amMedneHne, He OrpaHUYeHHOe MOCTUKTarb-
HbIM NepuoaoMm;
3r — NaTTEPH «BCMbILLKa-NOAABINEHNEY;
— TUNcapuTMus;
WkranbHaa O3l oTcyTcTBME  KOppensummn
aaHHbIX Q3N ¢ KNMHMYECKUMM CUMNTOMaMW
BospacT gebtota [e6toT nocne 1-ro Mecsila xusHu
Passutne B Niobas cTeneHb aHUedanonaTum
nebiote
Hesponoruye- 3HaunTenbHble OTKIOHEHWS MPW HEBPONOrNYec-

[laHHble HeMpOBM3yanu3aLum1, JOKYMEHTUPYLo-

— (hapmaKkopeanCTeHTHas anunencus

3Han|MVIp: BUsyani- LuMe CyLieCTBOBAHWE MPUYMHBI MOSIBNIEHNS Cy-
nopor
— OTCyTCTBME NMATOTEHHOrO BapuaHTa B reHe,|[lpyrve ocTpble CUMNTOMATUYECcKUE MPUYMHBI
CBSI3aHHOM C 3TWM CWHLPOMOM (Yalle BCEro|CyAOpor, BKMKOYasi BHYTPUYEPENHYI0 WHMEK-
l'eHeTnueckmne KCNQ2 wnn KCNQ3) unu LMK, VULWEMUYECKNA UMW remMopparnyeckuii
uccneaoBaHnst — OTCYTCTBIE CEMEIMHOr0 aHaMHe3a, NPeanona-[MHCYNbT, TMMOKCUYECKU-ULLIEMUYECKOE MOPaxe-
raoLLero ayTOCOMHO-AOMUHAHTHbI TUM HACTe-|H1e FONOBHOTO MO3ra, 3HauMTembHble MeTabo-
[0BaHHsi C HEMONHOW NEHETPAHTHOCTbH NNYECKVEe HapyLUeHNst
— Jlerkasi 3agepxka pa3suTUs HEPBHOI CUCTEMbI(HapylLeHWe pa3BUTUS HEPBHOW CUCTEMbI OT
TeyeHne B TEYEHWe ANUTENLHOrO BPEMEHMU; YMEPEHHOMN [0 TSXKENON CTeneHn
BonesHu — OTCYTCTBYE PEMUCCHM 3nurencim nocne 6 Mec.;




1.2. CamonumuTUpyloLasca ceMenHan HeoHaTanbHO-MnaaeH4eckas anunencus, CIIC HUY / Self-limited familial neonatal-infantile epilepsy, SeLFNIE

KpaTKaﬂ XapaKkTepucTuka

Onnaemnororvst  |Mpegnonaraemasi 3a601eBaeMoCTb HEM3BECTHA
KnuHnyeckas [ebiotupyeT B Bo3pacTe oT 1 AHA Ao 23 Mec. xu3Hu (B cpeaHem 11 Hed., meauara 13 Hea.). Oba nona cTpagatoT OAMHAKOBO.
KapTiHa lMepnHaTanbHbI aHamHes 6e3 ocobeHHocTe. MnageHLbl pa3BUBaOTCS B COOTBETCTBUM C BO3PACTOM, C HOPManbHbIM KIMHUYECKM

CTaTyCOM M OKDPYXHOCTbH0 ronoBbl. [pyrux KNMHUYECKUX Mpu3Hakos (Hanpumep, ABUraTeNbHbIX HApyLUEHHil) He HabnogaeTcs

Tunbl npucTynos

CHayana HabntogatTcs hokanbHbIe TOHWYECKNE Cy[0pOri C OTKIIOHEHWEM FONOBbI U FNa3, 3aTeM ApYyrire TOHUYECKUE U KIOHUYecK1e
CyOpOru. Y HEKOTOPbIX OTMEYaTCs 3aMETHOE anHO3 U HENOABWXKHbIA B30P. MPUCTYNbI pa3nuyaoTcs no NpofomkumTensHocTy (ot 20 ¢
[0 4 MWH), MHOTAa HOCAT CEPUHBIN (KNacTepHbIit) xapakTep. Cyaopory peako ConpoBoXaatoTca nuxopaakoi. Takum obpasom, Haubonee
XapakTepHbl TOHUYECKKMe aABepCUBHbIE W Apyrue okanbHble Npunagku

®oHoBass O3 00bl4HO HopmanbHas. B nepuogbl Oonee akTWBHbIX MPUCTYMOB MOryT Habniopatbes (pokanbHble paspsgbl,

anbHbIN guarHo3

[aHHble 33
NpeMMyLLECTBEHHO B 3a[jHUX OTAENaX, UMM pacnpocTpaHeHHoe 3aMeaneHve
Heiposuayanu-
3auus HelpoBuayanusaums He nokasblBaeT CTPYKTYPHbIX HAPYLUEHWI, KOTOpble MOrmu Bbl BbITb MPUYMHON 3nMnencumn
AyTOCOMHO-AOMMHaHTHOG HacnegoBsaHue C BbICOKOM NEeHeTPaHTHOCTbIO Haﬁl‘llO):laeTCﬂ Y PasHbIX YNeHOB CeMbW, UMEBLUNX AGGIOT B
[laHHble HeoHaTanbHOM Nepuoae N MinafeHYecTBe.
reHeTMYeCKUX OTOT CMHAPOM B NEPBYt0 04epeab CBS3aH C NaToreHHsIMI BapuaHTamu reHa SCN2A, koaupyioLLero cy6beanHuLb HaTPUEBbIX kaHamMOB.
uccrenoBaHuit B HEKOTOPLIX CEMbSIX C CAMOMMMUTUPYIOLLMMUCS NpUCTynamu, obycrioBrneHHbIMIN MyTaumsmu B reHe KCNQ2, MoryT ObiTb NawueHThbl ¢
npucTynamu, ﬂGGIOTVIpOBaBUJVIMVI BHE HeOHaTarnbHOro nepuoaa
Teuenme YacToTa npucTynoB BapbMpyeT: Y HEKOTOPbIX AeTel BbIBAET BCEro HECKOMbKO NPUCTYMOB, M OHU HE HYXAAI0TCS B NEYEHWM, TOraa Kak y
saGonepaHIs APYIUX HabnogaTes KnacTepbl U3 MHOXECTBa NPUCTYNOB B AeHb. Cyaoporu npekpallatoTes B Bodpacte 12—24 mec., 6e3 peLuansos B
Bonee nosaHem Bopacte. Cyaopory nerko koHTponupytotes ASIN
\dpyaue anunenmuyeckue cUHOPOMbI:
— CITH3 n CNKQ.
udcepeniy- Cx00Hble COCMOSHUS:

— OCTpble CUMNTOMATMYeCKUe Cyaopori B HEOHATaNbHOM MW MMafgeHYeckoM Nepuoae, Bbl3BaHHbIE MMMOKCUYECKU-MLLEMNYECKUM
NOBPEXAEHNEM, NHGEKLMENR, MHCYNBTOM UK MeTabonn4eckuMI paccTpoicTBamy;
— MNafeHLEB C NepcUCTUPYIOWMMI (POKaNbHBIMU CTEPEOTUNHBIMM MPUCTYNamMi CeAyeT NPOBEPUTL Ha Hamuyue ApYroi o4aroBoW

CTPYKTYPHOWN NaTonoruu




Kputepuu guarHocTmku camonMMUTMpyHolLencs ceMeiHon HeoHaTanbHo-MnageHyeckon anunencuu, CIC HUS

HacTtopaxuBatowme B OTHOLIEHMM
MapameTp 06s3aTenbHbIe KpUTepun IDABMILHOCTA AMATHO3A MDU3HAKM Kputepun ncknroyenus
®dokanbHble  TOHMueckue|[locrenoBaTeNbHbIe NPUCTYMbI — AnunenTuyeckue crasmbl,
NpUCTYNbl  C  OTKIOHEHWEM — MMOKMOHUYECKME NPUCTYMbI
roroBbl 1 rras, 3a KOTopbIMu
CreaytoT Apyrue TOHUYecke n
Ly KIOHWYECKMe  Cymoporn U
KOTOpbIE MOTYT MepepacTt B
[ABYCTOPOHHIE TOHMKO-
KMOHWYECKME MPUCTYMbI
WHTepuktanbHas O3l nerkoe 3amennexve oHoson|UHTepukTansHas Q9T
PUTMUKM — cToiikoe chokarnbHOe 3aMefneHne Uni yMepeHHoe
unn 6onbluee 3amepnieHne (OHOBOW PUTMUKM, He
39r OrpaHUYeHHOE NOCTUKTamNbHbLIM NEPUOAOM;
— NaTTEPH «BCMblLUKa-NOAABNIEHNE;
— MANCapUTMKS.
WkTanbHas OOl oTcyTCTBME KOPPENsLMM AaHHbIX
O3l C KNMHNYECKMMU CUMNTOMAMK
Bospact gebtota [OT 1 gHA go 23 mec.
Harmuve B aHaMHe3e 0CTPbIX CUMMTOMATUYECKUX MPUMaLKOB, | AHLEdanonaTis
PasaiTiie 8 BKIIO4AS BHYTPUHEPENHYIO MHCDEKLWIO, VLLEMIMECKAA Wik
nebioTe TeMopParvyeckuii  MHCYMbT,  MUMOKCYECKU-MLLEMUYECKOE
MOPaXEHHEe rOrIOBHOTO MO3ra, 3HauMTENbHbIE MeTabonn4ec-
Kue HapyLUeHust
Hespororuyec- 3HauuTenbHble OTKIOHEHMS MW HEBPONIOTMYECKOM 0BCHe-
Kni cTaTyc [10BaHIM, 38 UCKIKOYEHNEM ClyHalHbIX HAXOA0K
Helposuayanu- [laHHble HeMpoBM3yanu3auuu, [OKYMEHTUpYHLLME
3aums CYLLIECTBOBAHME MPKYWHbI NOSIBNEHMS CyOpor
l'eHeTuyeckne OTcyTCTBUE NATOrEHHOTO Bap1aHTa reHoB, CBS3aHHbIX C
1CCrneaoBaHus 3TVM cuHapoMomM (0bblyHo SCN2A)
— Jlerkast 3agepxka pasBuTUs HEPBHOW CUCTEMbI B HapyLueHve pa3BuTisi HEPBHOW CUCTEMbI OT
TeueHve TEeYeHue ANUTENbHOrO BPEMEHH; YMEPEHHO [0 TSKENON CTENEHN
GonesHu — OTCYTCTBME PEMUCCHM dNuMencum nocne 6 mec.;
— hapmakope3nCTeHTHas snunencus
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1.3. Camonumutupytowasca (cemeiHas) mnageHyeckas anunencus, CIIM3 / Self-limited (familial) infantile epilepsy, SeLIE
Kpatkas xapaktepucTuka (paHee NpuMeHsiBLLEECS Ha3BaHWe — CMHApOM BataHabe—BumxeBaHo)

Onupemuonorus

BcTpeyaeTcs 0THOCUTENBHO YacTo, Ha ero 400 NpuxoauTest 7—9 % BCeX anNUnencuil, HauMHarLLMXCs B Bo3pacTe Ao 2 neT. 3abonesaeMocTb
oueHuBaeTtcs B 14,2 cnyyas Ha 100 TbIC. XUBOPOXAEHMI

KnuHuyeckas
kapTuHa

BospacT Hauyana 3abonesaHus BapbupyeT 0T 3 g0 20 Mec. C KoM B 6 Mec. AHTEHaTanbHbIA, POJOBOM 1 HEOHATaNbHbIA aHaMHE3 0ObI4HO
HOpMasibHbl. Pa3mep ronosbl 1 HEBPOMOTMYECKUN CTATYC B HOPME

Tunbl
npucTynoB

®okanbHble NPUCTYMbI ABNSIOTCSA 0653aTENbHBIMM AN NOCTAHOBKW AXarHo3a M CONPOBOXAAKOTCS 3aMUPaHUEM, BbINYYEHHbIMM rnasamm C
HapyLUEeHHbIM CO3HaHWEM, LMaHO30M, aBTOMATM3Mamyu, Bepcuel ronoBbl/fna3 M KNoHWYeckuMu cygoporamu. PokanbHO-KMOHMYECKUe
CYAOPOTY MOTYT YepeaoBaThCs (BapbipoBaTh, anbTePHUPOBaTh) N0 CTOPOHE B pasHbIX NpUMagKax, HO He MUTPUPYKOT C OHOW CTOPOHBI HA
APYrylo B pamkax 0OAHOro 1 Toro e npuctyna. OHW MOTyT NepexoauTb B ABYCTOPOHHME TOHUKO-KIOHUYECKME Cyaopori. MpucTynbl KOpoTKue
(<3 MuH), HO mOryT ObITb YacTbiMM (Hanpumep, 5—10 B geHb B TeyeHne 1—3 gHel B Havane 3abonesaHus). Y 1/3 naumeHTOB OAMHOYHbINA
130MMpOBaHHbI NpUCTYN Bo3HMKaeT 3a 10—15 AHel Ao Havana YacTbix npucTynoB. MoryT Bo3HWKaTh 6onee NpogomKuUTENbHbIE NPUCTYMbI, HO
OHW pepku. MpucTynbl CTUXatoT, HO noBTopsitoTcs Yepes 1-3 mec. y 1/3 GonbHbIX. Takum 0Bpasom, Hanbonee xapakTepHbl Knactepbl
anbTEePHUPYIOLUMX, HO HE MUIPUPYIOLMX, aABEPCUBHBIX W [pYrux (okanbHbIX MPUNAgKoB C HapyLlieHMeM COo3HaHus. Hanmuuve
3MNUNENTUYECKUX CMa3MOB L/LTU MUOKITOHMYECKUX MPUCTYNOB UCKMIOYAET 3TOT AMarHo3

[laHHble A3

®oHoBas A3 B HOpMe, XOTS NOCTUKTANBHO MOrYT HabnAaTLCS 04aroBble 3aMeLNeHus!.

WnTepuktanbHas O3I, kak npasuno, HOpManbHas, Ho Bbin onKUcaH BapuaHT co CPeAMHHBIMK Cralikamu BO BpeMsi (ha3bl MEANEHHOro CHa.
Ecrnn ecTb cTOIKOE 04aroBoe 3amefifieHne B 0AHONM 06nacTy, cneayeT 3anofo3puTb CTPYKTYPHYO @aHOManMIo rofoBHOTO MO3ra.

Onddy3Hoe CToiikoe 3amMeaneHne MOXeT ykaablBaTb Ha ApYrol CUHAPOM.

WkTanbHas 3anuch xapakTepusyeTcs hokanbHbIMU Paspsfami, KOTOPbIE YacTo BO3HUKAKT B BUCOUHOM U 3aaHel 06nacTy ronosbl U MOTyT
pacnpocTpaHsTLCs Ha 06a nonyLapus. Hauano npuctyna MoxeT BapbMpoBaTh OT AOMM K ONE UMK OT MONyLLApWst K NOMyLLApUH0 NP pasHbIX
npyUCTynax y OfIHOro M TOro e nauveHTa. OfHaKo UKTanbHbI NAaTTEPH B paMkax OHOTO U TOTO Xe NMpUCTyNa He MUrpUpyeT

Heitposuayanu-
3auus

HeipoBuayann3auus He NokasblBaeT CTPYKTYPHbIX HAPYLUEHWiA, KOTOPble MOrMKM Obl BbITb MPUYMHON 3nunencun. Ecnn snekTpoKNMHMYEcKUi
[VMarHo3 siCEH N UMEeEeTCs CeMENHbI aHaMHE3 W/unW NaToreHHbI BapuaHT reHa PRRT2, HelipoBM3yanuaaums He SBNsieTcs 06s13aTenbHoi

['eHeTn4eCKMe
CCrneaoBaHus

l'eH PRRT2 Hanbonee 4acTo BOBNEYeH B natoreHes. K apyrum reHam, peako CBi3aHHbIM C 3TUM CUHAPOMOM, OTHOCST SCNBA, npu myTauuu
KoTOpOro Takke HabntofalTcs ApuratenbHble paccTpoiicTea. [lebloT B MnafeHYecTBe Takke HabnioaaeTcs y NaLMeHToB C NaToreHHbIMM
BapuaHtamm reHa SCN2A (cm. Bbiwe pasgen CCHMD). B cemelHbix crnyyasx HacnegoBaHue ayTOCOMHO-AOMUHAHTHOE C BbICOKOI
NEHETPaHTHOCTbI0. eHeTUYECKas aTMONOrMs MOXeT bbiTb MaeHTMdMLMpoBaHa NpumepHo B 80 % crnyyaes

TeueHue
3abonesaHus

MpucTynbl MOryT GbiTh YacTbIMU B Havane, HO 0BbIYHO MPOXOAAT B TeyeHe 1 rofa nocne MaHudecTaumu. B HeneyeHbIx cryyasix B Nepuog,
ot febtoTa 40 PeMUCCUN MOTYT UMETb MECTO WU30MMPOBAHHBIE UMW KPaTKOBPEMEHHbIE KnacTepbl NPUCTYNOB. Y MEHbLUMHCTBA MALMEHTOB

Anunencnsa MOXeT COXPaHATLCA B Bonee no3gHem BO3pacTe.
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Y nauMeHTOB C NaToreHHbIMM BapuaHTamu Boratoro nponuHoMm TpaHecmembpanHoro Benka 2 (PRRT2) MOXeT pasBuUTbCS MapokcuamasnbHas
KMHEe3WOTreHHas OMCKMHE3Ws/QUCTOHNS, HauMHas C AETCKOro BO3pacTa M 3akaHuMBasi B3POCMOM M3Hb. CUMNTOMbI ABUraTEmMbHbIX
paccTPOACTB CreayeT UckaTb CreLuanbHo, T.K. OHM 04YeHb KOPOTKME (ANSITCS HECKOMbKO CEKyHA) W AUarHo3 Yacto He CTaBUTCS

[uddepeHyn-

anbHbIi narHo3

Apyaue anunenmuyeckue CUHOPOMI:

— CC HM3: guddepeHLmpytoT B OCHOBHOM N0 BO3PACTY Y MMEIOLLMX AaHHbIA CUHAPOM YNEHOB CEMbM;

— M M®IN: HabniogaeTcs 3agepkka pa3BuTHS HEPBHOM CUCTEMbI U MUTPUPYHOLWMIA naTTepH Ha O3l B Npeaenax 0gHOro NpUCTyna;

— C[I: anuTenbHbIe, a He KOPOTKUE (hoKanbHbIE FeMUKIIOHMYECKME NPUCTYMbI JOMKHBI YKa3biBaTb Ha AaHHBIA CUHOPOM.

CX00HbIe COCMOSHUS:

— Cy4OpOru MafeH4eckoro nepuoaa, 06yCnoBneHHbIE OCTPbIMU NMPUYMHAMM (HAaNPUMEP, KPOBOTEYEHUEM, MH(EKLMEN, TUNOrMUKEMUE);

— CTPYKTYPHBbIE NPUYKHbI, TaKie Kak NOPOKM PasBUTMS KOPbI FONIOBHOTO MO3ra Un TpaBMbl FONIOBHOMO MO3ra;

— HapylueHnst obMeHa BelLecTB: Ha MbiCnb 06 OBMEHHbIX HapyLIeHUsX OOMKHbI HABOAWTL MpOrpeccupylollas aHuedanonatus umnm

AMCPHYHKLMS ApYTUX OpraHoB

Kputepuu guarHoCcTMkM camonumuTUpylowweiics (cemenHon) MnageHyeckon anunencum, CIIMI

HacTtopaxwuBatowme B OTHOLIEHUN

Mapametp O6si3aTenbHbIe KpUTEPUN MPaBINHOCTI ATHO3a MpU3HAKM Kputepun ncknrovyenus
®okanbHble NpUCTYNbl NPOSBASIOTCA  OCTaHOBKOW| MpogomkuTenbHble (>10 MUH) wamn|— SnunenTuyeckue cnaambl,
MOBELEHS], HAPYLLIEHNEM CO3HAHWSI, aBBTOMATM3MaMK,|hOKanbHbIE KIOHUYECKME (FEMUKIO-|— MUOKMOHUYECKME NPUCTYbI,
BEpCMeN ronoBbl/rnas U KNOHUYECKUMI [BIKEHUSIMU|HUYECKWE) NPUCTYMbI — nocrnefoBaTtenbHble MPUCTYMbI,
Mpucryrsi (4acTo YepeaylowMmMUCA B PasHbIX MpUCTYnax C — TOHWYECKWE CyAOPOrM
OJHOW CTOPOHbI Ha APYry0 U NPOrPECCUPYHOLLMMI 0
FEMUKNOHUYECKUX UMW OT  (pokamnbHbIX [0
OunatepanbHbIX TOHUKO-KIOHUYECKMX NPUCTYMOB).
MMpucTynbl 06b14HO KOPOTKME (<3 MUH)
WHTepukTanbHas 3l nerkoe 3a-|MHTepukTanbHas 33l cToikoe (hokarnbHoe
MefneHe pOHOBON PUTMUKM 3aMeffieHNe UM yMepeHHoe wnu Borbluee
oar 3ameaneHne HOHOBO PUTMUKKM, He OrpaHu-
YeHHOEe NOCTUKTANbHBIM NEPUOAOM,;
— runcapuTmms
Boapacr ae6iota [ebtoT B Bo3pacte 18—36 mec. Sgipam Ha MOMeHT febtota <1 mec. unu >36
PassyTue B Jerkas 3agepxkka passutns —VMgpeHHaﬂ unu rnybokas 3agepkka B pas-
nediote BATUM,

— PErpecc B HEMPOKOrHUTMBHOM cibepe
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3HaunTenbHbIE OTKMOHEHMS npu He-

I;iTzeTp;cénormqecmm Bporiorn4eckom 0beriedosaHmy, 3a

VICKMIOYEHUEM CryYalHbIX HAX0[0K
Helipo- VameHeHust Ha MPT, siBnsiiowmecs nNpuyuHomn
BU3yanusaums 3abonesaHus

[eHeTnyeckne u

apyrvue
ncenenosaHnsg

— OTCyTCTBME NaTOreHHbIX BapuaH-
ToB reHoB PRRT2, SCN2A, KCNQ2
unn KCNQ3 unu

— OTCYTCTBME CEMEHOT0 aHaMHesa,
npeanonaratoLLee ayToCOMHO-LOMM-
HaHTHBIA TUN HacneaoBaHUsA C He-
NOMHOM NEHETPaHTHOCTbI0

TeueHune 6onesHu

OTcyTCTBME pEMUCCUN B NO3OHEM
neTcTee

Perpecc B HelpoKOTHUTWBHOI cdepe C MuO-
KIMOHMYECKMMM MpUCTYNamK, aTakcueid, cnac-
TUYHOCTbIO

2. KombuHMpoBaHHbIe cUHAPOMBbI hokanbHON U reHepanusoBaHHoM anunencumn / Combined focal and generalized epilepsy syndromes.
leHeTnyeckas anunencusi ¢ pebpunbHbIMU cyaoporamu nntoc, FAPC+ / Genetic epilepsy with febrile seizures plus, GEFS+
Kpatkas xapaktepuctuka

anugemuonorus

PaCHpOCTpaHeHHbIﬁ CEeMENHbIN CMHOPOM, OJHaKo anngemuonornvyeckue faHHole o 3aboneeaemocTu OTCYTCTBYHOT

KnuHnyeckas
KapTuHa

Hwxe onncbiBaeTcs KOHKPETHbIN cheHoTun GC+. Cneumdmnyeckme CMHLPOMBI OnMcaHb! B pyrom mecte. ®ebpunbHble cyaopory y aetei 1
cemeit ¢ FAPC+ MoryT HauaTbes A0 6-MECSYHOTO BO3PAcTa, B OTNINYME OT TUMNYHBIX (hebpurbHBIX CyA0pOr (KOTOPble HAYMHAOTCS nocne
6-MecsiYHOro BO3pacTa M B OCHOBHOM Nocne 12-MecsivHOro Bo3pacTa) 1 COXpaHsioTcs nocne 6-neTHero Bospacra.

[O®C+ — 370 TEPMUH, UCTIONb3YEMbIN ANs OnUcaHNs hebpUnbHBLIX CyLOPOr, COXPaHAKWMXCS nocne 6-neTHero Bospacta u/unu
nepexogsLmx B adebpunbHble cygoporu. pyrie Tunbl adebpunbHbIX CyLopor MOTyT pasBuBaThCs B pa3HOM Bo3pacTe.
lMpogomkuTenbHble okanbHble KMOHUYECKUE (FEMUKMOHMYECKME) CYA0POrM C Nxopaakor Ao 15 mec., 0cOBEHHO eCnn OHW PeLMAMBMPYIOT,
AOMKHbI YKa3blBaTb Ha cuHApOM [Ipase. HeBpOnornieckuin CTatyc 1 KOrHUTUBHbIE YHKLMM 0BbIYHO B HOpME

Tunbl NPUCTYNOB

¢e6pmanble Cyaoporu, KoTopble MoryT ObITb (*)OKaJ'IbeIMVI unu reHepanu3oBaHHbIMU, ABNAOTCA 00s13aTenbHbIMX 151 NOCTAHOBKM
anarHosa. Kpome TOro, MorytT HaGJ'IIOLLaTbCﬂ v gpyrue (bOKaJ'IbeIe UNn reHepann3oBaHHble ad)erI/lJ'leble cyaoporu

®oHosas 3T B HopMe. MHorga moryT HabntogaThes pokanbHble WU reHepani3oBaHHbIE Caiiku U BOMHBI.

[aHHbie 3T WktanbHas Q3T BapbupyeTCs B 3aBUCUMOCTY OT TUNa MpuUcTyna
Heniposusyanu- |MPT, ecnv oHa NpoBOANTCS Y NAUMEHTOB ¢ cuHapomamu FOPC+, He NO3BONAET YTOUHUTL STUONOTUKD
3auuns
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HacrepnoBsaHue ayTOCOMHO-AOMUHAHTHOE C BapnabesnbHO! NeHeTPaHTHOCTbI0. YneHbl OfHON CEMbI MOTYT UMETb Pa3nnyHble TUMbI
CYZIOpOT WITW AMUMENTUYECKUX CUHAPOMOB, KOTOPbIE MOTYT BbITh UMM HE BbITh CBA3aHbI C NMXOPaZKOH U heBpuibHBIMU CyLOporaMiu.

anbHbIM AnarHo3

leHeTuyeckme  [Xots SCN1B Obin NepBbIM MAEHTUNLMPOBAHHBIM FEHOM, 3TO HE CaMblii PacpOCTPaHEHHBIN reH, CBA3aHHbIN ¢ FIPC+, npu aToM

u opyrue naToreHHble BapuaHTbl reHa SCN1A uneHTdnumpoaHbl npumepHo B 10 % cemeit ¢ FOOC+.

nccnefoBaHus  |[pyrue BapuaHTbl FeHOB, KOAUPYHOLLMX NOTEHLMAN-YNPaBNsSEMble HATPUEBbIE, KANbLMEBbIE W KanneBble KaHanbl U IUraHa- ynpasnsiemble
WMOHHBIE KaHarnbl, BKIMoYas CyObeanHMLI HUKOTUHOBBIX XONMHEPTUYECKUX PELIENTOPOB, CyObeanHMLbI peLenTopa raMma-aMnHOMacsHOM
kucnoTbl A v cunTakcuH 1B (STX1B), Takke CBs3aHbl C AaHHBIM CHHAPOMOM
Cynoporu npu FI®C+ 06bI4HO pearupytoT Ha AD, xoTs He BceM nauueHTam TpebyeTtcs NpodnnakTuieckoe neveHne. MaupnenTsl ¢

TeueHue TO®C+ 00bI4HO MMEOT CAMONTUMUTMPYIOLLYIOCS SMUMEMNCHIO C CYE3HOBEHUEM MPUCTYMOB K MONIOBOMY CO3PEBAHMIO.

3abonesaHus  |TeyeHue BomnesHu y L, ¢ APYTAMM TUNAMM SMUAENCUM UM SIUNENTUYECKUMI CHHLPOMaMU B Npeaenax cnektpa FA®C+ 3aBucuT OT THNa
3MWUAENCUM MK CUHAPOMa
\Apyaue anunenmuyeckue CUHOPOMbI;

MudbdepeHyy- |- cemeliHble hebpunbHble cygoporu 6e3 cemeiHoro aHamHesa, ykasbieatollero Ha FIPC+.

Cx00HbIe COCMOsIHUS:
— CyQ0pOr B MNafieHYeckoM Bo3pacTe, Bbi3BaHHbIe OCTPLIMU NPUYMHAMM (HAaNpUMep, ULIEMUEN, UHEKLMEN 1 TUMOTTIKEMUEN);

— CTPYKTypHas 3TMOMOrus,, Takas Kak NOpOKW PasBUTUS KOPbI FONIOBHOTO MO3ra UIv MPeLLECTBYHOLLAs TpaBMa roNIoBHOrO Moara

3. MenepanusoBanHas anunencus / Generalized epilepsy. Muoknonuyeckas anunencus mnageHyectsa, MM /
Myoclonic epilepsy in infancy, MEI
KpaTkas xapaktepuctuka

M3M — pepnkoe 3aboneBaHue, Ha koTopoe npuxogutcs MeHee 0,8 % AeTeir ¢ anunencuen, NpoXoaALMX fleYeHre B CrieLuManiapoBaHHbIX

nUAEMUONOrust

Snwemono LeHTpax. Ha ero gonto npuxogunocs 1,1 % BCex cryvaes anunencum ¢ Havarnom Ao Bospacta 36 Mec. B nonynsiLmm

KnuHnieckas Ne6toT B BO3pacTe oT 4 mec. Ao 3 neT ¢ koM B Bo3pacTe 6—18 mec. YalLie nopaxatoTcss Manb4uki, COOTHOLLEHWE MALWEHTOB MYXCKOrO U
KapTuka EHCKoro nona okono 2:1. PasenTie o Hayana NpucTynoB 00bI4HO HOpMasbHOe. Ho nerkie KOHUTUBHbIE MW MOBEAEHYECKUE paccTpoicTaa

He JOJIKHbI UCKMNYaTb AMarH03, NOCKOJbLKY OHX MOTyT [ CJ'Iy‘-IaVIHbIMM. HeBpOl‘IOFI/I‘-IeCKVII;I CTaTtyc B Hopme

Tunbl NpucTynos

MMOKIOHWYECKIE MPUCTYbI C BOBMEYEHUEM TONOBbI M MIEYEBOTO MOSICA SBNSIOTCS 06s13aTENbHBIMY 17151 AMArHOCTUKWA. OBbIYHO OHIM BO3HUKAIOT
HECKOITbKO Pa3 B CyTkM Kak BO BpeMsi GOAPCTBOBaHWS, Tak 1 BO CHE. MoryT BO3HUKaTb KlacTepamy 1 NPUBOLMTL K NAAEHUAM.
PedbrieKTopHO-MHOYLIMPOBaHHbIE MUOKIOHMYECKWE MPUCTYMbI HaBMIOAaKoTCs MpUMEPHO B 1/3 cryyaeB U BbI3bIBAIOTCS BHE3AMHBIM LLYMOM,
MPUKOCHOBEHWEM Ui UcTyroM. PeBpunbHble CyA0POTV MPUCYTCTBYIOT MPUMEPHO B 1/3 criyyaes 1 MOryT N bo NpeaLUIeCTBOBATS MAOKIIOHHECKUM
cynoporam, nubo crefoeath 3a HAMM. Takum 06pasoM, HauBomnee XapakTepHbl CEepUN reHepanu3oBaHHbIX MUOKMOHWIA TONOBbI U NreY,
KoTopble MOTyT GbITb PECHNIEKTOPHO CTIPOBOLMPOBAHBI. INUNENTUYECKUE CMasMbl, aBCaHChI, TOHUYECKUE U (oKarbHbIE NPUCTYMbI ABASIOTCS
MCKIIOYEHMEM, TAKKe Kak reHepasM30BaHHbIe TOHUKO-KITOHWUYECKUE UMW KITOHUYECKVE MPUCTYMbI B AebtoTe
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[aHHble 33

®oHoBast O3I B COCTOsHUN GOAPCTBOBaHIS B HOPME. B MeXnprCcTynHbIi nepros MoryT HabniofaTbCs reHepanu3oBaHHbIe BCMbILLKA B Bife
CMaiik-BOTH WK, Peske, NonMCnalik-BomH, KOTOpbIe YalLle BCTPEHAKTCS Ha PaHHUX CTaausiX cHa. DOTOCTUMYMSLMS He Bbl3bIBAET Caiik-BONHOBbIX
pa3psinoB 63 ConyTCTBYIOLLETO MUOKITOHYCA, HO (hOTOMAPOKCU3MasTbHbI OTBET MOXHO YBIAETb MOCIE MCYE3HOBEHMS MUOKTTOHUYECKUX CyZ0POT
Y MEHBLUMHCTBA NALMEHTOB.

WkTanbHasa 33l nokasbiBaeT KOPOTKMe pa3psiabl FeHepann3oBaHHbIX Craik-BOMH, MONMCAAKOB 1 NONMCNalik-BOSH YacToToit okono 3 Iy BO
BpeMs MMOKIOHYCa. MUOKIOHMYECKIE NPUCTYMbI YaLLe PETUCTPUPYIOTCA BO CHE 1 MOTYT ObITb BbI3BaHbI BHE3AMHLIM LUYMOM, NMPUKOCHOBEHUEM
WUV UCMYTOM, @ WHOTZA 1 MPEPLIBUCTON CBETOBOW CTUMyNsiuueir. JuarHocTuky obnervaeT napannensHas sanucs IMI

Helposuayanu-
3auns

MPT He no3BONSET YTOUHMTB STUOMOTIO 3MUNENCIN

['eHeTUYECKNE
M1ccnenoBaHms

MpumepHo B 10 % cryyaes MMeeT MECTO ceMeMNHbI aHaMHe3 anunencum unn ebpunbHbIX CyLopor.
I"eHbl, MOMIOMKA KOTOPbIX MOXET SBNSTCS NpuunHoin MOM, He obHapyxeHbl

TeueHve
3abonesanms

MuoKrnoHrYeckve MPUCTYNbI UCHe3atoT NOYTYU BO BCEX CITyYasiX B TeYeHne 6 Mec. — 5 neT ¢ MoMeHTa fjebioTa, 1 B 6OMbLUMHCTBE Cry4aes MOXHO
npekpatutb Tepanuio AOM. Pefko reHepanuaoBaHHble TOHMKO-KIOHWYECKMe Cyaopor MoryT Habniopathest B Goree mosaHeM Bo3pacre.
MpubrnmauTensHo y 10 % B cTapLuem SETCKOM 1 NOAPOCTKOBOM BO3pacTe pa3BvBalOTCS Apyrie anumencim, B ocHosHoM FOMD. Y naupeHTos
C (POTOCEHCUTUBHOCTBHO MOTYT BbITb CYA0POr, KOTOPLIE TPYAHEE KOHTPONMPOBATb.

Mpu AnuTensHOM HabriogeHun passuTUe OCTaBanoch HopMmanbHbIM B 63—85 % cnyyaes. WHorga co BpemeHem passusatotcs nerkas YO,
paccTpoiicTBa 0By4eHNst nu NpobreMbl C KOHLEHTpaLmMen BHUMaHWS. B peakux cnyyasx MOXHO Habnopatb ymepeHHyto unn Tsxenyto YO,
KoTopasi He 0bs13aTeNbHO KOppenupyeT C YacToToM NpuUnagkoB

[uchcpepeHum-

anbHbIA anardo3

pyaue anunenmudeckue CUHOPOMb!:

— PM 3PJ o1nnyaeTcst MHOXECTBEHHBIMI TUMAMW MPUCTYNOB B JOMOSHEHNE K MUOKIOHIW, BbIPAKEHHON 3a[epKe pasBuTUS U CEpbe3HbIM
OTKITOHEHNsIM OT HOpMbl Ha A3

— CUIC xapakTepn3yeTcs knacTepamy anNUNenTUYeCcKuX Cna3MoB, & He MUOKITOHMYECKMI Mpunaakamm; aNuienTYeckve cnasmbl Yalle BCero
HabntogatoTcs BCkope nocne NpobyxaeHus, B TO BPEMS kak MUOKIOHYC npn MOM MoxeT HabntogaTses U Bo BpeMst 60ApCTBOBaHMS, U BO CHE;
anunenTuyeckve cnambl ansates onblue 1 ¢; mexnpuctynHas O3 npu CUOC B GONBLLMHCTBE CMyYaeB C BblpaXeHHbIMI NaToNornYeckuMm
NPOSBAEHUAMM, C TUNCapUTMUEN 1N MyNbTUGOKaNbHBIMY Pa3psaamMu; UKTanbHas 3anuch Takke NO3BOMNSET OTANYMTb AMUNENTUYECKIE Cria3Mbl
OT MUOKITOHMM;

— C[l nposiBnsieTcs AnUTENbHBIMKA CyA0pOraMm, BbI3BaHHBIMI NIMXOPAAKOA, W AMMMENTUYECKAM CTAaTyCOM; MUOKIOHYC 0BbIYHO NPOsBASETCA
Mo3xe;

— CvHOpOM AedmumTa TpaHcnopTepa rnko3bl 1-ro Tna (GluT1) xapakTepuayetcs MukpoLedanmen oT Nerkon 40 YMEPEHHO CTeneHw,
APYrMMUY TUNamu MPUCTYMNOB B [OMOMHEHWE K MAOKIOHUW, HU3KAM YPOBHEM I1toko3bl B CMIK 1 H13kMM COOTHOLLEHMEM rmioko3bl B CMXK/nnasve
B [OMOSHEHE K naToreHHoMy BapuaHTy reHa SLC2AT,

— CII" xapakTepu3yeTcs BblpaxeHHbIMW aTOHMYECKMM, TOHMYECKMMM U aTUIUYHBIMM abcaHcaMu, KoTopble He HabntogatoTes npu MEI;
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— OMAI 0TNM4aETCH MMOKITOHUYECKU-aTOHUYECKAMM MIPUCTYNAMK, aTuMYHbIMKA abcaHcamy, reHepanva3oBaHHBIMA TOHMKO-KITOHYECKMM
MpUCTyNamu 1 aM13ofamu GeccyLopOXHOro SMUMENTUYECKOrO CTaTyCa, KOTOpble He HabroaatoTes npy MOM, a Takke oHM NpucyTCTBYHOT B Gonee
Mo3gHEM JOLLKOMEHOM BO3pACTE;

— NPOrpeccupyHoLLMe MUOKTOHYC-3MUMNENCIN OTIMHAKOTCS HAIMYMEM 3HAYUTENBHON PErPECCUM B PEYEBOI UNK ABUraTENbHON cdepe, YacToi
accoupauyen ¢ apyruM1 TUMami NpuUCTYMoB, KPOMe MMOKIOHYCa, YacToi atpodveit Ha MPT 1 choTonapokcuamanbHOM peakumei Ha Hiskue!
CBETOBbIE YacTOThI (CrieayeT npeanonarat natonorito 8 CLN2).

CXO0HbI€e COCMOSIHUSI:

— pasnnyHble HeMpomeTabonuyeckue PacCTPOICTBa, BKIKOYAs HUBKOMONEKYNSIPHbIE, MUTOXOHAPUAMbHbIE HAPYLLEHNS 1 6ONE3HN HAKOMMEHNS,
MOTYT MPOSIBNATECS MUOKIMOHWYECKMMM Cy[OpOraMM B PaHHEM BO3PACTE; OHW YaCTO CBS3aHbl C MPOTPECCUPYHOLLMM  HEBPOMOrYECKAM
YXyALLEHNEM W AMCYHKLMEN APYTUX OPraHoB.

Heanunenmuyeckue 3abonesaHus:

— N0BPOKAYECTBEHHbIA MUOKIOHYC MNaZeHYeCTBa OTNMYAETCs OTCYTCTBUEM Koppensuyum O3 C MUOKIOHNYECKAMM MOAEPrMBAHNAMM;

— TMNEP3KNIIEKCAS NPOSIBNSIETCS NATONOMMYECKUMM peakLMsiMU1 B3pariBaHus, KoTopble He koppenmpytot ¢ 3T

— MPUCTYNbl B3LparvBaHus («nepeaéprueaHusi») NpOSBRSIIOTCS MOBTOPSHOLMMUCS BbICTPLIMU MOAEPTVBAHMSIMM, YACTO MPOBOLMPYEMbIMM
BO30Y)KaeHWeM; koppensiuum ¢ A3 Her;

— TMNHUYECKVE NOAEPrMBaHNUS — 3TO HOPManbHbIE 3M130MbI MUOKIOHYCa CHa, Haubonee YacTo Habnaaemble Npy ApemoTe

MuoknoHuyeckas anunencus mnageHyectsa, MOM. Kputepuu gnarHoctuku

06s3aTenbHble HacropaxwuBatowue B OTHOLLEHUM

Mapametp KpuTepum npaBUILHOCTY AWarHo3a npuHaku KpaTepit ucknioenis
MwuoknoHunyeckue |AcebpunbHbIe reHepann3oBaHHbIe TOHUKO- — AbcaHcbl,
npUCTYMbI KMOHWYECKWNE MPUCTYMbI UMW TeHepanu3oBaHHbIE (— aTOHUYeCkWe Cyaopory,
KMOHMYECKNE MPUCTYNbI B A€BOTE 3NUMencum  |— SNUnenTUYeckme cnaambl,
MpucTynbl — ¢hokarbHble MPUCTYMbI C HAPYLLEHWEM CO3HAHMS
— (hokarnbHO-KNOHNYECKME (FEMUKIOHNYECKIE) MPUCTYMbI,
— MUOKMOHUYECKMEe abCaHChl,
— TOHMYECKWE CyA0pOTU
O6bl4yHas doHosas |— NHTepukTanbHas O3 oTcyTCTBMUE WkTanbHas 33T pervcTpalys MUOKNoHWi 6e3 koppensumum ¢ 3T
puUTMKKa reHepann3oBaHHbIX paspsaoB cnank-sonH npu  |MHTepukTanbHas 330 runcaputmus;
331 3aMnmncu BO CHE; reHepanv3oBaHHble MeaneHHble Cnaiik-BomHbl (<2,5 i)

— choTonapokcuamansHas peakLus npu
HW3KOYaCTOTHON HOTOCTUMYNALMM
(npepnonaratot HLJ12)
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Boapacrt BoapacT Ha MOMeHT fje6t0Ta MUOKMOHUYECKUX MPUCTYNOB
aeblota <4 mec. nnv >3 net
— 3azepxKa peyeBoro pa3BuTUs Ha MOMEHT
PassuTve 8 I'IOCTgHgBKVI ;Fl)marHosa' P
ebrote > ;
A — YO 0T ymMepeHHOW 10 TSIKENoW CTENeHM
HeBoomore- 3HauuTEnNbHbIE OTKMOHEHMS MPH [ucmopcomam unm Apyrie BPOXAEHHbIE aHOManum (npegnonaraeTcs
p HEBPOMOr14YeCKoM 06CnenoBaHMY, 3a XPOMOCOMHOE 3aboseBaHue)

CKuiA cTaTyc

UCKITIOYEHWEM CITy4aiHbIX HAXOA0K

Helposuaya- Harnuuune 3HaunTenbHbIX aHOManuii Npu HenpoBKU3yanuaalmmn

nusauus

['eHeTuyeckue Huakmit yposeHb rntoko3sl B CMXK unu natoreHHble BapuaHThbl reHa

W opyrvie SLC2A1 (cvHAPOM HEOCTATOMHOCTI MEpPeHOCUMKa FMHoKO3bl 1-ro Tuna)
nccneaoBaHnst

TeyeHue Perpecc B He/pOKOrHUTUBHOM Cthepe

Bonesnu

4. HuedhanonaTum pasBMTUA U ANUNENTUYECKNE U TeHETUYECKU cneuuduryeckue CUHAPOMBI

4.1. Huedbanonatum pa3sutua n anunentuyeckue, IPI / Developmental and epileptic encephalopathies, DEE

4.1.1. Snunencusi mnadeH4yecmea ¢ MuzpupyrwuMu hokansHeiMu npucmynamu, 3M M®I1/ Epilepsy of infancy with migrating focal seizures, EI MFS
Kpatkas xapakTepucTuka

Anuaemuonorus

PacnpoctparenHocTs SM MO ouennsaetcs npumepHo B 0,11 cnyyas Ha 100 Thic. feTeit

KnuHnyeckas
KapTuHa

O6b14HO febloTUPYET B NepBble 6 Mec. (B CpefHeM B 3 MEC.), B peaKuX Cryyasix — BO BTOPO NONOBMHE 1-r0 roaa xuaHu. Manbuuki v AeBOYKM
3ab0neBaloT 0AMHaKoBO YacTo. Paamep ronosbl M HEBPOMOTMYECKMIA CTaTyC B Havane 3aboneBaHns 06blYHO HOpManbHbIe. Y BomnblUMHCTBA
NaLWeHTOoB K 1-My rodly W3HW pasBMBaeTCs MUKpoLedanus. PassuTie MoxeT BbiTb HOPManbHbIM BHaYane, O4HaKo TUMWMYHA PErpeccus 1
nocreaytoluas cepbesHas 3afepxka

TeueHne
3abonesaHus

[MporHo3 HebnaronpUsTHLIN, C MPOLOMKAIOLLMMUCS (PapMaKOPE3UCTEHTHBIMI MPUCTYNaMK, TSHKENbIM HEBPOMOMMYECKAM 1 ABUraTembHbIM
AehnLMTOM, a Takke CHUKEHUEM OXIUAAEMON NPOAOIIKUTENBHOCTM JKN3HH, XOTS Y HECKONbKIX AeTel coobLLanock o Gonee Nerkom TeYeHum.
HekoTopble MauueHTbl Takke CTPAAAOT TSHKENbIM HapyLIEHNEM MOTOPUKM KULLEYHWKA U MOTYT UMeTb ABUraTeNbHble PacCTpoOMCTBa, YTO
XapaKTepHO Anst MHOMMX 3NUIEeNTUYECKUX dHLedanonaTuii, CBA3aHHbIX C FreHETUYECKUMI HapyLLEHNSIMM

Tunbl npucTynos

0Obs3aTenbHbIMW ANs NOCTAHOBKM A1arHo3a SBnsioTcs (bOKaJ'IbeIe MOTOpPHbIe TOHUYECKWNE U/U KNOHUYEeCKNe NpUCTynbl. I'IepBOHaqaano OHHU
cnopaguyeckue, Ho KX YactoTta 6bICTpO YBENNYMBAETCA B TEYEHNE HECKONbKUX Heaenb 1 MecaleB nocne nebiota. MpucTynbl Takcke MoryT
ObITb Oonee nerkumu, ¢ 3amupaHuaMi, BEpCUAMM ronosbl 1 rmas unn 6e3 HuX, a Takke ¢ BblpaXeHHbIMW BEreTatuBHbIMU NPOABNEHNAMU.
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dokarbHble MPUCTYNbI AEMOHCTPUPYIOT MUrPUPYIOLLMIA NaTTEPH Ha S3I, KOTOPbI MOXHO NPOMYCTUTh, ECAIW HE NPOBOAUTH ANUTENbHbI BUAEO-
OOl -MOHUTOPUHT. KNUHUYECKN MUrpaLms XxapakTeprayeTcst OQHOCTOPOHHEN (hoKabHON TOHMYECKON LU KIOHUYECKO akTUBHOCTbIO B Havarne
npucTyna, KoTopas 3aTem pa3B1BaETCs B KOHTPanaTepanbHYH (OoKanbHY0 TOHUYECKYIO LU KITOHUYECKYIO aKTUBHOCTb B TEHEHME MpUCTyna.
YacTo BCTpevaeTcs anunentudeckuin cratyc. Cooblianoch 0 peakux Cnyyasix 3nunenTuyecknx CnasMoB B aHamHese. Takum 0Bpasom,
Hanbonee xapakTepHbl MOTOpPHbIE POKanbHbIe NpUMask Co CMEHON CTOPOHbI MOTOPHbIX PEHOMEHOB BO BPEMSI OAHOIO M TOTO Xe npucTyna
(murpaums). MroknoHuyeckue Cyaopory IBNSKOTCS UCKIMOYEHNEM

®oHosas A3 MoxeT ObITb B HOPME B Havarne, 04HaKo CO BpeMeHeM npoucxoauT auddysHoe 3ameaneHne pOoHOBON akTMBHOCTM. Bo Bcex
Cryyasx co BpEMEHEM MOSBNSIOTCH MyNbTUOYaroBble paspsasl. Hapywenus 33 ycunusatoTes Npu HegochinaHui 1 Bo BpeMs cHa. Pefko
“MeeT MeCTO rNcapuTMus.

WktanbHas O3 koppenvpyeTt C KIMHUYECKOA CUMMTOMATUKOM, 1 B pamMKax OAHOTO W TOrO Xe eAMHUYHOTO MPUCTYNa NocnenoBaTeNbHO

[anHble 33 [BOBNEKAOTCS HECKOMBKO HE3aBNUCUMBIX 0briacTelt kopbl. MktanbHas O3 xapakTepuayeTcsi MOHOTOHHON aKTUBHOCTbIO B AnanasoHe 4—10 'y
HauMHas C BUCOYHO-3aTbINOYHOM 0BNacTV CO CNeLMdUYECKUM 1 NAaTOTHOMOHMYHBIM NAaTTEPHOM PACNPOCTPAHEHNS: MUrPaLMA.
HepnasHo Obinu paspaboTaHbl ABa Mapkepa O3 ans auddeperumaummn npuctynos M MOT, Boi3BaHHbIX MyTaumeil B reHe KCNTT, ot apyrux
hokanbHbIX NPUCTYNOB, HABNKAAEMbIX Y HOBOPOXAEHHbIX 1 AETEN rPYAHOr0 BO3pacTa, C PasHULIEN BO BDEMEHU W KOTEPEHTHOCTbH UKTambHbIX
pUTMOB
HelipoBusyanusauus B Havane HopmarbHasi, BO3MOXHO, C NETKO WM yMEPEHHO YBENWYEHHBIM pa3MepoM CybapaxHoupanbHoro u
Heliposu3yanu- |BHYTPWXENYA04KOBOrO NPOCTPAHCTB. B HekoTopbix cryyasx coobluanock 06 aTpodumu ronoBHOrO Mo3ra, NpenuMyLLecTBeHHO B 0bnacTy
3aums Mo3xeuka. Yacto coobllaeTcs 0 3ameAnieHHOW MMENMHM3aUMKM C TUNEPUHTEHCUBHOCTLI0 6enoro Bewlectea Ha MPT u cHkeHun N-
aueTunacnaptara np MP-cnekTpockonuu
CeMellHoe HacnefoBaHue peaKko AEMOHCTPUPYET MEXCEMEINHYI0 N3MEHYMBOCTD (NIEMKO BbIPXEHHbIE HApYLUIEHWS Y POANTENeil MnaaeHLeB C
OM Mon).
l'eHeTnueckmne
W fpyTve Hanbonee vacto BcTpevatoTcs reHeTndyeckue aHomanun de novo. Mytaumn reHa KCNT1 sensiotcs Haubonee pacnpoCTpaHeHHbIMK W
A BCTPEYAIOTCS NOYTH B MOMOBUHE CIy4aes.
[pyrue rexbl, accoumnpoBaHHble ¢ aTim cuHapoMoM: SCNTA. SCN2A. SLC12A5. BRAT1 w TBC1D24.
MeTabonnyeckoe nccnegoBanme: y HekoTopblx geten ¢ OM MOT 6binu obHapyeHbl BPOXAEHHbIE HAPYLUEHWS FNIMKO3UNUPOBaHUA
[porHo3 HeBnaronpuATHLIA, C NPOAOMKALOLMMUCH (hapMaKOPE3UCTEHTHBIMU NPUCTYNAMK, THXENbIM HEBPOMOTUYECKUM W ABUraTembHbIM
Teuenue AeULMTOM, @ TaKKe CHXKEHUEM OXUAAEMON NPOAOIKUTENBHOCTY JKNU3HM, XOTS Y HECKOMNbBKIX JeTen coobLuanock o bonee nerkom TeyeHuu.
3abonesaHns  [HekoTopble NauueHTbl Takke CTPaAatoT THKENbIM HapyLLEHNEM MOTOPUKM KWLEYHUKA U MOTYT UMETb ABMraTenbHble PacCTpoiCTBa, YTo
XapaKTepHO Ans MHOTWX 3NUNIEeNTUYECKUX 3HLedanonaTuit, CBA3aHHbIX C reHEeTUYECKUMI HapyLLEHNAMM
\Apyaue anunenmuyeckue CUHOPOMbI:
Oudbdeperuma-
bHbi QHaTHo3 |~ CI H3, CNC HUJ, CNKJ oTnnyatoTcs HopManbHbIM pa3BuUTMEM pebeHka 1 OTCYTCTBYEM MUTPUPYIOLLEro NaTTepHa B npegenax 0gHoro

npucTyna Ha ukTanbHomn Q3r;
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— [pyrve dokanbHbIe SMUMENCUM C PaHHUM Havanom, 0BYCroBNEHHbIE CTPYKTYPHOM STUOMOTMEN, OTANYAIOTCS HAMUYMEM CTEPEOTUMHBIX
NpunagKoB, YacTo C OAHNUM NOCTOSHHBIM 04aroM 6e3 MurpupytoLLero nattepHa Ha J3r;
— npu apyrux PM 3P3 moryT GbiTb MynbTUOKaNbHbIE WWNW TeHepanin3oBaHHble MPUCTYMbI C TSHKENON 3a4EepKKO pasBUTUS HEPBHOM
CUCTEMbI, HO OHU He JEMOHCTPUPYHOT XapakTEPHOrO MUTpUpYtoLLEro nattepHa Ha 3l B npefenax OQHOIO 1 TOro Xe npucTyna. Y MHOMX 13
3TUX [ieTelt Takke MOTyT pasBUTLCS ABUraTENbHbIE PacCTPONCTBA;
— Ans cuHgpoma [ipaBe xapakTepHbl ANUTemNbHbIE (OKaNbHBIE KNOHUYECKME (FEMUKMOHUYECKUE) NPUCTYMbI, aNbTEPHUPYIOLLME OT MPUCTYNa K
npuctyny. OAHaKO y 3TUX NaLmeHToB He HabmniofaeTcs MUrpaLym naTTepHa B npefenax OAHoro W TOTo ke MpuUcTyna.

CX00HbIe COCMOSAHUS:

— [ipyrve BPOX/eHHbIE HapyLeHUs MeTabonuama

Anunencus MnageHYecTBa ¢ MUrpUpyrLWUMK okanbHbiMu npuctynamu, IM M. Kputepun amarHoctukm

HaCTOpa)KVIBaIOlLWIe B OTHOLLUEHUU

Hayana 3abonesaHus

MNapameTp 06s3aTenbHble KpuTepun Kputepumn ncknroyenus
NpaBUNbHOCTW AMarHo3a NpusHaku
®okanbHble/MynbTUGOKaNbHbIE TOHWYECKWe UAU  KIOHUYECKUe MwoknoHuyeckue NpucTynbl
CYBOPOTY C Marno3ameTHbIMM 3aMUPaHWUSMU W BbIPaXeHHbIMM
MovcTyb BEreTaTMBHbIMK NpUCTyNamu unn 6e3 Hux. KnuHuyeckn npuctynsl
MUIPUPYIOT U3 OLHOTO MOMYLIAPUs UMK AONM B [IPYTOE.
YacToTa npucTynoBs BbICTPO yBENUYMBAETCA B NEPBbIE HEAENN U
MeCsiLibl, YacTO Nporpeccupys 40 ANUNENTUYECKOro CTaTyca
WHTepuktanbHas O3l mynbTuouaroBble paspsigbl. MkTanbHas|UHTepukTansHas 3T
OO0l  npucyTCTBYET ~MUIPUPYIOWMA NaTTepH (MOXeT ObiTb|— NATTEPH «BCMbILLKA-OLABNEHNEY [0
3937 nponyLUeH, EC He BbINOMHAETCS NPOAOMKMTENbHBIN BUAeo-O3I -(neveHus;
MOHWUTOPWHT) — runcapuTMms;
— OJMHOYHBIN CTONKIN
3NUNENTMYECKMiA oyar
Bospacr gebtota <12 mec. [ebtot B 6—12 mec.
Passutue B febiote BbipaxeHHas 3agepxka Ao Havyana
3abonesaHuns 3abonesaHns
. |Mnato unu perpecc passuTus 3HauuTenNbHbIE OTKIOHEHUS NPy
Hesponoruyeckuin
HeBponoriyeckoM obcnegoBaHui Ao
cratyc
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Heliposuayanu-
3auns

OrtcyTcTBIE aTpothnm roIoBHOMO Mo3ra [AHOManum Ha

Ha MPT HenpoBM3yanu3aumm co
CTPYKTYPHOI naTonorven,
ABNAKOLLENCH NPUYNHON
3abonesaHus

TeyeHe GonesHu

3aepkKa HePBHO-MICUXMYECKOTO Pa3BUTHS OtcyTcTBME Cyaopor

4.1.2. PaHHsas uHghaHmunbHas sHyecbanonamus passumus u anunenmudeckas, PU QP3 / Early infantile developmental and epileptic encephalopathy, EIDEE
KpaTkas xapaktepucTuka (paHee npumeHsiBLUEeCs Ha3BaHWe — cHapom OTaxapa / Ohtahara syndrome; cxofHbI CUMITOMOKOMMIEKC, 06YCNOBNEHHBIN
reHeTMYeCcKkn-mMeTabonnyeckon, a He CTPYKTYPHON, STUONOTMEN, psig aBTOPOB paHee 0603Ha4anm kak cuHapom Ankapau)

Onupemmonorvst  |3abonesaemocts PU IPJ oueHnBaeTcs kak 1 cnyyvan Ha 10 TbIC. XMBOPOXAEHMIA

HaunHaetcsi B paHHeM UH(aHTMNLHOM neproae (o1 0 4o 3 Mec.) M nopaxaeT B paBHOWN cTeneHu oba norna.

[Mpn HeBponoruyeckoM o6CneaoBaHUM YacTo HabmnoaaloTCa Cepbe3Hble OTKMOHEHUS! OT HOpPMbI C HapYLIEHMAMM TOHyca (Yalle BCero
KnnHuseckas LieHTpanbHas rMNoTOHMS), 0CaHKW W ABUraTenbHbIMA PAacCTPOACTBAMI C KOPKOBLIMI HAPYLLEHWSIMI 3peHNsi. AHOManuM B HEBPOSIOrMYECKOM
KapTuHa CcTaTyce YacTo NpOSBMIAKTCA A0 HaYana NPUCTYNOB, HO X MOXET BbiTb CIIOXHO pacno3HaTh 13-3a OYeHb paHHero aebroTa (MOXeT ObITb

noneaHbIM NPOCMOTP paHHNX Bupeo3anuceli ¢ pebeHkom). BombLUMHCTBO AeTel UMET YMePEHHbIE UMW BbIPaXeHHbIE HApYLLEHNS Pa3BUTUS.
Cembsi, 6epeMeHHOCTb M UCTOPUA POXAEHMS 00bIYHO HOPManbHbI. Pasmep ronoBbl BapbupyeT B 3aBUCMMOCTY OT STUOMOMMM, HO MOXET
6bITb HOpManbHbBIM NPY POXAEHUM

Tunbl NpuCTynos

[ins guardocTukn PU SPJ TpebyeTcst Hanuume OAHOTO U/TU HECKOMbKMX M3 CReayHLMX TUMOB NPUCTYMOB:

1) TOHMYeCKMe Cyaopory Uu/U SNUNENTUYECKNE CNasmbl;

2) nocnepoBaTenbHble NPUCTYNbI UAU/U Apyrve okanbHble MOTOPHbIE NPUCTYMbI;

3) MMOKNOHUYECKME Cy0pPOTY.

ToHuueckue npuctynbl (TI1) 4acTbl, MOryT BO3HMKaTb M30NMPOBAHHO Ui knactepamu no 10—20 B AeHb. Ecnv OHM BO3HMKAKOT KnacTepamm,
OTNINYNTENbHbIE NPU3HAKM OT anunenTuyeckux cnasmos (JC) cneayroLyme:

— T 06bI4HO BO3HMKAIOT HE3ABMCUMO OT LiMKNa CHa, B 0Tnn4me oT OC, KOTOpbIEe YacTo NOSBASOTCS NpW NpobyKaeHuu;

— TN anstcs gonblue, yem 3C, koTopble AnsTea <3 C.

TOHWYeCKWe CyA0POrH B HEOHATaNbHOM NMEPUOAEe HOCAT 04aroBbIil Uit aCUMMETPUYHBINA XapakTep. Y HEKOTOPbIX 60MbHbIX TakKe BO3HUKAKT
3NUNENTUYECKUE Cnasmbl, YaLLe nocne 1-ro Mecsia xmu3Hu, 0BbI4HO KnacTepamu, 4acTo npu NpobyXaeHuM.

MocnepoBaTenbHbIe NPUCTYMbI MOTYT BKOYATL TOHUYECKME, KITOHNYECKME U/UU BEreTaTuBHbIE KOMMOHEHTDI, @ Takke aBToMaTuaMbl 6e3
kakoro-nubo opHoro npeobnagatowero Tuna. [locnegoBaTenbHble NPUCTYNbI  XapaKTEPU3YIOTCA  HECKOMbKAMKM  Bugamu  CyAopor,
BO3HMKAIOLLMMM NOCIIeA0BaTENbHO BO BPEMS NpUCTyna. Hanpumep, oH MOXET HauMHaTLCS C hoKanbHbIX TOHUYECKMX CYA0POT, 33 KOTOPbIMM
cneayoT GokanbHbIe KNOHMYECKUe CyA0pOrk, a 3aTeM anunenTuyeckue cnaambl 6e3 npeobnaganuns kakoro-nubo Tuna.
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®dokanbHbI N MyNbTUGOKaNbHbIA MUOKNOHYC MOXeET GbiTb NpeobnafatoLLm TMNOM npucTyna. Yactora MUOKIOHyCa BapbUpyeT OT
Cry4anHoi [0 NOYTI HENpPePbIBHON. MUOKIOHYC MOXET BbiTb GECTIOPSAOYHBIM LU MACCHBHBIM W ABYCTOPOHHNM.

HeycTonumBbin (6ecnopsgoyHblit/parMEHTapHbIN) MUOKIMOHYC SBNSIETCA aCUHXPOHHBIM, acCMMMETPUYHBIM U CryyaiiHbiM. OH MoXeT
BO3HUKHYTb Ha NULIE UMM KOHEYHOCTSIX B0 BbITb OrpaHUyeH ToNbKo GpoBbto, ryGoit unu nanbLeM. BosHukaeT kak Bo BpeMms G0ApCTBOBaHMS,
TaK 1 BO CHe. HeyCToNYMBbIA MUOKIOHYC YaLle CBA3aH C MeTabonuyeckoin aTMonoruen

[aHHble 3

WHTepuKTanbHbI hoH NaToNorMYeckuit, MoryT ObiTb NATTEPHbI «BCMbILLKA-NOAABNEHNEY, MyNbTU(OKANbHbIE cranki/crank-BoNHbI/OCTpbIE
BOIHbI C 3ameaneHnem unm 6es Hero, NpepbIBUCTOE M/unm auddysHoe 3ameaneHne. AHoManu (OHOBON PUTMUKM MOTYT ObITb CKYAHBIMM
Ha O4YeHb paHHEM 3Tane, Ho BbICTPO HapacTakT C YBEMMYEHNEM YaCTOThI NPUCTYMOB.

[MaTTepH «BCNblWKa-NOJABNEHMEe» COCTOMT U3 BbICOKOAMMNTYAHbIX Benbiwek (150—300 mMkB) cMellaHHbIX MUKOB, @ Takke OCTPbIX 1
MEZNEHHbIX BOMH NPOJOIIKMTENBHOCTBI0 1—5 €, YepeayoLmxcs ¢ neprofamm BbIpaXeHHOro noAaBneHus (<5 MkB) NpofomkuTensHOCTLI0
3-10 c, ogHako Ha NMPOAOMKMTENbHOCTE MOTYT BAMATH WUCMONMb3yeMble nekapcTBeHHble cpeactBa. OOblMHO Habniogaetcs kak npu
60apCTBOBaHMM, TaK U BO CHE W HE pearvpyeT Ha CTUMynsLuto. MaTTepH «BCrblLLKa-nogaBneHme» 0bbl4Ho GunatepanbHblil, HO MOXET BbiTb
acUMMETPUYHBIM, aCUHXPOHHBIM UMW Aaxe OfHOCTOPOHHWM. /IHOrAa MOXHO yBUAETb CyYaiHOe 04aroBoe 3aTyxaHue.

Y HeKOTOpbIX AETelh aHoManbHas hoHoBas akTUBHOCTL Ha 3 MoxeT HabnogaTbCa A0 Havana NPUCTYNOB, NPY 3TOM NATTEPH BCTbILLKa-
MOLABNIEHNE» CTAHOBUTCS O4EBMAHBIM TOMBKO Mocre npucTyna. MaTTepH «BCMblLLKA-NOAABNEHME» MOXET UCHE3HYTH C BO3pACcTOM, HO Q3T
He BEpHeTCs K HopMe. Y MnazeHLeB, y KoTopbix passusaetcs CNIC, ¢ Bo3pacToM MOXET NOSBUTLCS runcapuTMus. Ecnn npuanHa nognaetcs
neyeHmno (MeTabonmyeckme Unn CTPYKTYPHbIE NOPaXEHMS, NOAAALMECS XUPYPrUYECKOMY BMELIATENbCTBY), QO MOXET yryuLUUTLCS UK
Aaxe HopManu3oBaThCs.

WkranbHaa 33T kapTiHa 3aBUCUT OT TUNa npucTyna. B HeoHaTanbHOM nepuode O3 -naTTepHbl — 04aroBble N aCUMMETPUYHBIE.

1.Mpn TOHMYECKMX MpUCTYNax NaTTepH «BCMbllKA-NoAaBneHne» ocrnabesaeT C MOSBNEHWEM HU3KOAMMIUTYAHONM BbICOKOYACTOTHOM
aKTMBHOCTU. dNUNENTUYECKME CMasMbl COMPOBOXAAKTCS BbICOKOAMMAUTYAHBIMU FEHEPanN30BaHHbIMN WU OKANbHBIMA OCTPBIMMU LU
MeAneHHbIMM BOfHaMK C NocneaytoLer HU3KoamninTyaHON BbICTPOM aKTMBHOCTBIO U 3aTyXaHWeM.

2. ®okanbHble NPUCTYMbl CBA3aHbl C (POKanbHbIM WKTANbHLIM PEKPYTUHIOBbLIM PUTMOM. WKTanbHbIA NaTTepH nocneaoBaTeNibHOro
npuctyna ByaeT MEHATLCA B TEYEHIE BCErO NPUCTYNa MO Mepe U3MEHEHUS KIMHNYECKUX NPOSBNEHNA.

3. MMOKNOHYC MOXET UMETb KOPPENALMIO CO cnankamu, OCTpbIMU BONHamu. BecnopsaouHbIi/parMeHTapHbIA MUOKIIOHYC MOXET He
UMeTb MKTaNbHOrO KoppensTa.

Kpome Toro, vktanbHble nattepHbl 33T MoryT HabnogaTbes kak BMECTE C KMHUYECKMMM CyaoporaMm, Tak 1 6e3 Hux

Heiposuayanu-
3auum

CTpyKTypHbIe aHOManuu rofloBHOTO Mo3ra SIBNSKTCS OCHOBHO M YacToit npudmnHoi PU OPJ, n nx cnefyet uckatb y BCex nawuueHToB. Ecnm
CYAOpOrY YCTOMYMBbI K NEKAPCTBEHHBIM Mpenapatam W 04aroBble MPU3HAKN BbIPaXeHb!, CeayeT pacCMOTPETb JONOMHUTENbHbIE METOAbI
BU3yanuaavym, 4Tobbl UCKTHUUTL XMPYPTUYECKM U3MEYNMOE CTPYKTYPHOE MOpaxKeHHe.

[insi onpeaeneHHbIX reHeTMYeCKUX STUONONMIA BU3yann3aLms 4acTo U3HavanbHo 6e3 0COGEHHOCTEN I MOXET MoKa3aTh YMEHbLUEHHBIN
06bem mo3ra inbo NpusHaky runo-/aucmuenuHmsaLymm benoro Bellectea. Co BpeMeHeM MOXeT pa3BuUTbes LiepebpanbHasi atpodms
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[eHeTnyeckne
“ccneaoBaHms

CreayeT pacCMOTPETb CreaytoLne UccreaoBaHmns:

— XPOMOCOMHbIN MUKPOMATPUYHbI aHANW3, KAPUOTUNMPOBaHKE (HanpuMep, konbLesas xpomocoma 14);

— NaHenb reHoB, NOMHOIK30MHOE UMW MONHOrEHOMHOE CEeKBEHUPOBaHME — [N fyYLLEro Ka4ecTBa UTOrOBOrO 0TYETa MOXET ObITb MONE3HO
BbIAENUTb PEHOTUNMYECKIE NMPU3HAKM, COOTBETCTBYIOLLME KOHKPETHBIM rEHaM, ECIW OHW MPUCYTCTBYHOT.

[MaToreHHble BapnaHTbl FeHOB MOTyT ObiTb MAEHTU(NLMPOBaHLI Bonee YeM y NONOBMHbI NaumeHToB ¢ PU SP3.

Tun(bl) npuctynos n A3 ¢ apyrumMn EHOTUNMYECKMMM NPU3HAKaMU MOTYT NPeAckasaTb FeHOTUN.

CDKL5-3P3 (OP3 2-ro tvna no OMIM) cBsisaHa ¢ TOHM4eckumm cygoporamu. lMocnegoBatenbHble NPUCTYMbI 0BbIYHO NOBTOPSIOTCA C
(hEHOTMMNOM «TUNEPKUHETUYECKME-TOHMYECKVE CNa3Mbl».

MMatoreHHble BapnaHTsl STXBP1-OP3 (SP3 4-ro tuna no OMIM) cBsi3aHbl C aCMMMETPUYHBIMW TOHUYECKMMM UM NOCIeA0BaTENbHbLIMU
npucTynamm (ToHUYeckme, BereTaTBHbIE, KIIOHMYECKUE CYAOPOTH W 3NUNEenTUYECKUe CNasMbl).

MatoreHHble BapuaHTel KCNQ2-OP3 (3P3 7-ro Tuna no OMIM) cesisaHb! ¢ nocneaoBaTenbHbIMU NPUCTYNaMK (B OCHOBHOM C TOHUYECKIM
KOMMOHEHTOM, HO TakKKe C KITOHNYECKMM, TOHUYECKMMM, MUOKIOHUYECKUMU, ANUMENTUYECKMMM CNasMamu Nk BereTaTUBHBIMU NPUCTYnamu).
OTOT BapuaHT Takke HabnogaeTcs Npu UCKMIOYUTENBHO TOHUYECKUX NPUCTYNaX, CBS3aHHBIX C MaTTepHaMK «BCTbILLKa-NOLABNEHNEY Ui
MynbT1GOKaNbHON NaTONOrMYeCckoi akTMBHOCTLIO Ha 3. CeMeltHbIit aHaMHe3 MOXeT BKMtoyaTb BombHbIX ¢ cemerHon CJING.
[MaToreHHble BapuaHTel SCN2A-9P3 (SP3 11-ro tuna no OMIM) MoryT BkntoyaTb nocnefoBaTenbHbIe MPUCTYMbI C NMPEUMYLLECTBEHHO
TOHUYECKAMW W BEreTaTUBHBIMI KOMMOHEHTaMM.

MatoreHHble BapuaHTsl SCN8A-3PJ (OP3 13-ro Tuna no OMIM) cBsi3aHb! ¢ hokanbHbIMKM MPUCTYNAMK.

MatoreHHble BapuaHtel KCNT1-OP3 (OP3 14-ro tuna no OMIM) moryT nposiensaTecs ¢hokanbHbIMU TOHWYECKUMM Cyaoporamu ¢
BEreTaTMBHbIMU CUMNTOMaMU.

MMatoreHHble BapuaHTbl UBAS5-OP3 (OP3 44-ro tuna no OMIM) MoryT nposiBisiTbCs NpENMYLLECTBEHHO MUOKITOHUYECKMMM Cy[0poramm

Opyrve
1ccneaoBaHus

CrenyeT paccMOTPETb BO3MOXHOCTb NMPOBEAEHUS MeTaboNMyecKux 1CCresoBaHmil, 0COBEHHO eCrin SBHbIE CTPYKTYPHbIE aHOMannu He
BM3yanuaupylotcs. Kpome TOro, ecnn HeipoBuayanmuaaums uni ocobeHHoCTM Ha A ykasblBaloT HA BO3MOXHYK Crieuuduyeckyto
MeTabonmyeckyto 3TMONOrK, He0bX0aMMO HeMPOMETaboNMYecKoe 1CCNeoBaHme, B T.4..

— OL|eHKa OpraHNYecKuX KUCMOT N aMUHOKMCIIOT B MOYe: S-CyNnbOLMCTENH, anbda-aMMHOaaMNMHOBbINA NONyanbaerua;

— WCcCrnefoBaHe aMMHOKUCIOT Nnasmbl, [MI0KO3bl, NakTata, NUpysaTa, MOYEBON KUCMOTbI, Meau/LepynonnasmMnHa, ammmnaka, npohuns
auunKapHUTUHA, WM303MEKTPUYeckoe (OKyCHpOBaHUE TPaHCHEPPUHA, XUPHBIX KUCMOT C OYeHb [MWHHOA Lenbio; aMUHOKUCIOT W
HelipoTpaHcMuTTepoB B CMXK

TeueHve
3abonesaHus

MpncTynbl 0BbIYHO YCTORYMBLI K MEAMKAMEHTO3HOM Tepanuu, ecni He BbisiBNeHbl MeTabonuyeckue UNK reHeTYeckue MULLIEHU Ans
NPELVM3NOHHON Tepanin Nk CTPYKTYPHbIE aHOManiK, NOAKALMECS XMPYPIUYECKOMY NeveHuio. Hanpumep, y naumeHToB ¢ naToreHHbIMM
BapuaHTamn reHos SCN2A nnu SCNBA Habriopaetcs 0TBET Ha OnokaTopbl HAaTPUEBbLIX KAaHAmOB, YacTo B BbICOKMX Ao3ax. PU 3PJ,
HE3aBWUCMMO OT TOTO, MPUCYTCTBYIOT N ANUMENTUYECKME CMa3Mbl, MOXeT pa3suTbes B CUAC ¢ naTTepHOM «BCMbILLKA-NOAABAEHNE UIN
MHOr00YaroBbIMW HapyLueHuamMm Ha Q3I, KOTOpble B HEKOTOPbIX CIy4asix NEPEXOAST B NaTTEPH MMNCcapUTMUM.
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Y 04eHb ManeHbKuUxX HOBOPOXAEHHbIX 1 MNafeHLEeB CTENEHb ntoboro HapyLIeHNA pa3BUTUA MOXET ObITb TPYAHO OLEeHUTb, OAHAKO NOYTU BCE

MnageHubl ¢ PV 3P byayT MMeTb yMepeHHyto niv rny6oKy YMCTBEHHYHO OTCTanNOCTb. VICKNIOYEHe COCTaBNSIOT HEKOTOPbIE NKULA C PaHHUM
3 PEKTUBHBIM JIEYEHNEM OCHOBHOW 3TMONMOMMM, Kak 3TO MOXeT ObiTb B CryYae NMPUOOKCWH-3ABUCHMOI anunencum unu geduunta
nupmaokc(amm)uH-5'-dhocdata.

MnageHupl ¢ PU QP yacTo uMeroT conyTCTBYHLME ABUraTeNbHbIE PacCTPOMCTBA, BKITOYAs MAOKIIOHYC, XOPeto, ANCTOHMIO 1 Tpemop. OHu
MOTYT NPOSIBNATLCA A0 Hayana NpUCTYNoB, Ha paHHEei CTaaun pa3BUTUS CUHAPOMA UMW pa3BMBaTLCS CO BpemeHeM. JuddepeHumaums
napoKcMaManbHbIX ABUraTENbHbIX PACCTPOACTB OT CYA0POXHbIX MPUCTYNOB MOXET ObITh CIIOXHON 3aayeil, 0COBEHHO B KOHTEKCTE TSKENbIX
MEXMNPUCTYNHbIX HapyleHuii Ha 3. B Takux cnyvasx ons NOATBEPXAEHWS TUNa Napokcuama cregyeT pacCMOTPETb BO3MOXHOCTb
npoBefeHus anutensHon Buaeo-33I ¢ 3anucbio oteeaeHnin M.

ConyTcTayioLLme 3a60MeBaHus, CBA3aHHbIE C 0BLLMM HEBPOMOTUYECKM AEPULNTOM, BKIHOYAs KOPKOBbIE HAPYLLEHWS 3PEHUS, ABUTaTeNbHbIE
HapyLleHusi, opToneamnyeckne nNpobnembl, NOBEAEHYECKME PACCTPONCTBA, TPYAHOCTU C KOPMIIEHMEM, @ TakKe PaHHIO W NOBbILLEHHYH
CMEPTHOCTb, MMEHT J0Ka3aHHYH0 CBSI3b C AaHHbIM CUHAPOMOM

OndbdepeHum-

anbHbIN AMarHo3

CX00HbIE COCMOSIHUSA:

CnpoBouMpOBaHHble MPUCTYMbl, CBSA3AHHBLIE C TUMOKCUYECKU-MLLEMMYECKON 3HLiedpanonaTueil, WHGEKUMeR, OCTpbIM 0BpaTUMbIM
HapylieHMeM obMeHa BELLECTB, MHCYNbTOM WIM BHYTPUYEPENHBIM KPOBOM3NMSHMEM, MOTYT ObiTb MMOKMOHUYECKUMM, (DOKANBHO-
KIOHUYeCKUMN 1 dhokanbHO-TOHMYeckumu. MoryT HabniofaTtbest Tskenast sHuedbanonaTist U naTTepH BCMbllKa-nopaBnenne Ha OOr.
CnpoBoumMpoBaHHble MPUCTYNbI BCTPEYAKTCA ropasfo vaie, Yem MnpucTynbl, cBssaHHble ¢ PU OPJ, u Heobxogumo npoBecTy
COOTBETCTBYIOLME MCCNIEAOBAHUS [N1sl UCKIIOYEHUSI OCTPbIX MpuunH. OfHAKO HekoTopble reHeTUdeckue npudnHsl PV OPJ, Bkmiovas
neduumut Kocbaktopa MormboeHa v AeduUMT CynbGUTOKCUAA3LI, UMET OCOBEHHOCTW BU3yanu3aLumu, KOTopble MOrYT UMUTUPOBATb
TMNOKCUYECKOE NOBPEXAEHME FONOBHOIO MO3ra

PaHHsas uHdaHTUnbHas aHuedanonatus pa3sutua n anunentuyeckas, PU 3P3. Kputepun gnarHoctukm

Napamerp OBR3aTeNkHBIE KHTEPHH HacropaxwBatoLyme B OTHOLLIEHUN Kputepun
NpaBUITLHOCTM A1arHo3a npuaHaku MCKINIOYEHUS
Mpuctynbl ToHWYeckue /U MUOKIIOHUYECKIE CYAO0POTU
WnTepukransHas 33 naTTepH «BCMbILWKa-NoAaBneHue»
clcl 1u60 MynbTUdOKanbHbIe paspsabl; auddysHoe
3ameaneHue
Bospact OT poxaeHus ;o 3 mec. (C NonpaBKoi Ha HEAOHOLIEHHOCTb)
nebiota
PassuTie B HopmanbHoe passuTie BHauane, XoTsi NPU3HaHo, YTo 310
aeblote MOXET BbITb CIOXHO OLEHUTb PETPOCTIEKTUBHO
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Yeckuit cTaTyc

[lo unv Bckope nocrie Havana 3abonesaHus UMEET MeCTo HopManbHblit HEBPONOTMYECKUIA CTATYC, XOTS MPU3HAHO, YTO
Hespornoru-  [HapyweHWe pa3BuTus 3TO MOXET BbITb CMIOXHO OLEHUTb B PETPOCMEKTUBE WIK Y

MNafeHLeB ¢ 04eHb YacTbIMW MPUCTYNaMK UK NOMYYaoLLMX
AQI, KOTOpbIE MOTYT NOBMMATL HA PE3yNbTaTbl 0CMOTPA

TeueHve AHoManuu B passuUTAN HEPBHOM CUCTEMBI, BKMHOYas
Honesnu YMCTBEHHYH OTCTaNoCTb

4.1.3. CuHdpom uHhaHmUuNbHbIX a3nunenmuyeckux cnasmos, CUIC / Infantile epileptic spasms syndrome, IESS
Kpatkas xapakrepucTuka (paHee npuMeHsiBLUEECS HasBaHue — cuHapom Becta / West syndrome)

Onupemuonorus

PacueTHas 3abonesaemoctb CIC cocTaenseT 30 cnyyaes Ha 100 ThiC. XUBOPOXAEHHBIX, NPK 3TOM HEKOTOPbIE UCCIEN0BaHUS yKa3blBatoT
Ha Goree BbiCOKMe nokasaTenu 3abonesaemocTy B 6oriee BbiCOKMX reorpaduyeckux wmpotax (LLseuns, GuunaHaus, Oanus). Ha CU3C
npuxogntes 10 % snunencuit, HaYMHaroLmxcs B BoapacTe Ao 36 Mec. bonetoT npeacrasuteny 06oMx Nonos, Yalle nuua Myxckoro nona

KnuHuuyeckas
kapTuHa

CN3C HaunHaeTcs Mexay 3-M 1 12-Mm MecsLamn Xu3HU C Anana3oHom oT 1 o 24 mec. Ecnv Havano 3aboneBaHunst BO3HWKMO A0 3 Mec.,
crneayeT paccMOTPeTb Apyrie dHUedanonatum ¢ paHHuM Havanom. [lo aebiota CUOC passutie MOXET ObiTb HOPManbHbLIM, HO YacTo B
aHaMHese NpeaLLecTBYeT IBHOE UMK Npegnoraraemoe aHoManbHOe passuTHe.

3ameqneHue pasBUTKSA, OCTAHOBKA UM PErPECcC HAOMIOOATCSA ¢ HaYanoM CnasMoB, XOTS OHM MOTYT ObiTb HE3aMeTHbI B CaMOM Hayane
3abonesaHusa. Pogutenu MoryT coobluaTh 06 U30NMMPOBAHHOM PErpecce 3pUTENLHOrO BHUMAHUA UM MBMEHEHHOI COLManbHOM peakLum B
TeyeHue OHel UnK Hedenb, NPEALecTBYIOWMX Hayanmy cnasmoB. ECnu passuTie BbILNO Ha NMato, MOXET HayaTbCs perpecc, ecnu
Habnioaancs perpecc, OH MOXeT yCyryoutbcst 63 CBOEBPEMEHHOrO U 3(hheKTUBHOMO NeYeHuns. XoTs pasmep ronossl 1 o6LLee CocTosHMe
MOrYT BbITb HOPMarbHbIMU, TLLATENBHOE HEBPOMOTMYECKoe 06CHe0BaHNE MOXET aTh KoY K MOHMMaHMIO 3Tomorun. Kpome Toro, BaxHoe
3HaYyeHMe MMEIoT JepMaToNonYeckuit OCMOTP (Ha MPEAMET HanuyMs NPU3HAKOB KOXHO-HEBPOTUYECKOTO PACCTPOICTBA, CONYTCTBYIOLIEro
Ty6epo3HoMy cknepo3y), obTanbmonoruieckoe obcnefoBaHme 1 obcnefoBaHne Ha Hanuume AUCMOpUYECKIX MPU3HAKOB, NOCKOMbKY OHM
MOTYT yKa3aTb Ha OCHOBHYIO MPUYMHY

Tunbl npucTynos

dnunenTuyeckue cnasmbl SBNSIOTCA 0bsi3aTenbHbiMU Ans auarHocTukm CUSC 1 cocTosT M3 KOPOTKMX TOHMYECKUX COKpaLieHUW
aKcManbHbIX MbIWL, KaXA0e U3 KOTOPbIX 0B6bIuHO AnuTes <3 €. OHU MOryT BbiTb crubaTenbHbIMK, pasrnbaTenbHLIMI UM CMELAHHBIMU.
OGbI4HO BO3HMKAKOT CEpUSIMI UM KNAcTepamM, C YCUIEHWEM BbIPAXEHHOCTW ABUraTembHbIX MPOSIBNIEHMIA B KNacTepe, YacTo B TeYeHue
HECKONbKMX MUHYT (XOTS KnacTepbl MOTyT AnuTbCs 30 MUH nn fonbLLe), ¥ YacTo HabmoaaoTes Npu NpoBYXAEHUN.

MoryT 6bITb CUMMETPUYHBIMI UMM ACUMMETPUYHBIMU, @ TAKKE HE3HAUYUTEMbHBIMM, C HE3HAYNUTEMbHBIMM KUBKAMU FONOBbI NN ABUKEHUSMU
rnas nubo nogbopozka («abopTusHbie» 3C).

®dokanbHble NPUCTYMbI TakKe MOryT HabnoaaTbCes, BO3HUKas Y MNafieHLEeB OJHOBPEMEHHO CO Cria3mMamu, 0COBEHHO Ha ChoHe CTPYKTYPHOM
aTvonorm, Hanpumep TyGeposHoro ckneposa wnn OK[. dokanbHble MPUCTYMbl MOTYT BO3HWKATL HE3aBMCUMO OT CMa3MoB, a MOTyT
Npe/LIeCTBOBATb, NOSIBNSTLCS BOBPEMS UMK CNEAO0BATH 3a rPYNNoil SMUNEenTUYECKUX CMIa3MOB U iake BO3HWKaTb Ha NPOTSKEHUN BCeil Cepui
AMNUMNeNTUYECKIUX CNa3mMoB. TOHUYECKIE CyLOPOTY B Havarne 3ab0neBaHNst HETUMMYHbI Y AOMKHbI Bb3bIBATb NOL03PEHMUS B OTHOLLEHWM APYroi
OPJ ¢ paHHUM Hayanom
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[aHHble Ar

B mexnpuctynHom nepuoge 4acto HabniofaeTcs runcapuTMUsA (XaoTuyeckasi, C BbICOKOW aMniuTyAoN, Ype3MepHoe 3aMeaneHue,
MynbTUhOKanbHbIe 3NMNenTudopMHbIE paspsabl), U BEPOSITHOCTL 0OHAPYKEHNS BbILLE, €CIU OHa PETUCTPUPYETCS B hasy MeAneHHoro cHa
(N-REM). Y HekoTOpbIX MnafeHLEeB MOXeT ObiTb O4eHb aKTMBHAs MyNbTUdOKanbHas 3nunenTuopmMHas akTuBHOCTb Ha OOl 6e3
Xao0TM4eCKoro (PoHa, TUMWYHOMO ANS runcapuTMun. ocTosHHbIE hokanbHble anunenTUdOpMHbe pa3psabl Win dokansHas GbicTpas
aKTUBHOCTb [JOITKHbI YKa3blBaTb HA OCHOBHYH) CTPYKTYPHYHO aHOMarmIo.

B camom Hauane 3aboneBaHust uu y A€Tel CTapLUero Bo3pacta runcapuTMns Takke MOXET OTCYTCTBOBATb. KMUHULMCTBI HE [OMKHBI
0TKa3blBaTbCA OT CTaHAAPTHOM Tepanun ans Aeteit ¢ CUSC, y KOTOPbIX HET MUNCaPUTMUM.

WkTanbHas 3annCb  3NMMENTUYECKOrO  CMasMa  XapakTepusyeTcs  BbICOKOAMMMWTYAHOW, TEHepanu3oBaHHOW,  OCTpo-  uiu
MEeANEeHHOBOMHOBO aKTMBHOCTBLIO, 33 KOTOPOW CNefyeT HU3KOaMNAMTYAHaA ObiCTPas akTMBHOCTL (MOXET NPOSBNATLCA B BiAE KOPOTKOTO
anekTpoaekpemeHTa). l'mncaputmus 0BbbiuHO ocnabesaeT unv npekpaLLaeTcs BO BPEMS CEpUM AMMMENTUYECKUX Ca3MOoB.

OMI" nomoraeT OTAMYWTL 3NWMENTUYECKEe Cra3Mbl OT MUOKMOHMYECKMX W TOHWYECKUX NpUCTYnoB. MaTTepH «BCMbILKA-NOAABMEHNE
ykasblBaeT Ha PU OPJ

Heinposuayanu-
3aums

HelipoBu3yanuaaums HacToSTENbHO PEKOMEHAYETCS AN BbISICHEHWS 3TUONOTAW, MOCKOMbKY 3TO MOXET NOBMMSATL Ha NPUHSTUE PELLEHNS O
neyeHun. MPT ronoBHOro moara He siBfnsieTcss HopmarnbHoit y 1/2—2/3 peteit ¢ CUOC, moryT BU3yanuanpoBaThCs Kak BPOXKAEHHbIE, Tak U
npuoBpeTeHHbIE NOPaXKEHWs, KOTOPbIE ABNSOTCS POKanbHbIMM, MyNbTU(OKaNbHBIMY UK Anddy3HbIMU. HelipoBu3yanuaawus LOmkHa ObiTb
BbINOMHEHA MOBTOPHO MOCHe 2-NIeTHEro BO3pacTa, Korha MUENMHU3aLMs, BEPOSITHO, 3aBepLUeHa, €N eCTb MOLO3PEHNE Ha 04aroBoe
CTPYKTYPHOE NopaXeHue Ui y MnageHLes ¢ pedpakTepHbIMU MHGAHTUNBbHBIMIA Cia3MamMn HEU3BECTHOM 3TUONIOMM.

[lns BbisBNEeHNst ToHko ®KI MoxeT noTpeboBaThbCs ONTUMU3MPOBAHHAS BU3yanu3aLmMs U aHamus, a Takue MeTodbl, kak apTepuanbHoe
cnuHoBoe MapkupoBaHue (Arterial spin labeling — Bua nepdyanonHoit MPT) unn MAT ¢ dhTopae30KCUInioko30i, MOryT OblTb NONE3HbI ANS
BbISIBNEHUS (DOKANbHBIX CTPYKTYPHbIX aHOManuin npu HanmuyuM HopManbHOWA kapTuHbl Ha MPT. Takux geten cnegyeT CBOEBPEMEHHO
HanpaBnsATb Ha OLEHKY BO3MOXHOCTM XMPYPrM4YECKOro neveHust anunencin. Kpome Toro, uameHeHus Ha MPT MoryT ykasblBaTb Ha
cneumduyeckne Metabonmyeckne HapyLLeH!s

[eHeTnyeckne
1ccneaoBaHus

l'eHeTUYeCKMe UCCIedOBaHUS CneayeT paccMOTpPeTb, €Cnv Nocne KnuHudeckoro obcneposanus u MPT atuonorus He obHapyxeHa. Kpome
TOr0, Ha FeHETUYECKOE WccnegoBaHue credyeT HanpaeMnaTb MALMEHTOB CO CTPYKTYPHbIMW HApYLIEHUsIMA FOfIOBHOTO MO3ra, O KOTOPbIX
W3BECTHO, YTO OHU CBA3aHbI C reHeTukoil. C CUIC cBsizaH psig XPOMOCOMHbIX aHOManuii U BapuaHToOB YuCria Konuid, NO3TOMy cneayeT
BbINOMHATb XPOMOCOMHbI MUKPOMATPUYHBINA aHanu3 1 pyTUHHOE KapuoTUMMPOBAHKE.

OTMONOTUM BKIKOYAKT TPUCOMUIO 21-1 XpOMOCOMbI (cuHapoM [layHa), MyTauun B reHax ARX, CDKL5, STXBP1, IQSEC2, TSC1, TSC2 un
MHorve gpyrue. MaTtoreHHble BapuaHTbl BO MHOTUX reHax cesisaHbl ¢ CUOC 1 yacTo Bo3HMKatoT y pebeHka de novo. MeHeTudeckas aTuonorus
MOXeT BbITb onpeaeneHa B 41 % cnyyaes. [eHeTUyeckas MyTaLmsa MOXET ObITb yHacne[oBaHa OT POAMTENS C NErkuMi CUMATOMamu Usu OT
poauTens 6e3 cuMNTOMOB 3nunencumn

[pyrve
“ccneaoBaHus

MeTaGonunyeckas aTUONOMUs ABNSETCA PEAKOWA, HO BaxHoM npudntHoi CUIC. MeTaBonnyeckoe UccneaoBaHie CneayeT paccMOTpeTb, ecin
3TUOMOMYS He BbISIBIIEHA NP KNMHMYECKoM o6cnenoBaHi u Ha MPT He 0BHapyKeHb! CTPYKTYpHbIE aHOManui.

Mpy OTCYTCTBUM U3BECTHOM ATMONOMMM CIIEYET YUMTHIBATL BO3MOXHOCTL MMPUAOKCUH-3aBUCUMBIX Cyaopor. Ecri nabopaTopHble uccreaosaHus
HEOOCTYMHbI 451 BbICTPOrO UCKIKOUYEHNS TOTO AMArHo3a, CreyeT PAaCCMOTPETH BO3MOXHOCTL NPOGHOTO NPUMEHEHIS MMPUAOKCUHE Y MITAAEHLES.
OpHaKo, y4uTbIBas PEIKOCTb STOrO PACCTPOICTBE, Takoe UCCrenoBaHIe crieflyeT NPOBOAUTL OIHOBPEMEHHO C Tepanueil NepBoi JIMHUN
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TeueHve
3abonesaHus

CUAC uacto TpaHchopmupyeTcs B ApyrMe Tumbl WM CUHAPOMbI  dnunencun, 0cobeHHO B CMHAPOM JleHHokca—Tacto wnm
(hapMaKope3anCTeHTHble hoKkanbHble 3anuienciui. XoTs TOYHBIX 4aHHbIX HET, ObiNo BbiCka3aHO MpeanonoxeHue, Yto npumepHo y 30 %
naumeHToB ¢ CAC mMoxeT passuTbCa cHAPOM JleHHokca—TacTo.

Y HEKOTOPbIX MrafeHLeB 3aboneBaHue MOXET HavaTbCs C dhokanbHOM anunencuu, kotopasi asontoumonmupyet B CUIC, a 3atem no mepe
B3pocneHust pebeHka Wnu B OTBET Ha Tepanuio MpOUCXOAMT BO3BpalLeHWe K dokanbHoOW anunencuu. B Takux cnyyasx Ha Q3@ vacto
BbISBMIAKOTCS 04YaroBble MPU3HAKM W MOXET OTCYTCTBOBaTb TWMMYHAsA runcaputMus. CocyliecTBytome okarnbHble MpUCTymbl,
acUMMeTPUYHbIE SMUMENTUYECKME CMA3Mbl U MOCTOSIHHbIE O4aroBble OCOBEHHOCTU Ha I Takke AOMKHbI MOBLILATL BEPOSITHOCTb
CTPYKTYPHOI aHOManuu rofloBHOTO Mo3ra.

B psine cryyaeB MOryT COXpaHATLCS SNUNENTUYECKUE CadMbl, 0COOEHHO MPY HEKOTOPbIX FEHETUYECKUX LITU CTPYKTYPHBIX dHUedanonaTusix.
Y HEKOTOPbIX BOMbHLIX OHW NPOXOAST NPU 3DEKTUBHOI Tepaniu, 1 B NOCTEAYIOLEM 3NUNeNncHsi He HabnoaaeTcs.

MHorue MrageHLbl 0CTaloTCS C BblPAXXEHHOW 3a4epXKOI PasBUTUS, HE3aBMCUMO OT UCXO0Aa CyAopOr. TSHKeCTb 3a4epkKu PasBUTHS CBsi3aHa
NPeVMYLLECTBEHHO C 3TUOMOTMEN U CBOEBPEMEHHOCTbIO NeyeHmst. MporHo3 6onee GnaronpusteH Ans MNageHUEB C NpeaLecTBYOLUM
HOpMasibHbIM Pa3BUTUEM, HEU3BECTHOM MPUYMHOI U BbICTPLIM HAYANOM JIEYEHNS, CNeUMNYHOMO ANs JAaHHOTO CUHAPOMA

[ncbdepeHum-

anbHbIi AnarHo3

Apyaue anunenmudeckue CUHOPOMbI:

— PU 3P HaumHaeTcs B Bo3pacTe Ao 3 Mec.; XOTS MOTyT MPUCYTCTBOBATH CNaaMbl, COCYLLECTBYIOT 1 ApYrue TUMbl NPUCTYNOB, BKMKYas
TOHWUYECKWE, MUOKIOHUYECKNE W NOCINE[0BaTENbHbIE;

— MOM nposBnsieTcs MUOKMOHUYECKUMI CYA0POraMu, a He anunenTiyeckumm cnasmamu; A 1 AMI no3BONSIOT OTNMYMTL MUOKIIOHYC OT
3NUnenTUYeCKNX cnasmos; Ha A3 HopManbHbIiA GOH C reHepann3oBaHHLIMW Pa3psiAami Crialik-BOSTH.

Heanunenmuvyeckue 3abonesanus:

— A06POKAYECTBEHHbII MUOKNOHYC MNafeHYecTBa NPOSIBNSETCA MAOKITOHYCOM Npi HopManbHoi O3,

— no6POKAYECTBEHHOE MH(hAHTUNBHOE ONYCKaHUe roNOBbI: YacTbIe «MafeHMs» ronoBbl C HaYarnoM B Bo3pacTe 3—6 Mec.; CaMOCTOSTENbHO
npoxoasT ¢ BoapacTom; O3 B HOpME;

— A06pPOKaYECTBEHHbII MUOKMOHYC CHA: NOAEPr1BaHis BO CHE — HOPMarbHOE SIBNEHYE;

— 00OpOKaYECTBEHHbIE MPUCTYNbI APOXKM B MNafEHYECTBE;

— rMnepaknneKkcus;

— racTpoasodhareanbHbii pedontoke, unm cuHapom CaHandepa;

— [eTCK1e KONMWUKM NposiBNSOTCS NPepbIBUCTbIMM NPOLOMKUTENbHBIMW NPUCTYNaMu Niaya 1 3amupanus, O3l B Hopme

CvHAPOM MHaHTUNBHbIX anunenTUyecknx cnasmos, CUIC. Kputepun guarHoctukm

HactopaxwuBatowue B OTHOLIEHUM

Mapamer fA3aTeNbHble KpUTepun Kputepum ncknroyeHus

apametp Obsizaten € KpuTep NPaBUIbHOCTM AnMarHo3a npu3Haku PUTEPUN MCKTIIOHE
CrnbatenbHble, pasrubaTenbHble Unn CMeLaHHbIe

MpucTynel 3nunenTUYyeckue cnasmbl, KOTOPbIE YACTO BO3HUKAOT

knactepamu
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WUHTepukTanbHas 330 runcaputmus, MynbTudgo- WHTepukTanbHas O3r: HopManbHas,  |MkTanbHaa 33T HopmanbHas O3l BO

aor KanbHble U (okanbHble 3n1nenTUdopMHble paspsiabl |NaTTepH «BCMbILLKA-OAABNEHNEN BPeMSs! 3apErMCTPUPOBAHHBIX KIUHM-
(MOryT MMeTb MECTO BCKOpE MOCNe Hayana cnasmos) 4ecKuX COBbITHIA, MOXOXUX HA Cnasmbl
1-24 mec. (X0TS anunenTU4eckie Crnasmbl MOTYT Ha- Boapact Ha MomeHT febtota 1-2 mec.

Bospact febtota
4aTbCs N03KeE, HO 3TO He ByAyT MH(aHTUMbHbIE CrasMbl)

Hesponorudyeckuit  [3apepxkka pa3suTisi nocre Havana NpUCTyYNoB, HO OHa

craryc MOXET OTCYTCTBOBATbL B HAYane 3aborneBanus

4.1.4. Cundpom [pase, Cf / Dravet syndrome, DS
Kpatkas xapakrepucTuka (paHee NpuMeHsIBLUEECS Ha3BaHWe — TsXeNas MUOKMOHMYeckas anunencus MnageHyectasa, TMOM)

Onuaemuonorus  |Bctpeyaetcs B 6,5 cnyyas Ha 100 Thic. XMBOPOXAEHUI
[lebtoT npucTynoB 06bI4HO NPOUCXOAMT B BO3pacTe oT 3 A0 9 Mec., CpeaHUi BO3pacT CoCTaBnseT 6 Mec. B HECKONMbKIX 3aper1cTpupoBaHHbIX
cnyyasix pegkue NpucTynbl HAUMHANM NOSIBAATLCS Yxe B Bo3pacTe 1 Mec. unm B 20-MeCSYHOM BO3pacTe, TEM He MeHee Hayano Ao 2 Mec.
unu nocne 15 Mec. BOMKHO HACTOPOXWTb KNWHMUMCTA. B Takux cnyvasx cnepyeT nepecMOTpeTb AMarHo3 M paccMoTpeTb BOMPOC

KnnHuueckas 0 [anbHEeALWNX 1ccneaoBaHusX, 4Tobbl UCKMOYMTL Apyrie 3aboneBaHus.

kapTuHa B Havane 3abonesaHus pa3BuTWE U HEBPOMOTMYECKMI CTaTyC B HOpme. PebeHok MOXET HayaTb XOAuTb C HebOombLUMM OTCTaBaHWEM

(B cpeaHem B 16—18 Mec.), 1 MOXeT NPUCYTCTBOBATb HEYCTOMYMBOCTb MOXOAKW. Pa3Mep ronosbl B NepBble rofbl HOpManbHbliA. 3HauMTENbHas
3afepkka pa3BuTUS, OTKMOHEHUS| MpU HEBPOMOrMYeckoM obcresoBaHUW, ABUraTeNbHbIE PAcCTPOMCTBA WNM MUKpoLedanus BO BpeMms
Hayana npucTyna npeanonaratoT anbTepHATMBHbIN AnarHo3

Tunbl npucTynos

PeunaunsmpytoLme dokarnbHble KNOHUYeCcKe Cyaoporu (anbTepHUpYIOLLMe reMUKNOHUYECcKUe Cyaopori, nopaxaloLLue To OfHY CTOPOHY
Tena, TO APYryto) Unu reHepanu3oBaHHble KNOHUYECKe CyA0POru B Havarne, KoTopble 4acTo 6bIBAT ANUTENbHLIMU U 4acTO MPOBOLMPYIOTCS
NUXOPAAKOM, MOBBILIEHHON TEMNEpaTypoi OKPYXalLeh Cpedbl MMM WMMyHM3aLuMel, SBRSKTCS 00s3aTenbHbIMM ANS OMArHOCTUKM.
[nuTenbHbIA hoKanbHbIA KNOHMYECKNI (FEMUKIOHUYECKMIA) NPUCTYN C NuXopaakoit (ocobeHHo cybgebpunbHoit) 1o 12-mecsyHoro Bospacta
NpW OTCYTCTBUM UHAEKLMM UAN CTPYKTYPHOTO MOPaXEHWs rOMOBHOrO Mo3ra y MnadeHLa ¢ HopMasbHbIM A0 3TOro pa3suTheM C GoMbLLON
BEPOSITHOCTbHO ykaabiBaeT Ha C[l. Takm 06pasom, Hanbonee xapakTepHsl he6pUnLHONPOBOLIMPYEMbIe anbTePHUPYHOLYME FeMUKITOHUM.
B Bo3pacte ot 1,5 4o 5 neT MoryT BO3HWKaTh AONONHUTENbHbIE TUMbI NPUCTYMOB (HO OHW HE BCErAa NpUCYTCTBYHOT):

— chokanbHble NPUCTYNbI C HAPYLLEHNEM CO3HAHMS;

— 04aroBble [1BYCTOPOHHUE TOHMKO-KIOHMYeckue cypoporu (BTKI);

— MUOKNOHMYECKME CYA0POTH;

— aTOHWUYeCKIe NpUNaaKy;

— aTunnYHble abcaHchl;

— BeccynopoxHblil anunentuyeckui ctatyc (63C), paHee Ha3bIBaBLUMIACS CTATYCOM OMMYLLEHMS.
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B Bo3pacte 4—5 neT MOryT NPUCOEANHSTLCS TOHUYECKNE U TOHUKO-KIOHUYECKUE CYAOPOTH, MPEUMYLLECTBEHHO BO CHE U KNacTepamm.

K atomy Bo3pacty, nomumo 60ne3Hu, Cyaopory MoryT ObITb CIPOBOLIMPOBAHBI Takke (HU3MYECKOI HArpy3Koii, UI3MEHEHUEM TeMNEPATYPbI
OKpy>aloLLei cpebl, BU3yanbHbIMM NaTTepHamu (peako), cBeToBo cTumynsumen (15 % BonbHbIx), Bo3byxaeHneM. TOHMYecKue 1 TOHUKO-
KIOHWYeCKWe CyLopOori, MPeUMYLLECTBEHHO BO CHE M KnacTepamu, MOTyT MosBnsTbCs B xofe 6onesHu noaxe, NpuMepHo B BO3pacTe
45 neT, n CTaHOBUTLCS Bonee BbIpaXKeHHbIMY BO B3POCTION XWU3HW. MPUCTYNbI YCUNMBAKOTCS NPY NPUMEHEHWM NpenapaTos, 6rokvpyHoLmMX
HaTpueBble KaHanbl (3T0 MOXeT ObiTb KIHOYOM K MOCTAHOBKE AMarHo3a), Takux kak kapbamasenuH, okckapbasenuH, namOTPUMKMH U
(heHUTOMH. TeM He MeHee NaMOTPUIKUH MOXET PeaKo UrpaTh POfb Y NOXUMbIX NALMEHTOB, Kak 3TO MpeanonaraeTcs B OAHON nybnukaLmum
HeBOmNbLLIOW cepuy cryyaeB. SnUnEenTUYECKUe CNasmbl SBNSKOTCS UCKIOYEHUEM

®oHoBas A3 MOXET ObITb HOPMANBLHON UMK C 3aMeaneHeM POHOBOI PUTMUKN B BO3pacTe A0 2 neT. 3ameanieHne CTaHOBUTCS TUMUYHBIM
rnocne 2-neTHero Bo3pacra.
MexnpucTynHble NPOsSBIEHNs BO3HUKAIOT NOcne 2-neTHero Bo3pacTa, bbiBatloT dokanbHLIMW, MHOTOOYaroBbIMI U reHepaniu3oBaHHbLIMM.

flarteie 33T Y nauMeHToB C KracTepamu NPUCTYNOB BO CHe 4acTo HabntofatoTcs MEXNPUCTYNHble (hpoHTamnbHble paspsabl. PoTonapokcuamarbHas
peakuust Bo3HukaeT y 15 % naumeHToB v yalle y AeTelt MnajLero Bo3pacra.
V13mMeHeHMs Ha uKTanbHOW QI 3aBUCAT OT TMNA NpuUnagka
Heliposusyanu-  |B Hauane sabonesaHus MPT B HopMe. Co BpeMeHeM MOXeT pa3BuBaThCs Nerkast LiepebpanbHas u MoaxeukoBas aTpoduns. Y MeHbLIMHCTBA
3aums nauMeHTOB UMEETCs rMNnoKaMnanbHbIi CKNepo3, 04HAKo onepaTUBHOE BMeLLATeNbCTBO HE NoKa3aHo

['eHeTnyeckme u

apyrue
nceneaosaHuns

[eHeTMYeCKOe VccrienoBaHne pekoMeHayeTcs B NtoboM BO3pacTe, B T.4. Y TeX B3pOCTbIX, Y KOTOPbIX A1arHo3 nofo3peBaeTcsi, HO NoAPoGHOCTM
aHamHe3a B MNaieH4ecTBe MOryT BbITb TPyOHOLOCTYMHbI. MaToreHHbIi BapnaHT reHa SCN1A npucytcteyeT bonee Yem B 80—85 % cnydaes.
BonbLunHCTBO MyTauuin — de novo, ogHako o 10 % naumeHToB, y KOTOpbIX, Kak CYMTaeTCsi, ecTb MyTaums de novo, ByayT uMeTb OHOTO M3
poauTenen, KOTOPbIA SBMSAETCA MO3aMYHbIM AN AAHHOTO BapuaHTa. OTO MMEET 3HayeHWe [N PenpofyKTUBHOMO KOHCYNbTUPOBAHMS.
HacnegosaHue ayTocoMHO-goMMHaHTHOe. C[l MOXeT BCTpeyaTbCst y OAHOr0 YneHa cembk ¢ FAPC+. MNaToreHHble BapuaHThl reHa SCN1A
MoryT BbITb OBHApYXeHbI NpK APYrAX CUHAPOMaX 3nunencuu, Takux kak FO®C+ u paHHss uHdantunbHas SCNTA-OPJ. QuarHos C1 Tpebyet
HanMums TUMUYHBIX KIMHAYECKUX NPU3HAKOB M HE MOXET OblTb MOCTABMNEH TOMbKO HA OCHOBAHMM TEHETUYECKMX HAPYLLEHMIA, @ OTCYTCTBUE
TEHETMHYECKNX HapYLLEHWI He JOMKHO MCKMoYaThb KNHWYeckoro auarHo3a Cll, npu 3ToM neyeHure He CneadyeT oTkNaablBaTh.

[pyrue reHbl peako Obinm cBs3aHbl ¢ Cll, BKNtovas JOMUHAHTHbIE naToreHHble BapuaHTel GABRG2, GABRAT, STXBP1, B peakux cnyyasx —
peueccuBHble BapuaHTbl SCN1B. CemeliHblii aHaMHe3 hebpunbHbIX Cyaopor Unu Apyrux anunencuin moxet Habnogatses B 30-50 %
Cnyyaes, a CUMNTOMATVKA MOXET cBuaeTenbCcTBoBaTh 0 FOPC+. CToiiknx MeTabonmyeckux OTKNOHEHMI He 0BHapYXeHO

TeueHve
3aboneBaHus

Cynoporu yctoiumsbl kK A 1 NpUCYTCTBYIOT Ha MPOTSKEHUM BCEN KU3HW. ONU30Abl 3NMNIENTUYECKOro cTaTyca Yalle BO3HMKAKT B
Bo3pacte A0 5 net. OaHaKo OHM MOTYT BOSHUKHYTb MO3XE, [jaxe BO B3POCTON XMU3HW, 0COOEHHO Npy BONe3HM unmu nuxopaake.

K nogapocTkoBOMY/paHHEMY B3pOCHOMY BO3pacTy SMWUMENTUYECKUIA CTATyC M aTunuuyHble abCaHCbl BCTPEYAKOTCS Peako: MpUCTYMbl
NPEevMyLLECTBEHHO KPATKOBPEMEHHbIE, PA3NMYHOrO TUNA (GhokambHble C MOTepei CO3HaHMS, KNOHMYecKMe, reHepann3oBaHHble TOHWKO-
KNOHWYECKNE, MUOKIOHMYECKME M aTunuyHble abcaHckl). B aToM Bo3pacTe MOryT MOSIBUTLCS HOYHbIE MPUCTYMbl TOHUYECKOTO M TOHMKO-
KIOHWYECKOro XapakTepa, KOTOpble CTaHOBATCA NpeobriagatoLLyym TUNoM NpyUcTynos.
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Co BpemeHeM Nporpecc B NCUXMYECKOM PasBUTN 3aMeffISeTcs, 1 3aAepkka MOXeT cTaTb O4eBMAHON B nepuog oT 12 go 60 mec. nocre
Havana npuctynos. MpeobrnagaeT 3ajepkka peyeBoro passuTUs. Y BOMbLUIMHCTBA NALMEHTOB MPOSBNSETCA CTEneHb YMCTBEHHOW
oTcTanoctu ot nerkoil go Tskenoi (50 %). Y MHOMMX pa3BMBAKOTCS pacCTPOACTBA MOBEAEHWS, a Y HEKOTOpbiX HabniogaioTcs
HEBHUMATENbHOCTb 1 FNepakTMBHOCTL. locrne annU30A0B SNUMENTUYECKOrO CTaTyca MOXHO Habnioaath perpecc B passuTun. OfHaKo y
BonbLMHCTBA 6ONbHbIX OTMEYAKOTCS CKOPee 3aMeaneHne pasBUTUs 1, kak CNeacTBie, yMCTBEHHAs OTCTanoCTb.

Co BpemeHeM y BoMbLUMHCTBA NaLMEHTOB Pa3BMBAOTCS CMaboBbIpaXeHHbIE MMpaMUAHbIE 3HAKW U HApYLLEHMe MOXOLKM, Nepexoasilee B
CYTynyt0 NOX0AKy, — Kak NpaBuio, B Nepuog OT No3aHero AeTCTBa 40 NOAPOCTKOBOrO BO3pacTta

[ucdbdepeHypn-

anbHbIN Anardo3

\Apyaue anunenmuyeckue CUHOPOMbI:

— FA®C+: X0TA 3TO COCTOSHME TaKKe MOXET MposBNATLCS (PeBPUNbHBIMU CynoporamMi B paHHEM BO3pacTe, HanmnuuMe PeKyppeHTHBIX,
ANUTENbHbIX POKaNbHbIX KMOHUYECKUX (FeMUKMOHNYECKUX) CYAOPOr B MNaLeHYeCTBe [OMKHO yKkasbiBaTh Ha Cl;

— SCN1A-3PJ otnuuaetcs ot C[] 04eHb paHHUM HavarnoM (<3 Mec.), 3a4epXKOM Pa3BUTHS 1 BbIPaXEHHbIM ABUraTemNbHbIM PACCTPONCTBOM;
HekoTopble cryyan paHHero Havyana SCN1A-OPJ, takve kak Thr226Met, cBsisaHbl ¢ BapuaHTami C ycuneHuem (pyHKUMM reHa v, Takum
00pa3om, pearvpyioT Ha areHTbl, GrIOKVPYIOLLME HATPUEBLIE KaHambl;

— PCDH19-knactepHas anurencusi 0BblMHO MPOSIBSIETCS KnacTepamu MPUCTYNOB, B OTNMYME OT ANMTEMbHbIX  POKANBHO-KIOHUYECKIX
(reMMKIOHYECKUX) MPUCTYNOB; OAHAKO, kak v npy C[l, Cyaopory BO3HWKAKOT B OCHOBHOM B MITafieH|YeCTBE 1 MPOBOLMPYHOTCS NMXOPaIKOM; KiacTepHas
anunencus PCDH19 npenMyLLECTBEHHO NMOpaaeT KEHLLUMH, CyLLECTBYET X-CLIENMEHHbIA TN HACNEA0BaHMS, KOTOPbIA LUAANT MYXYMH;

— 3MAN [o3e HaunMHaeTcs no3xe, yem C[l; XOTS B HEKOTOPbIX Cry4asix B aHamHe3e MOryT ObiTb hebpunbHble Cynoporu, Ho
NPONOHIMPOBaHHbIE PoKamnbHbIE KMOHUYECKUE (TEMUKMOHUYECKUE) Cyaoporv v apyriie dokanbHble CyAopor He HabMoAatoTCs; TUMNYHLI
MMUOKIMOHMYECKNE ATOHMYECKUE CYLOPOrW; Y LeTel MOXET Pa3BUTbCS MUOKMOHMYECKUI BecCynopOXHBIA SMUAENTUYECKUA CTaTyC, HO
peLaNBUPYIOLLMIA CYA0POXHDIV 3MUNENTUYECKN CTATYC TaKKe BCTPEYAETCA PEaKo;

— cuHapoM JleHHokca—TacTo MOXHO nerko oTnuuMTb OT C[I, T.K. TOHUYECKUe NPUCTYNbI BbIPAXEHbI HA PaHHE CTaauW, a ANuTenbHble
thokanbHble KIoHMYeckne (reMUKMOHUYECKIE) MPUCTYNbI He BOSHWKAKOT; kpome Toro, Ha A3l npu cuHapomMe JleHHokca—T acTo HabnogaeTcs
MeaneHHas (POHOBAs aKTMBHOCTb C SPKO BbIPAXEHHOA (PpOHTanbHO npeobnajarolleil MeaneHHoW Cnaik-BonHOM (<2,5 Tu) u
napoKcu3ManbHOM BbICTPOIA aKTMBHOCTBHO BO CHE;

— CTPYKTYpPHas dhokarnbHas anunencust MOXeT HaUMHATLCA C ANUTENbHbIX (POKaNbHbIX MPUCTYNOB, CNPOBOLMPOBAHHBIX IMXOPAAKOIA; OfHAKO
MOBTOPSIOLLMECS MPUCTYMbI MOPAXKAKT OAHY W Ty K& CTOPOHY WNM KOHEYHOCTb, B OTnmuMe oT C[l, npu KOTOPOM CTOpOHA hoKamnbHbIX
KIMOHUYECKNX (FEMUKMOHNYECKMX) MPUCTYNOB YacTO YepeayeTcs; MUOKIOHMYECKME U aTunnyHble abcaHchl BeTpevarotes peako; MPT vacTo
noKa3bIBaeT CTPYKTYPHOE NOpaxXeHue, senstollee coboit npuynHy 3abonesanus.

Cx00HbIe COCMOSIHUS:

— MUTOXOHAPUanNbHbIE PACCTPONCTBA: Yy [eTeil C MMTOXOHAPWAmNbHbIMM PacCTPOACTBAMM B paHHEM Bo3pacTe Takke MOryT ObiTb
MHOXECTBEHHbIE TWMbl NPUCTYMOB; OAHAKO CYLLECTBYIOT U Apyrie Npu3Hak MUTOXOHAPWanbHOTO 3aboneBaHus, Takue Kak AMCYHKLMS
APYrvX OpraHoB, NOBbILLEHHBIA YPOBEHb NaKTaTa W XapakTepHble aHomanum Ha MPT.

Heanunenmuyeckue 3a6onesanus:

— NpY Hanuuun AnuTenbHbIX PeBpUMbHBIX CYA0POr [OMKHA ObiTb WCKMHYEHA BHYTpUYEpenHas MHGEKUMS, Takas kak MEeHWHTUT 1

SHUedanut
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CuHpapom [paBe, C[l. Kputepun guarHoctuku

HacTopaxuBatowme B OTHOLLEHWM

NapameTp O6s3aTenbHble KpUTEPUM Kputepun ucknioyexms
NPaBMMbHOCTY ANarHo3a NpusHaku
Peunansupytolme okanbHble KoHuYeckine  |B aHaMHese HeT AINTENbHbIX NPUCTYNoB — OnunenTuyeckiue cnasmbl;
(remuknoHuyeckue) heGpunbHbIe U (>10 muH). — P/ OP3, cBsizaHHas ¢
athebpunbHble CyaoporK (CTOPOHbI KOTOPbIX  |OTCYTCTBUE CBSA3N C NIMXOPAAKON Kak C TpUrrepoM — (MyTaumeit B reHe SCN1A
MpucTynbl 4acTo YepeayloTcs OT MpUCTyna Kk npucTyny),  [npuctyna
chokarbHble 1 ABYCTOPOHHWE TOHMKO-
KNOHWYECKWe U/uu reHepani3oBaHHbIe
KNOHWUYeCK1e Cyaoporu
331 HopmanbHasi poHoBas akTuBHOCTL Ha Q3 6e3
VHTEPUKTaNbHbIX pa3psgos nocne 2 net
Bospacr gebrota 1-20 mec. 1-2 mec. nunm 15-20 mec.
Passutie B gebiote 3agepkka passuTus B Havyane 3abonesaHuns
HeBponoruyeckuii OyaroBble HEBPOMOrMYECKUE CUMNTOMBI (KpOME
craryc napesa Togpa)
OvaroBas natomnorus Ha
Henposuayanusauus MPT

'eHeTMyeCKME 1 apyrue
nccnegosaHua

OTcyTCTBME NMATOreHHoro BapuaHTta reHa SCN1A
UK ApYron MyTaLmm, SBNSIKOLLENCS NPUYNHON
3abonesanuns

TeueHne 6onesHu

— hapmakope3nCTEHTHas anunencus;
— YMCTBEHHas 0TCTanocTb

Xopowas 3¢hheKTUBHOCTb NPK NPOUNAKTUYECKOM
npUMeHeHM BIIOKaTOPOB HATPUEBBLIX KAHAIOB,
BKrloyas kapbamasenuH, okckapbasenuH u
heHnToMH
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4.2. 3tnonoruyecku cneyunduyeckme cuHgpomsl / Etiology-specific syndromes
4.2.1. Cundpom LUmypee—Bebepa, CLUB / Sturge-Weber syndrome, SWS
Kpatkas xapakrepucTtuka

Yacrota coctaBnset oT 1 crydas Ha 20 TbIc. 10 1 criyyast Ha 50 ThIC. XMBOPOXAEHUA. Y NALMEHTOB C «BUHHBIM NATHOMY Ha NuLge, Ha nby.

Snugemvonoms n/vnn BepxHeM Beke puck paseutus coctasnset 20—70 %
[uarHo3 CLUB nopmo3peBaeTcs npu poOXAEHUM Y HOBOPOXAEHHBIX C HanM4MeEM «BMHHOIO MATHA» Ha nuue, NOKpbiBatowero o6 wunnm
BEpXHee Beko. TLiaTenbHbIi OCMOTP NOA NWHWE pocTa BONOC BaXeH Ans 0bHapyXeHUs MeHee 3aMeTHbIX NopaxeHuit. B peakux cryvasx
KnvHnyeckas aHrMoma Ha nuLie MOXeT OTCYTCTBOBATb.
KapTuHa MPT ¢ KOHTpacTHbIM ycuneHuem no3sonseT 0bHapyx1Tb NIENTOMEHNHreanbHYH aHMMOMY B BO3pacTe [0 3 MecC.

CynopoxHble npunagku 00bIYHO SBNSAKOTCS NEPBbIM NPOSIBNIEHWEM, OHW BO3HWKAIOT B CPeHEM B BospacTe 6 mec. y 75—85 % nauneHToB.
CoobLuanoch Takke 0 pefkux Cnyyasix Hayana npucTynos BO B3POCIIOM BO3pacTe.
Momumo anunencuu, y 40—-60 % nauneHToB ¢ fJaHHbIM CUHLPOMOM Pa3BUBAETCS FNAayKoOMa C PUCKOM PaHHErO YXYALIEHUS 3peHNs

Tunbl NpUCTyNoB

MepBble NpucTynbl 0BbIMHO hoKanbHbIE MOTOPHbIE. Takke 4acTbl okanbHble BereTaTMBHbIE MPUCTYMbl C Pa3fUYHONA CTEMEHbH
HapyLueHus co3HaHus. Cynoporu MoryT BbiTb HeE3aMETHbIMM, U UX CBOEBPEMEHHOE Pacrio3HaBaHWe SBNSAETCS BaXHbIM, MOCKOMbKY YacTo C
TEYEHNEM BPEMEHW MOTYT BO3HWKATL [NMTENbHbIE CYAOPOrM U anunenTuyeckuit cTatyc. MpumepHo B 30 % cnyyaes cymoporn MoryT
HauMHaTbCs BO Bpems cheBGpMMbHbIX 3NM30L0B, U B NI0GOM BO3pacTe CYLLECTBYET NOBLILIEHHAs BEDOSTHOCTb BO3HUKHOBEHMS CyA0POr Npy
nuxopagke.

Tatoke coobLyanock 06 MHAHTUMBHBIX Cria3max, MUOKITOHUYECKUX aTOHUYECKWX CyA0POrax v renacTUyeckux npuctynax.

O6blyHOe siBnEHNe — BO3HWKHOBEHME CePMIA MPUCTYNOB nocrne AnUTENbHOro nepuoga ux otcyteteus (40 % crnydyaes). V/3-3a BbiCOKOI
4acToTbl CyOPOr C PAHHUM Ha4aroM W UX NOTEHLMANbHOMO BPEAHOTO BO3AENCTBIS HA Pa3BMBAOLLMICS MO3T PekoMeHAyeTcs 0byyeHne
poauTerel paHHEMY pacro3HaBaHWUI Cy[OPOr U COCTABNEHWI0 MHAMBUAYAMbHbBIX NNAHOB SKCTPEHHOW MOMOLLM, BKIKOYAs UCMOMb3OBaHWE
Tepanuu BeH3oanasenHamMm Ans SKCTPEHHOM NOMOLLM

Ha 33l xapakTepHO acMMMETPUYHOE CHIKEHWE aMNIUTYObl M 3amedneHue (HOHOBOW aKTMBHOCTM Haf MOPaXeHHbIM MonyLapuem.
OpHako hoHOBasi pUTMUKA B TEYEHWE NEPBOTO FOAA KM3HW MOXET BbiTb HOPMarbHOM.
WHTepukTanbHble anunenTudopMHble aHOMarnuM MOryT NOSIBUTLCS MO3XKE W COCTOSITb M3 (hoKarbHbIX OCTPbIX BOSH UMM YacTbIX BCMbILLEK

flabie 33T CraiK-BOMHOBOW aKTUBHOCTW. Takne MEXNPUCTYNHbIE ANUNENTUGOPMHbIE aHOMaNUM 0 Ha4ana npucTyna MoryT BbITb NOMNE3HbIM MapKkepoM
ANS BbISBMEHNS NALMEHTOB C AaHHBIM CUHAPOMOM, KOTOPbIE NOABEPXEHb! PUCKY Pa3BUTIS ANUNENncum.
WkTanbHas akTMBHOCTL BapbUPYET B 3aBUCUMOCTY OT 04ara npunagka
lpsMas Bu3yanu3awus nenToMeHnHreanbHoro ycuneHus Ha MPT ronoBHOro Moara C KOHTPaCTHbIM YCUIEHVEM NOATBEPXAAET AMarHo3
Heipousyanu- |CLUB. OBHapyxeHue MOxeT ObiTb CNOXHOM 3ajadveit y OveHb ManeHbkux aeTel. [pyrne ocoBeHHOCTW Bu3yanuaauuW, Takue Kak
3auum uncunatepanbHoe yBenuyeHue CocyamcTbix CNeTeHi, yBEenuYeHne TpaHCMeayNnapHbIX BEH W YkopoyeHue 6enoro BeLecTsa Ha T2, MoryT
noMoYb B MOCTaHOBKe AnarHo3a. Co BpeMeHeM NosiBNsTCS KOPKOBbIE KanbLmudmkaumm v uepebpansHas arpodus
leHeTnyeckmne M3onvpoBaHHoe «BUHHOE NATHOY W CLUB nmetoT 0BLLYI0 reHeTYEeCKYH STMOMOTMI0 C COMATUYECKUM MO3aYHbIM NaTOreHHbIM BapuaHToOM,
uccnegoBaHus  |HEAABHO MAEHTUGMLMPOBaHHbIM B reHe GNAQ
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TeueHne
3aboneBaHus

3aboneBaHine O4YeHb BapuabenbHo, HO OObIYHO XapaKkTepuayeTcs MPOrPeccUpYIOMM TEYEHWEM C BO3PACTHbIMM HEBPONOrMYECKMM
nposiBNeHuamMi. PaHHMe Npu3HakM B MMafeHYecTBe BKIIOYAIOT IMMUNENCHI0, remunapes, 3afepxky NCUXOMOTOPHOTO pPasBUTUS U
MHCYNbLTONOAO6HBIE NPOSIBNEHNS.

Bonee no3gHme npuaHaky M CUMNTOMbI B LUKOIBHOM BO3pacTe BKI0YaloT rofoBHble Gonu, TPYAHOCTY B yyebe 1 pacCTpOACTBa NOBEAEHMS.
Bo B3pocniom Bo3pacTe NCMXMYeckne paccTpoicTaa, BKIoYas 4enpeccuio, MoryT BbITb 3HAUYNTENbHLIMM, @ ANUMENCHS U UHCYNbTONOA0BHbIE
MPOSIBIIEHNS MOTYT NPOLOMKATLCA Ha MPOTSKEHUN BCEM KU3HU.

PaHHee Hadano npucTynos (B Bo3pacTe A0 12 MecC.), BbiCOKas 4acToTa MPUCTYNOB W (hapMaKkopeauCTEHTHOCTb ABNSOTCA Haubonee
HaeXHbIMM NpearkTopamu HeGnaronpusTHoro ncxoga. OBLIMPHOE OAHO- UMK ABYCTOPOHHEE BHYTPUYEPENHOE NopaxeHUe CBA3aHo ¢ Gonee
PaHHAM Ha4yanoM Cy[opor M XYALMM KOTHUTMBHBIM Da3BUTUEM NO CPaBHEHWIO C OAHOCTOPOHHEN NENTOMEHWHreanbHoM aHrMoMoi. Y
NaLMeHTOB C OAHOCTOPOHHUM MOPaXeHUEM M (hapMaKOPE3UCTEHTHOCTLI0 HEOGXOAMMO BbINMOMHUTL OLEHKY Ha MPeaMEeT BO3MOXHOCTY
OnepaTUBHOrO NieYeHus

Cungpom Ltypre—Bebepa, CLUB. Kputepuu guarHoctmku

HaCTOpa)KVIBaI'OI.I.lI/Ie B OTHOLUEHUM NPaBUNbHOCTU

Yeckui cTaTyc

MNapameTp 06s3aTenbHbIe KpuTepUm Kputepum ucknioderms
A1arHo3a NpuaHakm
®okanbHble MOTOPHbIE U/U BereTaTUeHble NPUCTYNbI C
Movcrymbi HapyLLeHneM co3Hanus unu 6e3 Hero, KoTopble MOryT
TpaHCcopMUPOBATLCA B ABYCTOPOHHME TOHWKO-KIOHWNYECKMe
npUCTYMbl
WuTepukTansHas 3T OTCYTCTBUE aCMMETPUYHON
clcly (hOHOBOW aKTUBHOCTYU CO CHUXEHWUEM aMMAuTyab! 1
3ameAneHneM Hajl NopaxeHHbIM NonyLiapuem
Hesponoru- OTCyTCTBUE NULIEBOI KANUNMSPHO TEMAHIMOMb,

nopaxatLlen JepmaTom nepBon BeTeu n.V

Ha MPT umeeT MecTo nenToMeHUHreanbHoe yCuneHue,

HelipoBu3yanu- |cBuaeTeNnsCTBYIOLLEE O NENTOMEHUHTeanbHoM aHruome, ¢
3auus KOpTUKanbHOI Kanbuudukaumei 1 04arosoit LiepedpanbHoi
aTpogmeit, pa3Bm1BaloLLENCS CO BpEMEHEM
— OTCyTCTBME OTKMOHEHMIA OT HOPMbI MpY
TeuyeHue HEBPOMOrMYECKOM 00CnenoBaHM (MOXET
Bonesxu OrpaHN4MBaTbLCA AeULNTOM NONE 3peHns);

— otcytcTeue YO oT nerkoit 4o rny6okoi crenexu
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4.2.2. l'enacmuyeckue npucmynsi ¢ 2unomanamuyeckol 2amapmomoli, ' I'T / Gelastic seizures with hypothalamic hamartoma, GF-HH
KpaTkas xapakrepuctuka

B ogHoM uccrenoBaHuu 3aA0KYMEHTUPOBAHA PacnpOCTPaHEHHOCTb raMapToMbl runoTanamyca ¢ renactiyeckumy NpucTynami ¢ 4acToTon
0,5 cnyyas Ha 100 Thic. Yenosek B Bospacte Ao 20 net

lMpumepHo B 85 % cnyyaes aebT npuxoauTtes Ha 1-# roa xusHn. B MeHblueit YacTu cnyvaeB 3aboneBaHue MOXET HauaTbCs B PaHHEM W
KnuHuyeckass  [cpepHem fetckom Bo3pacTe. [1onoBoi npeapacnonoXeHHOCTH HeT.

KapTuHa HeBpororuyeckuii cTatyc B HOpme, OAHAKO OBLUMIA MEeAULMHCKWIA OCMOTP MOXET BbISBUTb MpU3HAKM MPexAeBPEMEHHOro MonoBoro
co3peBaHus

FenacTnyeckne NpuCTynbl SIBASKOTCS OTMMYUTENbHBIM TUMOM NPUCTYNOB M 00S13aTeNbHbIMW [N1S MOCTAHOBKM [aHHOrO AuarHo3a. OHu
HabnogatoTcs B AeboTe U KpaTKOBPEMEHHBI, 0BbIYHO ANATCS MeHee 1 MUH. OHW COCTOST 13 MexaHW4eckoro 1 6e3pasocTHOrO cMexa,
HEYMECTHOrO B KOHTEKCTe 06LLeHns. Co3HaHMe YacTo He HapyLLEHO, NOCTMKTanbHas CNyTaHHOCTb CO3HaHMS OTCYTCTBYET. YacToTa npucTynos
BbICOKA, 06bI4HO HECKOMbKO pa3 B AeHb, NPV 3TOM NPUCTYNbI MOTYT rPyNnMpOBaTLCs. MPUCTYMbI C OBHON UL YNbIOKOIA, HO 6€3 XapaKkTepHOro
©6e3pagoCTHOTO CMexa, He SBMSIOTCS renacThyeckuMm.

Tunbl npucTynoB | Takke MOryT NPMCYTCTBOBATL AAKPUTMHECKUE NPUNAAKY, XapaKTePU3YIOLLMECS CTEPEOTUMHBIM CIe30TeYEHNEM, PblAaHNSMM, rpUMacamm Ui
Kpukamu, HeyMecTHbIMM B KoHTeKkcTe. CoueTaHue renactuyeckux M AaKpUTMYECKUX MPUCTYMOB Y OOHOTO M TOrO ke nauueHTa 0cobeHHo
XapakTepHO ANs ramapToMbl runotanamyca. [lpyrue Tunbl MPUCTYNOB, KOTOPbIE MOTYT BO3HWKATb, BKMKOYAIOT hoKarbHble MPUCTYMbI C
CUMMTOMATUKOM NOGHbIX MMM BMCOYHLIX [OME U — peaKo — JnunenTuyeckue cnaambl. [o3gHee B AETCKOM BO3pacTe MOMYT pas3BUTLCS
TOHUYECKME U ApoM-aTaku, a Takke aTunuuHble abcaHcbl. Takum obpasom, MoryT HabniogaTtbCsl HE TOMbKO renacTuyeckue, HO Takke
AaKpUTMYECKWE U ApYrie BUAbI NPUNagkoB

®oHoBas putMnKka 0bbIYHO HopMarnbHas. UHTepuKTanbHble pa3psabl, kak pasuio, NOSBAAIOTCA Nocne Neproaa MiafeHYecTsa 1 B Havarne
yalle Bcero HabmnwaanTcs B BUCOYHbIX 0OnacTsx, xots B Mwoboit obnactm MoryT npucyTcTBOBaTb (oKambHble Cchaiku. Y peteil C
MHAHTUMBHBIMK CNa3Mami MOXET NPOSIBNATLCS KapTuHa runcaputMum. K 6onee no3gHemy [eTCKoMy BO3pacTy B ONOMHEHME K (pokanbHbIM
UM MynbTUOKanbHBIM paspsiaam MOTYT BO3HUKATb reHepann3oBaHHbIE MELIeHHble CMaliK-BOMHbI WM reHepanv3oBaHHble Cranki umm
CnaK-BOmHbI.

[aHHble 33T [MKTanbHble 3anucK renacTuyeckux MpucTynoB MOTYT He OTPaXaTb HWUKAKWX M3MEHEHMA WK, HanpoTMB, AEMOHCTPUPOBATL HESIBHbIE W
HecneLmdmryeckne N3MEHEHMS, Tak1e Kak yMEHbLUEHNE aMNIIUTYAbI UMK CHUKEHWE YacTOTbl UHTEPUKTaMbHbIX Criaitkos. Mpu ckanbnoBoi 30T
MOXeT NoKa3aTbCs, YTO NPUCTYMbI NOKANU3YKTCS B BUCOYHON 1nn No6HOI obnacth. TeM He MeHee rnyOuHHbIE AneKTpoabl B ramapTome
NOATBEPAAT, YTO NEPBMYHBIM 04AroM SBMSAETCS OHA, U, TakUM 0BPa3oMm, onepawys AomkHa ObiTb HaLENeHa Ha raMapToMy, a He Ha hoKanbHyH
BMCOYHYIO 1NW PpOHTaMbHYI0 pesekumio. B 6onee nosgHem [eTCKOM BO3pacTe y NaLMEHTOB C reHepan3oBaHHbIMIU TUnamu npuctynos Byaet
YMETb MeCTO reHepan13oBaHHoe Hayano NpucTynos

Onuaemuonorus
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Ha MPT BU3yanu3npyeTcs NopaxeHne Ha HOXKE Unu Mexay HOXKOW BOPOHKM cnepeaun 1 cocLieBnaHbIMK TENamu cagu. nOpa)KeHI/Iﬂ 00bI4yHO

HelipoBu3yanu- |M30MHTEHCUBHbI UMK CRIETKa MMMNOMHTEHCUBHBI MO OTHOLLEHWIO K CEpPOMY BellecTBy npu T1-B3BELIEHHBIX UCCNIEAOBAHUAX U TUIMEPUHTEHCHBHDI
3auus npu T2-B3BeLLEHHbIX UCCreaoBaHusX. Kak npaBumo, NopaxeHns He yCUNMBAKTCA KOHTPAcTOM.
B cnyyae nogo3penuns Ha renactmyeckve NpucTynbl CriedyeT nony4uTb TOHKWE cpesbl rmnoTanamuyeckor obnact Ha MPT
FeHeTAYeCKVE BonbLlunHcTBO cnyyaes cnopaguyeckue. MpumepHo B 5 % cnyyaes umeetcs cuHopom Mannuctepa—Xonna ¢ naToreHHbLIM BapuaHTOM reHa
HOCT0BAHNA GL13. CvHppom Mannuctepa—Xonna HacneayeTcs No ayTOCOMHO-AOMMHAHTHOMY TUMY, OCHOBHBIMW KDUTEPUSIMUA €r0 AUAarHoCTUKW SBASAKOTCSA
rynoTanamuyeckas ramapToma (mporoHobnacToma) v LeHTpanbHas nonuaaKTMnua
Onunencus, BbI3BaHHAs ramapTomMoN runotanamyca, yctonumsa k AOSM. B 6omblumHCTBE cnyyaeB €O BpemeHem Habniogaercs
nporpeccupoBaH1e C pasBuTUEM (HOKanbHOrO HapyLIeHWs CO3HaHWS W reHepanin3oBaHHbIX MPUCTYMOB. Y HEKOTOPbIX MaLMEHTOB MOrYT
TeueHme Pa3BUTLCS TOHUYECKIME, aTOHMYECKUE UMK aTUNYHble abcaHChbl, ykasblBaroLLme Ha cuHapoM JleHHokca—TacTo.
2aGonepaHms Xupyprudeckoe nevyeHue ramapToMbl runoTanamyca MOXeT CMArYNTb JaHHYK HeONaronpuUsITHYIO 3BOMIOLMIO.
B Hayane 3aboneBaHus KOTHUTUBHbIE (yHKLNKM, kak NpaBuno, 6e3 natonormu, Ho co BpemMeHeM 0BbIYHO HabnogaeTcs NnaTo unu perpecc
pa3BuUTHA. Y [eTeit Takke MOTyT pa3BMBaThCS MPOrpeccupyloLlne NoBeAEHYECcKkNe PacCTPOMCTBA, BKIOYas arpeccuio, UMNYNbCUBHOCTD,
rMNEPaKTMBHOCTb 1 PacCTPOICTBA ayTUCTUYECKOTO CEKTpa
Apyaue anunenmuyeckue cuHOPOMBI:
— renacTuyeckue NpuCTynbl He BCErfa CBA3aHbI C ramapToMamu ruroTanamyca, HoO MOTyT BO3HWKATb W3 APYrUX o4aroB (Halye BCero
BMCOYHBIX 1 NOGHBIX).
[ucddepeHun- .
ANbHbII QHATHO3 Y nauvexToB 6e3 ramapTom runotanamyca cnegyet nposect MPT no anunpoTokomy Ans OLEHKW APYruX CTPYKTYPHbIX NOPaXEHUIA.

Heanunenmuyeckue 3aboneganus:
— CIOXHble CTEPEOTUNUK;
— WH(AHTUIBHOE CaMOYJ0BNETBOPEHME

[enacTuyeckue npucTynbl ¢ runoTanamuyeckoi ramapromon, M I'T. Kputepun gnarHoctukm

HacTopaxuBatowme B OTHOLLEHUM NPaBUNBHOCTY AMarHosa Kputepum
Mapametp 0b6s3aTenbHbIe KpuTepun
npu3Haku WUCKITKOYEHNS
MoVCTVib! lenacTuyeckme npucTynbl C MexaHnyeckum 6es-\Yactora npuctynos pexe 1 pasa B AeHb
pucty pafoCTHbIM CMEXOM, HE COOTBETCTBYIOLLIMM KOHTEKCTY

— WHTepukTanbHas 30T reHepanv3oBaHHOE Wi hokanbHoe 3a-

MefneHne pOHOBOI aKTUBHOCTW (3a MCKNKUYEHUEM HEMOCPELCT-
3r BEHHO MOCTUKTAmNbHOTO Nepuoaa);

— nKkTanbHas 30 NPy renacTIeckux NpUcTynax MoXeT OTCyT-
CTBOBAThb KOPPENALMS C faHHbIMN KTanbHON Q3T
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Bospact gebtota

Hauano B Bospacte > 5 net

CKuiA cTaTyc

PassuTvie fBHas 3afiepxka pa3suTUs B Hauane 3abonesanust
B nebtoTe
HeBsponoruye- OuaroBble HEBPONOMMYecKMe NposiBNieHUs (kpome napesa Togaa)

WUnn reHepann3oBaHHasa rMnoToHNsA

FvnoTanamuyeckas ramMapToma (Ansi NoATBEPXAEHUS

Heiposuayanu-
saups moryT noTpeboBaThLCH TOHKME Cpe3bl runoTanamuyec-
koit obnactu)
Teuenue dapmakopesncTeHTHas anunencus OTcyTCTBME PACCTPOICTB NOBEAEHMS, BKMIOYAs arpeccuio, UM-
Bonesnu NyNbCUBHOCTb W rMNepakTUBHOCTb

4.2.3. MupudokcuH-3asucumas AP, cesizaHHas ¢ mymayuell e 2eHe ALDHT7A1, M3 3P / Pyridoxine-dependent-DEE, PD-DEE, PD ALDH7A1-DEE. 3P9,
cesizaHHas ¢ deghuyumom nupudokc(am)uH-5"-gpocghama, obycnoeneHHbIM mymayuel e 2eHe PNPO, 153 3P3 / Pyridox(am)ine 5-phosphate
deficiency, P5PD-DEE, PNPO-DEE

KpaTkas xapakrepuctuka

Onuaemuonorus

OueHka 3aboneBaemocTu gocTynHa Tonbko ans M3 AP BcneacTane mytaumm B reHe ALDH7A1. 3aboneBaeMocTb, N0 pasHbIM UCTOYHUKAM,
cocTaensieT 1 cnyyai Ha 65 TbiC. XXMBOPOXAEHMIA, 1 Cnyyaii Ha 273 ThiC. XUBOPOXAEHUI Unu 1 criyyait Ha 783 ThIC. XXMBOPOXAEHMIA.
3abonesaemoctb 53 PJ HemsBecTHa

KnuHuyeckas
kapTuHa

Y nauwuenToB ¢ M3 3P3 un M53 3P3 Bckope nocne poxxaeHus nosiBNsTCs sHuedanonatus u cygoporit. Cynoporn MoryT HabnoaaTbest elle
B yTpo6e matepu. OaHako y 25 % nauueHTOB NUPUOOKCUH-3aBUCMMAs MUNENCHS MOXKET NPOSIBNATLCS BHE Nepuopaa HOBOPOXKAEHHOCTH, B
OCHOBHOM B nepBble 3 roAa XKM3HM, XoTs co06LLanock 1 0 MaHudecTaluu NpucTynoB B Bospacte 17 ner.

MauuenTbl ¢ M503 BP3 yacTo poxaarTcst HEAOHOWEHHBIMK, @ y naumeHToB Kak ¢ M3 APJ, Tak u ¢ M53 SP3 moryT nposiBNATLCS NpU3HAKKM
HeoHaTanbHoOro AMUCTPecca, PasfpaxuTENbHOCTb M PBOTA, MHOTAA C aUWMA030M M HU3KOW OLEHKOM Mo Lwkane Anrap, 4To NpuBOAWUT K
NoCTaHOBKe OLUMBOYHOTO AnarHo3a HeoHaTanbHON MMMOKCHYECKU-ULeMMYeckon aHuedanonatum (M3).

B cemeitHom aHamHe3e MmoryT 6biTe PM OPQ, Gecnnogue u cmeptb 6patbeB M cectep. Cyaoporn peswCTEHTHbI K CTaHAAPTHO
npumensiommes ASMN

Tunbl
npucTynos

Cynopory MoryT NposiBNSTLCS aHTE@HATanbHO B BUAE YPE3MEPHbIX ABWKEHMI Noaa 1 0BbIYHO NPOSBASIOTCA B NEPBbIE YAChl U BHW KU3HN.
MnapeHubl MOryT WMeTb auugo3 W [UNOTOHWIO, OfHAKO MPUCTYMbl MOTYT MPOSIBASATLCS YacTbIMKM, WMHOTAA HenpepbiBHbIMA,
MynbTU(HOKaNbHBIMU MUOKNOHUAMM, NOPAXAIOLUMIA KOHEYHOCTM, TYNOBULLE, ra3a W NULEBbIE MblllLbl. BO3MOXHbI pasnuyHble TUMb
NpUCTYNOB, BKMKOYas: hokanbHble NPUCTYMbI, CNasMbl, MaccuBHble GunatepanbHble (aCUMMETPUYHbBIE) MUOKIIOHUIM, reHepani3oBaHHbIe
TOHMKO-KNOHMYECKWe MPUCTYNMbl. Bpay, BMASA TMMNEPKUHETMYECKOrO, Kaxylyerocs BO3DYXAEHHbIM B COCTOSHWM AMCTpecca MrageHua
MHOro04aroBbIM MUOKMOHYCOM U Cnia3mMamiu, AOSMKEH NPOSIBNSATb HACTOPOXEHHOCTb B OTHOWEHNM M3 3P unn N593 3PJ.
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Y [eTeit cTapwero Bo3pacta AaHHbIE CMHOPOMbI MOrYT MpOSBAATLCS (DEGPUNBHBIMK, FEHepanu3oBaHHBIMU TOHUKO-KIOHUYECKAMM
CyAoporamu, anunenTYecknM CTaTycoM Wnm Knactepamu dokarbHbIx Cyaopor. Ecnu fo3el nupuaokcanb-5-chocdata nponyLueHbl Ui He
BBeAEHbl JOMKHBIM 00pasoM B CBA3W C Hanuumem pBOTb, nauueHTbl ¢ M5G3 3P MOryT MMeTb CMMNTOMATUKY, NpeanonaraioLlyto
BOBIEYeHIe 3aTbITOYHON CETM («LIBETHbIE OTHWY, UKTaNbHY0 CNenoTy 1 BbICTpbIe ABVKEHWS Ma3).

[NosiBneHne MHGaHTUMbHBIX CNa3MoB B Bonee NO3AHEM MMafeHYecKoM BO3pacTe pemko, HO 0 Hux cooblyanock npu M3 OPJ. Bonblioe
pa3Hoobpasue TUMOB NPUCTYNOB TPeByeT, 4ToDbI BCe AeTH C (hapMaKope3MCTEHTHbIMM MPUCTYNaMK B MNaleHYECTBE OLEHMBANMUCh Ha
npegmet Hanunyus M3 OP3 n N593 OP3. Hekotopble aeTv ¢ M3 3P MoryT YacTuyHo pearupoBath Ha ASM

[laHHbIe Q3

Y HOBOPOXAEHHBIX C TshKenol aHuedanonatveir npu M3 AP u M5¢3 IP3 Ha BbINONHEHHOW A0 NeveHust O MOXET UMETb MECTO NaTTepH
«BCMbIWKa-NoAaBneHue». B Apyrix cnyyasx MoXeT HabnoaaThCs 04aroBast Unu MynbTMOYaroBast akTUBHOCTb Ha (hOHE MeNIEHHON PUTMUKA.
Ecnu naupeHTy ¢ sHUedanonaTtueit BHyTPUBEHHO BBOAMTCS MUMPUAOKCUH (B naearne 310 AOMKHO ObiTb caenaHo nog koHTponem A3r), ero
HeobXoAMMo BBOAUTL TaM, rae pebeHOK MOXeET BbITb MHTYBUPOBAH AMns PECMIMPATOPHONM NOLAEPXKM, HA Cryvail ecru leYeHne BbI30BET
anHo3. A3l ¢ NaTTepPHOM «BCMbILLKA-MOLABNEHNEN UMK C MYNbTU(OKANBHLIMW OCTPLIMU MO0 CNaNkoBLIMM KOMNIEKCAMM NOCTe BBEAEHWS
NUPULOKCUHA MOXET NPUOBPECTY XapakTep Anddy3HO NOAABNEHHON PUTMUKK, NPU 3TOM MOXET NOTPeBGOBATLCS MHOMO YaCOB UMk AHEN AN
BO3BpaLLEeHs HOHOBO PUTMMKW K HOpManbHbIM 3HaveHusm. B ogHoi cepum cnyyaes y 1 13 30 nayneHToB Gbina onucaHa runcaputMms

Heiiposuayanu-
3auus

HeiipoBuayanu3sauus MoxeT ObITb 6€3 naTonoruyeckux NposieneHni, Ho kak npu M3 OPJ, Tak v npu N593 API 6onee NoNoBKHLI NALNEHTOB
umetoT aHomanuu Ha MPT. K HuM OTHocuTCs OTek 6enoro BewecTBa npu TsXembiX Chyyasx SHuedanonatu. Hanwuume
BHYTPVKENYA0YKOBOMO KPOBOU3NUSIHUS, PACLUMPEHUst KENYAOYKOB M TUMOMNasui MO3ONMUCTOrO Tenla MOXET MpUBECTM K olwmbkam B
AVArHOCTUKE CTPYKTYPHOM 3TMONOTMM 3nunencuu

['eHeTU4eCKME
1CCneaoBaHus

BonbLunHeTeo cnyyaes M3 OPJ cBsizaHo ¢ GuannenbHbIMKM MyTauusmi B reHe ALDH7A1, kogupytoLiem 6enok aHTUKBUTUH, MEHBLUMHCTBO
— ¢ buannensHbiMu MyTaumsmn 8 PLBP (paHee u3BectHoM kak PROSC). PaccTpoicTBO, paHee Ha3biBaBLLEECS NUNENCUeN C peakLneit Ha
¢honmHoByHo KMCNOTY, NpeacTaBnseT cobon dopmy M3 OPJ, ca3aHHyt0 ¢ MyTaumsmn B ALDH7AT, v nydlue 0TBeYaeT Ha NUPUGOKCUH, YeM
Ha (PONMHOBYIO KUCNOTY B OTAENBHOCTH.

[eduunt nupugoke(am)uH-5'-octrata cBsizaH ¢ GuannenbHbIMK MyTaLusimy B reHe PNPO.

Ecnn B COOTBETCTBYIOLLEM KITMHUYECKOM KOHTEKCTE UAEHTU(ULIMPOBAH OAMH NaTOreHHbI BapuaHT, TO CNeAyeT NPOBECTU MYNbTUNNEKCHYIO
3aBUCUMYIO OT NIUTMPOBaHWS aMNMEUKaLMI0 30HAA N XPOMOCOMHbI MUKPOMATPUYHbI aHanu3 Ans BbISBNEHUS BHYTPUTEHHbIX Aenewuuil,
Aeneunin Lienoro reHa unu Aynnukauuid, 3aTparvBaloliyx COOTBETCTBYHLUMIA reH Ha apyrom annene. [pu BbisBneHUN BapuaHToB
HeomnpeAeneHHoN 3Ha4MMOCTW B OLIEHKe MaToreHHOCTW MomoryT Metabonuyeckue uccneposanus. Mpu nocnedyrolwmx 6epemeHHOCTX
cnepyeT paccMOTPETb BO3MOXHOCTb NPOBEAEHUS aHTEHATaNbHOM reHeTUYECKOro TECTUPOBAHMS W NIeYeHNs MaTepy NMPUGOKCUHOM

[pyrvie
uccnenoBaHms

MeTabonuyeckoe TECTUpOBaHME: Takue GMOMapKepbl, kak anbca-aMMHOAAMNUHOBLIA nonyanbgerna (a-AASA) 1 nunekonuHoBas
kucnota, npu M3 3P3 noBbiweHbl B Moye, nnasme 1 CMX. B upeane obpasbl MOYM M Mnasmbl AOMKHbI OblTb B3ATbI 40 NEYEHMs
NUPUAOKCUHOM, OfJHAKO 3TO HE [JOMMKHO 3aJepXvBaTh Tepanuio B NOAO3PUTENbHbIX cryyasx. Mocne neveHus 3t Guomapkepbl MOryT 6biTh
CHIWKEHbI, HO ODbIYHO OCTAOTCH NOBbILEHHBIMW. Bonee HagexHbiM TectoM cumtaetcs a-AASA. C ucnonb3oBaHneM OMOMapKepoB M
reHeTUYECKOro TECTUPOBaHMS OTMEHA Tepanuu B kKa4eCTBe AUArHOCTUYECKOrO TECTa TENeph SBNSETCS YCTapeBLIMM NOAX040M
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TeueHne
3abonesaHus

OrpaHu14eHHble AaHHbIe U3 CEpUiA KMMHUYECKUX CIyvaeB W HabntofaTenbHbIX UCCNeaoBaHMIA NOKA3bIBaIOT, YTO AENUCTBYS, HANpaBneHHbIe Ha
CHIKEHWE YPOBHS NMU3WHA, BKMIOYas OMETY C OFPaHUYEHMEM NU3NHA U Tepanuto L-apruHMHOM, MOryT obecneynTb AOMOMHUTEMbHbIE
NPEUMYLLECTBA C TOUKM 3DEHUSI KOHTPOMS Had Cy[OpOramMit U BIUSHUS Ha KOTHWUTUBHblE (OYHKLUMW. HECMOTPS Ha afeKkBaTHbI KOHTPOMb
npucTynoB, y 6oNbLUMHCTBA NauueHTOB UmeeT MecTo YO pasninyHom CTeneHmn — OT NErkon 40 TSKEMoN.

Boree noaaHee Havano NPUCTYMOB CBA3AHO C MyYLLIMM NPOTHO30M /NS PA3BMTHASI KOTHUTUBHO COEPbI: OHA MOXET ObITh B HOPME Y NaLMEHTOB
kak ¢ M3 3P, Tak u ¢ NM503 OPJ, nebioT1poBaBLLKX B NO6OM BO3pacTe, YTO NOAYEPKMBAET BaXHOCTb PAHHErO W aleKBaTHOMO NEYEHNs.
Peunane npucTynoB MoXeT MPOM30iTM BO Bpemsi 3aB0neBaHuil, CONPOBOXOAOLMXCS NUXOPaAKOM, B 3TOT nepuof nevebHble Ao03bl
NUPUAOKCHHA CrieayeT YABOUTb.

OTMEHa NMUPUIOKCUHA MPUBOAMT K PELWAMBY CYAOPOr, NO3TOMY NeYeHne [OMKHO ObiTb MOXMU3HEHHLIM C KOppeKuWei 4o3bl Mo Mepe
HeobxoauMmocT. [lonroBpeMeHHOE UCMoNb3oBaHNWe NUPUAOKCHHA MOXET MPUBECTU K NepUdepnyeckon HeBPOMaTW, HO 3TO BCTpeYaeTcs
peLiKo, ecnu [03bl He npesbilwatoT 200 mr/cyT. CnepyeT perynsipHO OLEHNBATL ryBoKue CyxoxumbHbIE pecnekchl U MccresoBaTb HEPBHYIO
npoBoanMocTb. MauuenTbl ¢ M5P3 OP3 MoryT ObiTb Ype3BbIMaNHO YyBCTBUTENbHLI K [O3VMPOBKE W BPEMEHW MpueMa nupuaokcarnb-5-
thocchaTa, NpUYEM HEKOTOPbLIM NMOMOraeT MHOTOKPATHBIA NpueM B TedeHue AHs. Coobluanocs o uyppo3e neyvern npu NM593 OPJ, B cBsAaN C
3TUM HEOBXOAMM KOHTPOMb (hYHKLMM NEYeHN

CvHAPOM BUTaMWHO3aBMCUMOW (NMMPUOKCUH- NN NMPUAOKC(am)uH-5'-hocaT-3aBucumoit) AP ¢ paHHUM Havanom. Kputepun amarHoctukm

Mapametp

HacTtopaxwuBatowme B OTHOLIEHUN KpMTepVIVI

06s3aTenbHble KpUTEpUn
NpaBWrbHOCTY AuarHo3a npuaHaku UCKNIOYEeHUA

[Mpuctynel

BapuabenbHble TUMbl MPUCTYMOB, KOTOPbIE MOTYT BKIOYaTb:

— (hokanbHble/MynbTU(OKaNbHbIE MUOKITOHWK;

— SMUMENTUYECKUE CNIa3Mbl;

— reHepanu3oBaHHble TOHUYECKUE NPUCTYMbI;

— reHepanu3oBaHHble KIIOHUYECKUe NPUCTYbI.

Cynopory siBNsitoTCS (hapMakope3nCTEHTHBIMK W YacTbIMU (HacTo
NEPEXOANT B ANUNENTUYECKUI CTATYC), HO BbICTPO pearmpyoT Ha
nupugokeuH (M3 SPJ) unu nupugokcans-5-cocdar (M593 OPI)

a3r

WHTepukTansHas 330 aHoManbHas ¢ 3ameasnieHnemM hOHOBON PUTMUKM
1 dhokanbHbIMU/MYNbTUOKaNbHBIMKU Pa3psaaMu U natTTepHamm
«BCMbILLKa-N0AABMEHNe

Bospact febtota

Bospact >3 neT Ha MOMEHT Hauana (CyLiecTBylT
pegkmne opMbl B6-3aBucMon anunencum ¢ nosp-
HUM feboToM)
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HeBsponoruyeckuit OrtcyTcTBue sHUedanonatum 1 Bo3byaMmMocTy
cratyc
MoaTeepxaatoLme nabopaTopHble MCCneaoBaHNs MOTYT BKIOYATh:
— MeTabonmyeckue 1ccreaoBaHus: NOBbILEHHBIN YPOBEHb a-aMUHO-
MeTabonuyeckine |agunuHOBOrO nomyanbaernaa uiunu NUNeKoNMHOBON KUCMOTbI B MOYE,
W reHetndeckme  [nnasme n/unn CMX (M3 SP3) unu HU3kuit ypoBeHb NUpUaoKcanb-5-
uccnegoBaHus  dhoccpata B CMXK (M593 3PJ) unu
— reHeTu4ecKme CCneaoBaHnst: NaToreHHble BapuaHThbl reHoB
ALDH7A1 unv PLBP (I3 3P3) unu rera PNPO (N5¢3 3PJ)
TeueHte MpucTynbl, KOTOPbIE AEMOHCTPUPYIOT YCTONYMBOE 3aMETHOE CHIKEeHMe |HopmanbHoe pa3BuTHE HEPBHOM CUCTEMBI
GonesHn N NpekpaLLexmre Ha cborie npuema NupMBOKCUHA UK MUPUAOKCAMb-5-
ochata B Te4eHUe BCei KNU3HU

4.2.4. Cundpom degpuyuma mpaHcnopmeépa amoko3bl 1-20 muna / Glucose transporter 1 deficiency syndrome, GluT1 DS
KpaTkas xapakrepucTtuka

Onuaemuonorus

PacueTHas yactota GluT1 DS, nposiBnsitowascs anunencuen B MnageH4ecTse, coctaBnset 1 cnyyail Ha 24 TbIC. XMBOPOXAEHUA. TeM He
MeHee CMHOPOM B LienoM MoxeT 6biTb 6onee pacnpocTpaHeHHbIM, NOCKOMbKY MauuMeHTbl MOrYT NposBnsaTbCs B Gonee no3gHeM AETCKOM
BO3pacTe W C CUMNTOMaMU, OTIINYHBIMM OT Cya0por

KnuHuyeckas
kapTuHa

Y MnageHUeB MOXET ObiTb MHOXECTBO PasnuuHbIX TUMOB MPUCTYNOB, HO reHepanu3oBaHHbIe MPUCTYMbl BCTPEYAKOTCS Yalue, YeMm
tokanbHble. GluT1 DS cnegyet nopo3spesathb y noboro pebeHka ¢ anunencueir v gBuratenbHbIMW paccTponcTBamu. B aHamHese mMoryT 6biTb
CYBOpOr, CBSA3aHHbIE C FONI0AAHUEM U/U NOSBNSIOLLMECS PaHHAM YTPOM.

[lpyrvie Krtoum K MarHOCTUKe BKIKOYAloT cakkaAbl B PaHHEM MIafeHYecTBe, COCTOsLNE M3 BbICTPbIX PasHOHANPaBMEHHbIX JBWKEHWIA a3,
COMPOBOXAAEMbIX ABVKEHUSMI FOMOBbI B TOM e HanpaeneHuu, a Takke Mukpouedanuio B 50 % cnyyaes unu 3amMeaneHne Temnos pocta
rONoBb.

[lnarHo3 noaTeepxaaeTcs MombanbHONM NyHKLMEN, BLISBASIOLIEN HU3KUIA YPOBEHb MMIOKO3bI C HOPMAarbHbIM MW HU3KMM YPOBHEM NakTaTa
B CMX nocne 4—6-4acoBoro ronogaqus Ha hoHe HopMarnbHOrO YPOBHS MMHOKO3bl B kpoBy. Mpu GluT1 DS 3HaueHmMs 5-ro NpoLeHTUns ypoBHS
rnioko3bl B CMX HaxogsTcs B ananasoHe ot 1,8 4o 2,9 MMorb/1, @ 3Ha4EHNs COOTHOLLEHMS YPOBHS rmtoko3bl B CMIXK 1 nnasme — B nanasoHe
ot 0,41 go 0,51. Mpyu HanU4UM BbICOKOTUMMYHOTO (hEHOTUNA C NaTOreHHbIM BapuaHToM reHa SLC2AT niombanbHas MyHKUMS MOXET He
noHagobutbes. Mpu anunencuu, cesdandHon ¢ GluT1 DS, ¢ no3gHMM Hayanom ypoBeHb rtokodbl B CMXK MoXeT ObITb He TakuM HASKUM

Tunbl NpUCTynoB

[eHepanu3oBaHHbIe MPUCTYMbI 00bI4HO  ObIBAKOT  MMOKIOHWMYECKUMM, MUOKITOHUKO-aTOHUYECKMM, reHepann3oBaHHbIMKU  TOHWKO-

KNOHWYECKUMU, aTUNUYHBIMK UKW PaHHUMKU abcaHcamu.
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MauueHTam ¢ aBcaHcamn C paHHUM HauanoM (B Bo3pacTe A0 3—4 NeT), YacTo C MUOKIOHUYECKUM KOMMOHEHTOM, CrieflyeT NpOBOAMTH
niombanbHylD MyHKUMIO M TeHeTWYeckoe uccnegoBaHne. Kpome TOro, [AaHHbIi CUMHAPOM  ChiedyeT paccMaTtpuBatb y Iny C
thapmakope3ancTeHTHOM abcaHcHo anunencuent (JAS) unu anunencueit ¢ MMOKMOHWKO-aToHUYeckumn npuctynamu (OMATT), ocobeHHo npu
HamM4MM KOTHUTMBHBIX HapylweHuid. Takke coobwanock 06 anunenTUYeckUX Cnasmax M reHepanua3oBaHHOM TOHMKO-KMOHUYECKOM
anunenTUyeckom craryce y naumentos ¢ GluT1 DS.

Takum 0bpasom, Hanbonee xapakTepHbl reHepanu3oBaHHble npunagki (B T.4. abcaHchl ¢ [e6loToM [0 3 NeT) C MMOKIOHUYECKUM
KOMMOHEHTOM, BO3HUKAIOLLME MO YTpaM W NOCME ronoAaHms

[aHHble 3Ar

WnTepukranbHas O3 yacTo B HopMme. VIMetoTcsl HekoTopble [aHHble O BO3PAaCTHbIX M3MEHEHWUSIX C O4aroBbIM USTU FeHepani3oBaHHbIM
3amMefrieHneM (HOHOBOW PUTMUKW B MNafEHYECTBE, C NPEPLIBUCTBIMU (hOKaNbHBIMI UTU FeHepannu3oBaHHbIMY Criaitkami ¢ NoCreayoLmMu
MeLNeHHbIMY BONHAMU Wk 6e3 HUX.

Y neTeit cTaple 2 neT HabnogaeTcs reHepanu3oBaHHas Craiik-BONHOBAs aKTMBHOCTb 4acToTol 2,5—4 T MockonbKy rmioko3a npoxoauT
CKBO3b reMaToaHLedanmyeckuit 6apbep, B HEKOTOPbIX CyYasx NpeanpaHananbHble HapyweHus Ha A3 MOryT yMeHbLWUTLCS NpY NpueMe
NULWM BO BPEMS 3anucy, a (POHOBAS PUTMUKA MOXET BbITb MEHEE aHOMAmNbHOW Ha KETOreHHOI aneTe

Heiiposuayanu-
3auus

MpubnusutensHo y 25 % nauueHToB MpW HEMPOBU3yanu3auuu BbISBMAKTCA aHOManuM, BKOYas rMNepUHTEHCUBHOCTb MOAKOPKOBbIX U-
BOJIOKOH, BbICTYNaHue nepuBackynsipHbIX MPOCTPaHCTB BupxoBa, BbICTynatoLye xenyAaoyK/ U 0TCTaBaHue B MUENUHU3aLMN OTHOCUTENBHO
BO3paCTHOI HOpMbl. MO3MTPOHHO-aMUCCUOHHAs Tomorpadma (MIT) ¢ 18F-ge30KCUIMIOKO30/ MOXET NoKasaTh creunuduyeckie npuaHakm
BM3yanu3aLym, BKMI0Yas CHXEHWe cUrHana oT Kopbl FOIOBHOTO MO3ra, MO3XEUka M Tanamyca C 04eBUAHbIM NOBBILIEHNEM YPOBHSI TTHOKO3bI
B CTpUatyme

[eHeTnyeckne
“ccneaoBaHus

AHanu3 nocneaoBaTenbHOCTU FeHOB BbISBISIET FETEPO3UTOTHbIE (QOMUHAHTHBIE) M — PEXe — PELIeCCUBHbIE NaToreHHble BapuaHTbl SLC2A1
B 81-89 % cnyyaes. Ewe B 11-14 % cnyyaeB Aeneuun wnu Jynnukauuu B reHe MOryT ObiTb MOEHTUULMPOBaHbI C MOMOLLbIO
MYNbTUNNEKCHO 3aBUCMMOI OT NIUTMPOBaHWS aMnMcMKaLmMM 30H4a U XPOMOCOMHOO MUKPOMATPUYHOTO aHanusa.

[Tpn 04eHb XapakTepHOM KIMHWUYECKOM (heHOTUNE, HO Be3 ANarHOCTUYECKN 3HAYNMBIX Pe3ynbTaTos MioMBanbHON NYHKLMM U TEHETUHECKOrO
TECTUPOBaHWUS CnefyeT paccMOTPETb BO3MOXHOCTb NPOBEAEHUS APYTX UCCNEAOBAHWIA, BKIKOYAS TECTbI Ha NOIMOLLEHNE SPUTPOLUTaMU
“3MepeHue CoaepxaHns NepeHocymka rmiokoabl 1-ro TUna Ha NOBEPXHOCTM SPUTPOLIMTOB

TeueHne
3aboneBaHusi

MpuCTyNbl BapbUPYHOT MO YaCTOTe OT HECKOMbBKUX B iEHb A0 HECKOMbBKMX B rof M ycTorumBbl k ASM. YacToTa npucTynoB MMeeT TEHAEHLMIO K
CHWXEHMIO B IETCTBE M B3POCIOW XU3HM, KOraa Ha NepBbIil nnaH MoryT BbicTynatb YO, ABUraTenbHbIE paccTPONCTBA U MUMPEHD.
MonHOCTBI0 KOHTPONMPOBATL CyAOPOY CNIOCOGHa KeTOreHHas AveTa C afeKBaTHbIM KETO30M. XOTS AaHHas Tepanisi MOXeT MUHUMU3NPOBaTh
[anbHENLIee CHIKEHWUE KOTHUTUBHbIX (DYHKLMIA, MHOTME NALMEHTbI BCE e UMEIOT YMCTBEHHYIO OTCTaNoCTb PaNNYHOM CTeneHu
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CuHapom aedmuuta TpaHcnopTépa rnko3bl 1-ro Tuna, GluT1 DS. Kputepuu auarHoctuku

HaCTOpa)KVIBaIOI.I.IVIe B OTHOLLUEHUK

Kputepum uckntoueHus
NpaBuNbHOCTY AMarHo3a NpuaHaki

Mapametp 0O6s3aTenbHbIe KpUTEPUN

Cynopori, KoTopble MOryT 6biTb (hokanbHbIMM

MpucTynbi usu reHepan13oBaHHbIMK, BKIoYasi abCaHcbl

(YacTo HaunHatTCS B Bo3pacTe [0 3 fleT)
HeBponoruyeckuii OyaroBble HEBPOMOTUYECKIE CUMNTOMBI (KPOME Nnapesa
cTaryc Toppa)
Metabonnyeckue n |— Huskuii ypoeHb rmioko3sl B CMX HaTowwak u [pyras 3a0oKyMeHTMpOBaHHas
reHeTMyeckue COOTHOLLEHMS rMtoko3bl B CMXK 1 nnasve unu 3TMOMNOTYS FTUMOTAIMKOpaXum
1CCref0BaHNS — naToreHHbIit BapuaHT reHa SLC2A1

YMCTBEHHas 0TCTanocTb — Cynoporiu, KoTopble KOHTPONMPYHTCS

nekapcTBEHHbIMU CPELCTBAMY;
— OTCYTCTBME YNyYLLEHUS IPU KETOTEHHOW VETE;

— OTCYTCTBWE ABUraTeNbHbIX PACCTPONCTB, TAKMX Kak
aTaKcusi, Bbl3BaHHasH PU3NYECKON HArpy3Koii,
napoKcuamarbHas ANCKUHE3Ns, AUCTOHMS

TeueHune 6onesHu

4.2.5. Cundpom 3PJ, cesasaHHoll ¢ Mymayuell 8 2eHe CDKL5, CDKL5-3P3 / CDKL5-DEE. 3P3 2-20 muna no OMIM
Kpatkas xapakTepucTuka

CDKL5-3P3 BcTpeyaeTcs peako, C pacyeTHot YacToTol oT 1 cnyyas Ha 40 Tbic. o 1 cnyyas Ha 60 Tbic. Xu1BOPOXAEHMIA. [laHHbI reH
Onugemuonorust  |cLenmneH ¢ X-XpOMOCOMOM, U KonM4ecTBO 6ONbHbIX AEBOYEK MPEBLILLIAET KOMMYECTBO GOMbHBIX MANbYUKOB B COOTHOLIEHWM 4:1, T.K. Ans
MHOTUX MYXCKUX NNofoB 3aboneBaHne cMepTenbHO

CpegHuit Bo3pacT Havana npucTynos cocTaenseT 6 Hef., B 90 % cnyyaeB AebioT MmeeT MecTo B Bo3pacTe A0 3 Mec.

Mpobriemsl B pa3suTum peberka NpuCYTCTBYOT U HA MOMEHT febtoTa 3aboneBaHus, HO CO BpEMEHeM CTaHOBATCS Goree BbIPaXEHHbIMU.
WctnHHas perpeccus BCTpeyaeTcs pefko. Hesponornieckoe obcriefjoBame Ha MOMeHT fiebioTa nokasbiBaeT Andidy3Hy0 TMNOTOHMIO, HO
HOPMarbHYK OKPYXHOCTb TONoBbI. PacnpocTpaHeHbl KOPKOBbIE HapyLLEHWs! 3PEHNSA C NNOXUM 3pUTEMbHBIM KOHTAKTOM W OTCYTCTBUEM
BM3yarnbHOTO OTCNEXMBAHMS.

Tatoke Gbinn onucaHbl ToHKMe AUCMopdmryeckue YepThbi C ryBoko NOCaXEHHbIMM rnasamy, WMPOKMUM NBOM, BbiCTynatowmmm rybamu,
rny6okiMm xenobkom Mexay ryboi 1 HOCOM, «3a0CTPEHHBIMMY C NYXMbIMW (panaHramu nanbLamm

Knunnyeckas
KapTuHa
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Tunbl npucTynos

HayarnbHblit TMN NPUCTYNOB MOXET BbiTb pasHbIM, HO Yalle Bcero HabmniopatoTcs TOHUYECKMe NPUCTYMbI, CNa3Mbl, FreHepan13oBaHHble
TOHMKO-KNOHMYECKWe uni chokanbHble NpucTynbl. Co BpeMeHeM MOTyT BO3HMKATb W Apyrue TUMbl MPUCTYNoB. Y BoMbLUNHCTBA OTMEYatoTCs
TOHUYECKWE NPUCTYMbI U/UTU 3NUNENTUYECKME CNa3Mbl.

OpnHUM 13 xapakTepHbIX TUMOB NPUCTYMOB, HabMo[aeMbIX BO MHOTWX, HO He BO BCEX CrlyyasX, ABNSIOTCH NocneaoBaTtenbHbIe NpUCTYMbI
C (PEHOTUNOM  «rUNEepKUHETUYECKME-TOHMYECKME Ccna3Mbly. [lepBas 4acTb Takoro MPUCTyNMa HauMHaeTcs C rMNepMOTOPHOM
(runepkmHeTMYeCKoi) (hasbl ¢ packaumBaHUeEM, NUHKaMKM 1 Bokanusaumeir, kotopas anutcs 10-60 c. 3atem cnepyeT ToHMyeckas asa
nmbo ¢ pasrnbaHmem Bcex KOHEYHOCTEN, MO ¢ pa3rnbaHnem BEPXHINX KOHEYHOCTEN 1 crubaHneM HUKHUX NpoJommknUTENsbHOCTLI0 20—45 C.
lMpucTyn nepexoauT B cepuio cna3mMoB pasrubartenen, kotopble AnsTcs 1—15 mMuH. MogobHbIe NPUCTYNbI, KOTOPbIE BKKYAKOT HECKOMBKO
ha3 C knacTepusaLpeit TOHNIECKMX CYAOPOr U CMa3MOoB, HO C Pa3NUYHLIM MOPSAKOM CEA0BAHUS PasHbIX TUMOB MPUNAAKOB, SBASKTCA
06blyHbIM SBMeHneM. [pu BbileykasaHHbIX MpucTynax obblMHO HabniopaoTcs BereTaTWBHblE CMMNTOMbI C MOKpPACHEHMEM nnua,
pacLUMPEHNEM 3paYKoB U HEPErynspHbIM JbixaHueM. Co BpeMeHeM MOryT HabniogaTbCsl KNOHUYECKUE, MUOKITOHNYECKIe, aTOHNYeckue
MpUCTYMbI M aBcaHchl.

XapaKTepHo, 4To anunencus, ceasaHHas ¢ CDKL5- OPJ3, npoxoauT 3 nocnefoBatenbHble CTaguu:

1) paHHee Hayano anunencuy ¢ KOPOTKUMIM TOHUYECKUMM NPUCTYNaMK, YacTo C NOKPACHEHMEM NLa;

2) anunenTyeckas aHUedanonaTms ¢ TOHUYECKUMI NPUCTYNamMm 1 MH(aHTUNBHLIMK CNasMamu;

3) no3aHas MynbTMdoKanbHas U MUOKNOHMYECKAA SNUMENcUs C TOHUYECKUMU U/unu MynbTUAOKaNbHBIMU NPUCTYNaMK, MUOKITOHIEN,
abcaHcamu.

Takum 06pa3om, xapakTepHbl NONMMOPGHbIE NPUNaaKW (TOHUYECKWE MPUCTYMbI, AMUNENTUYECKUE CNasMbl, MUOKMOHUM U Ap.), KOTOpble
M3MEHSIOTCS B TEYEHMe TPEX CTaauii 3abonesanus

[laHHbIe 33

B 1-#t cragum uHTepukTansHas 3 HopManbHas, HO Ha MKTaNbHbIX 3aMMCsX MMEET MECTO reHepanu3oBaHHOE 3aTyxaHue ¢ nocneaytLye
ObICTPOIt aKTUBHOCTBIO B NIOGHBIX UMM LIEHTPanbHbIX 06n1acTsix BO BpEMSst TOHUYECKOrO NpucTyna. Ha aToil cTagum He HabnioaaeTcs naTTepH
«BCMblILUKa-NOAABNEHNEY.

Ha 2-i1 ctagum unTepukTanbHas O3 pesko M3MeHeHa, C ABYCTOPOHHWUM WM reHepanu3oBaHHbIM 3amMeAneHneM, CO Cnaikamn wunm
nonucnankamu. Ha aTon cTagum 0 Hanuuuy NaTTepHa «BCMbILLKA-NOAABNEHMey COOBLLANOCh PeLKo.

Ha 3-7 cTaguu Ha uHTepukTansHon 3 MMeeT MecTo Anddy3Hoe BbICOKOAMNAUTYAHOE AeNbTa-3amMeAneHne C NCeBA0NEPUOANYECKAMM
BCMNeckamMn CnaiikoB, NOMMCNANKOB W KOMMEKCOB «CMank-BONHA», KOTOpble MaKCUMarbHbl B LEHTParbHON, BUCOYHOM UMM BUCOYHO-
3aTbINIOYHON 0bracTy

[eHeTnyeckne
“ccneaoBaHus

[ns noaTBepxaeHns anarHosa CDKL5-3P3J HeobXoguMMO yCTaHOBWUTL MAaTOTEHHbIA UMK BEPOSTHO MATOreHHbIN BapuaHT reHa CDKLS|
(coobLjanock 0 MHOXECTBEHHBIX MyTaUMsIX LAHHOTO reHa y naumeHtoB ¢ CDKL5- OPJ). [laHHble 0 KOppensiuum «reHoTUn—deHoTMn»
OrPaHWYEHHbI, OAHAKO MMCCEHC-MyTaLuW MOTYT KOpPEnuMpoBaTb C HECKONMbKO MEHEe TshKenbIM PacCTPOMCTBOM, YEM YKOPOYEHHble

BapuWaHTbI reHa
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Onurencust 06bI4HO ocTaeTcst pe3ncTeHTHol K ASIM, 1 y BOMbLUMHCTBA MALMEHTOB OTMEYAETCs TsiKeNas YMCTBEHHas OTCTanocCTb.
Y GonblUMHCTBA GOMbHBIX MPOAOMKANTCA EXeOHEBHbIE MPUCTYMbI, PEAKUE MepUodbl UX OTCYTCTBUS MPOAOIMKUTENBHOCTLI0 40 2 MEC.
TeuyeHue 11 Bonee 0TMEYaIOTCSt MEHEE YeM B MONIOBUHE CIy4aeB.

3aboneBaHust CamocTosiTenbHas xoabba v cnocoBHOCTb rOBOPUTL OTAEMbHLIMM CMOBaMM AOCTUraeTcs MeHee yem B 1/4 cnyyaes. [BuratenbHble
pacCTpoICTBa, BKIHOYast XOPE0aTeTo3, akaT3unio, AUCTOHMIO U NapKMHCOHNU3M, MOTYT HabnioaaTsCs Y MEHBLUMHCTBA NALMEHTOB. Y MYX4MH
3aboneBaHue NpoTeKaeT Gonee TAKENO

Cunppom 3P, cBA3aHHOW ¢ MyTaumen B reHe CDKLS, CDKL5-3P3. Kputepun anarHocTukm

HactopaxwuBatowue B OTHOLLIEHUN

Mapametp 06s3aTenbHble KpUTEPUK Kputepun ucknioyeHus
npaBUILHOCTY AMarHo3a npusHaku
MpuCTynbl MOTYT BKIOYaTL TOHUYECKME CYAOPOTH, OTcyTCTBUE 3NUNENTUYECKUX CMa3MOB Ha 1-M
3NUNENTUYECKME CNa3Mbl, MUOKITOHIM, FeHepanu3oBaHHble rogy Xu3Hu
Movcrymb TOHUKO-KMOHMYECKWE U/unn MyﬂvbTMd)OK?ﬂbele CYAOpOTH.
MpucTynbl ¢ NocnesoBaTenbHON CMEHOM TMNEPMOTOPHBIX
NpUnagKoB, TOHUYECKIX NPUCTYMOB M CNia3MOB XapaKTepPHbl, HO
He BO BCEX Cnyyasx
33r HopmanbHas ¢oHoBas akTuBHOCTb Ha ST 6e3
VHTEPUKTaNbHbIX PaspsgoB nocne 4 Mec.
Bospact gebtota Hayano anunencuum B Bo3pacte >3 Mec.
Passutue B HopmanbHoe passutie 4o Havana
aebrote 3abonesanus
HeBsponoruyeckuit HopmanbHblii ToHyc. OTCyTCTBME
cratyc 3HLedanonatim

l'eHeTnueckmne MaTtoreHHbIN BapuaHT reHa CDKLS (cuenneHHbin ¢ X-
“ccnegoBaHus XPOMOCOMOIA, OTHOLLEHME KEHCKOTO nona K Myxckomy 4:1)

— dapMaKopesnCTeHTHas anunencus;

— YMCTBEHHas 0TCTanoCTb OT yMEPEHHOW O TSXENON CTeneHu

TeveHne GonesHu
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4.2.6. Cundpom 3PJ, cessaHHoll ¢ Mymayuell 8 2eHe KCNQ2, KCNQ2-3P3 / KCNQ2-DEE. 3P3 7-20 muna no OMIM
KpaTkas xapakrepucTtuka

Onupemuonorus

3abonesaemocts KCNQ2-OPJ HeunsBecTHa

KnuHuyeckas
KapTuHa

Havano npuctyna npuxoauTcs Ha nepBble HECKOMbKO AHEN XM3HU B KOHTEKCTE TSHKEMON HeOHaTanbHON 3HLedanonatum ¢ OTKNOHEHUSIMU B
HeBponornyeckom cratyce u noseaeHun. Cyaoporn obbl4HO He pearvpyloT Ha npenapaTtbl NEpPBOW NUHUK, Takue kak ceHobapbuTan.
lMpenapatbl, GnokMpyowme HaTPMEBbIE KaHanbl, Takie kak kapbamasenuH n peHUTOMH, criedyeT npy AaHHON KMMHUYECKON KapTuHE
paccMaTpuBaTh kak HeobXoauMble Ans paHHEro NPUMEHEHNs

Tunbl NpUcTynos

Hambonee yacto HabniogaloTcs hokanbHble TOHUYECKME NPUCTYMbl. Takke XapakTepHsl NocneaoBaTeNbHble okanbHble NPUCTYMbI B
OCHOBHOM C TOHWNYECKIM KOMMOHEHTOM, HO TaKKe U C TOHUYECKUMI, KNOHUYECKUMM, MUOKIOHUYECKAMU UNN BereTaTUBHBIMU NPOSIBNEHNAMM C
anHod W WKTambHbIM MnayeM. Y HEeKOTOpbIX NauMeHTOB Oblnu 3aperncTpupoBaHbl anunenTUyeckne cnasmbl, ogHako npn KCNQ2-OP3
asontouns B CUIC HabntogaeTcs pexe, yem npu apyrx Tsxkenbix PI. Takum obpasom, Hanbonee xapakTepHsl hokanbHble TOHNYECKUe
npunagku, YyBCTBUTEMbHbIE K GrIOKaTOpaM HaTpUeBbIX KaHamNoB.

Cemwonorus npuCTynoB Y HOBOPOXAEHHBIX cXofHa ¢ Takosoi npu CIMUY, ogHako YacTota NpucTynoB, aHoManm hoHOBOIA pUTMUKM Ha QI
11 OTKITOHEHWS! OT HOPMbI MpK HEBponoriyeckoM obeneaoBaumn npu KCNQ2-OPJ no3sonsioT pasnuyath JaHHble CUHOPOMbI

MMatTepH «Benbiwka-nogaBnexne» Ha AI, KOTOPLIN BpeMeHaMU MOXET ObiTb aCUMMETPUYHbIM, 0TMeYaeTcs Gonee yem B 60 % cryyaes.

[anHble 33 .

B apyrux cnyyasx moryT Habnioaatses MynbTudoKanbHbIe aHOManumu, BKoYas cnaiiku, 0CTpble BOMHbI M reMUCHEPUYECKYHO CYNPECCHIo
HeMpoamayank- B HeonaTanbHoM nepuoge natonorus Ha MPT moxeT Habniogatbes B GasanbHbIX raHrmMax unu Tanamyce. B HekoTopbIX cryyasx
sal OTMEYaeTCs TMMNEPUHTEHCUBHOCTb CUTHara, Haﬁmovqaemaﬂ Ha MOCMIEA10BaTENbHOCTAX T1 B BnegHom Lape, kKOTOpas MOXET CO BPEMEHEM

ncyesHyTb. MimetoTcs coobLyeHns 0 Hanuumum nerkoit aTpodum No6HOM AONM U TOHKOM MO3ONUCTOM Tene
l'eHetnyeckne  |MucceHc-myTaumu de novo B onpegeneHHbix obnactsx («ropsiumx Toukax») reHa KCNQ2 Bbi3biBalOT BOMUHAHTHO-HeraTuBHyto, Gonee
“ccnefoBaHUs  |CEPbE3HYHD NOTEPHD (PYHKLUMM KaHana, Yem Habnogaemas npu CITHI

Cynopory MOryT YaCTMYHO UMK MOMHOCTBIO KYNUpoBaTbCs BiokaTopamu HaTpUEBbIX KaHanoB. MpUCTynbl YacTo KynUpYHTCS, TeM He MeHee
Teuetue OTMENatoTCs YMepeHHble UNK TSXEnble HapyleHUs pa3BuTUA. bornee YeM y MONOBMHBI NALMEHTOB MPUCTYMbI MCHE3AIOT B BO3pacTe OT
sabonesanng | ECKOMBKAX MECALEB [0 HECKOMbKAX NeT. [MockonbKy reHeTUdeckue WUCCnenoBaHWUs CTaHOBATCS Boree AOCTYMHbIMK, BEpoOSTHO, byaet

BbISIBNIEHO Bonblue NpoMexyTouHbIx cryyaes mMexay CI1 HO u KCNQ2-DEE. Bonee msrkue eHOTUMbI MOTYT HabniogaTthest B Cryqasx
Mo3auumama
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Cunppom 3PJ, cBa3aHHOW ¢ MyTaumen B reHe KCNQ2, KCNQ2-3P3. Kputepun gnarHocTukm

HacropaxuBatowme B OTHOLIEHUM

MNapameTp O6s3aTenbHbIe KpUTEPUM Kputepun nckniovenus
NpaBuMIbHOCTY AnarHo3a npuaHaku
MMpucTynel ToHWYEeCKNE, MUOKIOHUYECKWE U/unu Apyrve dokanbHbIe NpucTynbI
391 MMaTTepH «BcnbIwWKa-NoAaBneHney, Moo MynbTUdoKanbHbIe
paspsgbl; AnddysHoe 3ameaneHue
Havano nocne 1-1 Hegenu XusHn
Bospact y .
<3 mec. (CKOpPEKTUPOBAHHbI reCTaLMOHHBIN
nebtota
BO3pacT)

Hesponoruye- |OuyeBnaHas Ha MOMEHT Hayana 3aboneBaHus 3aaepkka pa3BUTMA  |HopmarnbHbI HEBPOSIOrMYECKUIA CTATYC
CKMIA CTATYC ~ [HEPBHOW CUCTEMbI UNK JHLeanonaTns
'eHetnuyeckne |MatoreHHbin BapuaHT reHa KCNQ2

nccnenosaHuns
TeyeHve AHomanbHoe passutune HepBHOVI CUCTEMbI C YMEPEHHbIMU Unn
GonesHu BbIP@XXEHHbIMW HapYLLEHNAMU

4.2.7. KnacmepHas anunencusi, cesizaHHasi ¢ Mymauyueli  2eHe PCDH19, PCDH19-knacmepHas anunencus / PCDH19 clustering epilepsy
KpaTtkas xapakrepucTuka (paHee npumeHsBLnecs Hassanus: PCDH19-xeHckas anunencus / PCDH19-female epilepsy, PCDH19 knactepHas anunencus
nesoyek /| PCDH19-Girls Clustering Epilepsy)

[laHHble 0 3aboneBaemMoCTH OrpaHUYEHHbI, HO B OAHOM UccrepoBaHun cooblyaetcs 06 oueHke 3abonesaemocTv B 1 cnyyvait Ha 42 Thic.
ONWAEMMONOTUST [KMBOPOXAEHMIA. B BOMbLUMX KOrOpTaX XEHLUMH C KnacTepamu Cy[opor, Bbl3BaHHbIMU NIMXOPaAKOM, YacToTa NaToreHHbIX BapUaHTOB reHa
PCDH19 konebnetcs o1 2 o 20 %

KnuHuuyeckas Mpuctynbl 06bi4HO AebloTupyioT B Bo3pacTe A0 1 roga, cpedHuit Bospact coctaenseT 10 mec. (1,5-60 mec. y gesouek). Passutie u
KapTuHa HEBPONOTMYECKMIA CTATYC B Havane 3ab0neBaHNs He OTKMOHSIIOTCS OT HOPMbI. OKPY)XHOCTb FOMOBbI B HOPME

B Hayane anunenTuyeckue NPUCTYMbl HOCAT (hOKaNbHbII XapakTep, CONPOBOXAAKTCS TOHUYECKMM pa3ruGaH1eM niey, OTKIIOHEHWEM FONOBbI
¥ rnas, 6regHOCTbIO NNLA, BbIpaXeHUeM CTpaxa U Kpukami, O KOTOPbIX CooBLLaeTcs Y NonoBMHbI NaLUMEHTOB. Takke MoryT HabniogaTtbes
aTUnUyHble abcaHcbl. MpUCTynbl BO3HUKAKOT B BUAE KNACTEPOB, YacTo CBA3AHHbLIX C MXOPaaKon (kak 1 npu cuHapome [ipase), umetotcs
COOBLLEHIS O BO3MOXHOCTI Pa3BUTUS SMUMENTUYECKOrO CTaTyca

Tunbl NpUCTynoBs
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[aHHble A

Ha nHTepukTanbHoi 31 pernctpupyeTcs MeaneHHas (oHOBas akTMBHOCTb C PeaKMMU dhokanbHbIMK Criaiikamu U MeANEHHbIMU BOMHAMMK,
yacToTa KOTOpbIX YBENUYMBAETCS BO BpeMsi knacTepos. C BO3pacTom (DOHOBAS aKTUBHOCTb MOXET HOPManu3oBaThCs.

Y 1/3 naumeHToB HabnofaeTcs hoTonapokcuaManbHast PeakLys, 1 y HEKOTOPbIX OTMEYAKTCS reHepani3oBaHHbIe BCTIbILLKM Craiik-BOMHOBO
aKTUBHOCTM.

MapokcuamanbHasi akTMBHOCTb, 3aperucTpupoBaHHasi Ha MKTanbHOW O3, yacTo BO3HWKAET B BMCOYHbIX 0BNACTsX, HO TakKe MOXeT
HabnogaTbCs B TEMEHHO-3aThINOYHbIX, NOBHBIX WK LEeHTpanbHbIx obnactsx. B 1/2 cnyyaes npucTynbl kaxyTcs okanbHbIMU, HO Ha QA
NMoXo naTepan1aoBaHbl UK NOKanM3oBaHbl

Heiposuayanu-
3aums

B Hauane 3abonesaHust MPT 06bI4HO B HOpMe

MeTabonu-
yeckvie u
reHeTU4Yeckme
1CCneaoBaHus

Croiknx MeTabonuyeckux HapyLLEHt He 0BHapYXEHO.

[MepBoOHavarnbHo natoreHHble BapuaHTbl reHa PCDH19 Bbinn o6HapyxeHbl B 60MbLMX POAOCTOBHbIX, B KOTOPbIX MUNENCII0 1 YMCTBEHHYIO
0TCTanoCTb UMENU TOMbKO XEHWMHbI (AMUNENCUS Y XEHIUMH C YMCTBEHHOI OTCTanocTbio). B HacToslee Bpems NpUMEPHO MoNoBMHA
3aperncTpUpOBaHHbIX CriyYaes NpuxoauTcs Ha MyTaummn de novo. Xots reH PCDH19 pacnonoxeH Ha X422, 3T0 COCTOSIHWE UMEET HeObbIUHbIi
CLEnmeHHbI ¢ X-XpOMOCOMON TUN HACrneoBaHus, He 3aTparvBaloLLmMii NepeaaloLlinx ero MyxyiuH. [opaxaloTcs TONMbKO reTeponroTHbIe
KEHLUMHBI M «MO3aUYHbIe» MYX4MHbI U3-3a NpeanonaraeMoi KreTouHoin MHTepdepeHLn. Ha cerogHsLLIHUA AeHb U3BECTHO O HECKOMbKUX
BonetoLLx Myx4MHax ¢ nofobHbIM heHOTUMOM (B Hay4HOI IuTepaType onucaHo 9 Takux cnyyaes).

SMC1A-3P3 MOXeT MMUTUPOBATH KacTepHyto anunencuio PCDH19 n nposiBnsTbCS ANUTENbHBIMU KNacTepamn MHOXECTBEHHBIX (OKaNbHbIX
1 reHepan13oBaHHbIX NPUCTYMOB, YCTONYMBLIX K ADT, MHOrAa ANSLLMXCA HECKOMbKO AHeR. MnageHLbl C 3TUM pacCcTPOCTBOM UMEIOT TSKENYI0
3HUecbanonaTuio pasBUTUS 1 Nerkie aMCMopuyeckiue YepTbl

TeueHne
3aboneBaHus

MpuCTyNbl BO3HUKAIOT KracTepamy, MpOBOLMPYIOTCA NMXOPaAKoM W yacto peaucteHTHbl k AJM. Mocrie nepeoro aecatunetus oBbIYHO
MPOMUCXOAUT CHIKEHWE YACTOTbI KNAacTepoB MPUCTYNOB HE3aBUCUMO OT MEYEHMs!, @ PEMUCCUS MOXET HacTynuTb No kpaiHei mepe y 1/4
BOMbHbIX, 0BbIYHO B MOAPOCTKOBOM U 3pEIOM BO3pacTe.

MpW3HaKI YMCTBEHHOI OTCTAMNOCTY 1 PACCTPOICTB ayTUCTUYECKOTO CEKTPa, oTMeyaeMble y 70 % nauueHToB, NOSBAAIOTCS Ha 2-M rOfY XNU3HU
1 YacTo CTaHOBATCH HauGonee sHaYMMbIMIA CMNTOMaMK MOCTE NEPBOTO AECATUNETUS XIU3HU. Habmogatowmecs Y 25 % KEHLUMH ¢ faHHbIM
CMHOPOMOM MOBEAEHYECKME PACCTPONCTBA C BbIPAXEHHOM MMNEPAKTUBHOCTBIO W BO3MOXHLIM MCUX030M YaCTO Bbi3biBAKOT NpoGrembl B
MOAPOCTKOBOM M B3POCIIOM BO3PacTe
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KnactepHas anunencus, cBasaHHas ¢ mytauuew B rene PCDH19, PCDH19-knactepHas anunencus. Kputepun guarHocTvku

HactopaxuBsatowume B OTHOLLEHMI NPaBUMLHOCTW AMarHo3a
Mapametp 06s3aTenbHble KpuTepun — Kputepun ncknroyenus
®okanbHble NPUCTYNbI (TUNNYHBI — MpopomxuTenbHble GoKanbHbIE KIOHNYeckie
MoVCTyib! WCTIyraHHbIe KPUKM) 1 TOHUKO-KIOHUYECKME  |(FeMUKMOHMYECKHWe) CyA0pOr B MIageH4ecTse (cneayet
pucty NpUCTYMbl KNacTepamu; MoryT paccmoTpeTb cuHapom [pase);
MHULMMPOBATLCS IMXOpaAKoi — HeT Knactepusauum
397 OtcyTcTBUE SNMNENTU(OPMHBIX Pa3psiaos (0BbIYHO 04aroBbIX,
HO peaKo reHepanu3oBaHHbIX)
1,5-60 mec. y aeBoyek, 5-96 mec. y
Bospact febrota [Manb4nkos
leHeTMyeCkMe  |MaToreHHsIi BapuaHT rena PCDH19
uccnenoBaHus
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MABA II. ®OKAJbHbIE ANUNENTUYECKUE CUHOPOMbI C HAYAIIOM B IETCKOM BO3PACTE (2-18 NET) /

EPILEPTIC SYNDROMES WITH ONSET IN CHILDHOOD

5. CamonumuTupyowmecs dokanbHble anunencuu getctsa, CI1 ®3[1 / Self-limited focal epilepsies of childhood, SeLFEC

5.1. CamonmMMUTMpYIOLLAACA INUNENCUA C LeHTpo-TeMnopanbHbIMK cnaiikamu, CNA LITC / Self-limited epilepsy with centrotemporal spikes, SeLECTS
KpaTkas xapakTepuctuka (paHee npuMeHsBLIEECS Ha3BaHWe — ponaHamyeckas (obpokavecTeeHHas) anunencus / (benign) Rolandic epilepsy)

CN3 LTC sBnsetcs Hanbonee yactbim CJ1 ®IJ[ v coctaBnsieT npumepHo 6—7 % Bcex aeTckux anunencuin. 3abonesaeMocTb cocTaBnseT

Snnaemvonors npumepHo 6,1 Ha 100 ThiC. AeTen B Bo3pacTe [0 16 neT B rof

BospacT Havana obbluHo coctaBnseT ot 4 Ao 10 net (guanasoH 3—14 net) y 90 % nauueHToB C nuKOM npumepHo B 7 neT. Bonetot

npeacrasuTen 06oux nonos ¢ HebonbLuMM NpeobnagaHnem myxckoro nona (60 %).

AHTeHaTanbHbIA, MHTPaHaTaNbHbIA U HEOHATaMNbHbIA aHaMHE3 06bI4HO HOpMarbHbIN. PebpunbHble Cyaoporv B aHamHese HabnioaaloTces B 5—
KnnHuyeckas 15 % cnyyaes. B pegkux cnyyasx moxet npucytcteoBatb CJ13 Bl B aHamHese. Pa3suTie, KOrHUTUBHbIE (YHKLWM, HEBPOMNOrUYECKUI CTaTyC
KapTuHa 11 pa3Mep ronoBbl 4O Ha4ana NpMCTynoB 06bIYHO B HOPME.

CN3 LTC moxHo HabntogaTh y AeTen ¢ npealuecTsytowmy TpaBMamu LIHC uiu yMCTBEHHOM OTCTANOCTLHO, HO 3T 0COOEHHOCTM CYUTAIOTCS
CcryyaiiHbIMKM, @ He aTronoruyeckumu. [lo Havana anunencum MoryT HabnogaTbes CUHOPOM AednuMTa BHUMAHUS U rMNepakTUBHOCTY M
CneLmnu4eCcKuin KOrHUTUBHBIN LeULNT, B OCHOBHOM CBSI3aHHbIN C PEYEBOM W UCNIONHUTENBHBIMY (PYHKLMSMN

Tunbl npucTynos

[lnsi nocTaHoBKM AMarHo3a 06sI3aTENbHbIMU SBNSOTCS hoKanbHbIE MPUCTYMbl C XapakTEPHbIMKU MOBHO-TEMEHHBIMU OMepPKYNSAPHLIMU
CyAaoporamu L/Lu HOYHbIe BYCTOPOHHWE TOHMKO-KIOHWYECKIE NpUCTYNbl. MpUCTyNbl KOPOTKME, 0BbIYHO <2—3 MUH, HEMHOTOUMCTIEHHBI (Y
BorbLUMHCTBA AETEH B TEUYEHWE KU3HM cryvaeTcs MeHee 10 MpUCTYNOB) M MOrYT BO3HMKATb CMOPaAMYecku, C YacTbiMM CyAOporamu,
HabniogaeMbIMU B TEUEHNE HECKONbKUX AHEN UMK HELENb, @ 3aTeM A0 CreayHLero NpUcTyna NpoXoauT HECKOMbKO MECsLEB.

XapakTepHasi CUMNTOMaTHKa (hokarbHbIX MPUNafKoB:

— COMATOCEHCOPHbIE CUMNTOMbI C OAHOCTOPOHHIM OHEMEHVMEM MK NapecTe3nsaMm A3blka, ry6, [ECEH U BHYTPEHHEN NOBEPXHOCTY LUEKV;

— (hapuHro-oparbHble (3ByK «MONOCKaHWs ropna») unu/u opodaumanbHble MOTOPHbIE MPUCTYMbI, 0COBEHHO TOHUYECKUE UMK KIIOHUYECKUe
COKpALLIEHNst OJHON CTOPOHbI ML, PTa U A3bIKa;

— 0CTaHOBKa peum (y AeTeil BO3HUKAKOT TPYAHOCTY C PEYbIO UMK OHW BOBCE HE MOTYT FOBOPUTH (V3apTPUst LU aHAPTPHSt), HO MOTYT MOHAMATL PeYb);
— XapaKTEPHBIA KTaNbHbIA CAMNTOM — CIIIOHOTEYEHNE (HESICHO, CBSA3AHO NN 3TO C MOBBILLEHHbBIM CIIIOHOOTAENEHNEM, HApYLUEHUEM FNOTaHMS
unn ¢ obommu haktTopamm)

Tunbl npucTynos

B HekoTopbIx cnyvasx opodaunanbHble okanbHble CyAoporM BO CHe ObICTPO NEPEXOAsT B TOHWKO-KMOHWYECKYH aKTMBHOCTb
uncunatepanbHoOi BEPXHEN KOHEYHOCTH, B UNCUMaTepanbHbIil FeMUKNOHYECKMIA LU B BunateparnbHbIil TOHUKO-KITOHUYECKIA MPUCTYN.

[Mocne NPUCTyNa MOXeT BO3HUKATb Napes3 Toana. an HOYHbIX NpUCTynax HavanbHbIi (bOKaJ'IbeIf/'I KOMMOHEHT 4aCcTO MOXET He NposaBNATLCA.
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Y 80—90 % naumeHTOB CyLOpOrv BO3HUKAIOT BO BpeMsi CHa 1 Torbko Y <20 % aeteit — Bo BpeMst 6oapcTBOBaHUS. Mpu NpucTynax, CBA3aHHbIX
¢ Cl3 UTC, KkorHuTMBHbIE (Hanpumep, BKYCOBble ranmtoLyHaLm), SMOLMOHanbHbIE (HanpyuMep, CTpax) M BereTaTuBHble MPOSBNEHUS He
Habntopatotcs. bonee Toro, chokanbHbIA MOTOPHBIA UNM GhoKanbHbIA UMK GunaTepanbHbIi TOHUKO-KIIOHUYECKWUA 3MUMENTUYECKMIA CTATYC,
onpeaenseMbli kak npuUcTyn, coxpaHatoLmiics 6onee 30 MuH, BCTpeYaeTcs peaKo 1, eCnn NpuUcyTCTBYyeT, TpebyeT nepecMoTpa AnarHosa.
BoaHukHOBEHME (hOKanbHbIX aTOHUYECKMX M (POKanbHbIX MOTOPHbIX MPUNAAKOB C HEraTMBHbIM MWOKIOHYCOM, NOTEpeil paBHOBECUS U
nafieHusIMU, a Takke aTUMnNYHbIX abCaHCoB, JOMKHO CBUAETENLCTBOBATL O passuTm 9 CBAC. Creayet uckaTb [JOKa3aTenbCTBa Hannums
KOTHWUTUBHbIX PaccTPOACTB UNn perpecca. M'eHepanu3oBaHHbIE TOHUKO-KMOHUYECKWE CYA0POTY, B OTINYME OT oKanbHbIX U GunaTtepanbHbIX,
BO BpeMs 604pCTBOBAHMS ABNSKOTCA UCKIOYEHUEM, HO MX CIIOKHO KNMHWUYecku AuddepeHLmMpoBaTh

[aHHble 3

®oHoBas aKTUBHOCTb 0ObIYHO HOPMarbHasi, ¢ HanMYMEM HOPMarbHOW apXUTEKTYpbl CHA. Ecru perucTpupyetcst ycTonuneoe okanbHoe
3amepneHne Bes LieHTPo-TemMnoparbHbIX CrankoB unu auddy3Hoe 3aMearnenue, CriefyeT paccMoTpeTb APYroi SMUNENTUYECKUI CUHAPOM
U CTPYKTYPHOE NOPaXeHne, B 3TOM Clyyae PEKOMEHAYeTCs HeipoBM3yanuaaLus.

0bs13aTenbHbIMY ANst ANarHOCTUKM SIBNSIOTCS BbICOKoamMnamuTyaHble (>200 MKB, 0T n1ka 40 MAHMMYMa) LIeHTPO-TeMNOpasnbHbie KOMNEKChI
«0CTpasi—Me[IeHHas BONTHay, KOTOpbIe NOSBNSIOTCA NPU APEMOTE M BO CHe. JTo TpexdasHble BbicokoamnnutyaHble (100—300 mkB) ocTpble
BONMHbl (HayanbHas HW3KOAMNAUTYAHAs COCTaBRsitOWAs MONOXMTENbHAs, 3aTeM  ChefyeT  BbICOKOAMNAMTYAHasi OTpULAaTenbHast
COCTaBMAIOWAs, 3a KOTOPO CHOBA CrEAYeT HU3KOAMMNUTYAHas MONOXWUTENbHAS COCTaBNsoWas) C TPaHCBEPCHBHBLIM - AUMONEM
(tbpoHTanbHble OTAEMbl — MONOXUTEMbHBIA, BUCOYHO-TEMEHHblE OTAEMbl — OTpUUATENbHbINA), 33 KOTOPbIMM YacTo CheaylT
BbICOKOAMNNUTYHbIE MEANEHHOBOIHOBbIE MOTEHLManbI. JTOT natTepH HanomuHaeT komnnekc QRST B KT v ero mHorga npuHUMaroT 3a
apTedakT. TpagULUMOHHO €ro HasblBakT «406POKAYECTBEHHBIN SNMNENTUGOPMHLIN NaTTepH aetcteay (A3MNM).

AHOManMM MOryT ObiTb W30MMPOBaHHLIMM WNM BO3HMKATL B BWAE CEpuid AYNNeToB M TPUNNETOB, a diokanbHas PUTMUYHAS
MeAneHHOBOMHOBAs aKTMBHOCTb MHOrAa Habniopaetcs B Toi ke obnacti, 4to M cnaiku. AHoMamun MoryT ObiTb Kak MOHO- WMnu
GunaTtepanbHbIMK, Tak U He3aBUCUMbIMW. MoryT GbiTb aHOManuu, HabnioaaemMble 3a Npeaenamy LeHTpanbHO-TeMnopanbHoi obnactv (o
CpesHel NMHUM, B TEMEHHOW, (DPOHTambHOW, 3aTbinoyHoi obnactsix). Y 10—-20 % geTeit LEHTPO-TeMNopanbHble OCTpble BOMHbI MK
KOMMMEKCh! «Cnank-BOMHa» MOryT ObiTb aKTMBMPOBAHbLI CEHCOPHOW CTUMYNALMEN NanbLEB PyK UK HOT

[aHHble 3

XapaKTepHO BbIPaXXEHHOE YBENWYEHWE YACTOTbI 3NMNENTUCIOPMHON aKTUBHOCTU Npu ApemoTe W Bo cHe. OOl Takke MOXET W3MEHMTLCS
cneaylowmm 0bpa3oMm: OCTpble BOSHbI UMM KOMMMEKCHI «Craik-BofiHa» 6yayT umeTb Gonee LIMPOKOE pacnpocTpaHeHUe W CTaHyT
BunaTtepanbHO-CMHXPOHHBIMW. ECNM BO CHe MpuUCYTCTBYET HenpepbIBHLIA NaTTepH «cnank-BonHay, pebeHka cneayeT obcnenosats B
OTHOLLEHUM Pa3BUTUS PEYEBON (OYHKLMM, KOTHUTMBHBIX PACCTPONCTB N Hanuuns perpecca. [laHHbin natTepH Ha O3 MOXHO TpakToBaTb B
nonb3y anarHosa I3 CBAC Tonbko B TOM Cryyae, €CNM UIMEET MECTO NAaTo UK PErpecc passuTms.

MpncTynbl 06bIYHO HEYacTbl, UKTambHYI0 3anucCh MOXHO MOMYYMTb peako, Nybnukauui B HayyHon nutepatype mano. MpucTynbl MoryT
COMPOBOXAATbCSH KPATKOBPEMEHHBIM CHKEHWEM aMnnnTyabl (POHOBOW PUTMUKM, 3a KOTOPOW criedyloT AUdY3Hble OCTPOBONHOBbLIE
(heHOMeHbl C BO3pacTalolen amniuTygol, NpPeMMyLiecTBEHHO B OAHOM  LieHTparbHO-TeMnopanbHol obnacti, ¢ nocreayowmm
BbICOKOAMMMTYAHLIM 3aMefsIeHNeM, a 3aTeM BO3BpaLLEeHeM K 00blMHON MHTepukTanbHOW Q3N Mpu TOHMKO-KMOHWYECKMX NpucTynax (oT
hokanbHbIX 40 OGunatepanbHbiX, B OTNMYME OT reHepanu3oBaHHbIX MPUCTYMOB) WKTanbHas aKTUBHOCTb MOXET TPaHC(HOPMMPOBATLHCS B
6unatepanbHO-CMHXPOHHYO OCTPOBOSTHOBYH WM CNAK-BOMHOBYH aKTMBHOCTb
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Heitposuayanu-
3aums

HelipoBuayanuaauys B HOpMe U/TU MOXET EMOHCTPUPOBATL HECneLndnieckue pesynbtatbl. Ecnv anektpoknuumyeckuin guarHos ClG LITC
MOCTaBIEH W OTCYTCTBYIOT aTUMMYHbIE MPU3HAKN, HEpoBK3yann3aums He TpebyeTcs. ECnu MerTes KNHUYeckne npuaHaki, 0CoGEHHOCTM
pasBuTUs, fdaHHble Q3T WM 3BONIOLMS, HECOBMECTUMbIE C AaHHbIM AMArHO3OM, CriegyeT pacCMOTPETb BO3MOXHOCTb MPOBELEeHMS
HeiipoBu3yanu3aumu. Hecneumdmnyeckine faHHble Ha MPT, Takue kak acuMMeTpusi Tunnokamna, aHoManiv 6ernoro BeLLecTsa 1 yBenuyeHne
OOKOBbIX XErya04KOB, He [OMKHbI UCKMoYaTh anarHo3 CNO LUTC.

Y nauueHToB ¢ hokanbHOW anunencuen 3-3a CTPYKTYPHbIX aHOManui, Takux kak cokarbHasi KopkoBasi AUCMNA3ns, reTepoTonus Unm
OMyXOry FOMIOBHOTO MO3ra HM3KOW CTeneHu 3nokavecteeHHocTH, CNIA LITC moryT MMMUTMPOBATLCS, HO MPW 3TOM OObIMHO MPOSIBASKOTCS
aTUNMYHbIE NPU3HAKM, TaKMe Kak OQHOCTOPOHHWE HapyLueHust Ha QI unu hapMakope3uCTEHTHOCTb

['eHeTn4eckme 1

apyrue
nceneaoBaHna

BaXHylo 3TMONMOTMYECKYID POMb MIPaloT reHeTUdecke (hakTopbl, O YeM CBMAETENbCTBYET OONee BbiCOKAsi YacToTa MONIOXUTENBHOIO
CEMEVHOTO aHamHe3a No anunencun unu ebpurbHbIM CyfoporaM, a Takke BO3pacTHbIE ovaroBble Hapylwenus A3 y POACTBEHHMKOB
naumenToB ¢ CNO LTC. Y Bpatbe u cectep Ha A3 MOryT NpOsIBASTLCS LEHTPO-TeMMopasnbHble aHOManiu B 3aBUCUMOCTY OT BO3pacTa,
Hacneayemble Mo ayTOCOMHO-[OMUHAHTHOMY TUNY, 6e3 KNUHUYECKN NPOSIBASIOLLMXCS CyAOPOr. TeM He MeHee KIMHUYECKU NPOSIBRSIOLLMIACS
3NUNENTUHOPMHbI CUHOPOM, BEPOSITHO, SIBIIIETCS CNOXHBLIM (MONMUIeHHbIM) MO HACNEL0BaHWI0, MOCKOMbKY POLOCTOBHBIE C HECKOMBKUMM
GonbHbIMK ¢ CIN3 LITC oueHb peaku. B HacTosiwee Bpems y bonblunHcTBa geter ¢ CIO LITC He BbiSIBNEHO NaTOr€HHbIX BapUAHTOB FEHOB.
['eTepo3nroTHble natoreHHble BapuaHTbl GRIN2A moryT 6biTb 0BHapyxeHbl y Tex naumeHToB ¢ CI13 LITC, y koTopbix MOXeT HabnoaaTbest
asontouns B 99 CBAC ¢ conyTCTBYIOLMMM HAPYLUEHUSIMU PEYeBOi OYHKLMM U KOTHUTUBHBLIMI paccTpoiicTBaMu. B peakux criyyasx Takke
Oblnn obHapyxeHbl Bapuauum konudyectsa konuit reHoB (CNV). CriegyeT yunTbiBaTb [pyrie reHeTUYeckue NpUUMHbI, Takue Kak CUHOPOM
nomkoi X-xpomocombl (FraX)

TeueHne
3aboneBaHus

Cynopori 06bI4HO NPOXOAST K Neproay NONOBOr0 CO3PEBaHIS, HO MHOTAa MOTYT MPoAomKaThes A0 18 neT. Ha thoHe nposiBeHmiA anunencum
PEOKO MOTYT BO3HMKATb MNW YCYryGnsiTbCs NOBEAEHYECKMe W HEMpOMNCUXONOriYeckue paccTpoicTea, ocobeHHO B pevesoit cdepe U
WUCMOMHUTENbBHBIX (DYHKUMSX. [laHHble PacCTPOWNCTBA 4acTO MUHWUMM3MPYIOTCS UMM Ucue3alT ¢ BospacToM. CouuanbHas ajantauus y
B3pOCHbIX XopoLas. Cynopori 06bI4HO XOpoLLo pearupytoT Ha ASM. MporHos B OTHOLLEHUM PEMUCCUN NPUCTYNOB BnaronpusTeH Aaxe Ans
TeX NaLMeHTOB, Y KOTOPbIX M3HaYanbHO X BbIno TPYAHO KOHTPOMNMPOBATL

OudbdepeHum-
arnbHbIiA
anarHos

Apyaue anunenmudeckue CUHOPOMbI:

— opyrue CIT ®3[: mopdonorvst aHomanuit Ha I3 npu pasnuyHbix CIT-O3[] MoxeT nepekpbIiBaTLCS, @ NoKanuaaums NpUCTYNoB MOXeT
MEHSTLCS C BO3PACTOM; ECIN Y NALNEHTOB HAbMI0AAI0TCA AnUTENbHbIE (hOKaNbHbIE HEMOTOPHbIE CYAOPOMY C BbIPaXEeHHbIMU BEreTaTUBHLIMA
npuCcTynamm, 0COBEHHO MKTaNbHOI PBOTON, CriesyeT pacCMOTPETb BOIMOXKHOCTb Hanuums CI1O BIT;

— 9P3 CBAC unun 33 CBAC: y nauuentoB ¢ PO CBAC moryT ObITb NOX0XME MPUCTYMbI, HO UX MOXHO OTIIMYMTL MO HANMYMI0 perpecca B
A3bIKOBOM Pa3BUTUM 1 KOTHUTUBHOM cchepe; y aeTer ¢ CINIA LITC aT0T cMHAPOM pa3BMBAETCS PEAKO;

— hokanbHble Cya0porv U3-3a CTPYKTYPHOM NaTonoruu rofioBHOro0 Moara.

Cx00Hble COCMOSHUSI:

— cMHApPOM nomKoi X-xpomocombl (FraX) cnegyeT UCKIIOUMTb Y ML, MYXCKOTO Nona C HapyLeHeM UHTENNEKTa, NOCKOMbKY M3MEHEHMS Ha
O3l npu FraX morytT umutupoBaTh W3MeHeHus, Habnopaemble npu CN3A LTC; npu FraX npucTynbl yalle Bcero npeactaBnsoT coboi
hokanbHble NPUCTYNbI C HAPYLUEHEM CO3HaHWS; MeHee BEPOSITHBI hoKarbHble MOTOPHbIE NPUCTYMbI B3 HapyLIeHUs CO3HaHWS!, hoKanbHbIe

Unn bunatepasnbHble TOHUKO-KNOHMYECKME NPUCTYMbI
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CamonumuTUpyrowasncsa aNUNencus ¢ LeHTpo-TemnopasnbHbiMy cnankamu, CI13 LITC. Kputepum guarHoctuku

HacTtopaxwuBatoLyue B OTHOLIEHIN
MapameTp 0O6s3aTenbHbIe KpuTEpUM IPaBUNbHOCTIA MATHO3 MPH3HAKN Kputepun ncknroyenus
®okanbHble NPUCTYMbl C AU3apTpuei, cnio- |— PokanbHbIA MOTOPHBIA UMW reHepaniu3oBaH-|— eHepanu3oBaHHbIe TOHUKO-KNOHUYEC-
HoTeYeHneMm, ancdasveit 1 OOGHOCTOPOHHUMM | HbI  CY[OPOXHbIA  SMUNENTUYECKMIA  CTaTyC | Kne CyAopori Bo Bpems 6oApCcTBOBaHMS;
KNOHUYECKAMU  USIU TOHUKO-KMOHUYECKUMM | >30 MUH; — aTunnyHble abcaHcbl;
OBWKEHUSIMA pTa B COCTOSHMM 60ApPCTBO- |— 0BblYHasi YacToTa MPUCTYNOB — Yalle, YeM |— CyA0POr C BKYCOBLIMU ranfioLMHaLms-
MpueTyns BaHWs WU BO CHe u/unu €XeHEBHO; MW, CTPaxoM W BereTaTBHbIMW NposiBrie-
HOYHbIE hoKarnbHbIe L/TU ABYCTOPOHHME TOHW- | — TONBKO AHEBHBIE MPUCTYMbI HUSIMU
KO-KIOHUYECKWE CYA0POrM TONIbKO BO CHe.
Ecnv cynoporu BO3HWKAOT BO BPEMSI CHA, OHU
NOSBNSIOTCS B TeYeHWe 14 nocne 3acbinaHus
unu 3a 1—2 4 go npobyxaeHns
BbicokoamnnuTyaHble  LIEHTpanbHO-TEMMO-|— YCTOMYMBOE (hoKamnbHOe 3aMeaneHue, He
parnbHble AByx(asHble/TpexdasHble Anunen-|orpaHNIMBaIoOLLEECs NOCTUKTaNbHOM (ha3ol;
TUOPMHbIE NATTEPHI — CTOMKAs OLHOCTOPOHHSIS naTomnoryeckas
39r aKTUBHOCTb B LIEHTPamNbHO-TEMNOPAnbHBIX OT-
[enax Ha MoCnefoBaTeNbHO  BbIMOMHEHHbIX
93T,
— LiEHTparbHO-TEMMNoparbHas natornoruyeckas
AKTMBHOCTb HE YCUNNBAETCS BO BPEMS CHa
Bospact nebtota >12 net <3 net wnu >14 net
PasButne B YO ot ymepeHHoi#t o rny6okoii cTenequ HelipoKOrHUTUBHBIA Perpecc ¢ HempepbIs-
nebiote HbIM NATTEPHOM «CMaiik-BONHa» BO CHE
(npegnonaraet 33 CBAC)
Hespornoruueckuin lemMunapes unu O4aroBble HEBPONOTMYECKME
cTaryc nposBreHus,, kKpome napesa Togaa
Hannune Ha MPT ronoBHOro Moara CTpyk-
Heiposusyanu- TYPHOTO MOPaXeHusi, ABMAOLIErocs npu-
3auuns YWHOW JAHHOTO CUHApOMA
Pemuccus k cpegHeMmy W nosgHemy noapocT-| HelpoKOrHUTUBHBIN PErpecc C HenpepbIB-
TeueHve 6onesHu KOBOMY nepuoay HbIM NATTEPHOM «CMaik-BONHa» BO CHe
npeanonaraet asonoumio B 33 CBAC
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5.2. CamonumuTMpyloLLascs anunencus ¢ BeretaTuBHbIMKU npuctynamu, CIN3 Bl / Self-limited epilepsy with autonomic seizures, SeLEAS
KpaTkas xapakTepucTuka (paHee npuMeHsiBLUEECS Ha3BaHWe — cuHapom lNanarotonynoca / Panayiotopoulos syndrome)

PacnpoctpaHenHocTs CIIO Bl 3aBucKT OT M3yyaemoro Bo3pactHoro AuanasoHa. Ha CN3 Bl npuxoautes 5% AeTckux anunencui B
Onuaemuonorus |Boapacte oT 1 40 14 net n 13 % geTckux anunencuit B Bospacte oT 3 Ao 6 net. CI1O Bl siensieTcs Hanbonee YacToii npuinHoi achebpunbHoro
6eccyopoXHOro 3NUNENTUYECKOTO CTaTyca B JETCKOM BO3pacTe

Bospact Hauana 3abonesanus 06bl4HO cocTaensieT ot 3 po 6 net (70 % cnydyaes) n konebnetcs ot 1 go 14 net. Oba nona crpagatot
KnuHnyeckass  |ognHakoBo. MHTpaHaTanbHbIM aHaMHe3 1 UCTopUs pa3suTis Ao 3aboneBaHns B HopMe. PebpunbHble Cyaopors B aHaMHese Habrogatotes y
kapTuHa 5-17 % nauueHToB.

Pa3smep ronosbl 1 HEBPONOTMYECKMIA CTATYC B HOpME. Pa3suTue v KorHUTMBHas cdepa B HOpME

O6si3aTenbHbIMU ANst MOCTAHOBKM AMarHo3a sIBNSTCS (hokanbHble BereTaTMBHbIE MPUCTYNbl C HApYLUEHWEM CO3HaHWs unu 6e3 Hero.
BeretaTuBHbIE CMMNTOMBI B Ha4ane MOryT BapbipOBaTh, HO Yalle BCEro BKMIYAKT NO3biBbl HA PBOTY, BNEAHOCTb, MOKPACHEHME, TOLHOTY,
HefoMmoraHue unu Bonb B xuBoTe. PBoTa, Hanbonee YacTbiil BereTaTMBHbIA CMMMTOM, BO3HUKAET NPUMEPHO Y 75 % AeTeit 1 NpUBOAMT K
OWMBOYHOMY AMarHO3y OCTPOrO raCTPOIHTEPUTA WM MUTPEHU. [JONONHUTENbHLIE BEreTaTMBHbIE CUMNTOMbI BKITHOYAIOT U3MEHEHUS 3paUKOB
(Hanpumep, MuapKas), TeMnepaTypbl U KapAMOPECIMPaTOPHbIE HAPYLLEHNS (AblxaHWe, GnefHOCTb, LMaHO3 1 U3MEHEHNe YacTOTbl CepaeyHbIX
CcoKpalLLieHunin). CUHKOMbI MOTYT BO3HUKATb PeKo.

MpuUCTyNbl 4acTo Pa3BMBAIOTCH C OTKNOHEHMEM rna3 M/MnM romnoBbl, eHEepanu3oBaHHON [MMOTOHMEN M (OKanbHO-KIOHUYECKMM
(reMuKnOHMYeCKUMI) LU hoKanbHO-BunaTepanbHbIMU TOHUKO-KMOHUYECKAMI CyA0POramu.

Co3HaHue B Hayane npucTyna 0BbI4HO COXpaHSETCS, CTEMEHb Er0 HapYLUEHWst MOXET BapbUpoBaTb MO MEpe NpOrpeccUpOBaHUs CyLoOpOr.
Bonee 70 % npucTynos npoucxofsT Bo cHe. MpucTymbl YacTo GbIBalOT NPOAOMKUTENBHBIMY U MOTYT AnuTLECS Gonee 30 MUH

Tunbl NpUCTynoB

®oHOBas aKTUBHOCTb B HOPME. ECnn npucyTCTBYET CTONKOE (hoKanbHOE 3aMeaNEHME, B KA4ECTBE anbTEPHATUBHOMN STUONOMM CIIEAYET UCKaTb
CTPYKTYPHYH MaTONOMIO FONIOBHOMO Mo3ra. [udichy3HOro 3amMeaneHust He HabnioaaeTCs, 3a MCKIIYEHEM NOCTUKTANBHOTO Nepuoga.
O6bI4HO B Havane 3abornesanus HabnoaaoTCs MynbTUGOKaNbHbIE BbICOKOAMMAUTYAHbIE OCTPblE BOSHbI UM KOMANEKCHI «CMalK-BosHaY,
YacTo Haf 3aAHMMW OTAenamu. AHOMamuM MOTyT [LEMOHCTPUPOBAaTb 3aMeTHyl0 BapvabenbHOCTb C TOYKM 3pEHWsl fokanusaumu Ha
nocneaoBaTenbHO NpoBoasALmxcs A3-ncenenosanusx. MNpeobnagaHne aHomanuin MOXeT cMeLLaTbest MBO B LEHTPanbHO-TEMMOPasbHYIo
obnactb, 6o BO (PPOHTamNbHO-NOMSPHY. Takke MOryT HabmtofaThCs reHepanu3oBaHHble aHOManuu. 3akpbiThe a3 (3nMMUHaLMS
L|eHTPanbHOr0 3pEHNS! M CKOTOCEHCUTUBHOCTM) OBLIYHO aKTUBMPYET aHOMarnu B 3afHUX OTAenax, Ho 3TO He SBNSETCS NaTOrHOMOHUYHbBIM [N
[aHHOTO CHHLpOMA.

AHomanun Ha OOl aKTUBMPYIOTCS Kak AenpuvBauMelt CHa, Tak M BO BPeMs CHa, Korga OHW CTaHoBsiTcs 6onee yactbiMu, Gonee
pacnpocTpaHeHHbIMU 1 MOTYT GbITb BUnaTepanbHO-CUHXPOHHBIMM.

Torga, Korga NpUCTYNbl PETUCTPUPYIOTCS, UX Hayaro MOXET BapbupoBaTb, HO GOMbLUMHCTBO HAYMHATCS B 3agHUX oTaenax. MKTanbHbIn
natTepH Ha O3 AEMOHCTPUPYET PUTMUYHYK) MEAMNEHHY aKTUBHOCTb B COYETAHUM C ManbIMU criaikamu u/unv BbICTPOR aKTUBHOCTbIO

[aHHble A
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Heiposuayanu-
3aums

Heliposu3yanuaaums, ecnv oHa BbINOMHEHa, He NOKAa3bIBAET CTPYKTYPHOW NaTonorin, kotopas Morna Gbl 6bITb NPUYMHON Pa3BUTUS AAHHOTO
cuHapoma. MPT cneayeT BbINOMHATL NpU NOBTOPSHOLLMXCS MPUCTYMax Ui aTunuyHbIX nposieneHusx. Hecneuuduyeckune ganHbie MPT He
[OMKHBI UcknoyaTb anarHo3 CI13 Bl

['eHeTn4ecKme 1

CI3 BI1, BEPOSITHO, SBMSIETCS FEHETUYECKN AETEPMUHUPOBAHHbIM 3a60neBaHueM, OHaKo 0 C1X Nop He 0GHaPYKeHO NaTonor1ieckinX BapuaHToB
TEHOB, KOTOPble MOMM Bbl PaCLiEHMBATLCH B kayecTse MpuumHbl. MMeeT MecTo Goree Bbicokas pacrpoCTpaHeHHOCTb (eGpUNbHBIX CyAopory

anbHbIN AnarHo3

ﬁgzl;vtlae,uosaum POACTBEHHYKOB nepBoit CTeneHn poacTea, ectb coobiuerus O. Hannenn CN3 Bl y Gpatbes v cecTep. Y GONbLIMHCTBA NaLMEHTOB HET YETKUX

noKasaHWi ANs NPOBEAEHWS FeHETUMECKOrO UCCEeA0BaHMS, OOHAKO COOBLLANOCH 0 PeAKMX Cly4asX naToreHHbIX BapuaHTos reHa SCN1A
Teuenme YacToTa NpucTynoB, kak npaeuno, HU3Kkas: npumepHo Y 25 % AeTel HabnogaeTcs TONbKo OANH MPUCTYN, a y ?OﬂbLLIVIHCTBa B 00LLe CNOXHOCTH

MeHee nsTv npuctynos. Cyaopor 06bI4HO NPOXOAAT B TeYeHWe 1—2 NeT npu HOPManbHOM PasBUTUN HEPBHOM CUCTEMBI, XOTS NpUMepHO Y 20 %
3abonesaHns

nauweHToB MoryT pa3suTbes apyrue CJT ®3], vawe Beero CI3 LITC. B pegkux cnyyasx CI13 Bl moxeT aBontoumormnposath B 39 CBAC

\Apyaue anunenmuyeckue CUHOPOMbI:

— CN3 LITC cneayet anarHOCTUPOBaTb, €CIW NPUCTYMbI UMEKOT BbipaKeHHbIe (DPOHTO-NapUeTanbHbIe ONEPKYNSpHbIE NPOSBNEHNS);

— [13 33 oTnn4aeTcs BbIpaXEHHbIMI 3pUTENbHBIMU NPOSBIEHNSMM, B OTINYME OT BEreTaTMBHbIX MPUCTYNOB;

— C®J BO: pasnuyHble hokanbHbIe SNUMENCUI BCTPEYAKOTCS 1 Y APYriX YneHoB cembm, HO CITO B 0BbIuHO He HabnogaeTcs;
[udbcpepeHum-  |— dokanbHble Cya0pOrk BCNEACTBUE HaNNYWS CTPYKTYPHOMN NaTonorum rofiloBHOMO MO3ra; UKTanbHO PBOTON MOTYT NPOSBNSTLCH BUCOYHAA

3NWUNEeNcus B paHHEM AETCKOM BO3pacTe W CTPYKTYpHast 3aTbINOYHAs SNMMEncus.
Heanunenmuyeckue 3a6onegaHusi:

— paccTpoiCcTBa, CBA3aHHbIE C MUTPEHBIO, Takue kak A0BPOKaYeCTBEHHOE NApOKCM3MabHOE TONOBOKPYKEHME;
— 0BGMOPOKHM (CHHKOMbI);

— [ipyrve 3a60oneBaHus, CBI3aHHbIE C MHTEPMUTTUPYIOLLEN PBOTOIA

Camonumutupylowascsa anunencus ¢ BeretaTuBHbIMKU npuctynamu, CINY BIN. Kputepun anarnoctukm

HacTopa)KMBaloume B OTHOLLUEHWUW NPaBUINbHOCTU

Mapamer| A3aTeNbHbIe KpUTEpPUM KpuTtepum ncknioueHus
apameTp 06s3aTenbHble KpUTEp MArH03a MpMaHaKH pUTEPUM UCKIHOYE
OokanbHble  BereTaTMBHbIe  MpUCTYMbl  ¢|{YacToTa nMpucTynoB yalle, Yem 1 pa3 B MecsL
HapylleHnem  COo3HaHus  unu  ©e3  Hero.
BereTaTuBHble MPOSIBNEHWS 4acTO BKIHOYAIOT
UNBH BOTY 4 NO3bIBbl HAa PBOTY, HO M
MpncTyne CUMbHYI0 PBOTY W MO3 a pBOTY, HO MOryT

TakKe BKMIOYaTb HEJOMOraHue,
npunMBbl KpoBM K nuuy, Borb B XMBOTE,
M3MEHEHNs 3payKOB LITU CUMMNTOMbI CO CTOPOHbI
CEepAeYHO-NIEro4YHON CUcTEMbI

6negHoCTb,

52



BbicokoamnnuTyHasi, (okanbHasi unu MynbTy-
tokanbHas  ANUNEenTUGOPMHas  aKTUBHOCTb,

— YcToiuMBOe (hoKanbHOE 3amepneHue,
OrpaHNyMBakOLLEECS NOCTUKTANBHON (ha3ow;

He

Q3r YCUNMBAIOLLAsACs BO BPEMS APEMOTbI U CHa — CTOWKas OfHOCTOPOHHAS (hokanbHas naTo-
nornyeckasi  akTMBHOCTb B COOTBETCTBYIOLLEN
06nacT1 Ha nocneaoBaTenbHO BbINOMHEHHbIX A3
Bospacr <3 net unu >8 net <1 roga wnun >14 net
nebota
Ot ymepeHHoit fo rnybokon YO Perpecc B HE/ApOKOrHUTUBHOM Cdhepe C
Passutie B HerpepbIBHbIM ~ MATTEPHOM  «Chalk-
nebiote BONMHa» BO CHe (npegnonaraet 33
CBAC)
HeBsponoruyeck lemunapes WM o4aroBble HEBPOMOTUYECKME
WiA cTaTyc nposiBeHusl, kpome napesa Toada
Harmume Ha MPT ronoBHOro Mosra
Heliposuayanu- CTPYKTYPHOIA MaTomnoruu, kotopasi MoXeT
3auus pacLeHnBaTbCs B KayecTBe NPUYUHbI
3aboneBaHus
— Pemuceuss K paHHeMy W cpegHemy nog- Perpecc B HEAPOKOrHUTUBHOM Cdepe C
TeuyeHue POCTKOBOMY BO3pacTy; HernpepbiBHbIM ~ MATTEPHOM  «Chak-
6onesHu — OTCYTCTBUE perpecca B passuTiu BOJIHa» BO CHe NpeanonaraeT 3BOLMI0

8 33 CBAC

5.3. [letckan 3aTbinoyHas 3putenbHas anunencus, 13 33 / Childhood occipital visual epilepsy, COVE
KpaTtkas xapaktepucTuka (paHee npuMeHsiBLUEECS Ha3BaHWe — anunencus no Tuny Facto / epilepsy Gastaut type)

Anugemuonorus

Bctpevaetca y 0,3 % AeTel ¢ HeAaBHO AMarHOCTUPOBaHHbIMM adebpunbHBIMK CygoporaMu

KnuHnyeckas
kapTuHa

3abonesaHue 06bI4HO HauMHaeTcs B BospacTte 8—9 neT ¢ ananasoHom ot 1 roga ao 19 net. O6a nona cTpagatoT B paBHO CTENEHN.
/IHTpaHaTanbHbI aHaMHe3 1 UCTOPUSt Pa3BUTUS A0 3aboneBaHus B HOpMeE. Y NaLMeHTOB HOPManbHOE Pa3BUTUE KOTHUTUBHON CEPSI,
XOTs ONUCaHbI NETkNe KOTHUTMBHbIE HAPYLUEHMs. Pa3Mep ronioBbl M HEBPOMOrMYECKMA CTATYC B HOPME

Tunbl npucTynos

0O6si3aTenbHbIMM ANS AUArHOCTUKMA SBRSIOTCS (hOKaNbHbIE CEHCOPHbIE 3pUTENbHbIE NPUCTYMbI BO BpeMs 6oapcTBOBaHMS. OHU UMetoT
BHE3amnHoe Hayarno, KopoTkue (06bI4HO CeKyHAbI, 6OMbLMHCTBO ANUTCS <3 MMH, peako A0 20 MUH), YacTo He TpebyioT neyeHnst. OBbbIuHO
BO3HWKAIOT NEMEHTaPHbIE 3pUTENbHbIE (DEHOMEHDI, ONMCIBAEMbIE Kak HeGONbLUNE pa3HOLBETHbIE KPYrU, BUAVMbIE NeputiepUuitHbIM
3peHueM, MOCTENEHHO 3axBaTblBatoLye BCe GOMbLUYI0 YACTb NOSS 3PEHUS U NepPeMELLAOLMECS FOPU3OHTANBHO B APYTYH CTOPOHY.
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OTO MOXET CONPOBOXAATLCA OTKMOHEHWEM Fnas Unu NOBOPOTOM rOfI0BbI B CTOPOHY MNCUNaTepanbHOro NonyLiapus Havana npucTyna.
MoryT BO3HWKaTb M Apyrue Npu3Haku, XxapakTepHble Ans 3aTbINOYHO 40NN, B T.4. UKTamNbHAs CNenoTa, CoXHble 3puTenbHble
rannioLyHaLmu Unn UN3um (Takne Kak NanuHomNCUs, MUKponcus, Metamopdoncus), opbutansHas 6onb, TpeneTaHue Bek unu
NOBTOPAIOLLEECS 3aKpbITUe rnas. [pucTyn MoXeT pacnpoCTpaHATLCS 3a NPeAenbl 3aTblNIOYHOM 40NN, NPUBOAS K HAPYLLEHMIO CO3HAHMS
(14 %) v remuknoHn4eckum (43 %) unn okanbHbIM UK JBYCTOPOHHUM TOHUKO-KMOHWYeckM (13 %) npuctynam. Y HekoTopbIx
naLueHToB nocne Havana okanbHbIX CEHCOPHbIX MPUCTYNOB U3peaKa MOryT BO3HUKATb TUMNYHbIE abCaHChI.

MoryT umMeTb MECTO MKTanbHas UK NOCTUKTanbHas ronoBHas 60nb, TOWHOTa MK pBOTa. MocTUKTanbHas ronosHas 6onb ¢
MUrpeHenofoBHbLIMM YepTamu BCTpeyaeTcs vacTo (y 50 % naLmeHToB) N MOXET CONpOBOXAATHCS TOLIHOTOM M PBOTOM.

KpaTkas xapakTepucTuka npunagka: «LiBETHbIE KPYTU Ui BCMbILLKMA CBETA, M3MEHSIIOLLMECS B pa3Mepax Unv ABUratoLLmecs
TOPU3OHTAIbLHO, B COMETAHUN C aABEPCUEN B Ty Xe CTOPOHY W MHOTAA UKTanbHON CNenoTol»

®oHOBas aKTUBHOCTL B HopMe. OBbIYHO HabMIO[ATCs MHTEPUKTANbHBIE 3aThINOYHbIE OCTPbIE BOMHbI UMW KOMMNEKCHI «CMaiik-BOMHa», HO
OHU MOryT HabMioAaTbCA TONBKO BO CHE. LieHTpo-TeMnopanbHble, PpoHTarbHble Uiu reHepanu3oBaHHble aHomanuu Ha 33T Takke
npucytcTBytoT B 20 % cnyyaeB. CKOTOCEHCMTUBHOCTb NPY SNMMUHALMM LiEHTPanbHOro 3peHust Habnopaetcs y 20—90 % nayneHTos, HO
He SIBNSAETCS NAaTOTHOMOHUYHON NS 3TOr0 CUHAPOMA.

anbHbIN AuarHos

[anHble 33T |AHomanum Ha 33T yeunueatoTes npu aenpueauum cHa u Bo cHe. COVE wn3peaka moxeT passuBatbes B EE-SWAS, noatomy, ecnv umeet
MeCTO perpeccust B KOrHUTUBHOM Cdepe, CneayeT BbINONHUTL QM -MCCnefoBaHme BO CHe.
B Hauane npucTyna HabnioaaeTcs yMeHbLeHNe 06bI4HbIX (DOHOBbIX 3aThINOYHBIX CMNANKOB MM KOMMIIEKCOB «CMalik-BOfHay ¢
BHE3aMHbIM NOSBNEHNEM OBHOCTOPOHHUX 3aTbINOYHbIX BbICTPBIX PUTMOB C HU3KOAMMAMTYAHBIMI Claikamu.
Bo Bpems OKyNMOKNOHWYECKMX MPUCTYMOB UK UKTANbHON CRENOThI MOTyT HabnoaaTees bornee MeaneHHbIe KOMMIEKChI «Cralik-BONHA»
Hewposuayanu- |Heiiposusyanusauus 8 Hopme. MPT ronoBHOro mo3ra TpebyeTcs Ans UCKMIOYEHNst CTPYKTYPHOI NaToNorum rofoBHOro Moara
3auus
leHeTuyeckue n [TeHeTUYeCcKkoe TeCTUPOBaHHe He TpebyeTcs, NOCKOMbKY reHbl 3TOro ANUNENTUYECKOro CUHAPOMA He UAEHTU(MLNPOBaHDI.
apyrue [MpeanonaraeTcs, YTO ITMONOTMS ABNAETCSH FEHETUYECKN LETEPMUHUPOBAHHO 1, BEPOSTHO, CIIOXKHON/MONUTEHHON MO HAaCNeA0BaHMIO.
nccnegosaHns  |CemeiHblit aHamHes pebpuibHLIX Cya0por Unm anunencum BcTpeyaetcs B 1/3 cryvaes, a ceMelHblil aHamMHe3 MurpeHn — B 9—16 %
Y 50—80 % naumeHTOB, KaK y MCMonb3ytoLmX, Tak 1y He ucnonb3ytowmx A, k nepuogy NONOBOro CO3PEBaHUS HAacTynaeT peMuccus.
TeyeHue Cypoporu yacto pearupytoT Ha Tepaniio AST. Pemuccus 6onee BeposTHa y 90 % nauneHToB, MMetOLnX TONbKO okanbHbIe MPUCTYMbI.
3abonesanns  |BO3HUKHOBEHME BYCTOPOHHNX TOHUKO-KIOHMYECKNX MPUCTYNOB CBA3aHO C 6onee HM3KOI YacToTol pemucciu. Passutie 06bluHO
0CTaeTCcs HOpMasbHbIM
\Apyaue snunenmuyeckue CUHOPOMbI:
[udpchepeHun- |- GonesHb Nadhopa oTnmyaeTcs Hannunem perpecca, BbIPaXEHHOTO MUOKITOHYCa, MPOTPECCUPYIOLLEt aTakeuu 1 CNacTUYHOCTH;

— MUTOXOHAPManbHas aHLedanom1onaTus, nakToaunaos n MHcynbtTonogobHble anusoabl (MELAS);

— q)OKaJ'IbeIe Cynoporu BCNeacTsne Hannyma CprKTypHOFI NMaTosIorMm royloBHOrO Moa3ra.
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CXx00Hble COCMOSHUS:

Heanunenmuyeckue 3abonesanus:

KOHTpOne apTepuansHol r1nepTeHaum

— Lennakua, anunencua n CMHApPoM LJ,epe6paan0|7| KaJ'IbLMCbVIKaLWII/I 0TNU4aKTCA KanbLMHO3OM 3aTbINOYHON oMM, KOTOprI7I nydwe
BCEro BaeH npu KOMI'IbIOTepHOVI TOMOFpanI/IM rONOBHOrO Mo3ra.

— MUTPeHb CO 3PUTENbBHOI aypoil MOXHO OTRNUKTL MO Bonee NOCTENeHHOMY Pa3BUTHIO U BONbLUEH NPOAOIKUTENBHOCTM ayphbl, a TaKKe
Mo XapaKTepy 3pUTENbHbIX CUMMTOMOB (NMHENHbIE, 3Ur3arooBpasHble Ui POPTUCMUKALIMOHHLIE CNIEKTPANbHBIE SBIMEHUS, B OTIIMYME OT
LiBETHbIX KPYrOB UMK CBETOBbIX BCMbILLEK, U3MEHSIOLLMXCS B PA3MEPaXx UM ABUTaoLLNXCS TOPU3OHTaMbHO);

— CMHOPOM 3aAHeli 06paTUMOiA 3HLepanonaTUm NPOSIBNISIETCH OCTPLIMY CUMNTOMATUYECKUMM MIPUCTYMaMK, KOTOPbIE Pa3peLLaoTes npu

[eTckan 3aTbinoyHas spuTenbHas anunencus, A3 33. Kputepun anarHocTHKm

HaCTOpa)KVIBaIOI.I.WIe B OTHOLLEHMUKN

CKuiA cTaTyc

hULMT Npu ocMoTpe

MNapametp 06s3aTenbHbIe KpUTEPUM Kputepun ncknroyeHms
NpaBWIbLHOCTY AMarHo3a NpuaHakm

®okanbHble CEHCOPHbIE 3pUTENbHbIE NPUCTY- |— [PONOHMMPOBaHHbIE MPUCTYMbI (ANNTENb- |— TOHUYECKNE UMM aTOHUYECKUE CyLOPOTH,
NMbl C 3MEMEHTAPHLIMW 3PUTENbHBIMU  (PEHO- HOCTb >15 MUH); NpMBOZALLME K NafeHnto (apon-aTaku);
MeHamu (pa3HOLBETHbIE KPYru), C HApYLUEHN- |— reHepanu30BaHHble  TOHWUKO-KITOHMYECKWE [— aTUnnyHble abcaHcsl;

MowcTyn €M CO3HaHus unu 6e3 Hero, ¢ ABUraTenbHbIMU |CyAOPOrv BO BpeMs 60APCTBOBAHMS — NPOrPECCMPYIOLLMIA MAOKIOHYC
cumnTomamu untu 6e3 Hux (oTBeaeHue B3rnsaga
W1 NOBOPOT rONOBbI).
[MpuCTynbl BO3HUKAKT NPEUMYLLECTBEHHO W
UCKMIOYNTENBHO B COCTOSIHUM 60APCTBOBAHUSA

33r 3aTbiNoyYHble CNankKU UL NaTTEPHbI «CMank- |YCTOMYMBOE (hoKanbHoe 3amenanenue, He
BOJTHa» BO Bpemsi 60pCTBOBaHMS LI CHa OrpaHn4MBaloLLeecs NOCTUKTanbHoON hason

Bospact <6 net unu >14net <1 ropa unu >19 net

nebroTa

PasButue B YO Perpecc B HeMpoKOrHUTUBHOM cchepe

neboTte

Hesponoruve- Mio6oit BbipaXeHHbIA HeBponoruyeckuin ge- |[CToikuin AeduumT nonei 3peHus
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— Hanuyune Ha MPT ronosHoro Mosra cTpyk-
HeMposusya- TYPHOI NAaTONOrM, KOTOPas MOXET pacLieHu-
nu3aLus BaTbCA B KAYECTBE NPUYNHLI 3a60NeBaHNS;
— KanbLVMHAaTbl B 3aTbINOYHbIX OTAENax ro-
NOBHOTO MO3ra
TeyeHue — Perpecc B HeipOKOrHUTUBHOI Cdepe;
Bonesnu — pa3sBUTIE MUOKITOHUYECKNX CY[OpOr
ataKkcu, CnacTU4YHOCTH

6. Kom6uHupoBaHHbIe cMHAPOMbI dhokanbHOM M reHepanusoBaHHoi anunencum / Combined focal and generalized epilepsy syndromes.
®oTtoceHCMTUBHAA 3aTbiovHas anunencus, 33 / Photosensitive occipital lobe epilepsy, POLE
KpaTkas xapakrepuctuka

PacnpoctpaHeHHocTb ©30 sBNSieTCS HU3KOM. ANUAEMUONOTMYECKUE AaHHbIE OrpaHUYeHHbI, HO, MO CYLLECTBYHOLLMM OLeHKaM, Ha P33

nnAEMUONOrst ;

Snuaemmano npuxogutcs 0,7 % aeTckux anunencuit

KnvHmdeckas BospacT gebtota coctasnsiet ot 1 o 50 ner, Ho yawye Bcero ot 4 go 17 net (B cpegHem 11 neT), xoTs Takke coobLLanoch 0 peaknx
KapTuHa cnyyasix ¢ Hayanom BO B3POCHOM Bo3pacTe. B ocHOBHOM GONelT Nuua XeHCKoro nona. MHTpaHaTanbHblii aHaMHe3 U UcTopus

pa3BuUTMs [0 3aborneBaHust HUYeM He NpuMeyaTenbHbl. PasMep ronosbl 1 HEBPONOrMYECKHIA CTATYC B HOPME

Tunbl npucTynos

Ob6s3aTenbHbIM ANS AMArHOCTUKM ABASETCS Hannyne hOTOMHAYLMPOBAHHBIX (HOKAMbHbIX CEHCOPHBIX 3PUTENbHbIX NPUCTYNOB
(BbI3BaHHbIX, HANPUMEP, MepPLiAHNEM COMNHEYHOTO cBeTa). OTO OCHOBHOM TWM MPUCTYNOB NPW AaHHOM cuHApOMe. ManeHbkum AeTam
MOXeT ObITb TPYAHO OnMcaTb aypy, HO MHOTAA OHU MOTYT HApPUCOBATb KAPTWUHY TOTO, YTO BUAST. 3PUTENbHLIE CEHCOPHBIE CUMMTOMBbI
BKMIOYAIOT CBET, LBETHble MNATHA, OMPOPMMEHHblE 3pUTEMbHblE TanmioUMHaLMM UNW pas3MbITOCTL/NOTEPID 3pEHUs, KoTopas
nepemeLyaeTcs no Mot 3peHus.

MoxeT UMEeTb MEeCTO CBSA3aHHAs BEPCUS rONOBbI U FNas, NPy KOTOPON NALMEHT YyBCTBYET, YTO CNIEAMT 3a 3pUTENbHbIMMU MPOSBNEHNSAMN.
MpucTynbl MOryT GbITh BbI3BAHBI BULEOUTPAMM UMW APYTUMI CBETOBLIMU PA3APAXMTENSIMM, @ B NPOLLIIOM YaCTO Bbl3bIBANMCh CTapbiMM1
aHarorosbIMi TeNnesn3opamu ¢ bornee MeAneHHoN 4acToTon OBHOBNEHNS KaapOB.

MMpuctynbl 06bI4HO KOpPOTKWE (<3 MMH), XOT MOTYT BO3HMKAaTb W NPOJOMKUTENbHbIE MPUCTYMbl. OHM MOryT nporpeccupoBatb OT
OLLyLLEeHWiA B rONOBe (BKIKOYas ronoBHylo 60b), BereTaTBHbIX OLLYLUIEHMIA B SNUracTpuM UMK PBOThI A0 HAPYLLEHWS CO3HAHUS UK 4O
hokarnbHbIX TG0 ABYCTOPOHHUX TOHUKO-KMOHUYECKMX NPUCTYMOB.

HeuvacTo npucTynbl MOryT BO3HMKaTh BO BpeMS CHa 6e3 CBETOBOW MHAYKLMM. Y HEKOTOPbIX NaLMNeHTOB Takke HabnioaaloTcs hokanbHble
CEHCOPHbIE 3PUTENbHO-3aThINOYHbIE NPUCTYNbI 683 3PUTENBHON MHAYKLMK.

XOpOLLO onucaHo nepeceyeHne MeXay AaHHbIM 3nunenTuyeckuM cuHgpomom n UM, Takum obpasom, Takke MoryT HabnogaTses
MWOKIOHUYECKNE, abCaHCHbIE U reHepanu3oBaHHbIe TOHUKO-KNOHMYECKME NpUCTYNbl. YacToTa npuctynos BapuabenbHa
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®oHoBast akTMBHOCTb Ha Q3T B HopMe. MoryT HabnaaTbCs MHTEPUKTambHbIE 3aThblNOYHbIE CMalki WU KOMMEKCh! «Craik-BonHa.
MoryT cocyLLecTBOBaTb reHepanM3oBaHHbIE KOMMIEKChI «CMaliK-BONHA» WU LIEHTPOTEMNOPANbHbIE Cnanki. 3aTblNOYHble KOMMIEKCHI
«CMamnk-BOMHA» WU «MOMMCNANK-BOMIHA» YCUIIMBAKOTCS NpU 3aKPbITUM a3 u NpepbIBUCTON oTocTumynsauun. Mpu oTocTumynsaymum
Takke MOryT BO3HWKATb FeHepanu3oBaHHble KOMMMEKChl «CMaik-BOfHa» WU «nonmucnaiik-sonHa» (C npeobrnagaHuem B 3agHWX

[anHble O3 ;
oTAenax). AnunenTudopmHas akTMBHOCTb BbI3bIBAETCS AENPUBALMEN CHA U CAMUM CHOM.
WKTanbHoe Havano peructpupyetcst B 3aTblfIONHOW [OMe, KOHTparnatepanbHOM MO OTHOWEHUO K COfepXkallemy 3puTerbHble
CEHCOpHbIE (DEHOMEHBI MOMID 3PEHNUst U B HANPaBNEHUN OTKIOHEHWS! ronoBbl U Ma3. 3aTbiNOYHbIE WKTANbHbIE MaTTEpPHbI MOTYT
pacnpoCTPaHATLCS HA MNcUaTepanbHYK BUCOYHYH A0MH0 UK KOHTpanaTepanbHy 3aTbiIoOYHYI0 OO
Heiposuayanu- [laHHble HeipoBK3yanu3aLn He NoKa3bIBaOT OTKIOHEHMIA OT HOPMbI
3aums
FeHeTuYeCKME CoobLLaeTcs 0 Hannyum cemeﬁuor9 aHamHe3a y 1/3 nauneHToB. MmetoTcst COOBLLEHUS O HECKOMbBKMX CEMbSX C Hannu1eM AaHHOTO
MCCHIENOBAHHA CUHAPOMA Y HECKOSbKMX MOKONeHiA YneHoB cembm. CyluecTByeT 3HauuTtensHoe nepecederne ¢ CNA LUTC n UM3. BoeneyeHHble B
3TWONOTUI0 JAHHOTO CUHAPOMA reHbI ELLE He onpeaeneHbl
TeueHune [porHo3 BapbMpyeTCs: Y O4HUX NaLMEHTOB byaeT BCEro HECKOMbKO NPUCTYMOB, Y APYriX CO BPEMEHEM HACTyMnaeT pemMuceus,
3abonesanns a y TPeTbUX NPOLOMKaTCs (DOTOUHAYLMPOBAHHbIE NPUCTYMbI
\Apyaue anunenmuyeckue CUHOPOMBI:
— CN3 BN gudhdepeHumMpyeTcs BblpaXeHHbIMU NMO3biBaMU Ha PBOTY, PBOTOA M [APYrMMM BeretTaTUBHbIMK NpU3HaKaMm, KOTopble
HabrlofatoTCs B Havane npucTyna;
— 03 33 oTnuyaeTcs YacTbiM1 (hoKanbHbIMU CEHCOPHBIMW NPUCTYNaMK CO 3pUTENbHBIMW CUMNTOMAaMM, KOTOPbIE HE WHAYLIMPYOTCS
CBETOBbIMMW Pa3ApaXuTeNsmu;
— OMB zmdbhepeHUMpyeTCs N0 HANMMUMK BbIPaXEHHOI MUOKITOHWM BEK U MO OTCYTCTBIKO 3PUTENbHBIX FantoLMHaLWIA 1 BEPCHIA FONOBbI U ras;
— HUN 2-ro tTuna (CLN2) nposiensietcs y fgeteil mnagwero Bo3pacta (Mnagwe 5 net), n Ha O3l MMeeT MeCTO xapakTepHas
coTonapokcuamarnbHas peakuus npyu HU3KKMX vactotax (1=3 'u). Y getent HabnoaaeTcs NPOrpeccupyroLLmMin perpecc B KOTHUTUBHOM
[udbdeperunans-  (cepe, aTakcus u noteps 3peHus;

HbI AnarHo3

— bonesHb Iadpopa nposiensieTcs (HOKaNbHLIMU CEHCOPHBIMM 3pUTEMNbHBIMKM MPUCTYNaMK, HO CBsisaHa C MpPOrpeccupyioLlen
MWOKIOHUYECKO 3nunencuen ¢ MHBaNMAN3NPYIOLLMM MUOKIIOHYCOM, KOTHUTUBHBLIMW HapYLLUEHUSMW 1 aTakChen.

CX00HbIe COCMOSHUA:

— OokanbHble CyAopor Npy CTPYKTYPHOM NaToONOrMM ronoBHOMO MO3ra: ecri NPUCYTCTBYIOT (POKanbHbIe CEHCOPHbIE CYAOPOrU CO
3pUTeNbHLIMK CUMNTOMAMK, TO OHW He BbI3bIBAKOTCS CBETOBLIMI CTUMYNaMM.

Heanunenmuyeckue 3abonesaHus:

— MurpeHb co 3puTenbHON aypoit xapakTepusyetcsi 6onee AMNUTENbHBIMA M KAQYECTBEHHO WHBIMK 3pUTEMbHBIMU MPOSIBNEHUSAMU
(NMuHeRHble, 3ursaroobpasHble UM POPTUDUKALIMOHHBIE CMEKTPanbHbe SBMEHMS, B OTAUYME OT LIBETHbIX KPYrOB MW CBETOBbIX

BCNbILIEK, MEHAKLWNXCA B padMepax Unn nepemellarLmxca |'Op|/|3OHTaJ'IbHO)
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®doToceHCMTUBHAA 3aTbInovHas anunencus, ®33. Kputepumn guarHocTmku

HaCTOpa)KVIBaIOI.I.I,VIe B OTHOLLEHUU

[MapameTp 006nA3aTenbHbIe KpUTepUn Kputepuu ucknioyeHms
NpaBUNBLHOCTY AMAarHo3a Npu3Hakm
®dokanbHble CEHCOpHble 3pUTenbHbIe NPUCTYMbI,|[POACIKUTENBHBIE CYAOPOTA ANUTENbHOCTbIO|— MUOKNOHNS BeEK;
KoTOpble MOryT nepepactu B OunatepanbHbie|>15 MUH — NPOrpeccupyroLLmi
[Mpuctynel TOHMKO-KIMOHMYECKWe cyaoporn. MpucTynbl NpoBo- MWOKIOHYC
LMPYIOTCS CBETOBBIMM Pa3fpaxuTensmu, Takumu
KaK MepLaroLLuit CONHEeYHbIN CBET
OnunenTudopmMHas aKTUBHOCTb B 3aThINOYHONM|— YCTOMuMBOE (hoKanbHOe 3amepsieHue, He
obnactu, nposouupyemas 3aKpbITUEM [Na3 W|orpaHM4MBalOLLEECs NOCTUKTanbHON (ha3oil;
oor pUTMUYECKOn hOTOCTUMYNALMEN — (hoTOnapokcuamanbHas peakuus Ha HU3Ko-
YaCTOTHYK PUTMUYECKYI0 POTOCTUMYNALMIO (Ha
1-2 'y npegnonaraet HLM 2-ro Tuna)
Bospacr gebtota <4 net unn >17 net <1 roga unm >50 net

Passutune B nebrote

YO oT ymepeHHol 4o rny6okoi cTenexu

Perpecc B He/ipoKOrHUTUBHON
cepe

Hesponoruyeckuit ool BbIpaXeHHbIA HeBponornyeckuii aedm-|CTonkuit fecouynt none
craryc LT Npy ocMoTpe 3peHus
Hanunune Ha MPT ronosHoro
Mo3ra CTPYKTYPHOIA natonoruu,
Heitposusyanusaums KoTopast MoXeT

pacueHnBaTbCA B Ka4ecTse
npuymnHbl 3aboneBaxuns
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7. FeHepanu3oBaHHble «reHeTU4YecKue» ANUNenTMYeckue CUHAPOMBI
7.1. UamonaTtuyeckume reHepanusoBaHHble anunencum, U / Idiopathic generalized epilepsies, IGE
7.1.1. femckas abcaHcHas anunencus, [JA3 / Childhood absence epilepsy, CAE

KpaTkas xapakrepuctuka

Onuaemmonorus

3abonesaemoctb 1A cocraBnsieT npumepHo 6,3—8,0 cnyyaes Ha 100 Tbic. aeTeit B roa. Ha gonto JAS npuxoautcs npumepHo 18 %
anunencuin y AeTei WKONbLHOro Bo3pacta

KnuHnyeckas
kapTuHa

Bospact Havana 3abonesaHus o6blvHO coctaBnsieT 4—10 net (guanasoH 2—13 neT). Y geteit ¢ Hayanom B Bo3pacte 10 neT u ctaple
pasnuune mexay OAS n FOAD 3aBucuT oT yacToTbl abcaHcoB. Ecnm TMNMYHbIe abcaHChl BO3HMKAKT YacTo, N0 KpaHelh Mepe exenHEeBHO
N Yalle Npu oTCyTCTBUM NeveHus, Gonee BepositeH anarHo3 JAS. OcoberHocT AT MoryT nomoyb otnnumnTs A oT KOAD.

[A3 vawe BcTpevaetcs y aeBoyek (60—75 % cnyyaes). PebpunbHble cynoporu B aHamHese otmevartes y 10-15 % petein. Passutue,
kaKk npaBuno, HopmasnbHoe, xoTs Aetu ¢ 1A MoryT uMeTb onpeaeneHHble TpyaHocTh B 0byyeHn n COBI (HeBblpaXeHHble NPOSBNEHNS,
WX nerko ynycTuTe). Takke oTMevatoTcst Gonee BbICOKME MoKasaTenu Aenpeccuu 1 Tpesori. HeBponoruieckuii ctaTyc u pasmep ronossl B
HopMe.

Xots [IAO MOXET pefKo BO3HUKATL Y AETEN C YMCTBEHHONM OTCTAMNOCTbIO, B TakUX Cy4asX criegyeT paccMoTpeTb BO3MOXHOCTb NPOBEAEHNS
[OMOMHNUTENBHbBIX UCCRELOBAHWIA, BKIKOYAs FeHETUYECKoe, ANs UCKMIYEHUs Apyrux aTuonoruit. B cnyyasx nebrota abcaHcos B Bo3pacTe
0o 4 net y 10 % nauweHToB BbISBAAKOT CMHAPOM AeduuuTa Tpancnoptepa rntokosbl 1-ro tvuna (GluT1), accouuupoBaHHbIiA C
naTonoruyeckumu BapmaHTamm rea SLC2A1

Tunbl npuctynos

TunuyHble abcaHchbl MMEOT BHE3AMHOE HAYano ¢ MOMHOW NoTepei Co3HaHMs y 6ONbLIMHCTBA AETEN, C HENOABWXKHLIM B3rMSLOM, NOTepeil
BbIPXEHWUS NuLa U npepbiBaHUeM akTUBHOCTW. OpanbHble M/MNM MaHyanbHble aBTOMAaTWU3Mbl BCTpevawTcs y 86 % nauweHTos, a
rnasogsuratenbHas CUMNTOMaTWKAa C MOpraHWem, OTKPblIBaHWEM [Na3, Mano3ameTHbIM MWOKMOHYCOM BeK WAM nepuopanbHbIM
MWOKNOHYCOM — Y 76,5 %. MponcxoauT HeMeaneHHoe BO3BpALLEHWE K HOPManbHOW AESATENbHOCTW, XOTS AETW MOTYT Ha MrHOBEHWE
cbuBaTbCs € TONKY, koraa nepeopueHTupytotes. MpopomkutensHOCTb abcaHca 06bluHo cocTaBnsieT 3—20 ¢ (B cpeaHem 10 ¢), Ho U3peaka
OHW MoryT anuTbes Bonee 30 c. MoryT HabnogaTbea HegepkKaHue MOUM 1 NOTEPS KOHTPONS Hag no3oi. MpucTynbl 06bIYHO NpoUCXOAAT
HECKOmbKO pa3 B fleHb, HO YacTO He Pacno3HaKTCS.

['TKN peako npeaLwecTBYOT UMK BO3HUKAKT B NEPKUOA YacTbix abCaHCOB B AETCKOM BO3pacTe. Yalle OHW Ha4uHaKTCS B NOAPOCTKOBOM
BO3pacTe, 4acTo nocne paspeLeHns abCaHCHbIX MPUCTYNOB, U MOTYT NpeaABeLLaTh 3BONOLMK B Apyron cuHgpom U3 (Hanpumep, FOAD,
fOMD, 3U TTKM).

MwuoknoHuyeckne NpucTynbl, 3a UCKNIOYEHMEM cnaboro MUOKNOHYCa, BO3HMKalOLWero Bo Bpems abcaHcHoro npuctyna, npu JAS He
HabntogatoTcs. BbipaxkeHHbI MUOKMOHYC BO BpeMsi abcaHCoB (nogbem 0b6enx BEpXHMX KOHEYHOCTEN MpU TOHUYECKOW MO3e) JOMKEH

CBUETENLCTBOBATL O PEKOM TUMeE NPUCTYNOB, MUOKIOHUYECKNX abcaHcax, KoTopble HabnoaatoTcs npn AMA
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[aHHble 33

WutepukransHas 33l doHosas putmuka B Hopme. OIRDA BosHukaet y 21-30 % geteit ¢ IAS ¢ yacToToit 2,54 'y 1 MOXeT umeTb
3ybuaTbiii BUL. HabnogaTces BCMbILWKM reHepanu3oBaHHONM cnank-BOSIHOBOW akTWBHOCTM YacToTol 3 'y (auanasoH 2,5-4 '), koTopas
BO CHE MOXeT pparMeHTUpoBaTbCH. PparmMeHTMpoBaHHas reHepanv3oBaHHas Cnaiik-BOfHOBAas aKTUBHOCTb MOXET KasaTbCs POKanbHON
UNK MynbTUGOKANbHOM, HO He HabniofaeTcs MOCTOSIHHO B ofHOM obnact. Mopdonorus okanbHO Cnaiik-BOMHOBOA aKTUBHOCTY
aHarnornyHa reHepanu3oBaHHON Cank-BONHOBOW akTMBHOCTY. [onucnark-BoNHOBas akTMBHOCTb MOXET Habnto[aTbCs TONBKO NPY ApemoTe
1 BO CHe, HO He BO BpeMsi 6oapcTBOBaHUs. Putmmnyeckast hoTOCTUMYNALMSA Bbi3bIBAET NOSBMEHWE rEHEPan30BaHHOM CaiK-BOHOBO
akTBHOCTK Y 21 % naumeHToB

WktanbHas ST XapakTepusyeTcs perynspHoii reHepann3oBaHHol cnaik-BONHOBOI aKTUBHOCTbIO YacToToil 3 'y (guanasoH 2,5—4 ')
B 1-10 cekyHay Hayana npuctyna c abcaHcamu. MpubnnsutensHo y 21 % nauueHToB xoTs 6bl YacTb abcaHcoB UmeeT Havano ¢ 2,5y, ay
43 % x0T Obl YacTb abcaHcoB MmeeT Havano ¢ 4 'y, [lesopraHn3oBaHHbIe pa3psiabl, onpeaensemsle kpaTkumu (<1 ¢) unu npexoLaLLMu
nepepbiBaMu B UKTanbHOM puTMe N0 BOMHaMMW ApYroi 4acToTbl Ui MOpEONoruu, BCTPEYaKTCs 3HaUMTENLHO pexe, Yem npu FOAS.
['eHepann3oBaHHble Cnaiik-BomHbI M abcaHChl NPOBOLMPYIOTCS TMNepBEHTMAALMEN Y GONbLUNHCTBA HE NOMYYatLMX Tepanmio NaLUeHTOoB.
MepnneHHas cnaink-BonHoBas akTWBHOCTb (<2,5 ) oTcytcTByeT. Ecnu He nonyyaiowmin Tepanuio pebGeHOK XOpOLIO BbIMOMHSET
TUNEPBEHTUNALMIO B TEYEHWE 3 MUH U NpU 3TOM He HabnoaaeTcs reHepanu3oBaHHON Cnaiik-BONHOBON aKTUBHOCTH, JETCKY0 abCcaHCHY0
3MUNENCUI0 MOXHO UCKMKOYUTb

Henposunayanu-
3auus

[Mpu HeNpoBW3yanu3aLn OTKNOHEHWA OT HOPMbI He (UKCUPYeTCA, U OHa He NokasaHa npu TunudHoi [JAS. Ho ee cneayeT BbINONHATL Npy
HanUYMy aTUNUYHBIX MPU3HAKOB, MPU PE3UCTEHTHOCTM CYAOPOr K MEAMKAMEHTO3HOW Tepanuv WAW Npu Hamuyun CTOMKOTO (hoKanbHOro
3ameanennsa Ha A0

['eHeTuyeckne
1ccneaoBaHus

['eHeTMYECKOe MCCMENOBAHME HE SBMSETCA YaCTblo TEKYLLEA PYTUHHOM OMArHOCTWKM, HO MO Mepe BbISBNEHMS 6OMbLIEro KONM4ecTsa
reHeTNYEeCKMX JeTEPMUHAHT OHO MOXET 3aHSATb TaM CBOE MecCTo. KnnHudYeckune reHeTuyeckue 1ccrenoBaHus, Takme kak MCCneaoBaHus
6nm13HewoB, nokasanu, Yto JAD MMEET BbIPaXEHHbIA FEHETUYECKUN KOMMNOHEHT. M3BECTHO NULb HECKOMbKO FeHOB, 0OYCNOBNMBAKOLNX
MOHOTeHHbIN puck [JAS, B OCHOBHOM MAEHTU(ULIMPOBAHHbIX B UCCNEAOBaHUAX CEMEN, rae ecTb MHOro 60nbHbIX ¢ UMD, unm B KpynHbIX
KOropTHbIX UccnenoBaHusix (Hanpumep, reHol GABRG2, GABRA1, SLC2A1).

leHeTUYeCKOe MCCNeoBaHNe CreayeT HasHaumTh, ecnu abcaHehl HauMHaoTCS [0 4-neTHero Bo3pacTta (Hanpumep, Ha npeaMeT naTonoruun
B reHe SLC2A1), 1.k. 10 % petel umeroT feduunt TpaHcnoptepa rnokodbl 1-ro Tuna (GluT1 DS), ocobeHHO NPy HanUuMK aTUMUYHBIX
NPU3HAKOB, TakWX KaKk yMCTBEHHas OTCTanoCTb, ABUraTeNbHble PaccTPONCTBA WM (hapMakope3UCTEHTHOCTb, NGO ecnu B CEMEtHOM
aHaMHe3e UMeKTCS yka3aHUs Ha CyAopOXHble MPUCTYMbI Y POLCTBEHHUKOB.

CyuwecTsytoT Takke noBropstowmecs CNV — Hanpumep, mukpogeneums 15911.2,15q13.3 u 16p13.11, koTopble CNOCOBCTBYIOT CRIOXHOMY
HacnepnosaHmio. Ecnn y pebeHka BbipaxeHHble TpyAHOCTU B 06yyeHmnn, cneayeT paccmotpeTb XMA, nockomnbKy aTM Cnocobom MOXHO
0BHapyxuTb 6omnee BbICOKYH 4aCTOTY NATOrEHHbIX BapuaLui yucna CNV
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[pyrve
“ccnenoBaHus

B TMNMYHBIX Cnyyasx apyrux uccregosanuil He Tpebyetcs. Ecriv ebioT nponcxoauT B BospacTe <4 neT Unn UMEIOTCs aTUMNYHbIE NPU3HaKY,
Takue kak YMCTBEHHasi OTCTanoCTb UMW ABUraTeNbHble PaccTPOMCTBa, creayeT paccMoTpeTb anarHos GluT1 DS. Haubonee GbicTpo aTo
MOXXHO OMPEefenuTb N0 FMMOFMUKOPaXMUK (04eHb HU3KOE CopepXkaHie IMoKO3bl B CIMHHOMO3IOBOM XWAKOCTW HATOLLAK) UK No aHanuay
MyTauui B reHe SLC2A1

TeueHnune
3aboneBaHus

[AS 06blyHO YyBCTBUTENEH K MeAMKaMeHTO3HOM Tepanun. OH ucyesaeT K paHHeMy MOApPOCTKOBOMY BospacTy y 60 % nauueHToB.
B ocTanbHbIX criyyasix y NaLuueHToB MOTYT pa3BuTLCS ApYrue cuHapomsl U3,
OtcyTcTBME ABUraTenNbHbIX aBTOMATU3MOB MOXET KOPPENMPOBaTh C XyALIMM UCX040M 3aboneBaHus

[ depeHum-

anbHbIN guarHos

\Apyaue anunenmuyeckue CUHOPOMbI:

— KOAD 06bIuHO HaumHaeTcs nocne 10 neT, ¢ MeHee YacTbiMi abcaHcamu (pexe, YeM 1 pa3 B ieHb), MeHee BbIpaXeHHOM NoTepeil Co3HaHus
1 6onee BbICOKUM puckom pa3suTia ['TKIM 1 anunenTnyeckoro cratyca abcaHcos; PerynspHOCTb 1 YacToTa reHepanu3oBaHHbIX paspsaos
«Cnamnk-BonHa» MoryT nomoyb oTnnumnthb A o1 OAJ;

— OMB xapakTepu3yeTcs abcaHcamm ¢ NOBTOPSIIOLLMMUCS, PUTMUYHBIMU, BbICTPBIMI NOAEPTMBAHUAMM BEK, OTKIIOHEHWEM Ma3HbIX A6MOK
KBEpXy 1 nerkum pasrnbaHnem ronosbl; NPUCTYMbI YACTO BbI3bIBAKOTCS 3AKPLITUEM Ma3, CONHEYHbIM CBETOM U (DOTOCTUMYNALMEN;

— AMA xapakTepu3yeTcs abcaHcaMu C MUOKITOHMYECKUMM NOLEPrMBAHNSMM BEPXHWUX KOHEYHOCTEN YacToTon 3 'y ¢ NogbeMOM pyk;

— [ipyriie reHepan13oBaHHbIe 3NUMencun ¢ aTUNMYHbIMKU abcaHcaMm 4acTo CBA3aHbl ¢ Gonee AANTENLHON NOTEPEN CO3HAHUS, MeHee
3aMeTHbIM HaYanoM 1 OKOHYaHWEM NPUCTYNa U MEeANEeHHON reHepanv3oBaHHON CNank-BONHOBOM aKTUBHOCTbIO; ODbIYHO OHW BO3HWKAIT B
koHTekcTe OPJ, Takoro kak cMHApoM JleHHokca—I acTo;

— hoKanbHble MPUCTYMbI C HApPYLUEHWEM CO3HAHUS YacTO OTAMYAKOTCS HayanbHbIMK (OKaNbHLIMW HEMOTOPHLIMM NpuU3Hakamu, bonee
ANUTENbHOM NPOLOMKUTENBHOCTBIO HEMOABMKHOTO B3rnsga (Yacto >30 C) U NOCTUKTambHbIMM MPOSIBNIEHUSIMY, BKMKOYAs CMYTaHHOCTb
CO3HaHWS, COHMMBOCTb U rONoBHYt0 60Mb; O3 NoKa3sbiBaeT o4aroBble ANUNENTUOPMHbIE Pa3psaabl.

Heanunenmuyeckue paccTpoiicTaa:

— MeuTaTenbHOCTb,

— HEBHUMATENbHOCTb,

— rMasHble TUKN
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Detckas abcaHcHas anunencus, [AJ. Kputepun guarHocTuku

MNapameTp Ob6s3aTtenbHble HacTopaxuBatowme B OTHOLIEHWM KpUTEpAN HCKMIoYeHUR
KpuTepun NpaBWUNBLHOCTW AMarHo3a Npu3Hakm
BospacT gebrota 2-3 roga unn 11=13 net <2 net unu >13 net
TunuyHble abcarcsl [— MK go unu B nepuog, YacTbix abcaHCcos; JloGow 13 CreaytoLLmMx TUMOB NPUCTYNOB:
— NPUCTYNbI C 3aMUPaHUEM/HEMOABWKHBIM B3rNSAOM TUMMYHOM [— BbiPaXeHHbIE MUOKITOHUYECKME CyA0pOru;
NPOAOIKNTENBHOCTLIO >30 €, C MOCTUKTANBHOW CMYTaHHOCTBIO |— BbIpaXXEHHAs MUOKMOHUS BEK;
MpveTyb CO3HaHWS UM YCTanocCTbHo; — MWUOKIOHNYECKN-abCaHCHble NpUCTYNbI;
— abcaHchbl, MMeroLMe MeCTO MeHblue, YeM 1 pa3 B JeHb, Y |- aTOHUYECKUE CyLOpOTH;
NaLMEHTOB, He NONYYaloLLMX NeYeHne — TOHUYeCKMe Cyaoporu;
— aTUNNYHble abcaHcbl;
— (hoKanbHble MPUCTYNbI C HAPYLIEHEM CO3HaHMs
Passute B Jlerkas YO YO 0T ymepeHHoi 4o rnyboKom cTenequ
neboTte
Hesponorunyecku [MoTeHUManbHO 3HaYMMble OTKIOHEHWSI MpU HEBPOMOMMYECKOM |3aCTOM UNK Perpecc B KOTHUTUBHOM cdepe
i cTatyc obcnefoBaHuK, 3a UCKMKYEHNEM CRyYaiiHbIX HaX040K
Benblwkn  reHepa- |— MocTosiHHbIE OAHOCTOPOHHUE 3NMNENTUGOPMHbIE pa3psabl; [OuddyaHoe 3ameaneHune GOHOBOI PUTMUKM
NW30BaHHON CMalK- |— OTCYTCTBUE aKTMBMPOBAHHOW MMNEPBEHTUNALMEN reHepanu-
BOJIHOBOW  aKTWB-|30BaHHOW CMalk-BONTHOBOM PWUTMWKW 4acToToi 2,5—4 Ty y
HOCTM  4acTOTOI |NaumMeHTa, KOTOPbIA HE NONyYaeT Tepanuio, XOPOLLO BbINOMHSET
391 3TNy (avanasoH [rMnepBeHTUNALMIO B TEYEHWE 3 MUH UMK [ONbLUE;
2,5-4 T'u) B Hayane |— 3anucb TWUMUYHOTO MPUCTYNa C 3amupaHuem/npucTanbHbIM
abcaHca (BO3MOX- [B3rnsiaom 6e3 koppensuuu ¢ A y pebeHka ¢ reHepanuao-
HO, B aHaMHe3e) BaHHOW CMaiK-BONTHOBOW aKTUBHOCTLIO 2,5—4 [l B aHaMHe3e;
— CTOiiKoe 3ameaneHune HOHOBON puTMUKM Ha A3l mpu oTCyT-
CTBUM TEpPaNUM ceaaTMBHLIMW NpenapaTamu
Heiposnaya- [MoTeHUManbHO 3HaYMMble aHOManuW Ha HerMpoBM3yanu3aunm,
nusaums 33 MCKIMKYEHNEM CryYaiHbIX HaX0A0K
[eHeTWYECKHE 1 HVI%KI/IVI ypoBeHb rntoko3sl B CMX u/unm natoreH-
npyrie Hblit BapuaHT reHa SLC2A1 (TecTupoBaHue HacTos-
TeNbHO PEKOMEHAYETCS NKAAM ¢ MukpoLedanuen
“ccneaoBaHus L
n/vwnu nerkoi YO)
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7.1.2. OHoweckas abcaHcHasi anunencusi, FOA3 / Juvenile absence epilepsy, JAE
KpaTkas xapakrepuctuka

Anugemuonorus

FOAD BcTpeuaetcs pexe, Yyem [JAD, Ha ee gonw npuxoautcs 2,4-3,1 % HOBbIX CnyyaeB anunencun y geten u nogpoctkoB. OpHako
BCTPEYaEMOCTb MOXET ObITb HEOOLEHEHA, T.K. abCaHChl MOTYT BbiTb HE3aMETHbIMU 1 YNyCKaTbCS U3 BUAY

KnuHuyeckas
KapTuHa

TUNMYHBIN BO3pacT Havana 3abonesaHns coctaensieT oT 9 go 13 net (ananasoH 8—20 neT). B ucknoumtenbHbix cnyyasx OAS moxeT
nosiBUTLCS BO B3POCNOM Bo3pacTe. B crnyyasx ¢ Havanom B Bospacte [0 10 net pasnuuutb HOAD n [JAD MOXeT ObiTb CNOXHO.
OTnnuuTenbHble 0cOBEHHOCTH BKNoYaloT bonee cTapnii BodpacT AebtoTa n 6onee HU3Kyto YacToTy abcaHcos npu KOAD. XapaktepucTukm
O3l aHanornyHbl, ogHako OIRDA He HabntogaeTcs, a reHepanu3oBaHHble pa3psibl MOTYT ObiTh Heckonbko Gonee YacTbiMu 1 Bonee
HeperynspHbimu npu KOAS.

Pa3suTie 1 KorHUTUBHAA cepa 4O MOMEHTa Hayana nNpucTynoB 0BbIYHO B HOPME. 3HAUYMTENbHbIE HAPYLUEHWUS! B KOTHUTUBHOM cdepe
[OMKHbI YKa3blBaTb Ha anbTepHaTUBHbIA AnarHo3. ebpunbHble Cyfoporu B aHamMHese BCTpevatotcs B 6—33 % crnyyaes

Tunbl NpucTynos

Hanuune abcaHcoB obs3atensHo. Y naumeHToB ¢ FOAD HapylueHWe CO3HaHMsi NPOMCXOAMUT BHE3arnHo, 0TMeYaeTcst NPUCTanbHbI B3rnsg
C NnoTepeli BblpaXeHust nuua, NpepbiBaHWE aKTUBHOCTU C OpasibHbIM aBTOMATU3MOM MM 6e3 Hero M nocnegylownuMm HemeaneHHbIM
BO3BpalLieHMEM K HOpManbHOI AeAaTenbHOCTU. [oTeps co3HaHKs YacTo ObiBaeT MeHee BbipaxeHHOM, yem npu JAS. Bo Bpems abcaHcoB
C HEMomnHoW noTepen CO3HaHMS YENOBEK MOXET pearupoBaTb Ha KOMaHAbl, HO C TPYAOM BbINOMHSIET CHOXHble 3adaun. TunuuyHas
NPOAOMXUTENBHOCTL cocTaBnseT 5—=30 ¢, nHoraa bbiBatoT bonee AnuTenbHbIe NPUCTYNbI. YacToTa 00bI4HO MeHbLLE, YeM 1 pa3 B AeHb. Bo
BpeMs abcaHCHOro npucTyna MoXHO yBUAETb Crabblii MAOKMOHYC.

AnunenTUYeckmis abcaHcHbIN cTaTyc BCTpevaeTes npumepHo Y 20 % G0MbHbIX.

[TKN BcTpevatotcst Gonee yem B 90 % cnyyaeB. OObIYHO OHM HAuMHAOTCS NOcne Havana abcaHcos, HO B 14—27 % cnyyaeB MoryT
npealecTBoBaTh abcaHcam. Yactota I'TKI Bapbupyer.

McknioyeHneM SIBNSAKOTCS MUOKIMOHUYECKMe NPUCTYNbI, KpoMe criaboro MMOKIOHYCa, BO3HWKAKLLEro BO BpeMsi abCaHCHOMO npunajka.
[pyrue Tunbl npuctynos ans KOASD HexapakTepHbI

[aHHble 33

WHTepukTanbHas Jar.

®oHoBas puTMUKa B Hopme. HabmoaaloTcs BCMbILKM reHepann3oBaHHOM Cnaik-BOMHOBOM aKTWBHOCTM, 0Bbl4HO YacToToit 3—4 Iy
(ananason 3-5,5 Tu), koTOpas BO CHE MOXET CTAHOBUTLCA (PPArMEHTUPOBAHHOW. PparMeHTUpOBaHHAs reHepanuaoBaHHas cnavik-
BOMHOBAA AKTUBHOCTb MOXET Ka3aTbCs (DOKanbHOM MMM MymbTUAOKANbHON, HO 0BbI4HO He Beeraa HabniojaeTca B oaHoM obnacti, a
MOpPONOrus aHaNorMyHa reHepan13oBaHHoOM Craik-BONHOBOM akTMBHOCTY. [eHepann3oBaHHble pa3psiabl YCURMBAIOTCS NPU AeNpUBaLUm
CHa Kkak B 60apcTBOBaHMM, Tak U BO CHe. Paspsgpl vauwe Habntopatotes npu FOAD, yem npu [JAD. Monucnaiik-BonHOBast akTUBHOCTb
HaboAaeTCcs NPeUMyLLECTBEHHO NPK APEMOTE 1 BO CHE. Y He MonyYatoLyx Tepanmo BOMbHbIX rMnepBeHTUNALMSA NPOBOLMPYET abCaHChbl
npumepHo B 87 % cnyyaes. Ecnu rvnepBeHTUNALMS XOPOLLO BbINOMHsSETCS pebeHKoM B TeyeHue 3 MUH M Mpu Hell He HabnogaeTcs
reHepanu3oBaHHOM  CMaik-BONMHOBOW  aKTUBHOCTK, abcaHChbl  ManoBeposiTHbl.  PutMuyeckas  (DOTOCTUMYNSILMS  Bbl3blBaeT
reHepan13oBaHHyt Cnaiik-BOMHOBYH aKTMBHOCTb Y 25 % nauneHToB. MeaneHHast cnamk-BoNHOBast akTMBHOCTb (<2,5 'u) oTcyTcTBYET

[aHHble 33

WkTanbHaa O3l

l'eHeparnnaoBaHHas cnaik-BONIHOBAA akTMBHOCTL YacToToit 3—5,5 'y BO3HMKAeT B Hauane abcaHcHbIX MpuUCTynos. HeopraHnosaHHble
paspadpl B 8 pa3 vale Betpevatotcs npu FOAS, vem npu [JAD. Ecnv mpucTyn sammpanns npoucxoauT 6e3 Koppensuium ¢ kapTuHoi Ha
0T, Ans TaKkoro anu3oaa MOXHO UCKMOYKUTL abcaHcHyto anunencuto. 3T Bo Bpems [ TKIT aHanoryHa Takosoit npu M T'TKI
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Helposwnayanu-
3aums

[Mpu HepoBM3yanu3aLn OTKNOHEHMIA OT HOPMbI He chukcupyeTcs. Ecnn knnHnyeckas kapTuHa n A3 TunnyHbl Ans KOAD M HET aTMnnYHbIX
NPU3HAKOB, HelipoBM3yanu3aumus He Tpebyetcs. TeM He MeHee ee CMEAYeT BbIMOMHWUTb, €CRM MPUCYTCTBYIOT aTunuuHble ans FOAJ
MPU3HaKW, UMEIOT MeCTO (hapMaKkopPe3NCTEHTHbIE NPUCTYMbI MW NPU HAaNUYMKM CTOMKOMO (HOKanbHOro 3ameaneHus Ha AOI

[eHeTnyeckue un

apyrue
nccnegosaHua

eHeTUYeCk1e CCNeaoBaHNS He ABNAKTCS YaCTbio TEKYLLEN PYTUHHON AMarHoCcTMKW. MHoraa npucyTCcTBYET CEMENHbIN aHaMHes, Npyu 3TOM
uneHbl CeMby, kak npasuno, ctpagaioT M3, KnnHudeckne reHeTuyeckue 1ccnesoBanus, Takue kak nccnegosaqns 6nmaHeLoB, nokasanm,
410 KOAD UMEET CUNbHBIN FEHETUYECKII KOMMOHEHT, KOTOPbI 3Ha4NUTENBHO bonee BhipaxeH, yem npu JAD.

Tun HacnegoBaHNUs — «CROXHbINY, T.€. 06bIYHO OH 0BYCIOBNEH «NONUreHHbIM HacnegoBaHEMY C (haKTOpaMmM OKpPYXaloLei cpeabl unm
Be3 HuX, XOTH CyL|EeCTBYIOT peAKkMe MOHOTEHHbIe MPUuYMHbI. [eHbl, 0ByCroBnMBalLWME PUCK Pa3BUTUS 3TOTO CMHAPOMA, BKIKYaKT
GABRG2, GABRA1, CACNA1A, SLC2A1 wn pp. Mpu HanmuumM aTunu4HbIX NPWU3HAKOB, TaKMX Kak YMCTBEHHas OTCTanocTb Wnw
(hbapMaKopesnCTeHTHOCTb, CeAyeT NPOBOAUTL FEHETUYECKOoe UccneaoBaHue. 3HaunTenbHbIe HapyLLEHNS B KOTHUTUBHON Cepe [OMKHbI
yKa3blBaTb HA anbTepPHATUBHbINA ANarHo3

TeueHnune
3aboneBaHus

FOAD yacTo nogfaeTcs MeAMKaMEHTO3HOMY NEYEHWM0, HO MOXET NoTpeboBaTbCs MOXU3HEHHas Tepanusi. OTOCYKCUMMA B KayecTBe
HayanbHO MOHOTepanuu He peKOMeHayeTcst M3-3a Bbicokoi BeposiTHocTu [TKI. CnegyeT ucnonb3oBatb ASI WMPOKOTO CReEKTpa,
noaxogsLume Ans Tepanuu Ans reHepanu3oBaHHbIX 3NUAEncuii.
MauwneHTbl ¢ KOAS umetoT Gonee Bbicokuit puck pa3sutust CLBI v npobrnem ¢ 06yueHnem, faxe ecnm NpUcTymbl XOPOLLO KOHTPOSMPYIOTCS.
Tarkke oTMeyeH Bonee BbICOKWI yPOBEHb JeNpeccumn 1 TPEBOTH

AndbbepeHun-
anbHbIN
AnarHo3

Apyaue anunenmuyeckue CUHOPOMbI:

— [AJ 06bl4HO HauMHaeTCs B Gonee MONOAOM BO3pacTe C eXeAHEBHbIX abcaHCoB 1 umeeT 6onee HM3kuiA puck M TKI;

— OM3 oTnuyaeTcs Hanuunem MUOKMOHWYECKUX CYAOPOr, OCOBEHHO MO yTpam WNW npu AEnpuBaLMW CHa, KOTOpble SBMAKTCA
cyLecTBeHHbIMK npy KOMO 1 He BcTpevatoTes npu HOAJ;

— cnegyeT 3anogo3pute AMB, ecnn HabrioaanTcs NOBTOPSIOLLMECS, PETYNsiPHbIE WNW HeperynsipHble, ObICTpble NoAepruBaHus
(TpeneTaHme) Bek YacToToi >4 'L ¢ OTKNOHEHWEM Ma3HbIX 100K BBEPX U Pa3rnbaHnem ronoBbl; npunagku MoryT BbiTb 04EHb YaCcTbIMK,
VHAYLUMPYIOTCS 3aKPbITUEM TNa3 U CBETOBLIMU Pa3fpaxuTeNsiM1 U3 oKpyxaloLlen cpeabl (YHMBepcanbHasi hoToceHcbunusaums);

— OMA criegyeT paccmaTpuBaTh NpU MUOKIOHUYECKUX MOAEPTMBAHUSX BEPXHUX KOHEYHOCTEN YacToTol 3 'y ¢ NOLbEMOM pyK BO BpeMs
abCaHCHbIX NPUCTYMOB;

— npu AU I'TKMN oTcyTCTBYIOT abcaHCHbIE NpUnagky;

— (boKanbHble MNPUCTYMbl C HAPYLUEHWEM CO3HAHUSI OObIYHO OTNMYAKTCS HayambHbIMU HEMOTOPHBIMU MpWU3Hakami, GonbLuen
NPOLOMKUTENBHOCTBI0 HEMOABWKHOTO B3rnsga (4acto >30 ¢) M NOCTMKTaNbHbLIMU MpWU3HaKamu, BKMOYAs CMYTAHHOCTb CO3HaHWS,
COHNMBOCTb U ronoBHyto 6onb; I3 noka3sbiBaeT dokanbHble aNMNeNnTUOPMHbIE paspsaabl.

Heanunenmuyeckue paccmpoliicmea:

— MeyTaTenbHOCTb,

— HEBHUMATENbHOCTb,

— MasHble TUKK
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lOHoweckasn abcaHcHas anunencus, FOAS. Kputepum guarHoctuku

Hacropa)l(uaalomue B OTHOLLEHUN

MapameTp 06s3aTenbHble KpUTepun IDABUNBHOCTI [IMATHO3 MPH3HAKN Kputepuu nckntoyenms
Bospacrt gebtota <8 net unmn >20 net
TunuyHble abcaHcbl — [puCTynbl 3aMMpaHuii C HEMOABKHBLIM B3rNsaoM TUnuy-|Mo6oi 13 creytowmx TMNoB NpucTynos:
HOW NPOACIKMTENBHOCTBIO >30 €, C NOCTUKTANbHON CMyTaH-|— BbIPAXEHHbIE MAOKIOHUYECKWE CY[OPOTH,
HOCTbI0 CO3HAHMS UMW YTOMIIEHNEM; — BblpaX€eHHast MUOKIOHUS BEK,
— yacToTa abcaHcos >10 B AeHb — MUOKMOHNYECKM-abCaHCHbIE MPUCTYMbI,
Mpuctynbl — aTOHWYeCKMe Cyaoporu,
— TOHWUYECKMe Cyaopory,
— aTUnNuyHble abcaHcel,
— bokarbHble NPUCTYNbI C HapyLIEHWEM CO3Ha-
HUS
Passutne B Nerkas YO YO 0T ymepeHHoit 40 rnyboKoi cTeneHn
aebrote
HeBponoruyeckuit lMoTeHUManbHO 3Ha4MMble OTKIIOHEHWS MPW HEBPONOrMYec-|3acToil Uk perpecc B KOrHUTUBHOM cdepe
cTaTyc koM o6cnefoBaHUK, 3a UCKIOYEHUEM CIyYaiHbIX HAXOAO0K
Benblwkn  reHepanu3oBaH-|— OTCYTCTBME NPWU FMNEPBEHTUNALNM TeHepanu3oBaHHOW — [JOKYMEHTUPOBAHHbIA TUMWYHBIA NPUCTYN C
HOM cnawK-BONTHOBOM aK-|CMaik-BOMHOBOM aKTUBHOCTM YacToToi 3—5,5 L y He nony-|{3amMmupaHnemM WUnu HenoaBMKHLIM B3rnsaom 6e3
391 TUBHOCTW  YaCTOTOM  3—|4alOLLEro NTEYEHME NALMEHTA, KOTOPbIA XOPOLLO BbIMOMHSET.|KOPPeNnauum ¢ kapTuHon Ha Q3r;
55Ty  (BO3MOXHO,  B|IMNEPBEHTUMNALMIO B TEYEHME 3 MUH MW [ONbLUE; — MOCTOSHHbIE OAHOCTOPOHHME O4aroBble
aHamHese) — cToilkoe 3amepneHne OHOBOW puTMUKK Ha O3l B OT-|anunenTdopMHble pa3psabl;
CYTCTBME CeaaTBHbIX NpenapaTos — aucbysHoe 3ameanenne HoHOBON PUTMUKM
Heiposwnayanu- [MoTeHUmManbHO 3Ha4MMble aHOManuu Npu HenpoBM3yanusa-
3aums LM, 32 UCKINIOYEHWEM CryYalHbIX HAX040K

['eHeTMyeckme n
npouve
“ccrnenoBaHus

Husknit ypoBeHb rnwoko3bl B CMX u/unu
naToreHHblit BapuaHT reHa SLC2A1 (tectupo-
BaHWe HaCTOSITENbHO PEKOMEHAYETCS NIoAsM ¢
Mukpovedhanueit uimnum nerkoin YO)

TeyeHune 6onesHu

Ortcytctaue 'TKM npu otcyTcTBUM Neyenns AN,
3chcpekTmBHbIMM npy T'TKI
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7.1.3. lOHoweckas MuoknoHuveckas anunencusi, OM3 / Juvenile myoclonic epilepsy, JME

Kpatkas xapakTepucTuka

Anugemuonorus

tOMQ sBnsietcs 3abonesaHuem ¢ pacnpocTpaHeHHOCTbIo oT 1 4o 3 cnyyaes Ha 10 TbiC. YeNOBEK B NONYNALMOHHBIX UCCnedoBaHusx. Ha
nonto KOMO npuxogutcs npumepHo 9,3 % Bcex anunencui

KnuHuyeckas
KapTuHa

TunuyHbIA BO3pacT Havana 3abonesanus coctasnset 10—-24 roga (ananasod 8—40 net). Jluua xeHckoro nona GonelT HEMHOO YaLe.
B 5-15 % cnyyaes npoucxogut TpaHchopmaums ot fIAS k FOM3. Ecnu MUOKNoHWYeckne NpUCTynbl HauMHaKTCS B Bo3pacTe Ao 8 ner,
cnepyer paccMoTpeTb Apyroi auarHos. ®ebpunbHble Cyfopory B aHaMHe3e UMEIoTCs NpuMepHo Y 4—5 % nauueHTos.

AHTeHaTarbHbI U POLOBON aHAMHE3, a TaKke KOTHUTUBHbIE (PYHKLWM, Kak NpaBuUno, B HOPMe, XOTS MOryT HabmnioaaTbCst HapyLLEH!s B
onpegeneHHbIx 06nacTsax (Hanpumep, UCNONHUTENbHbIE PYHKLWM, BHUMAHWE, NPUHSTUE PELLEHNR).

[Mporpeccupytoliee CHKEHWE KOTHUTWMBHbLIX (DYHKUMIA Mocne Havana npuctyna AOMKHO CBMAETENbCTBOBATb O MPOrpeccupyioLlei
MuokmnoHyc-anunencun. Napeaka KOMO MOXET BO3HMKaTb YNWL, C NErkoM YMCTBEHHON OTCTaNoCTbio, U B Takux cryyasx XMA BoisenseT
peLmaneupyroLLyo Mukpogeneumio npumepHo B 10 % cnyyaes. Y naumenTtoB ¢ KOM3 Takke Bbille YactoTa TPeBOMM M genpeccun no
CcpaBHeHMto ¢ obLLeit nonynsumeir. Kpome Toro, HECKONbKO MCCNeaoBaHuiA 3acukcpoBani Gonee BbICOKWN YyPOBEHb MMMYNLCUBHOCTH, YTO
MOXET NPUBECTU K COLMANbHBIM MM NCUXUYECKMM Npobnemam

Tunbl npucTynos

MuoknoHuyeckue cyaoporu senalTcs obs3aTenbHbIMA AN NOCTAHOBKM AMarHo3a. Yalle BCEro OHW BO3HMKAKOT B TeyeHue 1-ro yaca
nocne NPoGYXOEHWUS U YCUNWBAKTCS NpU AenpuBaLumn CHa. [auneHTbl MOTyT He pacno3HaBaTb MMOKMOHWUYECKUE NOAEPTMBaHUS Kak
NPUCTYMbI, UX 4aCTO Pacno3HaoT PeTPOCNeKTUBHO, nocne nosenenns MK, MUOKnOHWYeCKuit 3NUNENTYECKNIA CTaTyC MOXET BO3HUKATb
peako. MuoknoHu4yeckue cygoporit MoryT ObiTb OGHOCTOPOHHUMMU UTU GunaTepanbHbIMK. OHU MOryT Npeobnagatb Ha OAHON CTOPOHE
Tena, 4acTo BOBMekas BepXHue KOHeYHoOCTW. MUOKNOHUYECK1e CyA0POri Takke MOTYT NopaxaTb HUKHME KOHEYHOCTY W Bbl3bIBaTb NafeHMS.
MoryT 6bITb pedreKTOPHLIMU, BbI3BAHHLIMW CBETOBOI CTUMYNALMEN LU LieneHanpaBneHHon AeSTENbHOCTbIO.

F'TKN BcTpevatotcs Gonee yem y 90 % naumeHTOB, UM YacTO NMPEALIECTBYET Cepusi MUOKMOHMYECKMX MPUCTYNOB, 4acToTa W TAXeCTb
KOTOPbIX YBENWUYMNBAKITCS, YTO MPUBOAUT K MUOKIOHWUKO-TOHUKO-KMOHUYECKMM npuctynaM. OHW YacTo BO3HWKAKOT Npu NpobyxaeHuu umu
nenpuBauun cHa. Yactota 'TKI BapuabenbHa. dnunentuyeckuin ctatyc [TKI BcTpeyaeTcs peako. OTKNOHEHWe ronoBbl 40 U3MEHEHMs!
co3HaHus Bo Bpems ['TKI JomkHO NoBbIWAaTL BEPOSATHOCTL (HOKANbHOM SNWUNENncu, OAHAKO OTKMOHEHWe ronoBbl NOCNe WM3MEHeHUs
CO3HaHWs YacTo BcTpeyaetcs npu OMO.

AGcaHcbl BcTpevaiotcs B 1/3 cnyvaeB. OHM KpaTKOBpeMeHHbl (3—8 C), BO3HMKalOT pexe, Yyem 1 pa3 B AeHb M COMPOBOXAAKTCH
BapuabenbHbIM, HO YacTo Mano3amMeTHbIM HapyLUEHWEM CO3HaHMS (kak NpaBUNo, MeHee BbipaxeHHbIM, Yem npu [AS). Snunentudeckuin
abcaHCHbIM CTaTyC BO3HWUKAET peako. MckmnioueHnem SBNSTCS okanbHble CyA0pOrk U reHepani3oBaHHbIe TOHUYECKE UMK aTOHUYeCcK1e
CyLoporu
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[laHHble O3

®oHoBas puTMMKa B HOPME. ['eHepan13oBaHHOMO 3amMeaneHns He HabniogaeTcs, 3a UCKNIOYEHWeM NOCTUKTanbHoro nepuoaa nocne MK,
WHTepuktanbHas 3. XoTsa anarHo3 MoxeT 6biTb 3aN0A03PEH HA OCHOBAHWUM KMMHNYECKUX LaHHbIX, 06513aTeNbHON A1t OKOHYATENbHOMO
nanarHo3a tOMO aBnsieTcs perucTpaums reHepanvsoBaHHON Craiik-BONHOBO aKTMBHOCTU. HeperynspHasl, reHepanM3oBaHHas nonmcnank-
BOJIHOBas 11 Cnaik-BONIHOBas aKTMBHOCTL YacToToi 3—5,5 'y HabntogatoTes kak Bo Bpems 60apCTBOBaHMS, Tak U BO CHE. MIHTepuKTanbHas
anunenTUgopmMHas akTUBHOCTb NPOSBNSAETCA AenpuBaLmeii cHa. Bo cHe pa3psabl YacTo parMeHTUPOBaHHDI, MOTYT Ka3aTbCst (hokarnbHbIMA
UNW MynbTUAOKamNbHbIMKM, HO OObIMHO He HabniogalTcs NOCTOSHHO B OAHOW obnacTu. MMnepBeHTURAUMA MOXET NMPOBOLMPOBATb
reHepan13oBaHHyt0 Cank-BOMHOBYO aKTMBHOCTb MMM NONMUCNANK-BOMHOBY aKTUBHOCTb M PEAKO — KIMHUYECKME aDCaHChI.

®okanbHble U MynbTUOKanbHbIE CNaiikv 1 pas3psabl cnank-BofH MoryT HabmoaaTbes y 20 % naumeHToB, B OCHOBHOM BO (PPOHTANbHbIX
OTAenax, ¥ MOryT MMIpUpoBaTb Ha pasHbix 3anucsx Q3. Mopdonorns hokanbHON Cnaik-BOMHOBOW aKTMBHOCTM MOX0Xa Ha
reHepanu3oBaHHyH0 Cnaik-BONHOBYI0 aKTMBHOCTb. ECnn chokanbHoe 3ameaneHne 1 dokanbHble paspsigbl NOCTOSIHHO HAbMOAAKOTCS B OQHON
obnactu, cnegyeT paccMOTPeTb BO3MOXHOCTb Hanuuus (pOKarnbHOA AMWUMEncuu W CTPYKTYPHOW MaTomorii rofoBHOTO Mo3ra. XoTs y
HekoTopbIX nayueHToB ¢ KOMD, He nomyyaBLUMX NeYeHus, MOXHO HabnogaTtb HopmanbHyl O3l B COCTOSHUM 60APCTBOBAHMS, 3an1Ch C
nenpusauyen cHa obbIYHO BbI3bIBAET reHepanu3oBaHHYH CMaik-BOMHOBYK akKTUBHOCTb, KOTOpasi Npu yrnybneHHOM UCCReaoBaHn MOXeT
6biTb 06HapyxeHa y 90 % He nonyvaroLLMx NeveHne nauueHToB. PUTMUYeckas oTOCTUMYNALIMA MOXKET Bbl3blBaTb MUOKMOHUYECKME
CyL,0pOrk, MMOKMOHWIO BEK M — B peakux cryyasx — MK,

WkranbHaa J3r. MkTanbHas 3anuch He siBnsietcs 006s3aTenbHON 41 MOCTaHOBKA AuarHo3a. MUOKNOHUYECKME MPUCTYNbl CBA3aHbI C
reHepanu3oBaHHbIMK  pa3psgamu MOMMCNaik-BONH, MpWU 3TOM Caiik NMPOMCXOAUT OHOBPEMEHHO C (haKTMYECKUM MOAEprMBaHUEM.
OTCyTCTBME rEHEpanM30BaHHbIX Pa3psidoB «CMaliK-BOMHA», CBS3aHHBIX C MUOKIOHYCOM, TOBOPUT O HE3MUMENTUYECKMX MUOKIOHUYECKUX
nopepruBaHusix. AGCaHCbl CBf3aHbl C reHepanu3oBaHHOW MOMMUCNAlK-BOMHOBOW aKTMBHOCTBIO C yvactotod 3-55 Ty wnm
reHepan13oBaHHbIMK paspsigamm cnaiik-8onH B Havane npuctyna. Mpu I'TKIM vktanbHas 33T YyacTo ckpbiTa ABUraTeNbHbIMM apTedakTamu.
B TOHWMYeckoi cTagun HabnogatoTcs reHepanu3oBaHHble ObICTPblE PUTMUYECKME CMaliki, 3@ KOTOPbIMW B KMOHWYECKYD (hady crieaytoT
BCMbILUKM CMalkOB — MeAJIEHHbIX BOSIH, CMHXPOHHble C nopepruBanuamu. 3a T'TKI cnegyeT nOCTUKTanbHbIA NEPUOS HeperynsipHom
MeZJIeHHON aKTUBHOCTH

Heitposnaya-
nu3aupst

[pn HelipoBM3yanuaaumum OTKMOHEHUIA OT HOPMbl He dmkeupyetcs. Ecnu knuHnyeckass kaptuHa o Q3T Tunuybl ans HOM3,
HelpoBu3yanu3auus He Tpebyetcs. TeM He MeHee ee CreayeT BbIMOMHUTb, €CMW MPUCYTCTBYIOT MpU3HaKM, HeTUnudHble ans FOM3,
(hapmakopeancTeHTHble NpUCTynbl Nk ecnv Ha QA coxpaHsieTcst 04aroBoe 3ameasneHne

[eHeTu4eCKME 1

apyrue
ncecnenosaHuA

[eHeTNYecKkoe NccreaoBaHe He ABMSETCA YaCTbIO TeKyLLEeN PYTUHHON ANarHOCTMKU. KNMHUYECKne reHeTuYeckue MccnesoBaHus, Takue Kak
uccnenoBaHus 6nmsHeLoB, nokasanu, 4to FOMO MMeeT CuMbHbIN FTeHETUYECKNIA KOMMOHEHT. MHOrAa NpucyTCTBYET CEMENHbIA aHaMHE3: Kak
npasuno, y onetowwmx YneHoB ceMbu ectb cuHapom UMD, Ho He obsizatenbHo KOMD. Y oThenbHbIX NaumMeHToB cooblyanoch 0 peakmx
naToreHHbIX BapuaHTax psiga reHos, Bkmtouass CACNB4, GABRA1, GABRD v EFHC1, ogHako B xofe Gomnee KpymHbIX KOrOpPTHbIX
y“ccresoBaHUin MHOTUE 13 3TUX reHOB Bblnn AUCKPeaUTUPOBaHLI. MonekynsipHble JaHHbIE HA CETOAHSILIHUIA AEHb B OCHOBHOM OTHOCATCS K
annensiM NpeapacnonoXeHHOCTH, TAe BapuaHT cnocobCTBYET Pa3BUTMIO AMUMENCUM, HO HE SBNSETCS MOHOTEHHO NPUYMHON. TOYHO Tak

)Xe NOBTOPSIOLLMECS MUKpOAEeneunn, Takve kak 15913.3,15¢911.2 u 16p13.11, sBnsATCa annensmu npeapacnonoxeHHocty k OM3
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TeueHve
3aboneBaHuns

Y 65-92 % naumeHTos ¢ FOMO cygoporu pearvpylT Ha MeAMKaMEHTO3HYl0 Tepanuio Mpu WUCMONb30BaHWUM CooTBeTCTBYtoLWMX AJN.
PacnpocTpaHeHHbIM TpUrrepoM npucTyna SBASETCS NUWeHue cHa. MUOKNoHWYecKne Cyaoporn CriokHee KOHTponupoBatb, Yem [TKIT.
Briokatopbl HaTpUeBbIX KaHanoB, TakMe kak kapbamasenuH, okckapbasenuH M (PEHUTOWH, 4acTo YCyryGnsoT MUOKNOHMYECKMNE W
abcaHcHble npuctynbl npu KOMO. NTaMOTPUAXWH Takke MOXET yCyrybnsaTb MUOKNOHMYECKIE CyLOPOTM Y HEKOTOPbIX NALMEHTOB.

FOMQ 06bI4HO CUMTAETCS PaCcCTPONCTBOM, YacTo TpebyroLLMM NOXU3HEHHOW Tepanuu. HecMOTPSt Ha TO YTO B HEKOTOPLIX CMy4asx MOXHO
ycnewHo npekpatutb npuem AN B Gonee no3gHem Bo3pacTe, HEAABHWA MeTaaHanM3 nokasan, YTo nocne OTMeHbl Tepanuu NpUCTYMbI
noeTopsnuck B 78 % cnyvaes (95 % poBeputenbHbIi MHTepBan 58—94). daktopamn pucka hapMakopesnCTEHTHbIX MPUCTYNOB ABNSIOTCA
6onee mornogoi BospacT Havana 3abonesanns, IAS B aHamHe3e, abcaHChl, MPUCTYMbI, BbI3BaHHbIE LieneHanpaBneHHoi AeaTeNbHOCTbIO,
¥ CONYTCTBYHOLLME NCUXMUaTpU4eckue 3abonesanus

[ depeHum-

anbHbIN guarHos

\Apyaue anunenmuyeckue CUHOPOMbI:

— M3M: Hayano M1OKMOHUYECKMX NPUCTYMOB NPOMCXOAMUT B BO3pacTe Ao 3 NeT;

— KOAJ: MUOKITOHNYECKIX NPUCTYNOB HET;

— AU I'TKM: HeT uHbIX TMNOB npucTynos, kpome FTKI;

— OMB: cnegyeT paccMOTpeTb Hannume abcaHCoB C BbIPaXXEHHON MUOKIOHMEN BeK;

— AMA: muoknoHuyeckue abcaHckl He HabnogatoTes npu OMD3;

— CIII" ¢ no3gHWM Havanom: cnegyeT paccMOTPeTb Hanuyue TOHMYECKUX CyAopOr u/mnu reHepanu3oBaHHON NapoKCU3MarnbHoW ObICTPOi
aKTMBHOCTK Ha 3T

— nporpeccupylolias MUOKNOHYC-3NMNENCUsA: CneayeT paccMOTPeTb BO3MOXHOCTb CHUXKEHWS KOTHUTWMBHbLIX (DYHKLMIA, NOSBREHUS
nepMaHeHTHOro, 6ecnopsAoYHOro, Pe3NCTEHTHOTO K NEKapCTBEHHO Tepanun MUOKIOHYCa, 3ameaneHns POHOBON puTMUkK Ha Q3T nnn
¢hoTONapOKCU3MANbHOrO OTBETA NPU HI3KOI YaCTOTE CBETOBON CTUMYNALMM (<3 Ly);

— anunencus ¢ MHOYLMPOBaHHbIMKM YTeHueMm npuctynamu (3 UYUI): cnegyeT paccMoTpeTb BO3MOXHOCTb BO3HUKHOBEHWS MUOKITOHUYECKMX
NOAEPIMBaHNUA UCKIOYUTENBHO BO BPEMS YTEHNS;

— ¢hokanbHas anunencus: cneayeT NPoBEPUTb, UMEIOT N MUOKMOHUYeckue npucTynbl Uik FTKIT nocTosHHbIE dhoKanbHble NpuUaHakw oT
npucTyna K NpUCTyMy UNK OHU NOCTOSIHHO BO3HWUKAIOT BO CHE, @ HE NpY NPobYXaeHU;

— cemelHas MUOKNOHMYeckas anunencus B3pocnbix (FAME), Takke W3BeCTHas Kak MWOKNOHMYECKas 3nuiencus B3pOChbIX C
kopTukanbHbiM Tpemopom: FAME o4yeHb noxoxa Ha FOM3, HO cBsidaHa C BbIpaXEeHHbIM KOPTUKaNbHLIM TPEMOPOM, KOTOPbIA 0BbIYHO
NPUCYTCTBYET, HO Pa3NUYaEeTCs Mo CTEMEHM TAXECTU, YACTO YXYALIAACH C BO3PACTOM M Nopaxas INLO 1 KOHEYHOCTU; AaHHBIA TPEMOP YacTo
HenpaBWUNbHO AWarHOCTUPYETCS Kak STPOreHHbI, BTOPUYHBIA MO OTHOLUEHWKO K BarbnpoaTtam WNnW NamOTPUMXWHY; B JOMOMHEHME K
MuoknoHnyeckum cygoporam I'TKIM HaBntogatotes y 15—100 % nayneHTos.

CxodHble cocmosHus: MeTabonuyeckue, TOKCUYECKMe, HelipopereHepaTueHble (6onesHb AnblreimMepa) Unn reHeTudeckue (Tpucomus
Xpomocombl 21) 3HUedanonaTm: 3Tn COCTOSAHNA 0BbIYHO NPOSBASAIOTCS CYTAHHOCTBIO CO3HAHWS, AEMEHLIMEN 1 reHepanu3oBaHHbIM Uin

(bOKaJ'IbeIM HeratMBHbIM N NO3UTUBHLIM MUOKIIOHYCOM UIK UX KOM6VIHaLI|VIeI7|.
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Heanunenmuyeckue paccmpolicmea (VKTanbHble 3anucy He koppenupytot ¢ J3I):

— MCUXOreHHbIe HeaNUMenTYeckue NpUcTynbl Yacto umutnpyiot MK,

— HEaNUMENTUYECKUE NOAEPrUBAHMS: Y NALMEHTOB C NCUXOTEHHBIMU HEIMUMENTUYECKAMMU MPUCTYNamMK, (yHKUMOHAMBHBIMI HEBPOTOTU-
YECKUMU PaCcCTPOCTBAMM UMW ABUraTeNbHBIMU HApYLUEHNSIMU Takke MOTYT ObITb NOAEPTMBAHNS;

— NPONPUOCNUHANbHbLIA MUOKMOHYC — PEAKoe COCTOsHWE, HabmniofaeMoe B 3pENioM BO3PACTE, C MMOKIOHUYECKOW AKTWUBHOCTbIO,
BO3HMKAIOLE B Mepuop penakcauuy, NPefWecTBYIOLEN Havamy CHa, YTO BbI3bIBAET TSKENYH GECCOHHMLY; MOAEPIMBaHUS MCYE3aloT
BO CHE;

— rMNHUYECKUe NofepPruBaHus 0Obl4HO BO3HUKAIOT BO CHE Y 3[10POBbIX MIOAEN;

— nepuoanyeckue ABUKEHUA KOHEYHOCTel BO BPEMS CHa MpeACTaBNsitoT cobol NOBTOPAIOLNECS, BECbMA CTEPEOTUMHbIE ABUKEHMS
KOHEYHOCTEA, NPOMCXOAsALLME BO Bpems paccnabneHHoro GopcTBOBaHNS U BO BPEMS! CHa; B 0TAnuMe oT FOMO 3Ty ABIKEHNS HE BUAHbI

BO BpemA aKTUBHOWN [esiTeNnbHOCTM U Haubonee 3aMeTHbl B HOrax

lOHoweckas MuoknoHnyeckas anunencus, OMJ. Kputepuu guarHoctmku

O6s3aTenbHble HacTopaxuBatowme B OTHOLIEHUM

Mapametp KpuTEpUM NpaBUNbLHOCTM AMAarHo3a NpuaHaku KpuTepun uckniodenis
Boapacr 8-9 net unm 25-40 net < 8 net unm > 40 net (A3 moxeT nHoraa TpaHcdopmupoaTtees B FOM3, B
166107 TaKuX Cryyasix y nauuveHTOB MOryT HavaTbcsi abcaHchl, HO He TTKM wnm
MWOKIMOHWYECKIE NPUCTYMbI B BO3pacTe Ao 8 net)
MuoknoHuyeckue |— eHepanu3oBaHHbIA TOHUKO-KMOHU- |— MUOKNOHNYeCKu-abCaHCHbIe MPUCTYbI,
cygoporu 4ecKuit SNUNENTUYECKUin CTaTyc; — aTOHMYeckue Cyaoporu,
— MOCTOSiHHAs OfHOOYaroBas CUMM-|— TOHWUYECKUe CyA0pory,
MovicTynsi TomaTuKa ST.e. BCeraa MopaxeHue — atunnuHble abcaHcbl,
O[IHOW W TOM Xe YacTu Tena Ha OfHON |— dhokamnbHbIe MPUCTYNbI C HAapYLIEHEM CO3HaHWS,
11 TON e CTopoHe) B Havane ['TKMM; (- MUOKNOHYC NPENUMYLLECTBEHHO MM UCKIIOYMTENBHO BO BPEMS CHa,
— CTOVKMI1 0AHOO0YAroBbIA MUOKIOHYC |— MUOKMOHUYECKE NPUCTYMbI, BO3HUKAIOLLME UCKIOYMTENBHO NPY YTEHUM,
— KOPTUKaMNbHbIA TPEMOP C MUOKITOHYCOM
PasButue B Nerkas YO YO oT ymepeHHo A0 rny6oKom cTenequ
nebtote
e
kuih cTaTyc '

3a UCKNoYeHnem CJ'IyHaI;IHbIX HaxoOokK
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; lMoTeHUManbHO 3HauMMble aHoOManuu
3HaeL1‘4Mp:Bv13yanM- NP HEiPOBH3Yanu3aLym, 3a UCKiove-
HWEM CryYaiHbIX HaXOLoK

['eHepanu3oBaHHas — [MpUBbIYHbIE MMOKMOHMYECKME MPOSBNEHNS, 3admKcupoBaHHble Ha A3l
Ccnaiik-BoNHoOBas npw OTCYTCTBUM NONMUCNAWKOB 1 Pa3psiAoB CNaiik-BOSH;
aKTUBHOCTb  4acTo- — reHepanu3oBaHHas MeAneHHasi Cnaiik-BONHOBAs aKTUBHOCTb 4acTOTOM
Ton 3-55 Ty wnm <2,5 'y (ecnu TOMbKO OHA HE HAXOAWTCA B KOHLIE BCMbILLKM BbICOKOYACTOTHON

Q3r reHepanu3oBaHHas aKTUBHOCTU);
nonucnank-son- — NOCTOS\HHAs OAHOCTOPOHHAA (hoKanbHas aNUNENTUOPMHAs aKTUBHOCTb;
HOBasi aKTMBHOCTb — ouddysHoe 3amepaneHme (HOHOBOM PUTMUKM, HE OrpaHMYMBAIOLIEECH
Ha QAT (MoxeT ObITh NOCTUKTaNbHbIM NEPUOLOM;
B aHaMHe3e) — (hokanbHoe 3ameAneHue

TeueHnune — Mporpeccupyolliee CHUKEHNE KOTHUTUBHBIX DYHKLMIA;

HonesHu — NPOrPeCCUPYHOLLMIA MUOKIIOHYC C HapyLIEHEM MESTKO MOTOPHKM

7.1.4. Snunencus ¢ u3onupPosaHHbIMU 2eHepau308aHHbLIMU MOHUKO-KITOHUYeckuMu npucmynamu, U I'TKI/
Epilepsy with generalized tonic-clonic seizures alone, GTCA
Kpatkas xapakrepucTuka

Anugemuonorus

OnmaemMmonorniyeckne [aHHble OrpaHWYeHHbl, XoTs B ofgHom uccneposanum AW TTKM coctaensna 1/3 Bcex UMD c pebiotom B
noApPOCTKOBOM BO3pacTe

KnuHnyeckas
kapTuHa

TunuyHbIA BO3pacT Havana 3abonesanus coctasnsieT 10—25 net (y 80 % nepBbI TOHUKO-KMOHUYECKMIA NPUCTYN BO3HWUKAET BO BTOPOM
necaTuneTim) ¢ guanasoHom ot 5 ao 40 net. Havyano npuctyna B cpeaHeM npuMepHo Ha 2 roga noaxe, yem npu FOAS unm FOM3. MyxuuHbl
W XeHLWHbI 6OMetoT ONHAKOBO YacTo.

VHTpaHaTanbHbIN 1 NPeaLecTBYOWNA aHaMHe3 00bIMHO 6e3 0cobeHHoCTel. B aHamHese MoryT bbiTb hebpunbHble cyaopori. CosHaHwe
00bI4HO HOpMarbHOe, 0AHaKO MOryT HabMoAaTLCS HapyLUEHs B KOTHUTUBHOM cdepe (Hanpumep, MOryT BbITb HapyLLEHb! MCNONHNUTENbHAS
(DYHKUMS, BHUMaHME, NpuHsATHE peluenuit). CyllecTByIoT Takke 6onee BbiCOKMe nokasaTenu Tpesoru u genpeccuun. Xots QU I'TKIM moxet
BO3HMKaTb Y NUL| C yMCTBEHHON OTCTaNOCTbI0, B TAKWUX Cy4asx CneayeT paccMOTPeTb BOIMOXHOCTb NPOBEAEHUS UCCNeA0BaHUA, BKIoYas
reHeTMYecKoe uccnefoBaHue, Ans UCKMIOYEHUS KOHKPETHO 3TUOMOTK

Tunbl NpucTynos

['TKN senstoTcs ob6a3aTenbHbIMK 415 3TOM0 3NUENTYeckoro cuHapoma. OHK 4acTo BO3HUKAIOT B TEYeHWe 2 4 nocne NPoByxaeHUs, HO
MoryT HabnoaaThCst U B ApYroe BpeMsi, Kak B COCTOSIHUM 6OPCTBOBAHMS, TaK 1 BO CHe.
[pyrue TWMbl NpUCTYNOB, TakWe Kak abCaHCbl WM MUOKIOHMYECKMEe NPUCTYMbl, SABMSIOTCS WCKMIOYEHMEM 1 [OMKHbI MOCYXUTb
OCHOBaHMeM [nsi paccMoTpeHus apyroro cunapoma U3 (Hanpumep, FOAS nnu FOM3)
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[laHHble O3

®oHoas putMmuka Ha O3 B Hopme. [eHepanu3oBaHHOe 3ameaneHue HabrnoAaeTcs TOMbKO B MOCTUKTaNbLHOM nepuope. PokanbHoe
3ameaneHue, NOCTOSHHO Habniogaemoe B 0AHOM 06nacTu, JOMKHO CBUAETENbCTBOBATL O HANUYMKM CTPYKTYPHOI NaTonoruu rofoBHOro
mo3ra.

WHTepukTanbHasa 330, MoxeT HabniogaTbes hoTonapokcuamanbHas peakuus. FeHepanu3oBaHHas cnaik-BONIHOBaA LU NOnMCnaiik-
BONHOBAs aKTMBHOCTb 4acToToi 3-5,5 Iy aBngetcs obA3atenbHOW AN NOCTaHOBKM AuarHosa. OfgHako Ans obHapyXeHus 3Toro
obsi3aTenbHOro nattepHa MoxeT notpebosaTbes 3anuce OO Bo cHe. Bo cHe paspsigbl 4acTo (pparMeHTapHbl 1 MOFYT Ka3aTbCsi
¢hokanbHbIMU UNK MyNbTUGOKANBHBIMK, HO 0BLIYHO HE BCETAa BUAHBI B OfHOM 06nacTu. MHTepukTansHas anunentudopmHast akTMBHOCTb
ycunuBaeTcs npu AenpuBauuu CHa. ®parMeHTUPOBaHHYK (POKaNbHYK Chaik-BOMHOBYIO aKTMBHOCTb PEAKO MOXHO YBWAETH
nocnefoBaTenbHO B OQHON W TO e 0bnacTi, 0gHaKo B Takux Cryyasx CrnefyeT paccMaTpuBaTh cokanbHylo anunencuio. MeaneHHas
Ccnaiik-BONIHOBas akTMBHOCTb (<2,5 ') He xapakTepHa.

WkranbHas OOl. [pn reHepanu3oBaHHbIX TOHMKO-KNOHWYECKWX MpucTynax uktanbHas OOl 4yacto Mackupyetcs apTedaktamul.
B ToHMYeckol cTaguu HabnoaatTcs reHepann3oBaHHble BbICTPble puTMUYECcKUe cnaikn. CUHXPOHHO C KNOHMYECKUMM NOAEPruBaHUAMM
MOTYT BO3HMKAaTb BCMbIWKW CMANKOB W WAYLIME 33 HUMW MEANeHHble BOMHbl. B MOCTUKTanNbHbLIA nepuos MoxeT Habmopatbes
HeperynsipHoe 3amMeAneHue

Heiposuayanu-
3auus

[Mpu HelipoBM3yanu3aLmm OTKNOHEHW OT HOPMbI He dnkeupyeTcs. Ecnn knuHnyeckas kapTuHa u 33T TMNUYHBI, HEMPOBU3yanu3aums He
TpebyeTcs. Tem He MeHee ee CneayeT BbINOMHUTL NPY aTUMNYHbIX NPU3HaKaX, (hapMakope3nCTEHTHbIX MPUCTYNaX Ui CTONKOM hokarnbHOM
3ameqneHuu Ha A3

[eHeTnyeckue un

['eHeTnyeckoe MccnefoBaHne He SIBMSETCA YacTblo TEKyLen PYTUHHOW AMarHOCTMKA. B ogHOM 13 nccrenoBaHWin CeMelHblii aHamMHes
anunencun Nepeoil cTeneHn npucyTcTeosan npumepHo B 12 % cnyyaes. Kak 1 npu Bcex IS, uneHsbl cemMbm ¢ anunencuer 06b14HO UMetoT

apyrue . 8
S — cuHapom U3 unm reHETUHECKOM reHepanu3oBaHHO anunencim.

Ecnu cynopors yeToiumuBbI kK MeankaMeHTo3Hol Tepanim, creayet nposectt XMA fns noucka peumamsmpytollux CNV
TeueHue MpucTynbl, kak NpaBuno, Hevactble, MHoraa 1 pa3 B rog unn pexe. MoxeT noTpeboBaThCs NeYeHne B TeYeHUe BCew Xu3Hu. [Jenpueaums
3aborneBaHus  [cHa, yCTanoCTb W ankorofb CHWXaT CyA0POXHbI nopor nauueHTa. MpucTynbl 06bI4HO pearnpyioT Ha NekapcTBEHHYIO Tepanuio

\Apyaue snunenmuyeckue CUHOPOMbI:

— FOAQ oTnnyaeTcs HanuuMem B aHamMHe3e abcaHCoB;

— FOM3 oTnnyaeTcs Hanuunem B aHaMHe3e MUOKITOHUYECKIX CYA0POT;
OudbbepeHumn- |- FI®C+ cneayet paccmaTpuBaTh NpU HanNMuuK B aHamHe3e hebpunbHbIX Cyaopor, KOTopble NPoAokatoTes nocne 6 net, ¢ agebpuns-
anbHbIit HbIMW TOHWKO-KMOHWUYECKMMW NpUCTynamu unmn 6e3 Hux.
AnarHos Heanunenmuyeckue paccmpoticmsa (B WkTanbHoM 3anuc 331 OTCyTCTBYET aNMNenTUgOpMHas akTUBHOCTb):

— NCUXOreHHble HeanunenTuyeckne npunaakn: NoACKasKkK, ykasbiBarolmMe Ha 3TOT AnUarHos, BKNoYaktT COXpaHHOe CO3HaHne, HECUHXPOH-
Hble [ABWKEHUSI KOHEYHOCTEN, OTCYTCTBUE PUMMHOCTY BCErO Tena Ha NPOTSHXKEHUM BCETO 3NM30Aa, ABUKEHUS Ta3oM, MOBOPOTLI FONI0BbI 1

TYNOBMLLA M3 CTOPOHbI B CTOPOHY U (hryKTyWpytoLee TeYeHue;
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— 06MOPOKM C MOTOPHBIMU NMPOSIBNEHUSIMU: KPATKOBPEMEHHAS TOHUYECKAs W KITOHUYeCKast aKTUBHOCTb MOXET BbITb OLUINGOYHO NpUHSATA 3a
TOHMKO-KMOHMYECKMIA PUCTYM, HO MOXET BbiTh AndhepeHLMpoBaHa B 3aBUCUMOCTH OT KOHTEKCTA U KPATKOCTY C GbICTPbIM pa3peLleHueM;
npu o6Mopoke MpUKYCbiBaHWE fi3blka BCTPEYAETCs Pedko, HO WHOTAA BO3HMKAEeT HedepxaHue MOYM; Y ML, Y KOTOPbIX NPOSIBMEHUs
Haubonee BbipaxeHbl BO BPeMs (hHU3MUYECKON Harpy3Kku, CrieayeT UCKIOUUTL NaToNormio CO CTOPOHbI CEpLAEYHO-COCYAUCTOM CUCTEMBI, Takyto
Kak CMHAPOM YANWUHeHHoro MHTepBana QT

3nunencus ¢ M30NMpPoBaHHLIMU reHepanu3oBaHHbIMU TOHWUKO-KNOHMYeckumu npuctynamu, U FTKIN. Kputepun auarHocTukm

HacTopaxuBaiowme B OTHOLIEHUN

NapameTp 06n3aTenbHbIe KpUTepun Kputepun ucknroueHus
NpaBUILHOCTM AMarHo3a NpusHaku
Bospacr gebrota 5-9 net unu 26—40 net <5 net unu >40 net
MocTosiHHAs YHUCbOKamnbHas CUMNTO-|— [eHepanu3oBaHHbIE MWOKMOHWYECKME  TOHWKO-KNOHMYecKue
MpneTyb FTKN maruka (1.e. Bcerma nopaxerve quoM cyAoporu (npe,q‘nonaram JME);
11 TOV XX€ YacTV Tena Ha OBHON 1 TOM Xe |— NtoBolt Apyroit TMn npuctyna
CTOPOHe) B Hayane npuctyna
Passutne B Nerkas YO YO oT yMmepeHHoM 8o rnybokoi cTenexm
nedTte
MoTeHUManbHO 3HAYNMbIE OTKITOHEHMS
KHMeﬂagtT)gToyrgqec- NP1 HEBPOIIOTMYECKOM gﬁcnenosaHmm,
32 UCKMKYEHMEM CryYaliHbIX HaX0a0K
[eHepanu3oBaHHas  cnaik- — [eHepanu3oBaHHas MeaneHHasi Cnank-BONHOBAs aKTMBHOCTb
BOMHOBAs aKTUBHOCTb  WIU yactoto <2,5 Ty (ecnu TONMbKO OHA He HaxXO@UTCS B KOHUE
nonucnamk-BoNHOBas aKTuB- BCTbILLKM BbICOKOYACTOTHO aKTUBHOCTH);
391 HocTb vactoton 3-5,5 'y Ha — MOCTOSIHHbIE OJHOCTOPOHHUE O04aroBble 3NUNENTU(POPMHbIE
O3I (moxeT ObITb B aHam- paspsabl;
Hese) — OuddysHoe 3amepneHue (POHOBOW PUTMUKM, HE orpa-
HWYMBAIOLLEECS MOCTUKTaNbHBIM NEPUOAOM;
— (hokanbHoe 3amepneHue
Helfposiaya- ﬂOTeHIv.LVIaJ'leO 3HauMMble aHomanuu|CTpyKTypHas naTororus Ha HelpoBM3yanu3aynu, Kotopasi MOXeT
AL Ha HeilpoBU3yanu3aLy, 3a UCKNio4e-|ABNATLCA MPUYMHOI 3abonesanns
HWEM CRyYanHbIX HaXOLOK
TeueHue [MporpeccupytoLLiee CHUKEHNE KOTHUTUBHBIX (DYHKLMIA
HonesHu
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7.2. CUHAPOMBI reHeTUYECKON reHepann3oBaHHOW anunencum geTcTea «c¢ yrposon APIA» / Genetic generalized epilepsy syndromes of childhood
7.2.1. 3nunencus ¢ muoknoHuel eek, IMB / Epilepsy with eyelid myoclonia, EEM
KpaTkas xapakTepucTuka (paHee NPUMEHSIBLUMECS Ha3BaHWs: MUOKMOHMS Bek ¢ abcaHcamu, CuHOpoM [KMBOHCa)

Anugemuonorus

[laHHbI CMHOPOM BCTPEYaeTCs peako, U NONynsLUMOHHbIX UCCHefoBaHuiA 3a60neBaemMocT He NPOBOAMIOCL. Heckomnbko uccnesoBaHui,
NPOBeJEHHbIX B LIEHTPAX NuUencum, nokasanu, YTo Ha ero gonto npuxogutes 1,2—2,7 % Bcex Habnogaemblx Cnyyaes anunencum

KnuHnyeckas
kapTuHa

MukoBbIN BO3pacT Hayana 3aboneBaHus cocTaBnseT 6—8 neT ¢ AnanasoHom ot 2 go 14 ner.

CoO0THOLLEHWE NaLMEHTOB XEHCKOro M Myxckoro nona 2:1.

WHTpaHaTanbHbI aHaMHE3 U UCTOpUS pa3BuUTMS [0 3aborneBaHus B HOpme. Pa3BUTME M KOTHWUTUBHAs cdepa 4acTo B HOPME, XOTS
BCTPEYAIOTCA NALMEHTbI C NOrPaHNYHBIMU MHTENMEKTYanbHbIMM COCOBHOCTAMM U YMCTBEHHON OTCTaNoCThIo.

B noarpynne ¢ sipko BbIpaeHHO OTOMHAYKLMEN NpuMepHO nonosuHa umeeT YO unu npobnembl C KOHLEHTPaLWel BHUMaHWS, KOTopble
MOryT cTaTh 6onee 04eBUAHBIMK C BO3PACTOM. HEBPOMorMyeckuin cTatyc B HOpMe

Tunbl npucTynos

MWOKNOHMS BEK, COCTOALLAs U3 KOPOTKMX, MOBTOPSIOLLMXCS MUOKIOHUYECKUX NOAEPTUBaHMIA BEK (4ACTO PUTMUYHBIX, C YacToToi 3-6 My —
«TpeneTaHne Bek») C OAHOBPEMEHHbIM OTKNOHEHWEM rnasHbix A6Mok BBepx W pasrubaHuem ronoebl, sBnseTcs obssaTensHon Ans
MOCTaHOBKM AUarHo3a. JTn NpUCTYNbl 04eHb KOpoTkue (0BbI4HO <1—3 C, BCeraa <6 €) U NPOMCXOAAT HECKONbKO Pa3 B fieHb, [axXe MHOMO
pa3 B yac. OBbI4HO OHM BbI3bIBAKOTCS HEMPOM3BOBHLIM UMK MPOU3BOMbHLIM MeANEHHbIM 3aKpbIBaHUEM a3 Uiy BO3LENCTBUEM SPKOTO
CBETa MNM CONMHEYHOro cBeTa. Bo Bpems MMOKMOHMM BeK CO3HaHWe MOXeT ObiTb COXpaHHbIM UAU CRerka HapyLeHHbIM, HapylleHue
CO3HaHWsi MOXeT BbITb Mano3ameTHbIM 1 He Pacno3HaBaTbCs NALMEHTOM.

Y 20 % nauueHTOB pa3BMBAETCH MMOKMOHWYECKUIA INUNENTMYECKUIA CTaTyC C MOBTOPSAIOLENACH PeLUanNBUPYIOLLEA MUOKIOHUEN BeX,
CBA3aHHOM C NErKMMM HapyLUEHUSMI CO3HAHNS U peakLiuy.

MuoknoHus Bek Takke MOXeT ObiTb CBfi3aHa C abcaHcamu C NErkMM HapylieHueMm Co3HaHusi. Kpome TOro, y HEKOTOPbIX MaLMEHTOB
HabnoaaloTecs TUNMYHbIE abcaHchl 663 MUOKNOHUN BEK.

I'TKN BcTpeyatoTcs B GONbLUMHCTBE CryyaeB, HO 0ObIYHO HevacTbl. OHU MOryT BbITb CNPOBOLMPOBAHBI HEJOChINAHWEM, ankoronem unu
CBETOBOW CTUMYNALMEN.

Y nauneHToB C SIPKO BbIPaXEHHOW (POTOMHAYKLMEN MUOKIOHMS Bek (C abcaHcamu unn 6e3 Hux), abcaHChl UM MUOKMOHUYECKME NPUCTYMbI
00bI4HO CBSI3aHbI C TaKUM NOBEJEHNEM, KaK CTOSHUE MULIOM K MUCTOYHMKY CBETA U pa3Maxi1BaHWe pykamu nepeq rnasamu, notupatque noba,
npubnuxKeHe K aHanoroBoMy TeNEeBn3opy 1n ApyruM MCTOYHUKAM MepLiaHus ceeTa (CaMOMHAYKUMA). [nnuTenbHas MAOKIOHWS BEK MOXET
TpaHccopmuposatbes B ['TKI.

Y NauneHToB Takke MOryT ObITb MUOKMOHUYECKIME M TUMMYHbIE aBCaHChI, Jaxe ECMN OHW BCTPEYAKTCS C OTHOCUTENBHO MEHBLLEN YaCTOTON,
4eM MUOKMOHUM Bek. Y 3—13 % 6GonbHbIX BO3HMKaT (ebpunbHble cygopork. Hammume 4acToro MUOKNOHYCA KOHEYHOCTEH AOMKHO
yKa3blBaTb Ha aNbTePHATUBHbIN ANarHo3. MckmioyeHnem siBnsiioTcs (okanbHble NpUCTYMbI
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[laHHble O3

doHOBas aKkTMBHOCTb B HOPME; 3HauNUTENbHOE 3amMeaneHne hoHOBOI akTUBHOCTU Ha O3 AOMKHO yKka3blBaTh Ha anbTepHATUBHBIN AMAarHo3.
B MHTepuKTanbHOM nepuoge YacTbl KOPOTKME BCMbILLKK BbICTPbIX (3—6 L) HeperynspHbIX reHepan3oBaHHbIX NONUCNaNK-BOTHOBbLIX
KOMMNeKCoB. CKOTOCEHCUTMBHOCTB (HYBCTBUTENBHOCTL K 3aKPLITUIO [Ma3), KOTopas MOXeT ObiTh Bbl3BaHa MeAEHHbIM 3aKPbITUEM nas,
1 NPepbIBUCTas CBETOBAA CTUMYNALMA aKTUBMPYIOT 3NUNEenTU(OPMHYI0 aKTUBHOCTb M 4acTO Bbl3bIBAKOT MUOKIOHMIO BEK C HanMineMm
abcaHcoB 1 6e3 Hux.

Y Monogbix nauueHToB 0BbI4HO UMEeT MecTo hOTOCEHCUTUBHOCTb, KOTOPAs CTAHOBUTCS MEHEE BbIPAaXEHHO C BO3PACTOM U Ha doHe
npuema AOJ[1. CKOTOCEHCUTMBHOCTb Takke MOXET CHWXATbCH C BO3PAcTOM. OMUNEnTU(OPMHAs aKTUBHOCTb TakKe BbI3bIBAETCS
runepeeHTUNAUMeN. B noarpynne co CBETOBOM WMHAYKUMENW reHepann3oBaHHble aHOMamnuu «Cnaik-BorHa» Takke MpoBOLMPYHTCS
hoToMHAYKUMER. Y 3TUX NaLMeHTOB NPepbIBUCTas CBETOBAS CTUMYNALMA MOXET Bbl3BaTb KPATKOBPEMEHHYIO MUOKIOHWNIO BEK, TUMUYHbIA
abcaHC UTu MUOKMOHMYECKIME NPUNasKN.

BCnbIWKM  reHepanu3oBaHHOM CMaiK-BOMHOBOM aKTUBHOCTW BO CHE 4acTo CTaHOBATCA 6Oonmee KOpOTKMMW M dhparMeHTapHbIMM.
dparMeHTapHas reHepanu3oBaHHas Cnaik-BONHOBAs aKTMBHOCTb MOXET MPOSBNATLCA B BUAE (POKANbHBLIX UAU MYNbTUDOKamNbHBIX
KOMMNEKCOB «CMaiik-BOMHa», HO He Bceraa Nokanu3oBaHa B ogHoi obnactu. Mopdonorus hokanbHbIX KOMMNEKCOB «CMaiiK-BOMHA»
HanoMMHAEeT reHepanu30BaHHbI NaTTEPH CNalk-BONHOBO aKTUBHOCTY.

Ha uktanbHbIx 3anucax O3 npu MUOKOHMM BEK MPUCYTCTBYIOT BbICOKOAMNAUTYAHbIE HEPETYNAPHbIE TeHepanu3oBaHHbIe NONUCNankn
UMK NOMMCNaiK-BONMHbI, 3@ KOTOPLIMA MOTYT CMeoBaTh PUTMUYHBIE CMAMKW MM NOMMUCNANK-BOMHOBAs aKTUBHOCTb YacToTon 3—6 Iu,.
MwuoknoHus Bek ¢ abcaHcamu 1 6e3 HUX 3aBepLuaeTCs C NOHOM anUMUHaLmen ceeta. MUOKNOHWUS Bek MOXET ObITb kak CBA3aHa, Tak U He
CBf3aHa C NoTepei Co3HaHns

Heiipo-
BU3yanu3auus

MMpn TMNUYHOW KNWHMYeCKOW kapTuHe BbinonHeHne MPT He TpebyeTcs, HO, ecnu OHa chenaHa, Ha Hell He 0TMeyaeTcsl CTPYKTYpHOM
naTonoruu, KoTopas MoXeT ObiTb CBSA3aHa C AaHHbIM CUHAPOMOM

[eHeTUyeckme
1cenefoBaHus

[laHHbIA CUHAPOM, BEPOSTHO, UMeEeT 06LLYI0 reHeTMYeckyto atronoruio ¢ apyrummn U3, CemeliHblin aHamMHe3 CyLOPOXHBIX MPUCTYNOB UK
anunencun npucytcTeyeT B 25—83 % crnyyaes, npy 3TOM MOYTM y BCex OONeloLmx poACTBEHHUKOB HabMIoAaoTCA reHepanu3oBaHHbIe
npuctynbl. MpubnusutensHo B 20 % cnyvaes umeeTcs cementblit aHamHes UIMS: [IAS, FOAD, tOM3 unn W TTKM. Moyt y nonosuHsl
NauMeHToB B CEMENHOM aHamHe3e npucyTcTeyeT [APC+.

Y 60nbLUMHCTBA 6OMBHBIX HE MAEHTU(NULMPYIOTCA NaTOreHHbIe BapuaHTbl HU OAHOMO reHa. Y NauueHToB ¢ 3TUM CUHAPOMOM B KOHTEKCTE
3P3 MoryT uMeTb MeCTO MyTauuu OfHOTO U3 reHos, Bkniouyas CHD2, SYNGAP1 n NEXMIF (paHee 6bin m3BecteH kak KIAA2022).
Y HEKkoTOpbIX DOJbHbIX C NATOrEHHbIMI BapUaHTaMm 3TVUX reHOB aHHbIA CMHAPOM NpoTekaeT 6e3 AP

TeueHue
3aboneBaHns

OMB uacTo, HO He Bceraa xapakTepusyetcsi (papMaKope3UCTEHTHOCTbIO. [eHepann3oBaHHble TOHMKO-KIOHWYECKUE CYAOPOrM 4acTo
KOHTponupytoTcst ¢ nomolwpto AN, Toraa Kak MUOKMOHMS BEK MOMHOCTBIO He KOHTpomupyetcs. OMB yacto SBNSETC MOMW3HEHHbLIM
3aGoneBaHneM. Bo B3pOCTON XU3HI MUOKIIOHUS BEK cama Mo cebe MOXET He accoLmMmMpoBaThCst C aMeHeHnamMn Ha AT 1, Takum oBpasom,
npeacTaenset cofoi ABuraTenbHoe PaccTpORCTBO.
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B noarpynne ¢ Apko Bbipa)eHHO (OTOMHAYKUMEN KOHTPOMb NOBEAEHUS MOXET BbiTb BaXHbIM ANs TOrO, YTOBbI M3GEXaTb Ype3MepHOro
npvema NekapCTBEHHbIX CPEACTB, HO STO 04eHb CIIOKHO Peania3oBaTh, 0COBEHHO Y NALMEHTOB C YMCTBEHHO! OTCTANOCTLI0. Y TakuX GoNbHbIX
BaXHbI 9KOSOTMYECKME MEPbI MO CHUKEHMI0 BO3AENCTBMS CBETA, KOTOpbIE BKIHYAIOT HOLLEHIE LNAM C LUMPOKAMM MONSIMIA 1 COMHLIE3aLIUTHBIX
04K0B GOMbLLOTO pa3mepa. Y HEeKOTOPbIX MALMEHTOB 0CNabNATL CBETOUYBCTBUTENBHOCTL MOTYT 0COBbIE CUHIE MMH3bI («Z1»)

[uddepeHun-
anbHbINA
anarHo3

dpyaue anunenmuyeckue CUHOPOMbI:
— cuHapombl UM ¢ abcaHcamm (JAS, FOAD, FOM3) moryT umeTb hoTouyBCTBUTENBHOCTL HA 3T, OAHAKO BbIPaXEHHON MUOKMOHUN BEK

He HabnopaeTcs;

— B33 nposiBNAeTCs 3pUTENbHO MHAYLMPOBAHHBIMU CYA0POramMu, HO 6e3 MUOKNOHNM Bek;
— Apyrve anunencuy ¢ paHHUM Havyanom ¢ MMOKNOHYCOM 1 hoTOCEHCUBMNU3aLIMen, BKMoYas peaKkine MOHOTeHHbIE SNUNeNncuu, Takne Kak
HeNpOoHanbHbIA LepPONAHbIA TMNOMYCLMUHO3.
Heanunenmuyeckue 3abonesaHus:

— NMLEeBblE TUKWU,

— KOMNynbCMBHOE MOpraHue

Anunencusa ¢ mmoknoHuen ek, IMB. Kputepun anarHoctukm

HactopaxwuBatowue B OTHOLLIEHUM
Mapametp 06s3aTenbHbIe KpuTEpPUM Kputepun ncknrouenus
NpaBUNbHOCTY AnarHo3a NpuaHaku
Bospacr gebtota <2 net vnu >14 net
MwuoknoHus Bek — HecnocobHOCTb BbI3BaTb MUOKMOHMIO Bek Y|/11060i 13 CrieayioLLmx TUNOB NPUCTYNOB:
He monyyatolero Tepanuio nauueHTa Npu|— MUOKIOHUYECKNE-aBCaHCHbIe NPUCTYbI,
Mpvcrymsi obcnenoBaHuy I'IyTel\fI MeZAJIeHHOrO 3aKpbIBa-|— hokanbHbIe NPUCTYMbI
HUSA rnas3 npy BO3AENCTBUM SPKOro CBETa;
— MMOKIOHMYECKWE CYA0POrY B KOHEYHOCTAX;
— HacTosTeNbHO pekomeHayetcs FOMO
Hesponoruyeckuin OvaroBas HeBponoryeckas cuMnTomaTika
cratyc
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aa3r

3aKpbITHe [Ma3 U puTMUYeCKas — OtcyTcTBMe Koppensuuy kapTuHbl Ha QAT € TUNKYHBIMMK
¢oToCTUMYNAUMA  BbI3bIBAKOT KIMMHUYECKMMM NPOSIBIIEHUAMM,

6bicTpble (3—6 ') reHepanuso- — reHepanu3oBaHHble MefNeHHbIE NaTTepHbI

BaHHbIE MONMCMANKKU WUNK KOMI- «Cnaiik-BonHa» Yactoton <2,5 'y (ecrnn TonbKo OHW He
NeKCbl «NONMCnaik-BomnHa» HaxoasaTCs B KOHLE BCMbILKYM BbICOKOYACTOTHOM aKTMB-
HOCTH);

— NMOCTOSHHbIE YHUNATpanbHble hoKanbHbIE Cnank;

— andcysHoe 3ameaneHune OHOBOW PUTMUKH, HE OrpaHit-
YMBaIOLLEECS NOCTUKTANBHBIM NEPUOOM;

— (hokanbHOe 3ameaneHne

Heiiposuayanu-
3auus

Onpepensiowascss npu HeidpoBuayanu3aumn|Onpeaensiowascs npu HeipoBu3yanu3aLumy NaTonorus,
MOTEHUMaNbHO 3HauMMasi MaTomnorusl, 3a WC-|KOTOPYI0 MOXHO PacLieH!Tb Kak NpuynHy 3aborneBaHus
KIIOYEHNEM CryYanHbIX HaxoAokK

TeueHve GonesHu

MporpeccupytoLiee CHWKEHUE KOTHUTUBHBLIX (DYHKLMA Ha
¢hoHe anunencum

7.2.2. Anunencus ¢ MuoknoHuyeckumu abcaxHcamu, IMA / Epilepsy with myoclonic absence, EMA

Kpatkas xa

paKkTepucTMKa (paHee NPUMEHABLLEECS Ha3BaHue — CUHAPOM TaccuHapy)

Anugemuonorus

OyeHb peakuii snunenTuyecknit cuHapom. TouHas 3aboneBaeMocTb Hem3BecTHa. Ha 3ToT cuHgpom npuxogutes 0,5—1 % Bcex anunencui,
HabnogaeMblx B CreLman1aMpoBaHHol knnHuke anunencum B LieHTpe Cen-Monb B Mapcene (®paHuus)

KnuHuyeckas
KapTuHa

[nKOBbI BO3paCT Havana 3aboneBaHunst COCTaBNSIET NPUMEPHO 7 NET C AnanasoHoM oT 1 ao 12 net, yawie 6onetoT nuua MyKckoro nona
(70 %). MHTpaHaTanbHbI aHaMHes 1 UCTOPUSt Pas3BUTUS A0 3a00NeBaHNs HUYEM He NpUMeYaTenbHbI, OfHAKO NPK NOCTYNNEHUU NPUMEPHO
y MONOBUHbI MALWEHTOB HabMOAAOTCH HapyLeHUs pasBuTUS. YMCTBEHHas OTCTarocTb MOXET MpOSBNSATBCS C BO3PacToM M B UTOre
Habntogaetcs B 70 % cnyyaes. Hesponoruyeckuii ctatyc 06bI4HO B HOpME

Tunbl npucTynos

O6si3aTenbHbIM s MOCTAHOBKM AMArHO3a SIBMSETCS HanuuMe MUOKIOHMYECKUX aBcaHcoB. ABGCaHChl acCOLMMPOBaHbl ¢ PUTMUYHBIMM
nogepruBaHMsAMU BepXHUX KOHeYHocTel C uacToTon 3 'L, HaNoXeHHbIMW HAa TOHWYEeCKoe OTBeAEHWe Pyk BO BpeMs MpucTyna.
[MpUCTY bl UMEIOT BHE3AMHOE HaYaro 1 OKOHYaHWe. MaLyWeHT, eCriv OH CTOMT, BO BPEMS NpUCTYNa 06bIYHO HAKMOHSIETCS BNepes, HO peako
nagaet. MWOKMOHMYeCKMe NOAEPrMBaHUS OBbIYHO ABYCTOPOHHME M CUMMETPUYHbIE, HO MOrYT OblTb OFHOCTOPOHHWUMU WMK
ACMMMETPUYHBIMK. TakxKe MOryT BO3HUKATb nepuopanbHas MAOKIOHNS, pUTMUYHbIE NOAEPTMBaHUS ronoBbI 1 Hor. Mpuctynbl anstes 10—
60 ¢ 1 NOBTOPAKTCS HECKONbKO pas B CyTkW. KOHLEHTpaLWs BHUMaHUSi BapbUPYeT OT NONHOM NOTepy CO3HAHWS A0 COXPAHEHNS CO3HaHWS.
/Horaa MoryT MMeTb MEeCTO BEreTaTMBHbl€ MPOSIBMEHWS, TakMe Kak WM3MEHeHWe AblXaHWsi, HefepkaHue MOYM UU  CTIOXHbIE
XECTUKYNSLUNOHHble aBTOMaTU3MbI. Y 1/3 nauneHToB HabnoaaeTcs TONbKO OAMH TUM MPUCTYNOB — MUOKIOHUYECKNE abcaHchl. TONbKO
y 4 % nauneHToB Takxe HabntoAaTcs TUIMYHble abcaHchl 6e3 MUOKIOHUYECKIX NOLEPrUBaHNIA.
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Takke MOryT BO3HWKaTb reHepanu3oBaHHbIe TOHWKO-KMOHUYeckue (Habntogatotcst y 45 % GonbHbIX), KNOHWYECKUE, aTOHUYECKNe UMu
TUNUYHbIE abCaHChI; HECKOMbLKO TUMOB MPUCTYMOB MOTYT yKa3bliBaTb Ha 6ornee HebnaronpusiTHbIN NPOrHO3.
VicknioueHnem sBnsTCs okanbHble MPUCTYMbl. INUNENTUYECKUI CTATYC BCTPEYAETCS PeaKo

®oHoBas aktuBHOCTb B Hopme. OIRDA o6blyHO He Habmiopgaetcsi. MoxeT BO3HWKATb MHTEPUKTaNbHas reHepanu3oBaHHas cnaik-
BOJTHOBasl, NONMCNaNK-BOMHOBAs akTUBHOCTb YacToToit 3 'y (npumepHo B 1/3 cnyyaes). OyaroBas akTMBHOCTb, NOCTOSIHHO BO3HMKAKOLLASA
B 04HON 06nacTi, AoMKHa cTaTb NOBOAOM AN PACCMOTPEHUS anbTepHATUBHOTO AXarHo3a anumencun CTPYKTYPHO STMONOTUK.

['eHepanu3oBaHHble pa3psabl «Crank-BorHa» MOryT ObiTb CMPOBOLMPOBAHbI FMMEPBEHTUNALMEN, KOTOpas Takke MOXET Bbi3BaTb
MWOKIOHUYeckne abcaHcsl. MpepbiBuCTas GOTOCTUMYNALMS Bbi3bIBAET FEHEPan30BaHHYI0 CNaliK-BONTHOBYK) aKTUBHOCTb Y MEHbLUMHCTBA
nauneHToB (14 %). FeHepann3oBaHHble KOMMEKChI «CNaik-BOMHay TakKe Bbl3blBAIOTCA AenpuBaLyen CHa, ApeMoToii 1 cHoM. MoaobHo

flanteie SO APYrUM TeHepanu3oBaHHbIM 3NWMEencusM, reHepann3oBaHHble KOMMMEKChbl «Chaik-BonHa» Mpu genpuBauuu CHa UnW LpemoTe 4acTo
thparmeHTUpytoTCs. [1aTTepH MOXET NPOSBNATLCA KaK hokanbHble Unu MynbTUdOoKarnbHbIe KOMNMEKChI «Cnaiik-BoMHay, HO B 04HON 0Bnactu
Habniopaetcs He Bceraa. Mopdonorus 04aroBbIx NPOSIBNIEHUA NOX0Xa Ha reHepanv3oBaHHYH Cnank-BOTHOBYHO aKTUBHOCTb.
MwuoknoHuyeckue abcaHcbl CONPOBOXAAT PEryNsPHbIE reHepan13oBaHHbIE KOMMNEKChl «CNaiK-BONIHa» YacToToit 3 .
Paspsa B8 3 Ty CMHXPOHM3MPOBAH MO BPEMEHW C MUOKNOHMYECKUMM nogepriBaHuamu. AMI nokasbiBaeT, YTO MMOKMOHWYECKUE
NoAepruBaHNa NpeaLLEeCcTBYHOT BbIPAXEHHOMY TOHUYECKOMY COKpaLLEeHNI0 06enx AenbTOBUAHBIX MbiLLL|
Hewposusyanu- [MPT cnegyeT paccMOTpeTb ANs UCKMIOYEHUS OPYTMX MPUYMH, HO €CIIM OHA CAenaHa, To AoMmkHa ObiTb HOPMAMNbHOI UMK EMOHCTPUPOBATL
3auus nerkyto audysHyto aTpocnio
CeMeliHblit aHaMHe3 (06bIYHO reHepanu3oBaHHble NpUCTynbl) npucyTcTByeT B 20 % crnydvaes. B pefkux cnyyasx B CeMeiHoM aHamHese
[eHeTnyeckne |oTMevatoTcs hebpunbHble cygoporu. HecmoTpst Ha 7o 4to AMA cuuTaeTcsl reHeTM4ecku AeTEPMUHUPOBAHHBLIM CUHAPOMOM, UMEKTCS
nccnenoBaHUa  |TONMbKO OTAEMbHble COOOLIEHNS O MATOreHHbIX BapuaHTax KOHKPETHbIX FEHOB, MpuU4eM BOMbLUMHCTBO CRy4YaeB, BEPOSTHO, ABMAKTCSA
nonureHHbIMu. MNpegnonaraeTcs, YTo AaHHbIA CMHAPOM UMeeT 06LLYyI0 reHeThYeckyto atnonoruio ¢ IGE
Osontoumns IMA BapuabenbHa. Pemuccus HacTynaeT npumepHo y 40 % nauneHToB. B ocTanbHbIX Cyyasx CoXpaHSoTCs MAOKIOHUYECKNE
TeyeHune abcaHchbl, Mny SNUNencust MOXeT Pa3BUBaTbCS C NOSBMEHUEM PYTUX TUMOB reHepanu3oBaHHbIX NPUCTYMOB.
3abornesanus  ([porHo3 Gonee GnaronpusTeH, ecnu MUOKNMOHMYEcKkne abCaHChbl SBASIOTCA €AMHCTBEHHbIM TWUMOM MPUCTYNOB W KOHTPOMMPYKOTCS
MeanKamMeHTO3HO
Apyaue anunenmuyeckue cUHOPOMbI:
— [A3: xoTs HebonbluMe MUOKIOHUYECKWNE NOLEprBaHNS MOTYT HabnogaTbes npu abcaHcax npu AeTckoi abcaHcHON anuUnencum, oHu
[udbbepeHumn-  [MMEIOT HU3KYH0 aMnIUTyay, HE UMEIOT YCTONYMBON PUTMIYHOCTY U HE CBA3aHbI C TOHWYECKUM OTBEAEHNEM PYK;
anbHblit — CII yacTo xapakTepuayeTcs aTMnU4HbIMM aBCaHChl C PUTMUYHBIMU NOAEPTUBAHUAMM UK NOTepeit ToHyca. OfHaKO HanuuMe MeaneHHbIX
AnarHos cnank-BonH (<2,5 I'u), reHepanu3oBaHHON MapoOKCM3ManbHOA ObICTPOA aKTUBHOCTW M TOHWYECKMX MPUCTYNOB AOSKHO YKa3biBaTb Ha

AMarHos;
— MUOKMOHWYeckue abcaHckl peako HabnopatoTes u npu apyrux OPJ, HO He SBNAKTCS NpeobnagatoLmm TMNOM NPUCTYNOB

77



dnunencua ¢ MMOKNoHWYeckumu abcancamm, IMA. Kputepum guarHoctuku

MapameTtp

06s3aTenbHbIe KpUTEPUM

HacTopa»(MBalou.me B OTHOLLEHUK
NpaBUIbHOCTU AMarHo3a Npu3Haku

Kputepun ncknroyenms

Bospact gebiota

<1roga unn >12 net

[MpucTynbl

MuoknoHuyeckue abcaHcbl kak
npeobnagarowuin TN NPUCTynoB

— dokarbHble NpUCTYNbI;
— aTOHMYECKWE, MUOKMOHUYECKM-aTOHNYEC-
KWe UnM TOHUYECKUe Cynoporu

Hesponoruyeckui
cTaTyc

— YO yMepeHHO Unu TSKENomn cTeneHu;
— oYaroBas HEBPONOrMyeckasi CUMNToOMaThka

93l

PerynsipHblil reHepann3oBaHHbIN
naTTepH «cnawk-BoNHa» C vac-
ToToi 3 T'U, CWMHXPOHW3NPOBAH-
HbIA C MUOKMOHUYECKAMM NOAEP-
TMBaHMAMM

— 'eHepanu3oBaHHbIit MeNeHHbIN NaTTepH
«cnank-BosHa» YactoToi <2 'y (ecnv Tonb-
KO OH He HaX0AMTCS B KOHL|E BCTbILLKM BbICO-
KO4aCTOTHOW aKTUBHOCTM);

— NOCTOSHHbIE YHUNaTepanbHble okanb-
Hble Cnavku;

— hokanbHoe 3amepneHue;

— audhdpysHoe 3amegneHue poHa, He orpa-
HW4MBAIOLLEECS MOCTMKTAMbHBIM NEPUOLOM

Heiposuayanu-
3auus

Onpenensiowascs npu HelipoBuayanuaa-
LM NATOMOrUsl, KOTOPYHO MOXHO pacLeHuTb
KaK NpuYnHy 3a6oneBaHus

TeueHune 6onesHu

[MporpeccupyioLLiee CHUKEHNE KOTHUTUBHBIX
(YHKLMIA Ha hOHe anunencum
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8. dHuedbanonatum pazsutus n anunentuyeckue (APJ) unu anunentuyeckue sHuedanonatum (33) ¢ Hayanom B getcTae /
Developmental and epileptic encephalopathies (DEE) or epileptic encephalopathies (EE) with onset In childhood
8.1. Anunencusa c MMOKNOHMYECKU-aTOHMYeckumm npuctynamu, IMAI / Epilepsy with myoclonic-atonic seizures, EMAtS

KpaTtkas xapaktepuctuka (paHee npumeHsiBLLEECs Ha3BaHne — cuHapom [Jose / lyse (aHrn. Doose syndrome))

Onugemuonorus  |Betpeyaetcs npumepHo y 1 u3 10 Thic. aeTeit u cocTaBnseT NpUMepHo 2 % AETCKUX anunencuii

OMATT 06bI4HO HauMHaeTcs B Bo3pacTe oT 2 Ao 6 net (guanasoH ot 6 mec. o 8 neT). Yalle 6oneroT Manbynkm.

MpumepHo y 1/4 peTeit B aHamHese Obinu hebpunbHbIE CYAOPOrM, U TaKoih aHaMHe3 cBsidaH ¢ Gonee GnaronpuATHLIM OTAANEHHLIM
KnuHuueckas MCXOLOM.
kapTuHa Pa3suTie po Hauyana 3aboneBaHus SBRSETCS HOPMaNbHbLIM Y 2/3 NaUMEHTOB, HEBPONOTMYECKUIA CTATYC HAa MOMEHT MaHudecTauum

00bIYHO HUYEM He npuMevaTeneH. YMepeHHas unn Tsxenas 3afiepkka pasBuTus, npeawecTeyollan Havany 3abonesaHusl, JOMKHA
paccMaTpuBaTbCs Kak HaCTOpaxwBaloLuii NpU3HaK Ansg NOCTaHOBKM AnarHosa

Tunbl NpuCTynos

O6s3aTenbHbIMK ANs NOCTAHOBKM AMarHo3a ABNSIOTCH MUOKNOHUYECKU-aTOHUYECKNE MPUCTYMbI, KOTOPbIE XapaKTepu3yoTCs KOPOTKUMM
MWOKIOHUYECKAMM NMOLEPTMBAHNSMI B MPOKCMMANbHbIX MbILLLIX, YaCTO CONPOBOXAAEMbIM NETKON BOKanu3aumen, 3a KoTopbIMY criesyeTt
04YeHb KOPOTKMIA aTOHMYECKM KOMMOHEHT (OH MOXeT ObiTb eABa 3aMeTHbIM, C KMBKOM FONoBbI, iU 6onee BbIPaXeHHbIM, C PE3KUM
nageHuem).

A HaobopoT, YMCTO aTOHUYECKNe NPUCTYNbI, KOTOPbIE Takke HabNIAAITCA YacTo, BHaYane NuLIEeHbl MUOKIIOHUYECKOTO KOMMOHEHTa 1
NPUBOAAT K PE3KOM, HO KPAaTKOBPEMEHHOI MOTEPE OCEBOr0 TOHYCA C KUBKAaMW rONOBbI L/TU BHE3AMHBIM NafeHUeM.

[pyrve yacTo Habnogaemble NPUCTYMbI BKMKOYAKOT MUOKIOHMYECKUe NpUCTynbl (koTopble kopoTkie (<100mc — 0,1¢) u moryT Takke
NPUBOAUTB K NafeHMsM), abCaHCbl M reHepann3oBaHHble TOHUKO-KNOHMYeCkie cynoporu. [locnegHue MoryT npoTekaTthb ¢ MMXOPaaKom Unu
Ges Hee npumepHo B 2/3 cnyyaeB. TOHWYeCKMe Cy[OpOTM MOSIBMSTCA Y HEKOTOPbIX NALMEHTOB MO3XE W CBA3aHbl C Bonee
HebnaronpusTHLIM JONrOCPOUHbIM UCXOLOM.

BeccynopoxHbii anunentuyeckuin ctatyc (BAC) Takke pacnpocTpaHeH u MoxeT Habntopatbes B Aebtote. OH NposBRSETCS HapyLeHneM
CO3HaHWS, ANALMMCS OT HECKOMbKNX YacoB [0 CYTOK, C aTUNMYHLIMU abCcaHCaMM, MUOKITOHMYECKUMM U aTOHWMYECKMMW CyAoporamu,
COYETAOWMMUCH C COHMMBOCTBIO, HEYCTONYMBOCTBIO, CMIOHOTEYEHUEM, HAPYLIEHUSIMA PeYn 1 BecnopsiioyHbIM MMOKMOHYCOM C
npeobnagaHueM Ha nuue W BEPXHUX KOHEYHOCTSAX. Peunamsupylolimii 6eccyfopoXHbIi ANWUAENTUYECKUA CTaTyC CBA3aH C MeHee
BnaronpusTHIM UCXOAOM.

OnunenTtuyeckue cnasmbl 1 okanbHble NPUCTYMbI ABAAITCA UCKIYEHUEM.

Takum obpasom, ans OMAI o6s3aTenbHbIMA SBNSKTCS MUOKIOHUYECKU-aTOHMYECKUE MPUCTYMbI, HO MOTYT TaKke BCTpeYaThCst
MMOKMOHWUYECKIe, aToHUYeckue npunagku, FTKM n B3C
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[aHHble 33

®oHOBas aKTUBHOCTb BHAYarne HopmarbHasi, COOTBETCTBYHOLLAS BO3PACTY 3afHeA0MUHAHTHAs putMmuka. MoHomopdHas GunapueTanbHas
puUTMUKa TeTa-auanasoHa xapaktepHa ans OMATI, Ho HabnioaaeTcs He y BCex nauneHToB. Mpy yBENNYEHWUM YaCTOTbl MPUCTYNOB MOXET
HabntofaTbes reHepann3oBaHHoe 3ameasieHne (POHOBO PUTMUKM C YBENMYEHWEM ee aMNUTYAbI.

Ha uHTepukTansHoin A3 MOXET MMETb MECTO 3NMUNeNTUOPMHAs aKTUBHOCTb, COCTOALLAN U3 reHepann3oBaHHbIX KOMMIEKCOB «Cnaik-
BOMHa» UMK «NONUCNaiK-BoNHay 4acToTol 2—6 M, KOTOPbIe YaCcTO BO3HMKAIOT B BUAE BCAbILWEK NPOAOIKUTENBHOCTLI0 2—6 €. [NnHHbIE
nocnefoBaTeNnbHOCTM  FEHepann3oBaHHOM  HEPErynspHOA  Cnank-BONHOBOW  aKTMBHOCTM  MOTYT — cBuaeTenscTBoBatb 0 BIC.
l'eHepanu3oBaHHble paspsabl CNakoB MOTYT CTaTb yparMeHTapHbLIMMU, U YCTOMYMBLINA (hOKYC MOXET ObiTb HE BUAEH. [MnepBeHTUNaLmMS
MOXET Bbl3blBaTb EHEPanM3oBaHHbIE CMaik-BOMHOBbIE pa3spsigbl W abcaHchl. doToceHCMOMNM3aLUMs BCTPeYaeTcs — pegko.
'eHepanu3oBaHHas Cnaiik-BONHOBAas aKTUBHOCTb MOXET HabnoaaTbCs BO CHe.

l'eHepanu3oBaHHas napokcuamarnbHas bbicTpas akTUBHOCTb, COCTOSLLAs M3 BCMbILEK AUdY3HbIX unm bunatepanbHbix ObicTpbix (10 My
1 Bonee) nonucnankos Bo BpeMsi CHa, HabntofaeTcs peako U A0MKHA Yka3blBaTb Ha CMHAPOM JleHHokca—TacTo.

WkTanbHble 3anucy A3 Npu MUOKIOHMYECKM-aTOHMYECKNX MPUCTYNax COAEepXaT reHepanv3oBaHHble NOMMCNAaNKK MM CraiikoBble
paspsiabl C MUOKITOHYCOM, 33 KOTOPbIMU CReAYeT BbICOKOAMMNIMTYAHAs MEANEHHas BOMHA, CONPOBOXAALLAA aTOHNYECKUA KOMMOHEHT.
[Ins uKTanbHbIX 3anucel pekomeHayeTcs ogHoBpeMeHHas 3annce 33 ¢ AMI. [lonucnaiku KOpPenupylT C KpaTKOBPEMEHHBIM
MUOKIOHYCOM B MbILUL{aX LUEW, TOraa kak MeasieHHas BOfHA KOPPENUPYET C NOTepeil MbILLEYHON akTUBHOCTM B MPOKCMMANbHbIX MbILULAX
KOHeuHocTel. ABCaHChI CBA3aHbI C reHepanu3oBaHHbIMU KOMNEKcCamMu «cnaik-BonHay yactoton 2—6 .

Mpv BAC Ha 33T BbIABNAKTCA ANMHHbBIE CEPUN BBICOKOAMMIUTYAHbBIX HEPErYNSPHbIX FreHepanu30BaHHbIX CNaik-BOMHOBLIX NOTEHLNANOB
yactoTon 2—3 'y ¢ 3ameaneHnem )OHOBOW PUTMUKM

Heiposuayanu-
3aums

[laHHble MPT He nokasbiBalT OTKIMOHEHUIA OT HOPMbI

['eHeTMyeckme n

CeMeiiHbI aHaMHe3 anunencuu uu ebpunbHbIX CyAopor BCTpeyaeTcs npuMepHo B 1/3 cryyaes v cBa3aH ¢ 6onee 6naronpusTHbIM
ONrOCPOYHbIM exogoM. B cembsix npobaHmos ¢ IMAN otmeyaetcs cuHgpom MIPC+.

apyrue Y BonblumHcTBa aeTen IMAT UMeeT CNOXHOE HacnenoBaHWe C NOIUreHHbIM TUMOM. B HEKOTOPBIX Cryyasix naToreHHble BapuaHThbl 6bin
nccnenosaHus  |oBHapyxeHbl B reHax, Bkntovas SCN1A, SCN1B, SCN2A, STX1B, SLC6A1, CHD2, SYNGAP1, NEXMIF, KIAA2022. Mpn6nuanTtensHo
5 % nauuenTos ¢ SMAM umetot peduumt GluT1, cBA3AHHBIA C NATOreHHbIMU BapuaHTamm reHa SLC2A1
Hauyano OMAT1, yacTo ocTpoe, ¢ «B3pbIBONOLOOHLIMY OYpHLIM HayanoMm, ¢ GONMbLUMM KOMMYECTBOM MPUCTYMOB Pa3HOro Tuna, YacTto
TeueHune reHepann3oBaHHbIX TOHUKO-KMOHUYECKMX N MAOKITOHNYECKNX.
3abonesaHus B mpyrux cnyyasix cuHApoM pa3BuBaeTcs MeaneHHee, Tpebys TlaTenbHoro HabnoAeH!s B Te4eHe NePBOro roga, 4Tobbl OTINYNTL Ero

ot CJIT". Mpu1CTynbl YacTo Pe3NCTEHTHBI K NEKAPCTBEHHBIM CPEACTBAM, 0COOEHHO BO BpeMs hasbl BbICOKOM YacTOTbI MPUCTYNOB B HAvare.
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OtmevatoTcs nosTopsitolmecs anu3ogsl BAC ¢ NOBbILLEHHOM YaCcTOTON LPYruX TUMOB reHepanu3oBaHHbIX NpucTynoB. Bo Bpems aTon
basbl pa3BUTUS YacTo HabnofaeTcs NNaTo UMK faxe Perpecc, NPeMMyLLECTBEHHO B NOBEAEHUN U UCTIONHUTENbBHBIX (DYHKUMSX, @ Takke
atakcusi. PaccTpoiicTBa noBeAeHMs, Takue Kak rMnepakTUBHOCTb W arpeccusi, a Takke HapylleHus CHa, pacnpocTpaHeHbl BO BpeMms
aKTMBHOM hasbl 1 0BLIYHO MUHUMW3MPYIOTCS MW UCYESAI0T NOCIE AOCTVKEHUS KOHTPONS HaA NpuUCTynamu.

HecmoTps Ha TO, YTO CyLopOry U3HAYambHO SBNSOTCS (hapMakope3nCTEHTHbIMM, 2/3 feTeil ROCTUrAT peMUcCHM, OObIYHO B TEYEHUe
3 net nocne aebroTa, U UX MOXHO CHATb ¢ Tepanun AJI. Y ocTaBlweiics 1/3 yacTo HabmoaawTcs NepcucTUPYIOLLME CYAOpPOTH,
KOrHUTWBHbIE HapYLUEHWS, arpeccus U rnepakTMBHOCTb. Kak TOMbKO NPUCTYNbl HAYMHAKOT KOHTPONMPOBATLCS U UMEKOT MECTO YNyYLLIEHUS
Ha J3r, cTaHOBMTCSH OYEBMAHBLIM MPOrPECC B Pa3BUTUM. Pa3BuTE MOXKET BEPHYTLCS K NPeMOpOUAHOMY YPOBHIO, N peBEHOK MOXET
0CTaTbCA C YMCTBEHHOW OTCTANOCTbI0 PA3NIMYHON CTENEHN.

dakTopbl, NpefckasbiatoLne HedbnaronpUATHLINA UCXO, BKIIOYAKOT TOHUYECKUe NpuCTynbl, peuuansmpytowmuini BAC 1 oveHb yactyo
WNW NOYTW HEMPEPBIBHYI0 HEPEryNSAPHY0 reHepanM3oBaHHy0 CNaiK-BONHOBYH, MEAMEHHYIO CMaliK-BONHOBYK) UMM reHEPanu3oBaHHy0
napoKkcuamasnbHyto ObICTPYo aKTUBHOCTb Ha Q3T

[ depeHum-

anbHbIA AnarHo3

\Apyaue anunenmuyeckue CUHOPOMbI:

— M3M oTnmyaeTcs 0TCYTCTBMEM MUOKMOHUYECKM-aTOHNYECKMX W aTUMNYHBIX aBCaHCOB 1 0BbIYHO NposBNSETCS paHbLue, YeM AMATIT;

— cMHApOM [paBe xapaKkTepuayeTcs AnUTemNbHbIMU FeMUKIOHMYECKMMM NPUCTYNaMK, BbI3BaHHBIMM IXopaaKoi / BonesHbio Ha 1-M rogy
KWU3HU, N OTCYTCTBMEM MMOKMOHNYECKM-ATOHNYECKUX NPUCTYMOB;

— CJII MOXXHO OTNMYMTB NO HANMYMIO TOHMYECKUX CYAOPOr B Havane 3abonesanus n AT, KOTOpasi COAEPXKUT MeANEHHbIE CMaiiK-BOMHbI
<2,5 'l 1 reHepann3oBaHHy0 Napokcu3ManbHyto BbICTPYI0 aKTUBHOCTb BO CHE; KpoMe Toro, AeTu ¢ CJIT yalle UMeloT 3aepkKky passuTis
00 aebioTa NPUCTYNOB U MOTYT UMETH B @aHAMHE3E CUHAPOM MH(AHTUIbHBIX CNa3MOB;

— 9P3 CBAC wnu 33 CBAC cBfidaHbl C perpeccom M 3amMeTHOM aKTWBauuen 3nunenTUOPMHOA aKTMBHOCTM BO CHE C MOYTH
HenpepbIBHbIMY AGdY3HBIMU KOMNNEKCAMU «CMalK-BOMHA»; MUOKNOHNYECKU-aTOHMYECKIX CyA0pOr He HabnoaaeTcs;

— HelpoHanbHbIA LepouAHbli nunodycumHo3 2-ro tuna (HUJ2) obbiyHO HaumHaeTcs y geTeit ¢ HOpMarnbHbIM pasBUTUEM W
M30MMPOBaHHON 3aflepXKKOi PEYEBOrO pasBuUTUS; y AeTel MoxeT bbiTb deHotun OMAT, opHako HabnoaalTcs NporpeccupyloLlme
HapyLLeHs B JBUraTenbHOI Chepe, paccTponcTea B KOTHUTUBHOM cdepe 1 aTakeus; Ha A3 perncTpupyetcs hoTonapokcUsManbHbIi
oTBeT Ha yactoTe 1—3 I'ly, N03TOMY BaXHO BbINOMHATL (DOTOCTUMYNALMIO MPK HU3KNX YacToTax.

CX00HbIe COCMOSAHUS:

— MOAOCTPbIA CKNEPO3VPYIOLMIA NaH3HLedanuUT — peakoe COCTOSIHWE, CBS3aHHOE C MONHUEHOCHBLIM / BbICTPLIM NPOrpECCUPOBAHUEM

MWOKITOHUYECKNX MPUCTYNOB M anu3oaami nageruit; I3 obnagaeT AnarHocTUYECKO 3HAYUMOCTbIO
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dnunencua ¢ MMOKNOHNYeCKN-aToHnYeckumu npuctynam, AMAI. Kputepuu guarHocTmku

HactopaxwuBarowme B OTHOLIEHUN

napaMeTp ObssatentHble KpuTepUK NpaBUNbHOCTU AnarHo3a npusHaku

Kputepun nckntroyeHms

MuoknoHuyecku-aToHnyeckne TOHUYECKMe Cyaopory B TeueHne 12 Mec. oT Hayanaj— nunenTuyeckue cnasmbl UM CUHLPOM MH-
nNpUCTynbl anunencuun (DaHTUNbHBIX ANUNENTUYECKUX CMasMOB A0
NOCTaHOBKM AnarHo3a;

— choKarnbHbIE NPUCTYMbI

Mpuctynbl

'eHepanu3oBaHHas akTUBHOCTb |— ['eHepanu3oBaHHas napokcuamanbHasi bbicTpas ak-
«Crnalik-BOfHa» WM  «MOMMU-|TUBHOCTb BO CHE;

cnaunk-BonHa» yacTtoToi 2—6 'y |— FeHepanu3oBaHHble MeaNeHHble KOMMMEKCh! «Cnaiik-
3r BOMHay» yactoton <2 'u;

— ¢hoTonapokcuaManbHas peakums Ha HU3KKUX 4YacTo-
Tax (npeanonaraeT HelpoHanbHbIA LEEPOUAHbIA NUMo-
ycumHo3 2-ro TUna)

BospacT gebrota <6 mec. unu >8 net

Pa3ssutue B YMepeHHaﬂ unn Taxenaa 3agepxka pasBuTUA, npea-
nebtoTe LIECTBYIOLLas 3a00NeBaHmno

Hespornoruyeckui OvaroBas HeBpororveckasl CUMNToMaTika
cTatyc

Onpepenstowascs Ha MPT natonorus, KoTo-
PYI0 MOXHO PacLeHUTb Kak NpuumnHy 3abone-
BaHuUS

Henposuayanu-
3auus

8.2. CuHppom JlenHokca—Iacto, CII / Lennox-Gastaut syndrome, LGS
Kpartkas xapakTepucTuka

CNT umetoT npumepHo 1-2 % Bcex BonbHbIX anunencuei. Y geten oH peako anarHoctupyetcs B febtote (0,6 %). MpumepHo y 50 % peten
Onugemmonorus |c Tsxenon dopmoit PJ, Hanpumep ¢ PU OP3 (Otaxapa) unu CUIC (Becta), co BpemeHem passuaetcs CII. B koHeuyHoM cuete 3,6 %
Bcex AeTei ¢ anunencven u 19 % AeTen ¢ npucTynamu, Ha4aBLWMMICS B MITaieHYeCcTBe, TpaHcdopmumpytotes B CJIT

CITr o6blvHO febtoTvpyeT B Bo3pacTte oT 18 mMec. Ao 8 neT ¢ NMKOBLIM BO3pacTOM Havana 3aboneeaHust 3—5 net. Hayano Bo BTopom
NeCATUNETUN XN3HWN BCTpeyvaeTcs peako. CII HeCkonbko Yalue BCTPevaeTest YNWL MYXCKOTo nona. AHOManuM npy HEBPONOTMYECKOM
obcnepoBaHuy (Hanpumep, NUPaMUAHbIE 3HAKM) YacTo OOHApYXMBAOTCA UM CBSI3aHbl C OCHOBHOW dTMonoruen. Y GonblUMHCTBA AeTel
nebioy npuctynos npu CJIT npeAwwecTBYOT HapyLWeHWA Pa3BUTHUA, HO NPU NOSIBNIEHUW YaCTbIX NPUCTYMOB MOXET HabmnoaaTbCs 3acToi
UNW perpecc B pa3suTuu. Pexe pasBuTve U NoBefeHUe B Havarne 3aboneBaHus MoryT ObiTb HOpMarbHbIMU

KnuHnyeckas
kapTuHa
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Tunbl NpucTynos

AKkcuanbHble TOHMYECKME CyaoporM, COCTOSIUME W3 CTOWKOTO YBENINYEHWS COKPALLEHUS MbIWL, TYnoBUWA W KOHEYHOCTEN
NPOLOMKATENBHOCTBIO OT 3 € A0 2 MUH U Hanbonee BbIpaXeHHble BO CHE, SBNSIOTCA 00653aTeNnbHbIMK A4S NOCTaHOBKM AnarHo3a. OHu
MOryT 6biTb Mano3ameTHbIMK, C MEANEHHbIM 3aKaTblBaHUEM UMK OTKIIOHEHWEM [Na3 BBEPX, MHOTAA C rPUMacoi nuua Ui ABUKEHUSIMU
crubateneil ronosbl WKWK Tynosuia, unn Bonee KMMHWYECKM OYEBMAHBIMW, C KPATKUM KPUKOM, anHo3, OTBEAEHWEM W MOLHATUEM
KOHEYHOCTEl C BUOPALIMOHHLIM KOMMOHEHTOM U CkaTueM oBoux Kynakos. ECnn 970 npoucxoguT, KOrAa naLueHT CTOWUT, HavaBLunecs
CyZ#OpOri MOTYT BbIBECTW €r0 U3 PaBHOBECUS, YTO MPUBEAET K MafEeHMIO (Lpon-atakam), npu 3ToM BOMbHOI YacTo nonyyaeT TpaBMy.
ToHWYeckme cyaoporn MoryT ycyrybnsaTbes nekapcTBEHHbIMM CPELCTBAMM, KOTOPbIE BbI3bIBAIOT NOBLILLEHHYH) COHMMBOCTb, HANPUMEP Npu
3M130AM4ECKOM MpUeMe BbICOKMX 03 BEH30AMa3ennHOB.

MoMMMO TOHUYECKMX NPUCTYNOB, 06513aTENbHLIM A5 AuarHocTuki CIT sBnsieTcs XoTs 6bl 0AMH AONONHUTENbHBIWA TUM NPUCTYMOB:

— aTMNWYHbIe abCaHCbl: OHM B GOMBLUMHCTBE CIy4aeB YacTo NOBTOPSIOTCS U COCTOST 13 NEPUOLOB HAPYLLEHUS CO3HAHMS, UX MOXET ObITb
CNOXHO MAEHTUNULMPOBATL C YBEPEHHOCTbIO Y MaLMEHTa C COMYTCTBYIOLLMMI KOTHUTMBHBIMU PacCTPOMCTBaMM;

— 6eccyaopoxHbIi anunentuyecknin ctatyc (BAC): npumepHo ot 1/2 fo 3/4 nauneHTos ¢ CIIT MMEOT O4MH UK HECKOMNbKO 3N13040B
BeccyaopOXHOro ANUMENTUYECKOro CTaTyca, KOTopble COCTOAT U3 NPOAOIKAIOLLMXCA aTUMNYHBLIX abCaHCOB C M3MEHEHHLIM CO3HaHWeM, C
HeyCTONYMBBLIMM FeHepanu3oBaHHbIMU UK MyMNbTUEOKaNbHBIMU MUOKTOHUYECKUMI U @aTOHUYECKAMM KOMMOHEHTAMM U MHTEMPUPOBAHHBIMM
Knactepamu KpaTkoBPEMEHHbIX TOHUYECKNX CYAO0POT;

— aTOHMYeCKUe NPUCTYNbI: OHW NPUBOLSAT K PE3KOI NOTepe OCEBOT0 TOHYCa C KMBKAMM rONOBbI U BHE3aMHbIM NafeHueM (gpon-aTaku),
4TO YaCTO NPUBOAMT K TPaBMaM; YacTbl, 0COBEHHO Y AeTeil MnaaLLero Bo3pacTa; 06bIYHO KOPOTKME (A0 HECKOMBKUX CEKYHA);

— MMOKITIOHMYECKMUe NMPUCTYMbl: Takke O4YeHb kopoTkue (<0,1 ¢) u MOryT MpWMBECTW K NafeHusiM (Apon-aTaku); ecnu MpUCYTCTBYIT
MWOKITOHUYECKN-aTOHUYECKWE CY[OPOTK, CNEAYET CEpbe3HO 3apymaThbes o AnarHose IMAIT;

— thoKanbHble NPUCTYMbl C HAPYLLEHWEM CO3HaHWUSA: OHWU MOTYT 0CTaBaTLCA (hoKarnbHLIMK UK TpaHcdhopmmuposaTbes B BTKIT;

— reHepanu3oBaHHble TOHWKO-KNoHuYeckue npunagku (FTKI);

— anunenTuyeckne cnasmbl

[laHHble 33

®oHOBas aKTUBHOCTL C AN (Y3HbIM TeTa-AeNbTa-3amMeaNIeHnEM, KOTOPoe MOXET ObiTb Bonee BbipaxeHHbIM (hOKanbHO, B 3aBMCMMOCTH
OT NnexaLwen B OCHOBE 3Tuonorun. Ecnvm umeet MecTo BbipaxeHHas bunapueTanbHas TeTa-puTMuka, cnegyet paccmotpetb OMATIM.

[1Ba MHTepuKTanbHbIX NaTTepHa 0bs3aTenbHbl AN NocTaHoBkK anarHosa CIII™:

1. TeHepanu3oBaHHas MeANIeHHas CMalK-BOJTHOBAA aKTMBHOCTb: XapakTepuayeTcs nukamu (<70 mc) uu octpbimu BonHamu (70—200 mc),
3a KOTOPbIMW CrefyloT OTpULaTenbHble BbICOKOAMMAUTYAHbIE MeAneHHble BomHbl (350—400 mc), koTopble sBNAOTCS GunatepanbHo-
CUHXPOHHbLIMY, YacTo npeobrnagatoT Bo hpoHTambHbIX OTAENax M BO3HUKAIOT ¢ YacToTor <2,5 M. Mpobery MeaneHHoro naTTepHa «cnark-
BOJH@» YacTO BO3HWKAKT W BCTPEYAIOTCS B M300MNMMW. [JaHHbI naTTepH MoxeT ObiTb CBS3aH C aTUNMYHbIMM abcaHcamm, HO 4acTo
HapacTaeT U ocnabeBaeT 6e3 kakom-nmbo KMMHMYECKOW KOppensuuu kak B COCTOSHAM 60APCTBOBaHWUS, Tak U (0CODEHHO) BO CHe.
[eHepanu3oBaHHbIe MeANIEHHbIE KOMMMEKChl «crnaiik-BonHay (<2,5 'u) vale BCTpevatoTcs y AETel paHHEro Bo3pacta, TOrAa kak B
NOAPOCTKOBOM 1 B3pOCNOM BO3pacTe HabmoaaeTcs CHKEHWe YacToTbl Cnaiik-BomnH. Mocne 16 net y GONbLIMHCTBA NALMEHTOB yXe He

HabnLaeTcs TUIMYHOTO MEANEHHOTO naTtTepHa «Crnank-BomnHay.
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2. leHepanu3oBaHHasi NapokcuamanbHas GbICTpas aKTUBHOCTb: 3TOT MATTEPH COCTOMT W3 BCMbIEK AMGY3HONM WU [BYCTOPOHHEN
BbicTpoit (10 [y v 6onee) akTMBHOCTH, YacTo HabnoaaeMbix Bo BpeMs cHa. OBbIMHO OHW ANSTCS HECKONBKO CeKYHA UM MEHbLLE.
Takke MoxeT HabniofaTbCsl 04aroBblit UAU MyNbTU(OKambHbI MEANEeHHbIN NaTTEPH «CNaiik-BONMHA», OBbIYHO HE aKTUBMPYEMBbIN
chotocTUmynsiumMeir. TOHUYeCKUe NPUCTYNbI, KOTOPbIE YAaCTO Mano3ameTHbl U MOTYT He Pacno3HaBaTbCs YneHamu Cembi, 0BbIYHO
peructpupytotcs Ha A3 Bo cHe. AAM-naTTepH TOHUYECKNUX NPUCTYMNOB COCTOUT M3 BCTbILLEK ABYCTOPOHHEI BLICTPOM aKTUBHOCTM YACTOTOM
10 [y UV BbILLE C PEKPYTUHTOBLIM PUTMOM — HauamnbHbIM AUGAY3HBIM CHIXXEHUEM aMNUTYAbI, 32 KOTOPbIM CrieayeT ee NocTeneHHoe
yBenuuyeHue. [onurpadmyeckas perucTpauus BO BPEMs TOHMYECKMX MPUCTYNOB 4YacTO MOKA3blBAET KPAaTKOBPEMEHHOE amHo3d C
anekTpoMuorpauyeckuM CokpaLLeH1eM akeuanbHbIX MblLLL. M3-3a 3TUX XapaKTepHbIX NpYU3HAKOB 3aMUCb BO CHEe MOXET BbiTb NomneaHom
ans Toro, 4tobbl oTAnuuTh CII OT ApYruX SNUNENnTUYeCKUX CMHAPOMOB.

ATUNMYHbIE aBCaHChI CBA3aHbI C MEANEHHBIMM KOMMNIEKCaMu «cnaik-BonHay (<3 u), xoTs ObIBAET CNOXHO YETKO PasnNUUUTb UKTaNbHYIO
W MHTEPUKTaMNbHYI0 MEAEHHYI0 CMailk-BOMHOBYI0 aKTUBHOCTb

Heiposuayanu-
3auus

MockonbKy CTPYKTypHas matonorust SBnsieTcs Haubonee pacnpoCTpaHeHHON 3TMONOTMEN, HACcTOATENbHO PEKOMEHLYETCS BbINOMHEHMe
MPT B Hauane 3abonesaHuns, T.k. 3T0 MOXET NOBAMATL Ha NPUHATUE peLueHus 0 neveHnn. Ha MPT moxeT bbiTb 0BHapyxeHa pasnuniHas
CTPYKTYPHas 3TUOMOMUS, BKIKOYAs 04aroBble Wi Anddy3sHbie NOPoKM PasBUTUS KOPbI, TYBEPO3HbIN CKNepo3, Onyxonu usu NpuobpeTeHHoe
NOBPEXAEHNe rONOBHOMO MO3ra, Takoe Kak rMNoKCUYeCKU-ULLeMMYeckas sHUedanonaTus.

MoBTopHOoe obcnefoBaHne MOXWMbIX nauueHToB ¢ CIIT MOXeT MPUBECTW K BLISIBNEHWIO CTPYKTYPHOIA 3TMOMOTAW, MPOMYLIEHHON Mpy
npedblayLiei Busyanusauun. MPT Takke MOXET U He UMETb OTKMOHEHWI OT HOPMbI

[eHeTnyeckue un

MaToreHHble BapuaHTbl BO MHOTUX reHax Bbinn cBsi3aHbl ¢ aTvonorued, BoisbiBatoweil CIT, u 06blyHO Bo3HUKatoT y pebeHka de novo.
C CI" cBsisaH psii XPOMOCOMHbIX aHOManuii 1 BapuaLmii KOnMYecTBa Konuid reHoB, Mo3TOMy BaxHoe 3HaveHue umeeT XMA. MoxHo
1CNonb3oBaTh psif CnocoboB CEKBEHMPOBAHMS Ccrefyrowero nokoneHus (aHrn. next generation sequencing, NGS), B upeane —
NONHO3K30MHOE CEKBEHUPOBAHME UMW NaHeNb HAacneACTBEHHbIX ANUMENCcHii, 0coBEHHO ecnv nocne KnuHudeckoro obeneposanns u MPT

ﬁzz;l/le:oaam atmonorus He obHapyxeHa. Kpome TOro, reHeTMuyeckoe TeCTUpOBaHWE crnedyeT paccMaTpuBaTh ANS NALUMEHTOB CO CTPYKTYPHbIMM
HapyLUEHNMM FONIOBHOMO MO3ra, YKaabIBaIOLLMMI Ha FeHETUYECKNE NPUYMHBI Pa3BUTUS AAHHOTO CMHAPOMA.
B pepkux cnyyasx CJIT mMoxeT ObiTb Bbi3BaH HelipomeTabonuueckum paccTporictBoM. MeTabGonuyeckoe uccrnepoBaHue cnegyet
paccMOTpeTb, €CAIM OCHOBHASA 3TMONOTMS He 0bHapYXeHa C NOMOLLbI0 HEPOBM3yannu3aLm uiu reHeTUYECKNX 1CCrea0BaHui
Moutn BO BCEx cnyyasx CJIT coxpaHsieTca BO B3pOCHOM BO3pacTe, a CydOPOrM OCTAOTCS (hapMaKope3UCTEHTHbIMU. ATUMWUYHbIE
Teuenme abcaHchl 1 TOHMYECKe NPUCTYNbI Y B3POCILIX OCTAIOTCS YaCTbIMK, TOTAA Kak aTOHUYECKUE NPUCTYMbl YacTo MPOXOAAT. )
2a60r1eBaHIS Co BpemeHeM HabntofaeTcs 3ame/ifieHue pasBuUTUS, cTabunuaawms unu perpecc, 4To NPUBOLANT K yMCTBEHHOW OTCTaNoCTH OT YMEPEHHO

0o Taxenoi creneHn y >90 % nauueHToB. PaccTpoiicTBa NOBEAEHWs, TakMe Kak TMNepakTUBHOCTb, arpeccis, paccTpoicTsa
ayTMCTUYECKOO CMEKTPa W HapyLLEHWs! CHa, YACTO BCTPEYAKOTCA B IETCKOM W NOAPOCTKOBOM BO3pacTe
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AudbcpepeHun-
anbHbIi
anarHos

dpyaue anunenmuyeckue CUHOPOMBbI:

— CU3C moxeT nporpeccuposath 8o CIT, v pa3nuuuTb 3TM CUHOPOMbI BO BPEMS TpaHC(opMaLmun MoXeT ObiTb TPYAHO; B OTAMYME OT
CNa3mMoB, TOHMYECKIE NPUCTYNbI 0BbIYHO AnsATCA 6onee 3 ¢ 1 He BO3HUKAIOT KnacTepamu Npu npobyxaeHuu;

— OMAT Bo MHOMMX CRyyasix OTNMYAETCSH HOPMaNbHbIM Pa3BUTUEM A0 Hayana NPUCTYNOB, MUOKIOHUYECKM-aTOHUYECKUMI NPUCTYNamm 1
Bonee 6bICTPbIM reHepanM3oBaHHbIM NATTEPHOM «CMaik-BOSHA» C YacToTol 06bluHO >3 'L;

— cuHapom [ipaBe OTNNYAETCs ANMTENbHBIMW CMIPOBOLMPOBAHHLIMW FEMUKIIOHUYECKAMM NPUCTYNaMK Ha 1-M Tofy XU3HM, TOHUYECKMe
CYZ0pOry (ECNM OHW ECTb) BO3HUKAIOT MO3XKE;

— apyrve AP ¢ paHHUM HaYyanom 1 HECKOMbKUMW TUNaMKu NPUNaaKoB;

— 9P3 CBAC nnu 33 CBAC cBsi3aHbl C perpeccoMm 1 3aMeTHON 3nunenTUchOPMHOIA aKTUBHOCTLIO BO CHE C MOYTW HEMPepbiBHbIMM
N dy3HBIMKU KOMNIEKCAMI «CNank-BoMHaY;

— NoGHas 3nunencus MOXET MPOSIBNSTLCS [BYCTOPOHHUMM TOHUYECKAMU MPUCTYNamu, 4acTo C acMMMETPUYHbIMW MPOSIBNEHUSMY;
MeZneHHas Cnaik-BONHOBas 1 reHepanu3oBaHHas napokcuamarbHas bbicTpast akTMBHOCTb He HabnogaeTcs;

— HUN 2-ro Tvna 06bl4HO HauMHaAETCs y AeTeN C HOPMarlbHbIM Pa3BUTUEM WUNW W30NMPOBAHHON 3aePXKOI PEYEBOT0 Pa3BUTUS; Nocne
Hayana npucTynoB HabntopaeTcs nporpeccupylowmin 4eduumuT B ABUraTeNbHOM M KOTHUTUBHOW cdepax, a Takke aTtakcust; ans Q3
XapakTepHa hoTonapokcusmansHas peakuns Ha yactote 1-3 'u.

CX00Hble COCMOSIHUSA:

— CMHOPOM KonbueBoii 20-i XpomMocoMbl (aHrn. ring 20 syndrome) cBsizaH ¢ pedpakTepHON anunencuer, yMCTBEHHON OTCTANOCTbIO U
NOBEAEHYECKMMU PACCTPONCTBAMM; TOHUYECKNE NPUCTYNbI 0BbIYHO NOSBNSKOTCS BO BPEMS CHA, TOrAa kak 60ApCTBYHOLLME NALMEHTBI YacTo
umetot 63C

CuHppom NeHHokca—acTo, CII. Kputepuu gnarHocTtukm

Mapametp

HacropaxuBatowue B OTHOLLIEHUM

00s3aTenbHbIe KpUTEPUM
putep NPaBMIbHOCTY AXarHo3a npuaHakm

Kputepun ucknioyenus

[Mpuctynbl

B pononHeHne K akcManbHbIM TOHUYECKUM NPUCTYNam AOIKeH
NpUCYTCTBOBATL MO KPaitHeN Mepe OANUH TV NPUCTYNOB:

— aTUNUYHbIE abcaHchl;

— 6eccynopoXHbIA ANUNENTUYECKNI CTaTYC;

— aTOHWUYeCKIe NPUCTYMbI;

— MUOKITOHWNYECKIE NPUCTYMbI;

— hokanbHble NPUCTYNbI C HApYLLEHWEM CO3HaHNS,

— reHepan13oBaHHble TOHUKO-KIOHUYECKKE CYA0POTy;

— 3NUNENTUYECKME Cnasmbl
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— [eHepanu3oBaHHble MedneHHble KOMMneKkchbl «cnaik-sonHay (PoTonapokcuamanbHas peakuns Ha|CTolikas ovaroBas naro-
yactotod <2,5 Tu (MM ux HanuuMe B aHamHese Ha |HM3KMX vactotax (npegnonaraet HLJT nornyeckas aktuBHOCTb 63

Q3r npegwectsyiowein 33r); 2-ro TMna) reHepanv3oBaHHOro
— reHepann3oBaHHasi napoKcM3ManbHas GbICTpas akTUBHOCTb BO naTTepHa «cnaink-BornHa»
CHe (1nn ee Hannyve B aHaMHe3e Ha npepLecTaytowen 3N

Bospacr gebtota <18 net >8 net

[lonrocpoyHbI — GapmakopesncTeHTHas anunencus;

MPOrHo3 — YO 0T Nerkon Jo TSKENoii CTENeHM

8.3. QHuedhanonaTna pa3BUTUA M INMNENTUYECKas CO Cnank-BONHOBOW akTuBauuen Bo cHe, AP CBAC / Developmental and epileptic encephalopathy
with spike-and-wave activation In sleep, DEE-SWAS. 3nunentuyeckas aHuecdhanonatus co cnaik-BonHoBoW akTuBauuen Bo cHe, 99 CBAC / Epileptic
encephalopathy with spike-and-wave activation In sleep, EE-SWAS

KpaTkas xapaktepuctuka

Anugemuonorus

OP3 CBAC 1 33 CBAC Bctpevatotcsi pegko, coctaenss 0,5-0,6 % Bcex nposiBneHnin anunencuu, Habmogaemblx B neamaTpuyeckinx
3NUNENTONOrMYECKUX LIEHTPaX TPETLEro YPOBHS

KnuHuyeckas
KapTuHa

[ebtot npuctynos npu OP3 CBAC — B 2-12 net (c nukom B 4-5 net). [WK-BONMHOBas aKkTMBauMs BO CHE OObIYHO HauMHaeT
peructpupoBatbcst Ha O3l yepe3 1-2 roga nocne Havana npuctynos. AuarHo3 AP CBAC Tpebyet, utoObl y pebeHka BO3HMKan
KOrHUTMBHBIA, NOBEAEHYECKUIA UMW [BUTaTENbHbIA Perpecc, CBA3aHHbI N0 BPEMEHM C NOSBNIEHNEM CreLMpUYECcKUX HapyLLeHniA Ha Q3.
OnunenTuyeckas sHuedanonatus co CBAC auarHoctupyertcs y aeten ¢ npemopbruaHo HopMarbHbIM pa3BUTUEM, B TO Bpems kak OPJ
CBAC — y nauueHToB C NpeALIeCTBYIOLLMM HapYLLEHUEM Pa3BUTUS UMK TOMBKO C 3alepXKKOM peyeBoro paseutus. CTeneHb TSHKECTU per-
pecca KOrHUTUBHbIX hYHKLMIA LLIMPOKO BapuabenbHa, HO B TUMUYHbIX CAyYasx NPOSBAAETCS CHKEHNEM UHTENMEKTYambHbIX CNOCOBHOCTEN
nauueHTa. Y geteit MOXeT HabniogaTbCs CryxoBas arHo3usl, Koraa OHU He pacnosHaloT Aaxe OBblYHbIE 3BYKW, Takue Kak 3BYK ABEPHOMO
3BOHKa Mnu TenedoHa, CEHCOMOTOpHas Auc/adasus unuiv gucnpakcus

Tunbl NpucTynos

06s3aTenbHOr0 TMMa NPUCTYNOB HET. TUM MPUCTYNOB 3aBUCUT OT OCHOBHOW aTnonoruu. Kpome toro, API-CBAC n 33-CBAC moryt
BO3HMKATb Y MNALMEHTOB, Y KOTOPbIX OTCYTCTBYIOT KIIMHUYECKUE NPUCTYNbI.

Y BonblumMHCTBa BONMbHLIX B HAaYanbHoi (hase B BO3pacTe OT 2 Ao 5 neT HabnogatoTcs HeyacTble U NOAAAIOLMECS NIEYEHNIO CYA0POTY.
OTW paHHMe MpUCTYNbl, Kak MpaBuno, SBRSIOTCA (hOKaNbHbIMA MOTOPHBIMMW, C HapyLUEHWEeM CO3HaHWS unu 6e3 Hero, a Takke
BapbUpYOLWMMI OT hoKanbHbIX [0 GunaTeparnbHbiX TOHUKO-KIIOHUYECKNX CyLOpOr.

CocTosHWe yxyaLaeTcs ¢ pa3BUTUEM HECKONBbKMX TUMOB NPUCTYNOB. K HUM OTHOCATCS hoKanbHble MOTOPHbIE MPUCTYMbI C HEraTUBHbLIM
MMWOKNOHYCOM, aTOHMYECKME NPUCTYMbI, a TAKKE TUMMYHbIE U aTUNNYHbIE abcaHChl
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[laHHble O3

KaptuHa O3l 3aBMCMT OT OCHOBHOM 3TWororuu. ®OOHOBasi aKTWBHOCTb BO BpeMsi GOLPCTBOBAHMS MOXET MPOSBMSTb 04aroBoe U/
ady3HOE 3aMeffieHe M 4acTo COAEPXKUT O4varoBble WU MYNbTUOYAroBble aHOManmW, HO MOXET ObiTb M HOpMamnbHON.
AnunenTuopMHas aKTMBHOCTbL BO BpeMsi H0APCTBOBAHMS HE SABNSAETCA NOCTOSIHHOM. [Mpy ApeMoTe 1 BO CHE OTMEYAETCs BblpaxeHHas
aKTUBaLyMS aNUNenTUOPMHON aKTUBHOCTU ¢ MeaneHHbIMM (1,5—2 ') cnaik-BoNHOBbLIMK KoMniekcamu (no (heHOMEHONOTMM CXOAHBIMMU C
03N0) 8 N-REM ¢hasy cHa. Kak npaBuno, aTa akTuBHOCTb Habmogaetcst u npw |l ctagum cHa. Mpu CBAC natonornyeckas akTMBHOCTb
BO3HMKaeT 06bI4HO AUdIPY3HO, HO MOKET BO3HMKATL U hoKanbHO (06bIMHO BO (OPOHTAMbHBIX OTAENaX) Uiy MynbTudokansHo. B REM-
a3y CHa HapyLLeHUsi CTAaHOBSTCS MEHee YacTbIMK N Aaxe MOryT OTCYTCTBOBaTb. HopmarbHas apxutekTypa cHa (BepLUMHHbIE OCTpble
BOJHbI, COHHbIE BEpeTeHa 1 K-koMnnekcbl) OTCYTCTBYET UMK ee TPYAHO pa3nnuutb. MoxeT notpebosatbest HouHas 3T, T.K. MEANEHHbIN
COH MOXeT ObITb HegoCTWXUM Npu ambynaTtopHon A3 gHEBHOro cHa. PaHee faHHbIn AAM-natTepH obo3Hauancs kak CSWS (continuous
spike-and-wave during sleep) unu ESES (electrical status epilepticus of slow sleep).

WkranbHas Q3I koppenupyeT ¢ TUNOM NpUCTYNoB

Helposwnayanu-
3auus

Heiiposuayanusaumst MoxeT 6biTb HOPMaNbLHOM LU AEMOHCTPUPOBATL NIEXallyld B OCHOBE 3TMOMOTMM CTPYKTYPHYH MaTonoruio
FOMOBHOrO MO3ra, KOTopasi MOXeT BbiTb CBA3AHHOI C pasBUTMEM (Hanpumep, NepucurbBUapHast MOMMUKPOTUPUS) LU NpruoBpeTeHHOM
(moryT HabntogaTbCs NopaxeHue TanaMyca B nepuHaTanbHoM nepuose)

['eHeTuYeCKME W

apyrue
uccnenosaHnAa

HekoTopble Cnyyan UMEIOT reHeTUYECKYHO STMOMOTMI0 MOHOTEHHOW NPUPOAbLI LU CRIOXHOTO TUNa HacneLoBaHus.

CeMeliHblit aHamHes cygopor HabntopaeTcs y 50 % naumerTtos ¢ SPO CBAC n 33 CBAC. OCHOBHOIM MOHOMEHHOM NPUYMHON SBNAETCS
MyTauus B reHe GRIN2A, koTopsblit koaupyeT cybbeanHuly ansga-2 peuentopa rnytamara N-metun-O-acnaptata (NMDA). MaToreHHble
BapuaHTbl CBA3aHbI C PA3NNYHON CTeneHbio TsxecTn deHoTnnos PO CBAC. 3Tv nauneHTbl MMEKT XapaKTepHbIA peYeBoil NaTTepH,
KOTOPbI1 MOXET COXPaHSATLCS BO B3POCMOMN XU3HN

TeueHune
3aboneBaHns

KnuHuyeckne nposieneHnst 06bI4HO CTUXAKOT B NEepuog MOMOBOIO CO3PEBaHMSA, axe Y NaLMEHTOB CO CTPYKTYPHLIM NOPaXeHUeMm.
PaspelueHue KIMHNYECKUX NPUCTYNOB MOXET NPpeALLecTBOBaTh, COBMaAaTh U/IU CrefoBaTh 3a pa3peLleHneM NaTTepHOB NaTONOMMYECKON
aktueHocTu Ha Q3r. MattepH CBAC Ha O3I Takke ucuesaeT, kak npaBuno, K NoApOCTKOBOMY Bo3pacTy. OyaroBble aHOManun mMoryT
COXPaHATLCA Kak BO Bpemst 604pCTBOBAHMS, Tak 1 BO BPEMS CHA. APXUTEKTYpa CHa Hopmanuayetcs ¢ paspelueHnem CBAC.

Bmecte ¢ paspelueHnem CBAC Ha O3l 06bl4HO HabMoAAeTCs U yryyLlleHre B KOTHUTUBHOM W NoBeaeHYeckoi cdepax. OgHako MHorne
NaLMEHTbI UMEKT OCTaTOYHbIE HAPYLLEHUS!, KOTOPble AOCTATOMHO CEPbe3Hbl, YTODbI OrpaHNyUTL CaMOCTOSTENbHOE (YHKLMOHNPOBAHME
NPUMEPHO Y NONOBUHbI BOMBHBIX.

MpoaonmkutensHocTb 1 atuonorna PO CBAC u 33 CBAC sensioTcs Haubonee BaxHbIMU NPeavKTOpaMu UCXOAa HapyLUieHun B
KOTHUTUBHOI cchepe — puck HebnaronpusTHoro ucxopa Boiwe, eciv P CBAC 1 39 CBAC npucyTcTeytoT 6onee 2 net. bonee nnoxue
ucxogdbl Takke HabnogatoTes npu paHHem aeGrote P CBAC. Takum 06pa3om, paHHss AMarHoCTUKa MMeeT NepBOCTENEHHOE 3HaYeHe
AN Hayana fleYeHunst 1 NonyyYeHns Nyywinx ero pe3ynbTaToB B AOArOCPOYHON NepenekTUBe, Aaxe ecnin HekoTopble Npeobnagatlume B
3TMONOTMM MPUYMHBI HE MOAAAIOTCA Tepanuu, a AN APYrMX KIWHUYECKOe YMyyleHWe MOXeT OTCYTCTBOBAaTb MPU PaspeLleHum
naTonornyecknx narrepHoB Ha JAl. TeM He MeHee OCTaTOuHbIA AeduUMT nocne pemuccun cypopor u paspelienuss CBAC moxert
COXPaHSTLCS M UMETb MECTO B NEPUOA OT HECKOMbKUX MECSLIEB 40 7 NET nocne Havana 3abonesaHus.
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PaHee cpegn anunencui, mpoTtekarowmx ¢ A3r-nattepHom CBAC, Bbigensnu Tpu BapuaHTa B COOTBETCTBUM C AOMMHUPYHOLLEN
CUMMTOMATMKOM:

— atunnyHas (noOpokayecTBeHHas) napuuanbHas anunencus (cuHgpom ncespo-NleHHokca) (aHrn. atypical (benign) partial epilepsy
(pseudo-Lennox syndrome): nposiBnsieTcs npexae Bcero hokanbHbIMU Npunagkamu, ONCaHHbIMM BbiLLE;

— cuHppom  JlaHpay—KneddoHepa (aHrn. Landau-Kleffner syndrome): xapaktepusyeTcsi SIBNEHUSIMM  CEHCOPHOM/CEHCOMOTOPHO
anclagasnm;

— 90 ¢ HenpepbIBHOI Cnamnk-BONTHOBOM aKTUBHOCTBLIO BO CHe (aHrn. epileptic encephalopathy with continuous spike-and-wave during sleep)
NPOSIBNSETCS rMaBHbIM 06pa30M pasnMyHLIMW HAPYLUEHUSIMU NCUXWKK, B T.4. 3MOLMOHANBHO-NIMYHOCTHBIMM M NOBEAEHYECKUMM

[uddepeHum-
anbHbIN
[MarHos

\Apyaue anunenmuyeckue CUHOPOMb!:

— CII" otnmnyaeTcsa kapTuHoi Ha O3l KOTOpas MOKA3blBAET BbIPAXEHHbIE MeANIeHHble KOMMNeKCbl «CMalK-BONHa» Kak BO BpeMs
6oppcTBOBaHMS, Tak 1 BO CHe; QA CHa COAEPXMT reHepann3oBaHHy NapoKCM3MasbHYH0 ObICTPYH aKTUBHOCTb, 4acTo (MKCHUpYOTCS
TOHWYECKME CY[OpOrY;

— CI3 LiTC moryT nMeTb 3aMETHYH aKTUBALMIO SNUNENTU(OPMHON akTUBHOCTW BO CHE, HO BpeMeHHasA CBA3b perpecca B KOrHUTUBHOM
unn noeegeH4eckon cepe ¢ obHapyxeHnem CBAC Ha 33 oTcyTcTBYeT;

— CTPYKTYpPHbI€e (hoKanbHble SNUIencum MoryT UMETb BbIPaXEHHYIO (hoKamnbHYH aNUNenTUOPMHYH akTUBHOCTL BO CHE, HO BPEMEHHas
CBA3b Perpecca B KOrHUTMBHOW UK noBefeH4Yeckon cdepe ¢ obHapyxernem CBAC Ha O3l oTcyTcTByeT.

Cx00Hble COCMOSIHUS:

— Y AeTeil c paccTPONCTBaMM ayTUCTUYECKOrO CEeKTPa C YMCTBEHHOW OTCTaNoCTbi0 U 6es Hee, Ho Bes perpecca MOXeT HabnoaaTbes
aKTUBaLMs aNuUNenTOPMHbIX HAPYLUEHMIA BO CHE;

— perpecc B KOTHUTMBHOW cdhepe Apyroi 3T1onorum

OHuedbanonatia pa3BUTUA U INUNENTUYeckas CO CNanK-BONMHOBOI aKTMBHOCTLIO BO cHe (AP3 CBAC) n anunentuyeckas aHuedanonatia co cnaik-
BOJTHOBOW aKTMBHOCTHLH0 BO cHe (33 CBAC). Kputepuu guarHoctmku

HactopaxuBatoLwme B OTHOLIEHUM Kputepun
Mapametp O6asaTentHele KUTEPUM NpaBUNbLHOCTY AMArHo3a NpU3HaKkm UCKNOYEHNs
MprcTys ToHM4Yeckme Cyaoporv Bo CHe OnunenTuyeckue
cnasmbl

— MegnenHas (1,5-2 u) anunenTudopMHasi akTuB- |— [eHepanu3oBaHHbIE MeLNIEHHbIE KOMMEKChbl  «Crank-

HOCTb B BMAE KOMMNEKCOB «cnaik-BonHa» B N-REM [BonHa» yactotomn <2,5 'y kak B COCTOSHUM BOLpCTBOBaHMS,
Q3r thase cHa; TaK ¥ B COCTOSIHWW CHa (cnepyeT paccmoTpeTs CIIT);

— anunenTuopMHasl akTMBHOCTb HabnogaeTcs npew-|— reHepanu3oBaHHas napokcuamanbHas ObicTpas akTue-

MYLLECTBEHHO BO BpeMs CHa HOCTb BO CHe (cnegyeT paccmoTpeTs CIIT)
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Bospact <1 roga
ne6ioTa >1 roga u <2 net W >12 nert
PassuTHe Mnato unu perpecc B KOFHWUTMBHOIA, MOBEAEHYECKOM UNn
B ne6ioTe fBUraTenbHo vcd)epe, CBSi3aHHbIE MO BPEMEHU CO

CNaik-BOTHOBOM aKTUBHOCTLIO BO CHe Ha Q3
[10MroCpOHHbi Pemuccus nattepHa co cnaik-BONHOBON aKTUBHOCTbHO
IDOTHO3 BO cHe Ha O3 k cepeanHe NOAPOCTKOBOro BO3pacTa,

xoTs1 A3l YacTo 0CTAETCS C OTKIIOHEHNSIMM OT HOPMbI

8.4. FeMUKOHBYNbCUBHO-TEMUNIIErMYECKUIA anunenTuyeckuin cuHapom, M3 / Hemiconvulsion-hemiplegia-epilepsy syndrome, HHE
Kpatkas xapaktepucTuka

Onuaemmonorus

T3 sBnseTca peakuM cuHLpoMoM, 1 3a nocnegHue 30 net 3ab0neBaeMOCTb UM 3aMETHO CHU3WUMACh C MOMEHTA Hayana akTUBHOTO
NeYeHNst ANUTENbHBIX MPUCTYNOB MMM SNUNENTUYECKOTO CTaTyca B CTpaHax, 06ecneyeHHbIX pecypcamu

KnuHnyeckas
kapTuHa

Boapact B Havane 3abonesanus 06bI4HO <4 neT, NonoBas NPeApPacoNoXeHHOCTb OTCYTCTBYET. PoXAEHNe W NPEALIECTBYIOLLMA aHaMHE3
He WMEKT 3HaueHWsi, a pa3BUTME M HEBPOMOTMYECKMN CTATyC OO MOMeHTa Hayana 3aborneBaHusi B HOpMe. Y AeTeil C AnUTEmbHbIM
¢hokanbHbIM 3NMNENTUYECKMM CTaTyCOM HEME[IEHHO pa3BuBaeTCs remunapes. [uarHos T3 cneayeT paccmaTpuBath, Koraa nocne
thebpunbHOro anunenTuyeckoro cratyca y pebeHka mnapwe 4 net Habmopaetcs cronkas remunnerus. Adasns Takke MOXET 0CTPO
npucyTCcTBOBaTL B 1/4 Cry4aes, €Cnu BOBNEYEHO AOMUHAHTHOE NonyLiapue

Tunbl npuctynos

MepBbIit npucTyn 06bI4HO NpeacTaBnseT co60il hokanbHbIA reMUKIOHMYECKUiA (heGpunbHbLIN anunenTuYeckui cratyc. KnoHuyeckui
KOMMOHEHT MOXeT 6biTb Mano3ameTHbIM. OBbl4HO nocne (hokanbHOro SMUNENTUYECKOro cTaTyca HacTynaeT nepvop 6e3 npucTynos,
KOTOPbIA MOXET ANMWTLCS OT HECKONMbKAX MECALEB 40 HECKOMbKMX NneT. Yepes pasnuuHbiii nepuod Bpemenu (0BblyHO <3 neT nocne
HayanbHOro cratyca) nosiBNAOTCS ¢hpokanbHble MOTOPHbIE CYAOPOrW L/UMU TOHUKO-KMOHWYECKe CyAaoporn OT dhoKamnbHbIX A0
BunateparnbHbIX, KOTOPbIE 0BbIYHO CTAHOBSATCS (hapMaKOPE3UCTEHTHLIMA.

[MpuCTYNbl MOTYT NIOKANWU30BaTLCS CKIOYUTENBHO B BUCOYHOM A0NE, BO3HUKATb BHE BUCOUHbIX 06nacTen unu BbiTb MHOTOO4aroBbIMu

[laHHble O3l

Ecnn O3I peructpupyetcs Bo Bpemsi OCTPOro (hokanbHOrO SMUENTUYECKOTO CTaTyca, MKTaNbHbIA Pa3psi XapakTepuayetcs
PUTMUYHBIMA MeaneHHbIMU (2-3 L) BOMHaMW, KOTOpPble OObLIYHO SABNAKTCS ABYCTOPOHHUMM C 6ornee BbICOKOM amnnuTynoi B
nopaxeHHoM nonywapuu. Kpome Toro, Hag nopaxeHHbIM nonyLwapuem 4yacTo HabniogatoTcs pekpyTMHroBble putMbl (10 ).

®oHoBas puTMIKa MOXeT ObITb HOPManbHOM B Hayane, HO BO BpeMs XpoHUyYeckom asbl HabnoaaTCs YpeamepHoe 3ameaneHme (4acTo
acMMMETPUYHOE) W 3NuUnenTUOPMHas aKTUBHOCTb, KOTOpas Haubonee 3aMeTHa B MOPaXEHHOM MOMylapuu, HO MOXET ObiTb
[BYCTOPOHHEN
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Ha MPT, BbinonHeHHOW cpasy mocne 3nuNenTUYeckoro cratyca, copepxarcs auddysHble remucdepuyeckue aHomanum ¢ T2-
TUNEPUHTEHCUBHOCTBIO M OTPaHNYEHHON Auddy3aneit, NpeumyLLECTBEHHO B NOAKOPKOBOM 6EMOM BELLECTBE NOPAXEHHOTO NOonyLapws.
OTek NopaxXeHHOro NonyLIapus MOXET BbITb TSXKEMbIM, NPUBOASALLMM K MACC-3(h(EKTY U BO3MOXHOMY PbIXKEBOMY BbINSUMBAHMIO.

1 ap. uccnegnosa-
HUS

Heiposuayanu- |ECnn NpoBOAMTCS MarHUTHO-pe30HaHCHas CMEKTPOCKOMMA, OHa MokasblBaeT CHKeHWe ypoBHs N-aueTunacnaprata 1 ymepeHHoe

3aums NOBbLILLEHWE YPOBHA NakTata B nopaxeHHoM nonywapuu. Ha 8-15-e cyTku nocne anunenT4eckoro craryca LMTOTOKCUYECKUA OTEK
YMEHBLLUAETC C HopManu3auuell nokasatenen BMAMMOrO koadduumeHta auddysun n coxpaHsiowencs T2-rmnepuHTEHCMBHOCTBIO C
HapacTarolLeit notepert obbema. B Teyenne 1 Mec. OTHETNMBO NPOABNSETCS aTPOdPUA NOPaXKEHHOro NONywWapus rofoBHOMO Mo3ra.
Takxe yacto HabntogaeTcs runnokamnansHbii cknepos (MTC)

[eHeTnueckne  FeHeTUYeCKOe UCCnenoBaHWe He NOKa3bIBaeT OTKIIOHEHW OT HOPMbI.

OueHKa KoarynsiLMOHHbIX, METABOMMYECKUX, UH(EKLMOHHBIX U UMMYHHbIX HapYLUEHWHA, Kak NPaBuUNO, He MOKAa3bIBAET OTKIOHEHUHA OT
HOPMbI

Y GonbLUMHCTBA AeTEeN COXPaHSETCS CTOMKMUIA HeBponornyeckuin Aedmuut B auratensHoit cepe. OgHako y 20 % naumeHToB aecuumut
MoxeT 6bITb MUHMMaNbHbIM UMK pa3peLLnTLes B TeYeHne 12 mec. Ecnn npucyTcTByeT adasus, OHa yalle BCEro paspeluaeTcs B Te4eHue
2 MeC., HO MOXET COXpaHaTbcs W gonble. [ocnepywowme okanbHble MPUCTYNbl NOSIBMSIOTCA N0 WUCTEYEHUW Pa3NUYHON

anbHbIN guarHos

I:QEJ:ZSaHMﬂ NPOAOIKNUTENBHOCTU NPOMEXYTKOB BpeMeHM, npu 3Tom 85 % npucTynoB HauMHalOTCH B TeyeHue 3 NneT nocne nepBoHayanbHoro
3NUNenTUYecKoro craryca.
®okarnbHble NpUCTYNbl B XpPOHWYeckon ase 06bIHO (hapMaKOpPe3UCTEHTHbI, HO MOrYT NOAAABATLCS XMPYPrUYECKOMY JeYeHMIo,
Hanpumep remuccepoTomMiui. MHOTMe AeTH TakxKe UMEKT PasfnyHyio CTENEHb YMCTBEHHOM OTCTaNnoCTy
\Apyaue anunenmuyeckue CUHOPOMbI:
— cuHapoM [paBe nposBNSIETCS B MNaf€HYeCTBE MPOLOMKUTENbHBIMU TEMUKNOHMYECKUMU MpUCTYyNamin Ha doHe 3abonesaHus,
COMPOBOXAAMLLEroCs NMXOPaAKon, KOTOPOE MOXET NPUBECTU K NpexofsLieMy napedy TOAAa, O4HAKO 3TOT AeduuuT paspeluaeTcs, u
OTCYTCTBYIOT TUNWYHble Ang HHE aHomanum Ha MPT;
— cuHgpom LLitypre—Bebepa MoxeT nposiBNATLCS (hoKanbHbIM MOTOPHBIM SMUNENTUYECKAM CTATYyCOM, HO KOXHble nopaxeHus u MPT,
[OudbepeHumn-  |AEMOHCTPUPYIOLLAS TUMMYHBIE MPU3HAKW 3TOTO CMHAPOMA, MO3BOMNSIOT NPEANONOXUTL JaHHBIN ANarHos;

— cuHapom PacmycceHa nposiBnsieTcst OGHOCTOPOHHUMM (hoKanbHbIMK [BUraTeNbHbIMU NPUCTYNAMK, HO NMPOrPECCUPOBAHME NPOUCXONT
HaMHOro MeffieHHee, a (hoKanbHbIi AMUNENTUYECKUA CTATYC NPOSIBNSETCS Ha Gonee MO3aHMX CTaAuMsX PasBUTUS W, KOFLa BO3HUKAET,
sBnsieTcs 6onee yCTONYMBLIM NPU3HAKOM; kapTuHa Ha MPT moxeT 6biTb HOpManbHOM B Hayane 3aboneBaHust UNW BbISBNATL NETKYI0
OCTPOBKOBYO aTpohuto, HO B TEYEHWE MECSILIEB UMW NIET Pa3BMBAIOTCS 04aroBble 3MEHeHNs GeNoro BELeCTBa W aTpochnst NonyLapuii;

— 04aroBbIN heOpPUNbHbI ANUANENTUYECKUIA CTATYC LU OYAroBbIA NUMENTUYECKUN CTaTyC APYroi 3TUOMOTMM MOXET COMPOBOXAATHCA

nape3om Toaaa, KOTopbIf 06bIYHO MPOXOAMT B TeUeHue 24 u.
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CXx00Hble COCMOsHUSI:
— MEHUHIUT W SHLedanuT,
— remMopparuyeckuin Uu ULLEMUYECKUA MHCYTbT,

— MUTOXOHApUWanbHoe 3abonesaxue, cBsidaHHoe ¢ ramma- unu MELAS-nonnmepa3son

[eMUKOHBYNbLCUBHO-reMUNNeruyeckui anunentTuyecknin cuiapom, FM3. Kputepun gnarHoctuku

HacTopaxuBatowme B OTHOLIEHNN

MapameTp 0Ob6s3aTenbHble KpUTepun IDaBUNLHOCTIA IMATHO3A MPH3HAKN Kputepun ncknrovenms

[narHo3 TpebyeT Hannuus B aHaMHe3e kak OCTPOM, Tak U — TpaH3MTOPHbIA remunapes (napes
XPOHMYECKO CTagum 3abonesaHus. Tonna);
Ocrtpas cTagus: Ha (oHe NXopaakv — AMU304 FreMUKNo- — OAHOCTOPOHHME hoKanbHbIe MOTOp-
HUYECKOro 3NMMEenTUYECKoro CTaTyca, 3a KOTopbIM Cpasy Hble MPUCTYMbI, Nporpeccupylowme

Mpuctynbl CnepyeT CTOMKUA remunapes. Mo TWUMY KPELEHAO B TeyeHue Me-
XpoHuyeckas cTagus: Yepes pasnuyHoe Bpems (06bI4HO CALEB UMK NeT, C NO3HUM pPa3BUTUEM
<3 nert nocne HayanbHOrO 3NWMENTUYECKOro CTaTyca) nporpeccupytoLLero remmunapesa (cne-
NOSBASOTCH OfHOCTOPOHHWE (hOKanbHbIE MOTOPHbIE LU ayeT paccmoTpeTb aHuedanut Pac-
[BYCTOPOHHIE TOHUKO-KNOHNYECKUE MPUCTYMbI MycceHa)
— 3ameaneHne (POHOBOM PUTMMKM Haf MOPAXEHHLIM
nonyLiapuem;

o3r — chokanbHaa uu MynbTudOKanbHas anunenTugopm-
Has aKTMBHOCTb Ha[ MOPAXEHHbIM MOMylapueM B
XPOHUYECKOI hase

ey iner oner

Passutne B YMCTBEHHast OTCTanocTb A0 Hayana

aebrote npuctyna

— OuaroBasi HeBpoOnornyeckass CMMMTo-
MaTuka A0 HavanbHOro anusoga de-
Hevaonoquec- 6pUNbHOro 3NUNEeNTUYECKOro CTaTyCa;
Kui cTaTyc

— nuueBad aHruoma, HasoAdwas Ha

MbICnb 0 cuHapome LWTypre—Bebepa

N




Henposuayanu-
3aums

MPT, BbinonHeHHas cpasy nocne gebpunsbHoro snunen- [lpyras CTpyKTypHas natonorus, npeg-
TUdeckoro cratyca (octpas asa), nokasbiBaeT Aud- pacnonarariowas K gokansHoMy anu-
¢y3Hoe u3MeHeHue curHana C T2-TMNepPUHTEHCMB- nenTuyeckomy cTatycy

HOCTbIO W OrpaHUYeHHON Auddy3nen B MNOAKOPKOBOW
00611acTi NMOpPaXeHHOro MomyLapus, 4acto C BblpaxeH-
HbIM OTEKOM.

Co BpemeHeM (XxpoHuyeckas hasa) BO3HWUKaeT aTpochmns
NOpaxXeHHOro nomyLlapus

VioeHTudukaums  anbTepHaTUBHbIX

MMpoune NPUYNH remunapesa, Takux Kak oc-

uccnenoBaHus TPbIi MLLEMUYECKAA UHCYNBT, BHYTPU-
YepenHas uHdekums n ap.

[lonrocpouHbii - |— ®apmakope3ncTeHTHas anunencus,

nporHo3 — NOCTOSIHHbIV 04aroBbIi ABUraTeNbHbIN AeULUT

8.5. AnunenTnyeckMn CUHAPOM, CBA3aHHLINA C chebpnnbHON Hekumen / Febrile infection-related epilepsy syndrome, FIRES
KpaTkas xapaktepuctuka

Anuaemuonorus

OTO0 peakuin CUHAPOM, KOTOPLIN, BEPOSITHO, HEAOCTATOYHO PACMO3HaH, C pacYeTHON YacToTol 1 cny4an Ha 1 MAH nonynsauum

KnuHnyeckas
kapTuHa

FIRES yale Bcero Bo3HuKaeT y AeTeil WKONBLHOrO BO3pacTa (CpedHuii BO3pacT 8 neT) ¢ TUNUYHbIM Auana3oHom ot 2 fo 17 net. OH
4pe3BblyaHo peaKko BCTPevaeTcs B BO3pacTe [0 2 NeT U MOXeT AeboTnpoBaTh B pasHOM BO3pacTe, HO PeAKO MOXET BO3HMKATb U B
MOMOAOM B3pocnom Bo3pacTe. bonetoT npeactasuteny 06oux nonos, ¢ HebonbLWMM NpeobnagaHnem NaLeHToB MYXCKOro nona.
MepuHaTanbHblil aHamMHe3 0Obl4HO 6e3 naTonorMyeckux nposiBneHud. [eT pasBMBAlOTCA HOpPManbHO, MpeaLecTBytoLiMe
HeBpororuyeckme 3abonesaHus, BKIOYas ANUNENCUI0, OTCYTCTBYIOT. [leT MMEOT HOPManbHbIid pasmep ronoBbl.

Bce geTi nmetoT B aHaMHe3e NpoTekaBLUYo C MXOPaAKoN NPeALecTBYOLLYI0 MH(EKLMIO, Yalle BCEro BEPXHNX AbIXaTembHbIX nyTel
UU XENYA0YHO-KMLLIEYHOTO TpakTa, B Mepuos oT 24 4 Ao 2 Heaenb A0 Havana pedpakTepHOro aNUNENnTUYeckoro cratyca. Bo Bpems
Havana Cygopor y nauueHToB Bce elle MOXeT HabniogaTbCs nuxopagaka, UM oHa Morna UMeTb MECTO HeLJaBHO.

Mpn nocTynneHun naumeHTbl 0ObIMHO MMEKT 3HuedanonaTMio M 4acTble Cygoporu, HecmoTps Ha npuem AQI. Pasmep romnosbl
HOPManbHbIiA.

CToMkue dhokanbHble aHOManuu npu 0CMOTPE HeoBbIYHbI, HO MOXET HabntopaTbes NpexoaaLLmiA nape3 Toaaa
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Tunbl npuctynos

®okanbHble unu MynbTUdOKanbHbIE Cysopory, sBRstoWMecs 00s3aTenbHbIMM ANS NOCTAHOBKW AWarHo3a, MOryT pa3BuBaTbCs B
[BYCTOPOHHWE TOHMKO-KNOHUYECKME CyAoporn. PacnpocTpaHeHHbIMM WKTamnbHbIMA CUMNTOMaMi SBASIOTCH OTKMOHEHWe rnas u
remucpaLmanbHble noaeprusanns. BoaMoxHa MUrpaLmus MOTOPHbLIX (DEHOMEHOB C OfHOW CTOPOHbI Ha APYryto BO BPEMS O[HOT0 Npunagka
WNW VX anbTepHaums B pasHblx npuctynax. Mpuctynbl 6bICTPO NPOrpPeccUpyIOT MO YacTOTe 1 TAKECTM 1 B TEYEHUE 2 HeAeNb Nocne Havyana
3aboneBanns JOCTUraloT KynbMUHaLWK B cyneppedpakTepHOM ANUNENTMYECKOM cTaTyce (OnpeaenseMoM Kak NPOAOIKMTENbHOCTbI
>24 4) B ocTtpoit hase. Takum 06pasoM, rMaBHbIM KPUTEPUEM [LAHHOTO CUHAPOMA SIBMSETC (POKamMbHBIA UL MynbTUGOKANBHbINA
cyneppedpakTepHbI 3NUCTaTYC, BO3HNKALOLMIA B MEPUOA OT CyTOK A0 2 HeAenb nocrne hebpunbHOR MHAEKLUM

[laHHble O3l

®oHoBas akTMBHOCTb A 0BbIYHO NaTonoruyeckasi, C 3aMedneHWeM W MynbTMOYAroBbIMM aHoManusmu. Yacto HabnogaoTcs
peLuanBUPYIOLNE IKCTPeManbHble AenbTa-WeTKW, COCTosLUMe M3 MapoKcuamanbHoro Geta-fenbTa-komnnekca ¢ 6eTa-aKTMBHOCTHIO
yacTtoTon 15—18 'L, HanoXeHHOro Ha [eNnbTa-aKTMBHOCTb YacToToi 1—3 'y BO (PPOHTAmbHLIX U LEHTPanbHbIX OTAenax. Ha gaHHbIi
naTTepH MOryT OKa3aTb BNWSIHUE AHECTETMKM, WCMOMb3yeMble AN KOHTPONs SMMMenTUYeckoro cratyca. [nuTenbHbid Buaeo-d3r-
MOHUTOPWHI MPK MOCTAHOBKE AWarHo3a nokasblBaeT MOCTEMEHHOE YBENUYEHWe CYAOPOXHOM aKTUBHOCTW B TEYEHWE MEPBLIX AHEN unu
Henenb 3abonesanus.

BHauane Opemsi NpucCTYnoB MOXET ObiTb HW3KUM, HO CO BPEMEHEM PErMCTPUPYIOTCS YacTble MHOrooYaroBble CyOKMMHWYECKME U
KNWHMYeCcKne NpUCTynbl, 0ObIYHO C YACTOTOM HECKOMbKO B Yac. TUNWYHbIA MAaTTePH NPUCTYNOB COCTOUT W3 (hOKaNMbHOW aKTUBHOCTM
yactoton >10 'y ¢ amMnnnUTy[ON OT HU3KOW A0 YMEPEHHON, NepexoasLlen B XOpoLwo ChopMMPOBaHHbIE PUTMUYHBIE CMIANK U KOMMEKChI
«CMamnk-BOMHa», N MKTanbHOM aKTUBHOCTM, KOTOpas 4acTo CMeLaeTca ¢ O4HOro Nonylapus Ha Apyroe

Henposusya-
nu3aums

Bo Bpems octpoit ctagun MPT 6biBaeT B Hopme npumepHo B 2/3 cnyyaes. MpubnuantensHo B 1/3 cnyyaes moryT obHapyxneaTbes T2-
rMNEePUHTEHCUBHbIE M3MEHeHUs BunaTepanbHo B BMCOYHBIX OTAENax, OCTPOBKOBOW Aone, 6asanbHbIX raHrusx uiunu Tanamyce,
KOTOpble MOrYT BbITb Mano3ameTHbIMU. Takke MOXeT HabnioaaTbCs NENTOMEHUHIeanbHoe yeuneHue, Ho OHO He ABNAETCS CneunduyHbIM
N9 JAHHOTO CUHAPOMA.

Ha xpoHuueckoint ctaguu 3abonesanus MPT 06blyHO MokasbiBaeT Auddy3sHyto LepebparnbHylo aTpodimio pasnuyHoi cTeneHu u/unu
M3MEHeHWs CUrHana B BUCOYHBIX [ONSX, KOpEe rONOBHOTO MO3ra, MepuBeHTPUKYNSpHOM 6erom BelyecTse, runnokamne u 6asanbHbix
raHrnmax

['eHeTuyeck1e

W opyrvie
uccrenoBaHus

MpeanonaraeTcs, YTO 37O PacCTPOMCTBO He ABMAETCA FEHETUYECKUM, W TeHbl He Obiin MOEeHTUdULMPOBaHbI B KaYecTBe MPUYUHBI
3abonesanus. B cemeitHom aHamHese cyaopor 06bIYHO HET.

Heobxogumo uccnegosanme CMXK anst wckntoveHuss uHdpekuyun. CMXK 0Bbl4HO B HOpME, HO MOXET OOHApYyXWBaTbCS YMEPEHHbIN
nneouynto3. benok u nakrat 8 CMX B Hopme. OnuroknoHasnbHble Nonockl OTCYTCTBYHOT.

CnepyeT McKMiouMTb UMMYHHYIO 3Tronoruto, Ho npu FIRES cneundudeckne aHTuTENna ewje He oOHapyXeHbl. AyTOUMMYHHble MaHenu
CbIBOpOTKN kpoBu 1 CMXK nonoxuTenbHblx pesynbTaToB He nokasbiBaioT. Coobuianock, Yto xemokuHbl Th1 (CXCL9, CXCL10 v 1.4.)
npeuMyLLecTBeHHO akTuBmMpytoTcs B CMXK HesaBucUMO OT nepefauu curHanoB peuentopoM uHTepneitkuHa-1 (IL-1R). B HekoTopbix
cnyyasx coobLianock 0 Ype3mMepHOM HENPOBOCTANEHUM, KOTOPOE MOXET BbITb BTOPUYHBLIM MO OTHOLLEHUHO K (hYHKLIMOHANBHOMY AenLmUTY
aHTaronucra IL-1R.

MeTtabonunyeckue vccnegoBaHns HUYEM He npUMeyaTenbHbl
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TeueHve
3aboneBaHus

MporHo3 n3ameHumB, Ho YacTo HebnaronpusTeH. CMepTHOCTL B 0CTpoM (hase coctasnsieT npumepHo 10 % 13-3a OCNOXHEHUA MHTEHCUBHON
Tepanum, TakUx Kak CENcuc, Un1 HEKOHTPONMPYEMOTO ANUNENTUYECKOrO cTaTyca. [ocne ocTpoil hasbl y GonbLIMHCTBA AETel pa3BUBaETCS
¢hapmakope3ucTeHTHas MynbTUdoKanbHas anmnencus.

B ocTpoit chase y bonbluMHCTBa AeTelt HabnogaeTcs perpecc B Pa3BuUTUM, a Npu Nocneaylowem HabniogeHnn B XpoHUveckoi dase y
DONbLUMHCTBA OCTAETCs YMCTBEHHAs OTCTaNoCTb Pa3nuyHoi cteneHu. MpubnuantenbHo y 1/3 BbDKMBLUMX KOTHUTWBHBIE (YHKLMNW
HOpMarnbHble LU NOrPaHNYHbIE (YacTO MMEIOT MECTO HapyLUEeHUst cNocobHOCTYM K 0ByyeHnto), y 1/3 — yMCTBEHHast OTCTanocTb OT Nerkoi
10 YMEPEHHON CTENeHU U elwe y 1/3 — OT Tskenon cTeneHn 4o rnybokoi MHBANMAHOCTY UTU NEPEXOA B BEreTaTUBHOE COCTOSHME.

Bonee HebnaronpusTHLIA Ucxod Obin CBSA3aH C BoNbLUER NPOAOIMKUTENBHOCTHI0 MEAUKAMEHTO3HOM KOMbI M Bonee MONOAbIM BO3pacTom
Hayana 3abonesanus. Mpobnembl ¢ BHUIMAHWUEM M NOBEAEHMEM, BKITIOYAs arpeccuto, Takke pacnpocTpaHeHbl CPeam BbIXMBLLKX.

B XpoHM4eckoi dase y MHOMX NaLMeHTOB MMEKT MECTO NPU3HAKMW ABUraTENbHbIX PACCTPOACTB

[udpdepeHum-

anbHbIi Anardo3

Apyaue anunenmuyeckue CUHOPOMbI;

— cuHapom [lpaBe OTnMyaeTcs MaHWUecTaumeid NPeuMyLLECTBEHHO Ha 1-M TOZY XM3HW U HanMYMeM B aHaMHE3e MepeMexaroLnxcs
ONUTENbHBIX NPUCTYNOB C MHTEPBANbHLIM BOCCTAHOBINEHWEM, B OTIINYME OT €ANHUYHOIO CyneppedpakTepHOro aNUNenTUYECKOro cTaTtyca
C pasBUTMEM NEPCUCTUPYIOLLETO PACCTPOIICTBa;

— PCDH19 knacTepHasi anunencus 0TNn4aeTcsi TeM, YTO OHa NPOSIBISETCS B NepBble 3 rofa XU3HN N UMEET B aHaMHe3e rpynny npucTymnos,
06bI4HO BbI3BAHHbIX NiMxopaakoit. CyneppedpakTepHbIit SMUNENTUYECKUA CTATYC BCTPEYaETCs PeaKo.

CXx00Hble COCMOSIHUS:

— MEHWHIUT Unu 3HuedanuT,

— cneumduyeckne ayToMMMYHHO-0NoCcpeAoBaHHble sHUedanonaTtuu, Takue kak aHTu-NMDA-peLenTopHbIit 3HLedanuT,

— TOKCHYecKue 3HUedanonatuu,

— meTabonuyeckue HapyLLeHus, Takne Kak MUTOXOHApUarnbHbIe 3abonesaHus

AnunenTuyeckuit CUHAPOM, CBA3aHHbIN ¢ hebpunbHoil nHdekumen, FIRES. Kputepum guarHoctuku

HacTopaxuBatowme B OTHOLIEHNM

Mapametp O6si3aTeNibHbIe KpUTEpUM NPABMNHOCTI fIMATHO3A NPU3HAKN Kputepuu ucknroueHms
B aHamHe3e MpuCyTCTBYeT Hecneuucuyeckoe nuxopa- Onurencus B aHamHe3e [0 NOSIBNEHUs
AoYHOe 3aboneBaHue 3a 2 Heflenu A0 Havana cyaopor. CUMMTOMOB
dokarbHble U MynbTUdOKANbHBIE CYAOPONi YacTo nepe-
MprcTys XOOSAT B [JBYCTOPOHHWUE TOHWKO-KNOHWYeckue. Mpuctynbi

MpOrpeccupyioT Mo 4actoTe M TSKECTU W [OCTUralT
KyNbMUHaLWK B BUAE cyneppedpakTepHOro anunenTu-
Yeckoro craryca, kak npaBuno, B TeueHWe 2 Hefefb

nocre Hayana 3abonesaHus
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3amenneHue (HOHOBOW PUTMUKN NpWU MyNbTUOKaNb-
HOW 3NWUNenTUQOPMHON aKTUBHOCTU M YacTbIX (hoKanb-

YHudoKanbHbIe NpuUcTynb

9T HbIX 3neKTporpacnyeckux U 3NEeKTPOKMMHUYECKUX Mpu-
cTynax

Eggploi(: <2 net <1 roga unm >30 net

Passutue B OcTpas aHUedanonatis ¢ Ha4anoM YacTbIX MPUCTYMOB |YMCTBEHHAs OTCTANOCTb A0 Havana

neboTte cynopor

3abonesanus

Hesponoruyec- OTKNOHEHUS B HEBPOMOrMYeCcKOM

kui cTaTyc cTaTyce A0 Hayana cyaopor

Hei Mpu noctynneHun va MPT npucytctayet

eiipoBum3yanu-

saups 3NUNENTOreHHOE MOpaXeHne, COOTBETCT-
BytoLee cyfoporam B aebiote
— MpusHaku mHcpekumn LHC npu niom-
6anbHO NyHKLWK;
— Hanuune B CMX unu ayTouMMyHHOM
TECTUPOBAHWM NNA3Mbl @aHTUTEN, KOTOPbIE
MOXHO PacLEHWTb B KayecTBe MPUYMHbI

MMpoune cymopor:

uccnenoBaHus ,
— [OKYMEHTanbHO NOATBEPXAEHHas Me-
Tabonuyeckas ~ UnM  reHeTMYeckas
3TMONOrMS;
— [OKYMEHTanbHO NOATBEPXAEHHAs TOK-
cuyeckas aHuedanonarus

— OTcyTcTBME (hapMaKkopesnCTEHT-
HOWM (hokanbHON LU MynbTUOKanb-
[10Mr0CpO4Hbi HOW anunencuu; . 5
IporHo3 — OTCyTCTBME TpyAHOCTE B 06Y-

YeHUN N YMCTBEHHOW OTCTaNoCTy;
— OTCYTCTBME Pa3NUYHOI CTEeneHM
LepebpanbHoit atpochun Ha MPT
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FNABA lIl. aNUNENTUYECKUE CUHAPOMbI C HAYAIIOM B PA3HOM BO3PACTE / EPILEPTIC SYNDROMES
WITH ONSET AT A VARIABLE AGE

9. ®okanbHble aNUNenTU4eckue CUHAPOMbI
9.1. CuHAPOMbI (hoKanbLHOM INUNENCUM C FEHETUYECKOMW, CTPYKTYPHOI UNU CTPYKTYPHO-FeHEeTUYECKOW ITMONOTrnen
9.1.1. CemeliHass Me3uanbHasi euco4Has anunencus, C MB3 / Familial mesial temporal lobe epilepsy, FMTLE

KpaTkas xapakTepucTuka (paHee npumeHsiBLieecs HasaHue — OC C JexaBto)

Onuagemuonorus

Ha C MB3 npuxogutcs noytu 1/5 BHOBb AMArHOCTUPOBAHHbIX CIyYaeB Me3nanbHOM BUCOYHON anunencuy 6e3 CTPYKTYPHOMN NaTonoruu.
3-3a cBOMX MArkux M Mano3ameTHbIx npuaHakoB C MBO yacTo He pacno3HaeTcs 6e3 npsiMoro onpoca POACTBEHHNKOB

KnuHuyeckas
kapTuHa

Bospact Hauana npuctyna konebnetcs ot 3 go 63 net, cumMnTOMbI OBbIYHO HAYMHAKOTCS B MOAPOCTKOBOM WAM 3pEnomM BO3pacTe.
Coobuwanock 0 npeobnaganum cpeam xeHckoro nona. MauyneHtsl ¢ C MBD, kak npaBuno, UMEIOT HOPManbHOE MHTENNEKTYanbHOe
pasBUTME W HE UMEIOT COMYTCTBYHLUMX HEBPONOTMYECKMX OTKMOHEHWUA. PebpunbHble CyAOpOrM B aHaMHE3e pedKko BCTPEeyatoTes Y
BOMbHbIX C TUMNYHBIMK NPOSIBNIEHUSIMIA, HO MOTYT MPUCYTCTBOBATH Y NaLNEHTOB C Boree TsKENbIM W YacTo (hapMaKkope3UCTEHTHbIM
(hEHOTMMNOM

Tunbl npucTynos

Y nauneHToB 06bl4HO HabmoAaloTCA GoKanbHble MPUCTYMbI C COXPaHHBIM CO3HAHWEM, B OCHOBHOM COCTOSLME U3 MHTEHCUBHOTO
AexXaBlo («yxe BWAEHHOro»), 0 koTopoM coobuyatoT Bonee 70 % 6onbHbIX. [posiBReHns, 0bbIYHO CBA3AHHbIE C [EXaBIo, BKMIOYaT
CHOBUAEHWS!, CTpax WNM NaHUKy, 3ameffieHWe [BWKEHWA, BU3yarbHble MMM CMyXOBble WMMO3UM U BEreTaTMBHbIE MPOSBNEHUS
(noBbILEHWe BUCLiEPanbHON MK SNUracTpanbHON YyBCTBUTENBHOCTY, TOWIHOTA, TaXMKapAns, NOTANBOCTb, NPUNMBbLI UK 6reaHoCTb).
OTU MpUCTYNbl MOTYT MPOrPECCUpOBaTh 40 HAPYLEHUS CO3HAHMA UU Peako A0 bunatepanbHbiX TOHWUKO-KMOHUYECKMX CyLOpOT.
Y 60MbLUMHCTBA NALMEHTOB ¢ TUNYHON chopmort C MBD npunaaku nerkue 1 BO3HUKAKOT HeYacTo

MpumepHo y 60 % 6GonbHbix O3 B HOPME UMW UMEET NErkoe BPEMEHHOE 3amefrieHne POHOBON PUTMUKW. B ocTambHbIX cnyyasx Ha

[aHHble 33 MHTepuKkTanbHo 3 BbIABNAETCA 3NWUNENTUCOPMHAS aKTUBHOCTb B BMCOYHOM 06NacTW, Yalle OJHOCTOPOHHSS. Y HEKOTOPbIX
nawLmeHToB hokanbHas anUNenTuopMHasi akTMBHOCTb MOXET YCUNNBATLCS BO CHE
HeiipoBuayanu- Y naumeHToB C TUMMYHOM KapTMHOW SIBHOW CTPYKTYpHOW natonorun Ha MPT He Habniogaetcs. Hanuune atpodmm runnokamna wunm
3auus MOBLILLIEHHOTO curHana T2 06bIYHO CBA3aHO C MEHbLUEN peakLMel Ha MeaMKaMEHTO3HOE NeYeHne
Y naLWeHTOB CO CBOEBPEMEHHO AMArHOCTUPOBAHHBIM HA OCHOBaHUW NEPBbIX MPUCTYMOB M NPY aKTMBHOM 0BCNE[0BAHNM YNIEHOB CEMbM
TeueHme cuHgpomom C MBO 00bl4HO MMeeT 6nmaronpusTHbIA  MPOTHO3. MHonile OOnbHble CUMTAOT CBOM MEpexMBaHWs AexaBio
3a60NCBAN/S (U3MONOTMYECKUMU SIBMEHMSIMUA W NOITOMY He 0BpaLLaloTcs 3a MeOULIMHCKON NOMOLLbI0. B Takux cnyyasix npucTymbl NPaKTUYECKU He

BMUSIIOT HA MOBCEAHEBHYIO XW3Hb. [JMarHo3 4acTo CTAaBUTCS NpW MOSIBIEHAM (hOKanbHbIX UMK ABYCTOPOHHUX TOHWMKO-KITIOHUYECKUX
MpUCTYNOB, paccriefoBaHW NPeablAyLNX HEPACTO3HAHHbIX NPUCTYMOB W YCTAHOBIEHWUM NOTEHLMANBHO GONbHBIX POLCTBEHHUKOB.
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Nnua ¢ nerkuMu NPOSIBNIEHUSIMU MOTYT He HYXAATbCA B MeAWKaMEHTO3HOM Tepanuu. Koraa nokasaHo neyexue, y 6onblUMHCTBA
nauyWeHToB MPUCTYMbl WCYE3AT NOCNe NEepBOHAYANbHO HasHayeHHoro um AJM, HemHorum TpebyeTcs nonuTepanus, U Nulb B
WUCKIIOUMTEMbHBIX CRyYasx HeOBXOAMMO XUPYpPriYeckoe BMELLATENbCTBO.

B koroptax, HabpaHHbIX B xofe yrnybneHHoro obcnenoBaHust npu hapMakope3MCTEHTHOCTH Ui AoonepaLoHHoro obcneaoBaHus,
TEYeHWe anunencum MeHee BnaronpusTHoe, ¢ Bonee YacTbiMM NpUCTYNamu U NOTPEBHOCTLIO B XMPYPrMYECKOM NEYEHUN SNUNENCUM.
Wcxopbl 3aboneBaHns y ML, HYKOQKOLWNXCS B XMPYPIUYECKOM NEYEHUM 3MUMENciM, No-BUAUMOMY, HE OTMMYAKTCS OT TaKOBbIX Y
naLueHToB co cnopagmnyeckon MB3O

[eHeTnyeckme
uccnenoBaHus

[loka3aTenbCTBOM TeHETUYECKON 3TUOMOMMW CNYXMT HabmnioAeHWe BbICOKOM KOHKOPAAHTHOCTM Y MOHO3WIOTHBIX ONW3HeLoB no
CpaBHEHWIO C AU3UTrOTHLIMY BN3HeL.aMW. Y POACTBEHHNKOB NpobaHA0B AaHHbIN CUHAPOM BCTPeYaeTcs ¢ Bonee HU3KON YacToTol, YeMm
npeAckasblBaeT JOMUHAHTHas MeHAeneBckas MOAeNb, U TONMbKO B MEHbLUWHCTBE CEMeil YacToTa COBMECTUMa C PeLeCCUBHBIM
HacnefoBaHneM. Ha ocHoBaHuW aTux pesynbtatos C MBS KoHUeNTyanuanpyeTcs B OCHOBHOM Kak reHeTUYEeCKMIA CUHOPOM CO CAIOXHbBIM
(mm6o nonureHHbIM, MM60 MHOrodaKTOPHLIM) HacnenosaHueM. CoobLanoch 0 peakux Cembsix, AEMOHCTPUPYIOLLMX MEHAeneBckoe
HacneLoBaHWe C NaToreHHbIMM BapuaHtamv reva DEPDC5

[udpdepeHum-
anbHbIN guarHo3

Apyaue anunenmuyeckue CUHOPOMBI:

— C®3 BO: B T0 Bpems kak npunagku, coMecTuMble ¢ MB3, moryT Bo3HuKaTh y yenoBeka u3 cembi ¢ COI BO, ans auarHoctukn MBI
y BCex BOMbHbIX B CEMbe A0MKHbI 6bITb NpUnagky, coBMectuMble ¢ MBO;

— MBD co CTpyKTYpHOI aHomanueii ronoBHoro mosra: nauueHtsl ¢ C MBO umeloT B CeMeiHOM aHamHese fnuL, ¢ npucTynamm,
coBMeCTUMbIMA ¢ MBD, y KOTOpbIX HET CTPYKTYPHbIX aHOManui ronoBHoro Mo3ra Ha MPT, 3a uckmioyeHMem peakux Crnyvaes C
aTpodmeir/cknepo3om runnokamna.

Heanunenmuyeckue paccmpolicmea:

®duanonornyeckoe AexaBio OTNIMYAETCA OT AMUMENTUYECKOTO TEM, YTO OHO 0BbIYHO:

— cnabo BbIpaXeHo, MUMONETHO, He BO3HUKAET KNacTepamu, peako (pas B rog Unu pexe);

— He CBSA3aHO C APYrMMM NPOSIBNEHUSIMU (BKIiOYast NPOrpeccupoBaHie B Apyrue TUMbl NpUCTYNoB);

— 4acTo NPOBOLMPYETCSA KOHKPETHLIMW 06CTOATENLCTBAMM (HANPUMEP, NOCELLEHNEM HOBOMO MECTa, BbINONHEHWEM OnpedeneHHbIX
AeincTamin)
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CemeliHasi Me3nanbHas BucoyHas anunencus, C MB3. Kputepun auarHoctukm

MapameTp

0Ob6s3aTenbHble KpUTepun

HacTopa»(MBawmue B OTHOLLEHUU
NpaBUNbHOCTK AnarHo3a npu3Haku

Kputepuu ucknioueHms

Mpuctynbl

Oyarosble KOFHUTUBHbIE (0COBEHHO AeXaBIo),
CEHCOPHbIE UNK BereTaTUBHbIE MPUCTYMb

'eHepanu3oBaHHble
3NUnenTUYECKUe NPUCTYNbI

a3l

leHepanu3oBaHHas anunenTudopMHas
aKTMBHOCTb

PasButue B febiote

YMCTBEHHas 0TCTanocTb

Hesponoruyeckuit OuaroBas naTonorus npu HEBPOMNOrMYECKOM
cTartyc ocMoTpe

Heiposuayanusauus {Hopma uiu atpodusi/cknepos runnokamna

l'eHeTUYeCKMe 1 CeMmeitHblit aHamHe3 nuL ¢ hoKanbHbIMM

npoune NpUCTyNamu, BO3HUKAIOLWMMU B ME3UANbHON

uccnefoBaHus BMCOYHOI Jjore

9.1.2. 3nunencus co cnyxoebiMu npucmynamu, CI/ Epilepsy with auditory features, EAF
KpaTkas xapakTepucTuka (paHee NpUMEHSIBLIEECS Ha3BaHWE — KOHBEKCUTANbHAs BUCOYHAS SNUencus)

Onugemmonorus PaCHpOCTpaHeHHOCTb 9TOro CMHApoma HeusseCTHa

KnuHnyeckas
kapTuHa

BospacTt gebtota npuctynos obbiyHo coctasnset 10—30 net (ananasoH 0,5-54 roga). O renaepHoM npeobnagaHum He cooblyaeTcs.
BHyTpryTpoBHOE pasBuUTME, MHTPaHATaNbHbI U HEOHATaNbHbIN aHaMHe3 06blYHO 6e3 natonoruu. HeBponoryeckuii CTaTyc B HopMe.
OTanbl paHHEro pa3BuTus, UHTENNEKT U KOTHUTUBHbIE (DYHKLWM, Kak NpaBuro, B HOpMe

dokarnbHble CEHCOpHble (CRYXOBble) U/UNU KOTHUTUBHbIE (peuenTuBHas adaaus) NpucTynbl sBMsoTCH 06s3aTenbHLIMA AN 3TOrO
cuHapoma. CnyxoBble CEHCOPHble CUMNTOMbI 0BbIYHO COCTOSIT M3 MPOCTLIX HEO(OPMIEHHbIX 3BYKOB (Hanpumep, ryoeHue, XyxkaHue
Tunbl NPUCTYNOB UMW 3BOH) WU — PEXe — CIYXOBbIX UCKAXEHWA (TakuX kak W3MEHEHWEe rPOMKOCTH) MO0 CIOXHbIX 3BYKOB (HanpuMep, onpeaeneHHble
necHu unu romnoca). MkTanbHas peuenTUBHasA (CeHcopHas) adha3usi cOCTOMT M3 HECrmoCOOHOCTM MOHMMATb Pa3rOBOPHYI peyb Mpu
OTCYTCTBUM HapyLUEHWsi CO3HaHW.
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MoryT BO3HMKaTb [OMOMHUTENbHBIE CUMNTOMbI OKANbHOTO MPUCTYNA, BKKYAs W3MEHEHWe 3PeHMs (Mckaxenue nuu/oBbekTos) u
ronoBokpyxeHue. MoryT BO3HUKaTb HapyLLEHWUS CO3HaHWSI U TOHWKO-KIOHWUYECKWUE MPUCTYNbI OT 04aroBbIX 40 GunartepanbHbIX (HacTo BO
CHe). ®okarbHble NPUCTYNbl 663 HapyLLEHWsi CO3HAHWS MOTYT He PaCLIEHMBATLCS Kak NUMenTUYECKIe, NOKa HE HAYHYT MMETb MECTO Apyrie
TUMbI MPUCTYNOB, NO3TOMY BAXHO TLLATENbHO COBpaTh aHAMHE3, YTOBbI BbISIBUTL NPEALIECTBYIOLLME TUMbI IPUCTYNOB.

Y HEKOTOpbIX NALMEHTOB BO3HUKAIOT pethneKTOpHbIe NPUCTYMbl, NPOBOLMPYEMbE 3BYKOM (Hanpumep, TenedoHHbIM 3BOHKOM)

WHTepukTanbHas 33 B Hopme Yy 6OMbLUNHCTBA NaLMeHTOB. ECN BbIABNSETCA NATONOrMYecKasl akTUBHOCTb, TO OHa XapaKkTepuayetcs
04aroBbIMM (0BbIYHO BUCOYHBIMY) OCTPbIMIA BOTHAMI MW CMIaiKaMI; OHM TakKe MOTYT BbITb LUIMPOKO PACMPOCTPaHeHs!. AnunenTudopMHas

Rlarrsie 33T AKTUBHOCTb MOXET NPOBOLMPOBATLCS MMNEPBEHTUNALMEN, fenpuBaLMei CHA U CHOM.
MKTanbHbIe 3anucy perncTpupyrTes peako
Henposuayanu- |Heliposuayanuaaums obblyHo 6€3 0cobeHHOCTEN, HO M3peaKa MOXXHO 0OHapYXMTb CTPYKTYPHYHO MaTonoruio, KoTopas MOXeT Nnexatb B
3auus OCHOBE 3TUONOrWM JAHHOMO CUHAPOMA
OCI B OCHOBHOM BO3HWKAeT criopaguyecku, Xots cemeitHas ACI Takke BCTpeYaeTcst M UMEET ayTOCOMHO-A0MUHAHTHOE HacreaoBaHue
l'eHeTnyeckne |(ADEAF) ¢ HEMOMHOM NeHeTPaHTHOCTbLIO. [laToreHHble BapnaHTbl (Mnu Mukpogeneywm) reHos LGIT (snutemnun) nunu RELN cocTasnsiot
nccnegosanust  [npumepHo 1/2 cnyyaee ADEAF. BapuaHTbl natoreHHbix reHoB MICALT sBnsioTcs Gonee pegkon npuumHoi. Takke cooblyanock o
naToreHHbIx BapuaHTax reHoB DEPDC5, CNTNAP2 n SCN1A
Mcxombl MpUCTYNoOB MOTYT BapbuMpoBaTb OT JIETKMX MPUCTYMOB CO CMOHTAHHOW PEMUCCMEA A0 MPUCTYNOB C  BbIPAXEHHOM
(hapMakopeanCTEHTHOCTbI0. MaLmeHTaM co CTPYKTYPHOMN NaTomnorei MOXHO NPOBOANTL XUPYPrudeckoe neyenne. KymynsTueHas yactota
pemmccuUn MPUCTYNOB Yy Tex, KTO Habniogancs B TeyeHue no kpaiiHen mepe 5 net noapsg, coctasnsana npumepHo 50 % k 30 rogam nocne
TeueHune NOCTaHOBKM AuarHo3a anunencuu.
3abonesanns  |MpeankTopamin He6NaronpUATHOro JONrOCPOYHOrO NPOrHO3a ABNSKOTCS:
— paHHuil Bo3pacT Havana (<10 ner),
— (hokarnbHble KOrHUTUBHBIE MPUCTYNbI 6€3 HAPYLUEHNS CO3HAHWS CO COXHBLIMM CIYXOBbLIMM ranmioLuHaLusamm,
— (pokanbHas anunenTuopmMHast akTUBHOCTb Ha UHTepUKTanbHoi JOI
\Apyaue anunenmuyeckue CUHOPOMb! (CXOOHbIE COCMOSHUS):
— C®3 BO: B 10 Bpems kak cyaopori, coBMecTuMble ¢ JCTT, MoryT Bo3HMKaTb y YenoBeka B cembe ¢ COI BO, ans AnarHOCTUKM CEMEHOM
OCM y Bcex 60MbHbIX B CeMbe A0MKHbI ObITb Cyaoporu, coemecTumMble ¢ OCIT.
Heanunenmuyeckue 3abonesaHusi:
[OuddepeHun-  |— ncuxmyeckne paccTpoiCcTsa; CYXoBbIE ranmoLmHaum nerko otnuumtb o1 ACM no 6onee XpOHUYECKOMY XapakTepy W COXHOCTU

anbHbIN uarHo3

MCUXMYECKMX CMYXOBbIX ransoLuHaLmii;

— 3BOH B ylax: 3TO PacCTPONCTBO PacmpoCTpaHEHO W, Takum 06pa3oM, MOXET CRyyailHO MpUCYTCTBOBATb B CEMbE MaLMeHTa; OT
(hoKanbHbIX CEHCOPHbIX CITYXOBbIX MPUCTYMOB OH OTNMYaETCs 06bI4HO GONbLLEN NPOACIKUTENBHOCTLIO LyMa B yLuax npu 3abonesaHnsx
nepudepuyeckoro oTAena CnyxoBOA CUCTEMbl W HAaNWYMEM APYrUX CUMNTOMOB BO BPEMSI MPUCTYMa, COMPOBOXAAMOLWMWX WKTanbHble

CNYXO0BbIE OLLYLLEHIS!
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Anunencus co cnyxoBbiMu npuctynamu, ICI. Kputepun anarHoctukm

HacTtopaxuBatowume B OTHOLLEHUM
MapameTp 06nA3aTenbHbIe KpUTEpUM Kputepuu nckntoyenms
NpaBMMbHOCTY AnarHo3a NpusHaku
®dokanbHble CEHCOpHbIe CNyXOoBbIle NPUCTYMbI — FeHepanuaoBaHHbIe AnunenTUyeckue
Mpuctynbl u/unu okanbHble KOTHUTUBHBIE NPUCTYMbI C npucTynbl;
peuenTuBHOW adasuei — [pyrue NpucTynbl ¢ pokanbHLIM Havanom
oor l'eHepanu3oBaHHas
aNUNenTUOpPMHas akTUBHOCTb
HeBponoruieckuii OvaroBas naTonor1s npy HeBpomnor- [YMCTBEHHAs OTCTANOCTb OT yMEPEHHON [0
cTatyc 4eckoM ocMoTpe TSKENOW CTeneHu
Henposunayanusauus |Hopma uiu dokansHas kopkosas aucnnasus

9.1.3. CoHHas 2unepmomopHas (2unepkuHemuyeckasi) anunencusi, CI'3 / Sleep related hypermotor (hyperkinetic) epilepsy, SHE
KpaTkas xapakTepucTuka (paHee NpUMeHsIBLUEECS Ha3BaHWe — ayTOCOMHO-AOMWHAHTHas HoYHas nobHas anunencus, ALHND)

Anuaemuonorus

Penkuit CMHAPOM C pacyeTHOM pacrnpoCcTPaHEHHOCTBH) HECEMENHOM (hopMbl cpeau B3pocnoro Hacenenus 1,8—1,9 Ha 100 Tbic. HaceneHus

KnuHnyeckas
kapTuHa

BoapacT gebtoTa npucTynos B OCHOBHOM NPUXOAMUTCS Ha NepBble [Ba [eCATUNETUS XU3HU, Kak NpaBumo, Ha NOAPOCTKOBLIN BodpacT (11—
14 net), Ho konebnetcs oT 2 mec. po 64 net. Hebonbwoe npeobnagaHue Myxckoro nona. HeBpomnornyeckuii cTatyc B HOpPME.
MepuHaTanbHbI aHaMHe3, 3Tanbl Pa3BUTUS W KOTHUTUBHbIE (PYHKLMM 0BbIMHO B Hopme. Coobuianoch 06 YMCTBEHHOM OTCTanocTu u
HepONCUXMaTPUYECKUX LU NOBEAEHUYECKMX PacCTPONCTBaX

Tunbl npucTynos

Habniogatotcs  pokanbHble MOTOPHbIE MPUCTYNbl € CUMbHBIMA  FTMNEPKUHETUYECKUMMU  USTU  aCUMMETPUYHBIMWA - TOHUYECKN-
MWU/BUCTOHUYECKUMM Cya0pOrami, 0ObIYHO C BETrEeTaTUBHBIMU CUMNTOMaMU (TaxMKapamsl, TaXUMHOd, HEPEryNAPHbIN AbIXaTeNbHbIA PUTM),
BOKanu3aumeii u HeraTMBHbLIMM 3MOLMOHANbHBIMY NPOSIBNEHNAMU, TaKUMK Kak cTpax. MoxeT BbITb OTKNOHEHWE FONOBLI W rNaa.

B runepkuHesbl BOBMEKalOTCS MPOKCUMAanbHble YacTW KOHEYHOCTEN UfIu akcwamnbHble MbIlLbl, MPOM3BOAS HEPEryNspHbIe ABUXEHUS
OonbLUO aMnnUTyAbl, TakWe Kak NeAanupoBaHne, ABKEHUS Ta30M, MPbLKKMA, TONYKM Uk packaunBaHue. PokanbHble MOTOPHbIe MPUCTYNbI
MOryT 6biTb Mano3aMeTHbIMW KMMHUYECKM (paHee Ha3blBaNuCh «MapoKCU3ManbHble BO3OYXAEHUA») unu MoryT umeTb Gonee
ONNTENbHYI0 NPOLOMKMTENBHOCTD M 6onee CnoxHyto hopmy (Hanpumep, «3nunenTuyYeckue GnyxaaHusy).

MauueHTbl MOryT onucaThb GOKanbHbI CEHCOPHBIN LU KOTHUTUBHBIA NPUCTYN 4O TOrO, KaK NOSBATCA ABUraTenbHble nposeneHus. Moryt
BO3HMKaTb (hoKanbHble LU ABYCTOPOHHUE TOHWUKO-KIIOHUYECKIE CYA0POrk. XOTS ANs 3TOr0 CUHAPOMA XapakTepHO NosIBNIEHNE NPUCTYNOB
BO CHe, y 27—45 % GOMNbHbIX B KAKOA-TO MOMEHT WX XWU3HUM BO3HWUKAIOT MPUCTYMbI B COCTOSHUM 60APCTBOBaHMA
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[aHHble 33

®oHoBas akTmBHOCTb Ha A3 0BbIuHO 6e3 naTonormyeckux nposienenuin. I 6ogpcTeoBanmus y 6onblunHeTBa (50—90 %) nauueHToB He
MMeET 3nnnenTuOPMHON akTMBHOCTU. Bo BpeMsi cHa MHTepUKTanbHas anunenTUopMHas akTMBHOCTb HabMOAAeTCs BO (hPOHTANbHbIX
oTgenax npumepHo y 50 % naumeHToB.

WktanbHasa 33 MOXeT He OTpaxaTb YeTKUX MKTarbHbIX NaTTepHOB, cofepkaTtb ABuraTenbHble apTedakTbl WU [EeMOHCTPUpoBaTh
pasBUBalOLLNECS Pa3psabl B BUAE OCTPbIX MOTEHLMANOB UMK CNARK-BOMH, PUTMUYHYIO MEAMEHHYI0 aKTUBHOCTb LU Anddy3HOE ynnoLueH1e
¢hoHOBOW pUTMUKM BO (hpOHTaNbHBIX 0TAenax. MoxeT HabnoaaTses NoCTUKTanbHOE hokanbHoe 3ameaneHue. Jlyywnum guarHocTnyeckum
TECTOM ABNAETCA NPOACIKMTENbHbINA BUAE0-O3 -MOHUTOPUHT NN BbISBMEHWS COBLITUIA CO CTEPEOTUMHON CUMMTOMATUKOI BO BPEMS CHA
ns NOATBEPXAEHWUS AMarHo3a, 0coOeHHO B cryyasx 6e3 YETKOM KOPPEensLmMN KNMHNYECKUX COBbITUIA C KAapTUHON Ha MKTanbHO! Q3T .
WHTpakpaHmanbHoe O3l -uccnenoBanue (Hanpumep, ctepeo-33I) nokasano, YTo UKTanbHbIE paspsgbl MOTYT HAYMHATLCS B Pa3NNYHbIX
3KCTpathpoHTaNbHbIX 06MaCTsX (MHCYNOONEPKYNSPHON, BUCOYHOI 1 TEMEHHOI KOpe)

Heiposuayanu-
3auus

Mpw BbLIMOMHEHUN HEWpPOBU3yanu3aLuu o6bIYHO OTCYTCTBYIOT MATONMOTMYECKUE NPOSBREHWS. WHorma oBHapyxuBaeTCs CTpYKTypHas
aHoMarnus rofIoBHOTO Mo3ra, yalye Bcero K[, Ho pexe MOXET UMETb MECTO W NPUOBPETEHHAs CTPYKTYpHast naTonorus

['eHeTuyeckne
“ccnenoBaHus

Otuonorns CI'O moxeT 6bITb FeHeTUYECKOMN, CTPYKTYPHO-reHeTUYEeCKOM L/iu npnobpeTeHHo. CeMeliHblit aHamMHes creayeT TLaTenbHo
cobpatb, HO ero He cregyeT oxuaaThb Npy cnopaguyeckon unn npuobpetenHoit CI. CemeinHas CI'O 0bblvHO HacnegyeTcs o ayTOCOMHO-
[OMWHAHTHOMY TuMy (ayToCOMHO-gOMWHaHTHast CI', ADSHE) c neHeTpaHTHOCTbIO nMpumepHO 70 %. MaToreHHble BapuaHTbl reHOB
obHapyxusatotcs npumepHo B 19 % cnyyaeB ADSHE u B 7 % cnyyaes cnopagmnyeckoi CI'3. T'eHeTnyeckne npuumnHbl ADSHE Bkntovatot
naToreHHble BapuaHTbl B reHax komnnekca GATOR1 (DEPDCS, pexe NPRL2 wnum NPRL3), B reHax cybbeauHuL aLeTUIXONMHOBbIX
peuentopoB (CHRNA4, pexxe CHRNB2 wnn CHRNA2) v B reHe KCNT1 akTuBMpYEMOro HaTpueM KanueBoro kaHana.

Nvuya c BapuaHTamu naToreHHbIx reHoB komnnekca GATOR moryT umets ®KM, 4to MoxeT obnagath 3HayeHneM Ans Bbibopa TaKTUKK
XMPYPrUYecKoro neyveHns anunencuu. fluuya ¢ natoreHHbIMu BapuaHTamu reHa KCNT1 umetot 6onee Tskenyto goopmy CI ¢ yMCTBEHHOI
0TCTanoCTbto, NCUX030M, @ MHOTAA U Perpeccom 1 Gonee BbICOKON NEHETPAHTHOCTLIO B CEMbSIX.

OnwcaHbl pefkre CeMbU C ayTOCOMHO-peleccuBHbIM CI'O, B OHOW CEMbE BbISIBNEHbI NATOrEHHbIE BapuaHThl reHa PRIMAT

TeueHve
3abonesanus

TeveHne CI'O 3aBMCUT OT OCHOBHOW 3TWUOMOMMM. BOMBIUMHCTBO NALMEHTOB MMEWT HOpManbHbI WHTENNEKT W pesynbTaTbl
HelipoBu3yanuaauun n pearupytoT Ha ASM nepeoit NMHUK. BonbHbIE C YMCTBEHHON OTCTaNOCTbI0, HEBPOOTUYECKUMM PACCTPONCTBAMM,
CTPYKTYPHOI NaToNorueil Ha HelipoBrU3yanu3aL i Unu CyooporaMu B COCTOSHUM 604PCTBOBAHMS pexe AOCTUraT YCTONYMBONA PEMUCCUN.
Xupypruyeckoe neveHune aNUNENCUM NPU HEKOTOPBIX 3TUONOMMSX MOXeT ObiTb apEeKTUBHBIM. Haunyywnii pesynbtat HabniogaeTcs,
Korga aTMonor1s NpeAcTaBnseT cobon YETKO OnpeaeneHHy CTPYKTYPHYO natonoruto, ocoberHo OKL tvna b

NudpdepeHum-

anbHbIA AuarHo3

dpyaue anunenmuyeckue CUHOPOMbI;

— ppyrue dokanbHble 3C ¢ NpUCTynami, BO3HUKAKOLUMU NPEUMYLLECTBEHHO BO CHE: OHU HE UMEKT XapaKTEPHBIX MMNEPKUHETUYECKUX
UK aCUMMETPUYHBIX TOHUYECKMX/AMCTOHNYECKUX Cyaopor, Habnoaaembix npu CI'3;

— C®3 BO: B T0 Bpems kak cygoporu, coBmecTumble ¢ CI'D, MoryT Bo3HMKaTh y nauueHTa u3 cembk ¢ COI BO, cemenHas CI'O otnnyaeTcs
ot CO3 BO teMm, 4To y Bcex 60MbHbIX B CEMbE €CTb CYA0POrM, COBMECTUMBIE ¢ CI3.
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Heanunenmuyeckue 3abonesanus:

— napacoMHum B hase meaneHHoro cHa (N-REM): naumenTam ¢ CI'O moxeT 6biTb OWKMOOYHO NOCTABMEH AMArHO3 NapacoMHWM, YacTo
3a HEKOTOpOoe BpeMsi A0 TOro, kak OyaeT pacnosHaHa snunencusi; npuctynbl npu CIO, kak npaBuno, KopoTkie (<2 MUH), C BHe3anHbIM
Ha4anom Uy OKOHYaHWEM, UMEIOT CTEPEOTUMHbIE ABUraTENbHbIE OCODEHHOCTM OT NPUCTYNa K MPUCTYMY W MOTYT BO3HWUKATb KaXayto HOYb
C KInacTepamu B TeYeHWe HouM (0T Havana CHa 40 paHHEro yTpa); BO BPEMS MPUCTYNa 4acTo COXPaHAETCs CO3HaHWe; napacoMHuu 6onee
npoLomkuUTenbHbI (>10 MUH), UMetoT BapuabenbHble YepTbl OT ANM30Aa K ANU30LY N MEHEe YacTbl, YaCTO eAMHNYHBI HOYBHO U BbIpaXEHbI
yepes 1-2 4 nocne 3acbinaHus; NauMeHT COUT C TONKY BO BPEMS aNN304a 1 BNOCNEACTBIUN €r0 He MOMHMUT;

— paccTpoMCTBO NoBeAeHUA B ¢hase GbICTPOro cHa: 3T0 NapacoMHus B case GbICTPOro cHa, koTopas 0BbI4HO HauMHaeTcs B bonee
nosaHem BospacTe (>50 neT); rMnepkUHeTUYECKNEe ABUKEHUS He CTEPEOTUMHBI U COOTBETCTBYIOT SPKOMY CHOBMAEHMIO;

— McuXoreHHble Heanunentuyeckue npuctynbl (MHOM): nauveHtam ¢ CI'3 MoxeT 6biTb owwboyHO nocTaeneH awarHo3d MHIM,
MOCKOIbKY OH MOTYT COXPaHATb CO3HaHWE BO BPEMS MPUCTYMOB, a UkTanbHas I MOXET He COAepxKaTh YETKUX MKTambHbIX NAaTTEPHOB;
CI'3 moxHo oTnnunTb oT MHAC No CTEPEOTUNHBIM MUNEPKUHETUYECKUM ABVKEHUAM, KPATKOCTU 1 TPYNMMPOBKE NPUCTYMOB B TEYEHWE HOUM
Ha hoHe CHa, Toraa kak cobbiTisi MTHOM MeHee cTepeoTUNHbI M BO3HWKAIOT BO BpEMS GOAPCTBOBaHUA

CoHHas runepmoTopHas (runepkuHeTvyeckasn) anunencus, CIN3. Kputepun guarHoctukm

HacTtopaxuBatowme B OTHOLLEHUN
Mapametp 06nA3aTenbHbIe KpUTepun Kputepuu ncknroyeHms
NpaBunbHOCTYW AnarHo3a NpusHaku
KpaTkoBpemeHHble (hokanbHble MOTOPHBbIE [TTPUCTYMbI NPEUMYLLECTBEHHO B COCTOSIHUM 6oApcT- |— MpucTynbl TONbKO BO Bpems 6oap-
MPUCTYNbI C TUNEPKUHETUYECKUMU LU |BOBAHMA CTBOBaHMS;
MpucTynbl aCMMMETPUYHBIMM TOHUKO-ANCTOHNYECKM- — reHepanu3oBaHHbIe ANUMenTu4ec-
MU NPOSIBNEHNSIMU, BO3HUKAIOLLME NPENMY- Kue npucTynbl
LLECTBEHHO BO CHe
— YacTas anunenTudopmHas akTMBHOCTb 3a npepge-
Q3r namu )poHTanbHbIX OTAENOB;
— reHepan13oBaHHas anUNenTUOPMHas aKTUBHOCTb
Bospacr gebtota <10 net unn >20 net <2 mec. unu >64 net
Passutue B YMCTBEHHAst OTCTanoCTb OT YMEPEHHOW O TsKenon
nebtote CTENneHM
Hesponoruyeckuin Oyarosas naTonor1s npy HEBPOOTUYECKOM OCMOTPE
cTatyc
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9.1.4. CemeliHas ¢hokanbHas anunencusi ¢ eapuabenbHbiMu o4yazamu, CO3 BO / Familial focal epilepsy with variable foci, FFEVF

KpaTkas xapakTepucTuka

Anugemuonorus

3AnuoemMmnonornyeckux UCCneaoBaHmii pacnpoOCTPAHEHHOCTM 3TOTO CUHAPOMA HE NPOBOAMNOCk. CUHAPOM CUUTAETCS PeaKUM

KnnHuyeckas
KapTuHa

Bospact Hayana npucTynos 06bI4HO NPUXOANTCS Ha NepBOe-BTOpPoe AecATuneTue (nuk 12—13,5 roga), Ho UMEET LUMPOKWIA AanasoH faxe
B OZJHOM W TOW Xe ceMbe, 0T 1 Mec. Ao 52 neT. MNpeobnaaaque nona He 3aperucTpupoBaHo. BHyTpuyTpobHOE pa3suTie, MHTpaHaTanbHbIN
1 HeoHaTanbHbIl aHamHe3 06blyHO 6€3 naTomoruu. HeBponoruyeckuit ctaTtyc B HOopMe. JTanbl paHHEro pasBUTWS, MHTENNEKT W
KOTHUTWBHblE (DYHKLUMM, KaK NpaBumo, B HOPME, XOTS1 COO6LLanoch O MEerkol yMCTBEHHOW OTCTAnOCTM W MCUXOHEBPONMOTUYECKMX
0COOEHHOCTSIX, BKItOYast pacCTPOMCTBA ayTMCTMYECKOTO CeKTpa 1 NOBEAEHYECKUE PacCTpoiicTBa

Tunbl npucTynos

BosHukatoT hokanbHble MPUCTYNbI ¢ CeMUONOruei, 3aBuUCsLLEN OT BOBREYEHHON cokanbHon ceTu. Kaxabiin 6onbHOI B ceMbe 00bIMHO
MMEET OAMH TUN (hoKanbHbIX NpunagkoB. OnucaHbl 04aroBble MOTOPHbIE, CEHCOPHbIE, BErETATUBHbIE UMW KOTHUTUBHbIE NPUCTYMbl. OHU
MOryT BO3HWKaTb BO BpeMs CHa, 60ApCTBOBaHNS unu Toro v gpyroro. MoryT nosensTscs 6unareparbHble TOHUKO-KIOHMYECKe CyA0pOrk

®oHoBas putMuka Ha O3l B Hopme. Ha uHTepukTanbHoOM 33 00bIYHO BbISBASETCS O4aroBas anunenTuopMHas akTMBHOCTb (BO
(PpOHTanNbHbIX, BACOUHbIX, LIEHTPANbHO-TEMEHHBIX OTAENAX Yalle, YeM B 3aTblNOYHbIX). Y KaXaoro 60MbHOr0 YneHa cemMby AaHHbIN OKyC

anbHbIN guarHos

fanteie 33 0CTaeTCs HEN3MEHHBIM C TEYEHNEM BPEMEHN. InunenTudopmMHas akTMBHOCTb YCUIMBAETCS NpY AeNpUBaLIMK CHa U BO CHe.
WkranbHas O3 aemMoHCTpUpyeT dhoKanbHble UKTanbHbIe NaTTEPHbI, CBA3AHHBLIE C BOBMEYEHHOI (hOKaNbHOM CeTbio
Hewposuayanu- |HelipoBuayanuaaums MoXeT ObiTb HOpManbHOM uiu MoxeT nokasatb @K (oHa MoxXeT 6biTb Mano3ameTHOM)
3auus
Otnonorna CO3 BO MoxXeT BbiTb reHeTMYeCKOW Wnu CTPYKTYpHO-reHeTuyeckoin ¢ conyTctBylowMm @K (0bbiiHo ®KI 1l Tuna).
[eHeTnyeckne |HacnepoBaHue ayTOCOMHO-AOMMHAHTHOE C HEMOSHOW NEHETPaHTHOCTLI. Bbin MAEHTUMLMPOBAHLI NAaTOreHHbIE BapWaHTbl reHOB
uccnenosanns |DEPDC5, NPRL2 v NPRL3.
Kputepusim 3T0ro CHAPOMA COOTBETCTBYHOT HEKOTOPLIE CEMbM C MATOreHHbIMM BapuaHTamu reHoB TSC1 unu TSC2
TeyeHune B OonblmHcTBE crnyyaeB npucTynbl pearvpytoT Ha AOJ[, ogHako ypoBeHb ¢hapMaKkope3UCTeHTHOcTH MoxeT gocturath 30 %.
3abornesanus  [Xupypruyeckoe BMELIATENLCTBO B OTAEMbHBIX CyYasix MOXKET BbiTb 3(hEKTUBHBLIM 1 NPUBECTY K NOMHON PEMUCCUN NPUCTYNOB
\dpyaue anunenmuyeckue CUHOPOMbI:
— C MBO3: 115 91010 CHAPOMA Y BCeX 60MbHBIX B CeMbe A0IKHbI ObITb Cyaopory, coBmecTuMble ¢ MBJ;
[OudbdepeHumn-  (— cemeitHas SCI: ons atoro cuHapoma y Beex 60MbHbIX B CeMbe A0MKHbI ObITb Cyaoporn, comecTumble ¢ ACI;

— cemeitHas C'3: B T0 Bpemsl kak HOYHbIe NPUCTYMbI, COBMECTUMBIE ¢ CI 9, pacnpocTpaHeHb! y nauneHToB B cemMbsix ¢ COI BO, ans atoro
cuHApoma Bce GonbHbIE B CeMbe JOMKHbI UIMETb NPUCTYNbI, cOBMecTUMble ¢ CI'9; npeobnapganue npuctynos Bo Bpemst 60ApCTBOBaHNS

Takxe ABNSETCA NOME3HbIM AN AnddepeHynanbHoro gnardosa mexay Ce3 BO u Crd
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CeMeitHas pokanbHas anunencus ¢ BapuabenbHbiMm ovaramn, CO3 BO. Kputepum anarHoctmku

Hacropa)KMBanomMe B OTHOLLEHUU

MapameTp 06n3aTenbHbIe KpUTepumn Kputepun nckntoyeHms
NpaBUNbLHOCTY AnarHo3a Npu3Haku
MovcTynsi Mpuctynel ¢ hokanbHbIM Ha4Yanom [eHepanu3oBaHHbIE ANUNEeNTUYECKue
npucTynbl
331 [eHepanu3oBaHHas anunenTudopmHas
aKTMBHOCTb
Bospacr gebrota [le6ioT B HeOHaTanbLHOM nepuose

PasButue B feblote

YMCTBEHHast 0TCTaNoCTb OT YMEPEH-
HOM [0 rnybokon cTenexm

Hesponoruyeckuit OvaroBas naTonorus Npu HeBpoNornyec-

cTatyc KOM 0CMOTpe

Heitposuayanusauus {Hopma unu ®KQ

leHeTHyeckme n CeMmelfHblit aHaMHe3 Nl ¢ hoKanbHbIMM Npu- CeMmeitHblit aHaMHe3 hoKanbHbIX Npu-
npoune CTyNnamu, BO3HUKaOLLMMK 3 obracTeii Kopbl, CTYNOB, BO3HUKAIOLLWX UCKIIOYUTENBHO
uccnenoBsaHus KOTOpble pa3nM4yarTCs Y YNEeHOB CEMbH B Bo3pacte Ao 20 mec.

OTnuyuUTeNnbHbIE 0COGEHHOCTM CMHAPOMOB (HOKAaNLHON ANMNENCUM C FeHETUYECKOW, CTPYKTYPHOI UNN CTPYKTYPHO-FeHETUYECKOW ITUONOTnei

CuHgpom BosneuenHbie Bospacr Knununka WHtepuktanbHas 33 Hevposusyany-
reHbl Havyana 3auus

CemeitHass me3uanbHasa |[DEPDCS MoapocTkoBbIN [Kak npaBuno, gokanbHele npuctynbl [OoHOBas pUTMMKa Ha WHTepuK- [Hopma, peako aTpo-
BUCOYHas anunencus, C|(MeHAeneBckoe  |u/u B3pOCMbIM  [C COXpPaHEHWEM CO3HaHMS, WHTEH-|TanbHoi O3I 06blYHO B HOpMeE |pus  runnokamna
MB3 (aHrn.  familial |Hacnegosanue CWBHbIM AeXaBK 1 COMYTCTBYIO- MMM C  FErKUM  BPEMEHHbIM |uu MOBbILIEHNE
mesial temporal lobe [BcTpeyaeTcs WMMN MPU3HAKaMK, Hanpumep CHO-|3amefneHuem. WHoroa Moxet|curHana T2
epilepsy, FMTLE) peako, 06bI4HO BUAEHWUAIMM, CTPAXOM WNK MaHUKOM, |ObITb anunenTugopmHas

CroxHoe 3amenfieHHbIMU ABWKEHWNSIMU, BU3Y- [aKTUBHOCTb B BMCOYHbIX

HacnegoBaHue) anbHbIMW WK CRYXOBbLIMW WAMO3US- [0TAenax

MW 11 BereTaTUBHbIMM NPOSIBNIEHNSIMI
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Onunencus  co cnyxo-|LGI1, RELN, Bropoe unu CnyxoBble CEHCOpHble NpUCTYMbl,  (POHOBAs puUTMUKA Ha MHTEpUK- |OBbI4HO B HOpME,
BbiMu npuctynamu, ACM [MICAL1 TpeTbe KOrHUTMBHbIE MPUCTYMbI C CeHcop-|TanbHoi O3 0BbIYHO B HOpME. |X0TS coobLianock o
(anrn.  epilepsy  with necatunetve  [HoM acbasmen Moxetr ~ 6bITb  hokanbHas [3agHeBucouHoi PKL
auditory features, EAF) DKU3HN 3NUNenTUgOpMHas aKkTUBHOCTb

(06bI4HO B BUCOUHbIX OTAENax)
ConHas runepmotopHasi |DEPDCS, Bropoe KpaTkoBpemMeHHble  runepkMHeTH- |(PoHOBas puTMMKa Ha uHTepuk-|Hopma, OKO umu
(runepkuHeTMYeCKas) CHRNA4, necatuneTe  [Yeckue USTU acUMMETPUYHbIE TOHM-|TanbHoin QI 06bI4HO B HOpME. [MpuobpeTeHHas
anunencus, CIMI (aHrn.|CHRNAZ, KW3HM yeckue/ AMCTOHNYeckue MOTOpHblE |MoxeT — ObiTb  ¢poKanbHas |CTPYKTypHas —naTo-
sleep related hypermotor|CHRNBZ2, NpUCTYMbl BO BpEMS CHA 3NUNenTUdOpPMHas aKTUBHOCTb |nOrus
(hyperkinetic)  epilepsy, |[KCNT1, NPRL2, (0Bbbl4HO  BO  (PPOHTANbHbIX
SHE) NPRL3, PRIMA1 oTAenax)
CewmeitHas  dokanbHas |[DEPDC5, NPRL2, |Mepsoe unu ®okarnbHble NPUCTYNbI, cUMNTOMaTH- [POHOBasi pUTMUKA Ha MHTEpUK- |Hopma unu OK[
anunencus ¢ Bapua- |[NPRL3; TSC1, |BTOpoe ka KOTOpbIX 3aBUCKT OT siBNstioLLeCs [TanbHO AT 06bIYHO B HOPME.
6enbHbIMM ovaramu, | TSC2 necatuneTve  [oyarom nopaxeHHoi obnactu kopbl, |MoxeT  6biTb  pokanbHas
C®3 BO (aHrn. familial KU3HN HO OHa MNOCTOSIHHA Y [aHHOrO [3aNWUNenTU(OPMHAs aKTUBHOCTb
focal  epilepsy  with naumeHTa

variable foci, FFEVF)

9.2. MesuanbHas 8ucoyHasi anunencusi ¢ 2unnokamnanbHbIM ckineposom, MB3 I'C / Mesial temporal lobe epilepsy with hippocampal sclerosis, MTLE-HS
Kpatkas xapaktepucTuka

Anugemuonorus

MonynsAUMOHHBIX 3nuaemMuonornyeckux uccnegosaruini MBO 'C HemHoro. BOMbLUMHCTBO NPOBOANTCS B MEAULMHCKNX LIEHTPAX TPETUYHOTO
YPOBHS (HanpuMep, XUPYpruM 3numencun), CneLmanuavupylowmnxcs Ha nauueHtax C (papMakopeswuCTeHTHOCTbIo. B ogHom 13
NonynSLMOHHBIX UCCMeA0BaHMIA pacnpoCTPaHEHHOCTb BUCOYHOM anunencum bbina paccuntana kak 1,7 cnyyas Ha 1 Tbic. Yenosek. Mo
OLieHKaM, pacnpocTpaHeHHOCTb hapmakopesucteHTHo MBO I'C HamHoro Hxe — 0,51—0,66 cnyyas Ha 1 TbIC. YenoBeK, C pacyeTHoM
3abonesaemoctbio 3,1-3,4 cnyyas Ha 100 TbiC. YeNOBEK B rof

KnuHuyeckas
kapTuHa

BospacT Hayana npuctynoB 0BbIMHO OTHOCMTCS K MOLPOCTKOBOMY W MOMOZOMY B3pOCHIOMY Mepuofam, XoTs coobliaetcs u o 6onee
Mo3aHEM UNU paHHeM Havarne. FeHgepHoro npeobnafatus HeT. BHyTpuyTpo6HOe pa3suTie, MHTpaHaTaNbHbI U HEOHATANbHbIA aHaMHe3
06bI4HO 63 natororuu. HeBponornyeckiit CTaTyc B HOpMe, XOTs Ha KOHTpanaTeparbHOM CTOPOHE MOXHO OTMETUTb CHUKEHWUE ABUKEHNN
NULEBOI MyckynaTypbl. B aHamHe3e MoryT GbiTb (heGpunbHble CyAOpPOrV B paHHEM [eTCTBE (AnuTenbHble (ebpuibHbIE Cyaoporu B
[ETCKOM BO3pacTe MOryT Bbl3BaTb rMNnokaMnanbHbIil Cknepos). ATambl paHHero passuTHs B Npeaenax Hopmbl.
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PacnosHaeTcs koMOpPOMAHOCT KOTHUTUBHBIX (DYHKUNA:
— neduumT 3puTenbHOI| NamaTy, ca3aHHbIn ¢ MBS 'C, nopaxatollemM HeJOMUHAHTHYIO BUCOYHYIO [OMH;
— necuumt BepbanbHOM namsTi, CBA3aHHbIA ¢ MBD 'C, nopaxatoLiem JOMUHAHTHYH (00bI4HO NEBYIO) BUCOUHYIO JOMI0

Tunbl NpucTynoBs

®okanbHble NPUCTYNbI C COXPAHEHNEM L/IU HAPYLLEHWEM CO3HAHWS MPOUCXOASAT C CEMUOMOTMYECKAMM NPU3HAKAMM, OTHOCSLUMMUCS K
MeauanbHbIM CETAM BUCOUHBIX foneit. PokanbHble NPUCTYNbI C COXPAHEHHBIM CO3HAHWEM MOTYT ObITb:

— CEHCOPHbIMU (Hanpumep, 0BOHATENbHbIE, BKYCOBbIE);

— BereTaTMBHbIMM (HanpuMep, CUNbHbIE OLLYLLEHUS B 3NUracTpuu, AUCKOMKOPT B XWBOTE, TOLIHOTA, NO3bIBbI HA PBOTY, BNeaHoCTb,
NPUNMBbLI KPOBU K ML, Taxmkapans);

— KOTHUTUBHBLIMU (HaNpuUMep, AeXaBto, XaMeBio) U AMOLIMOHaNbHLIMK (HanpuUMep, CTpax).

®okanbHble NPUCTYMbI C COXPAHEHHBIM CO3HAHUEM MOTYT ObITb €AUHCTBEHHBIM HAYaNbHbIM TUMOM MPUCTYMOB, MOTYT HE Pacno3HaBaTbCs
kaK NpUCTYMbl 1 BO3HWKATb B TEYEHME HEKOTOPOro BPEMEHM [0 TOro, kak OyAeT noctaBneH AnarHo3 anunencum.

Mpn chokanbHbIX MpUCTYNax C HapylleHWeM Co3HaHusi 0ObluHO HabntopaeTcs 3apepkka nosefenus (behaviour arrest) u yacto —
aBTOMAaTN3Mbl, KOTOPbIE MOTYT BbITh OPanbHbIMK (KEBAHME, NPUYMOKUBaHIE rybamu, rnoTaHue), ronocoBbIMI (PeUb, NPU HEAOMUHAHTHOM
MB3 'C) unn XecTUKyNALMOHHBIMKA. ABTOMATU3Mbl BEPXHUX KOHEYHOCTEW MOryT ObiTb OAHOCTOPOHHUMW U MOTYT naTepanuanpoBaTb
npunagok B uncunatepanbHoe nonywapne. MoxeT pasBuTbCH KOHTpanaTepanbHas AMCTOHUS BEPXHWUX KOHEYHOCTER. BO3MOXHBI
NOBOPOT rONOBbI W [Na3 (afBepcus) B KOHTpanaTepanbHylo CTOPOHY, XOTS Y HEKOTOPbIX NaLMEeHTOB MOXET ObliTb NePBOHAYabHO NOBOPOT
B UncunaTtepanbHyto CTOPOHY, a Aarnee — B KOHTpanateparnbHyto. Peub MoxeT ObiTb cOXpaHeHa npu npuctynax HegomuHanTHoro MBS 'C,
1 HaobopoT, acha3na yacTo BcTpeyaetcs npu aommHanTHOM MBO 'C. MpucTynbl pa3BnBaloTCS NOCTENEHHO N ANATCSA 06bIYHO 1—5 MUH,
X0T$ (hoKanbHbIE NPUCTYMbI C COXPaHHBIM CO3HAHNEM MOTYT ObITb KOpoye.

Mocne dokanbHbIX NPUCTYNOB C HAPYLLEHWMEM CO3HAHWS Y NaLMeHTOB MOXET HabnioaaTbCs CNyTaHHOCTb CO3HaHWS, NPoAOIKalLLascs
HECKONBKO MUHYT. MpUCTYNbI MOTYT MPOrpeccupoBaTh OT (oKamnbHbIX 40 BunatepanbHbIX TOHUKO-KMOHUYECKMX CYLOPOr, a Takke MoryT
ObITb KOHTpanareparbHble (MULO BOBMEeYeHO B GOMbLLER CTeNeH, YeM pyKka W Hora) KNOHUYecKue NoaeprBaHus U NOBOPOTbI FOMOBb
nepeA NepexoAoM oT (okanbHON k BunatepanbHON TOHUKO-KNOHUYecko ase.

OyaroBble KOTHUTUBHbIE, 3MOLIMOHANBHbIE, BETETaTUBHbIE U CEHCOPHbIE MPUCTYMbI TAKKE MOrYT BO3HMKATb B APYrMX CETSX MO3ra, OfHaKO
HayanbHble CUMNTOMbI W MPWU3HAKWM BO BPeMs MPOrpeccupoBaHNs MpUCTyna W B MOCTUKTanbHOM nepuoge pasnuuaiotcd. Cnepyiolime
HayanbHble CYMNTOMbI U MPU3HAKM YKA3bIBAIOT HA HAYano NpUCTyna B MO3roBbIX CETSX, OTANYHbIX OT TEX, YTO BO3HUKAIOT B ME3UambHON
BMCOYHON obnacTu:

— KMOHWYeCKMe UNW AUCTOHUYECKUE NPOSBNEHNS, TMNEPKUHETUYECKas akTUBHOCTb;

— OMCKOMCPOPT B rOpie, COMaTUUYECKUE CEHCOPHBIE CUMNTOMbI, 3pUTENbHBIE CUMMTOMbI, CIIyXOBbIE CUMNTOMbI M CMEX.

Takum obpasom, gns MBI TC Haubonee XapakTepHbl HEMOTOPHble (hOKanbHbIe MPUNagkM B COYETaHUM C uncunatepanbHbIMu
aBTOMaTU3MaMM, KOHTpanaTepanbHOi ANCTOHNEN W KOHTpanaTepanbHoi apBepcuei
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[laHHble O3

®oHoBas akTMBHOCTL JI 6€3 NaTonornyeckux NpPOSBNEHUA, UK MOXET NPOSBNATLCS (DOKanbHOe 3amMefnieHue B BUCOYHOI 0bnactu
(obnacrsx). ®okanbHoe 3ameaneHne MoxeT ObiTb YCUNEHO MUNEPBEHTUNALMEN.

XapakTepHa anunenTUOPMHAA aKTUBHOCTb BO (OPOHTaNbHbIX 1 CPEAHEBMCOYHBIX OTAENAX, KOTOpas YacTo yCMnuBaeTcs BO Bpems
cHa. TaKke MOXeT NpuUCyTCTBOBAaTb BpEMEHHas PUTMUYECKas AenbTa-aKTUBHOCTb. JNUMENnTU(POPMHA aKTUBHOCTb MOXET MHOraa
NPOBOLMPOBaTLCS rMnepBeHTUNAUMen. OHa MOXET ObITb ABYCTOPOHHEN W HE3ABUCUMOI N BrnaTepanbHO-CUHXPOHHOM.

UkranbHaa O3l 06bl4HO HauMHAETCs C (DOKANbHOMO 3NEeKTPOAeKPEMEHTA M HWU3KOAMMIMTYAHOA ObICTPO aKTUBHOCTM, 3aMeHsIoLEN
HopManbHyl OHOBYI0 akTMBHOCTL Ha I3, OHa Aanee pasBuUBaeTCH B PUTMUYECKYID anbga- unu TeTa-aKTMBHOCTb BO (OPOHTAmbHO-
BMCOYHbIX OTZenax, C HaNoXeHHbIMI Cnankamu Unu cnaink-sonHaMn unu 6e3 Hux. MepBble KMMHUYECKe CUMNTOMBI UM NPU3HAKN MOTyT
npeaLwecTBOBaTh NOSBNEHNI0 NOBEPXHOCTHONO MKTamnbHOMo putma Ha J3r.

O6bIYHO HabntofaeTCcs NOCTUKTaNbHOE UNcUnaTepanbHoe 3aMeaneHme

HeitpoBuayanns
aums

Cknepo3 runnokamna XapakTepusyetcsi YMeHbLUeHHbIM O0O6bEeMOM runnokamna (nyylle BCEro BMAHBIM HA  KOPOHAMbHbIX
NOArOTOBNEHHbIX HaMarHWuMBaHWEM BbICTPbIX TPAAMEHTHbIX 3X0-, UnK T1-B3BELIEHHbIX NOCNEAOBATENBHOCTSX NOA NPAMbBIM YoM K
ANWHHO OCK TUMNOKaMna) C NOBbILWEHHON MHTEHCUBHOCTLIO CMrHana r1nnokamna (nyJlue Bcero BugHO Ha T2-nocnesoBaTenbHoOCTSX U
MOCNeA0BaTENbHOCTSX MPU BOCCTAHOBNEHMM MHBEPCUM C ocnabneHnem curHana ot ceobogHom xuakocTu (aHrn. fluid-attenuated inversion
recovery, FLAIR). 311 n3ameHeHust 4acto 0603Ha4alnTCst TEPMUHOM «Me3narnbHblit TeMMopanbHbIi ckneposy (MTC).

[lo 15 % nauueHToB MOTyT UMETb rMNMoKaMnanbHbIA CKNepos, COCYLLECTBYIOLMA C APYrON CTPYKTYPHOM naTonorien, Takoit kak @KL i
npuobpeTeHHble NaTonorni («ABONHasA natonorus»). MoaTomy cnegyeT TWaTenbHO U3yyaTh Takue nopaxeHusl. BosnukHoenne OKI ¢
runnokamnanbHbIM cknepo3om B knaccudmkaumm ILAE knaccudmympyetcs kak ®KI tvna llla. 310 moxeT ObiTh CBA3aHO ¢ 6onee paHHUM
Ha4anom npucTynoB B JETCKOM BO3pacTe W TpebyeT ocoboi TiLaTenbHOCTU NPy NpefonepaLyuoHHoM obcresoBaHui Ans onpeaeneHus
NepBMYHOTO 0Yara, BbI3BaBLUEO AMUMENCUI0

[eHeTn4eckume
ncenefoBanust

MB3 I'C npenmyLecTBEHHO SBASETCS NpUobpeTeHHOI NaTonorueit, No3TOMY reHeTMYeckie UccneaoBaHus nokasaHbl He yacTo. Cknepo3
runnokamna MoryT Bbi3BaTb NPOAOMXMTENbHbIE Cynopory, B T.M. ebpunbHble. [103TOMY reHeTUdeckue anumnencum, Kotopble
COnpoBOXAalnTC ¢hedpuUnbHLIMU CyaoporamMu, 0COBEHHO ecniv OHW ANWUTenbHble (HanpuMep, cvHApOM [lpaBe unK reHeTudeckas
anunencus ¢ hebpunbHLIMK CyA0POraMu1 NIOC, SNUNENTUYECKNE CUHAPOMbI, CBA3aHHbIe ¢ natonoruamu reHos SCN1A unu SCN1B), moryt
npegpacnonaratb k pa3sutuio y nauneHta MB3-I'C. ObHapyxeHWe OfHOM 13 3TUX MyTauuil MOXeT MOBAWATL Ha TaKTUKY Tepanuu ans
yNyyLeHUs KOHTPONS Haf Cyaoporam (Hanpumep, ¢ y4eToM BO3MOXHOCTU YCyrybneHns CyaopoXHbIX MPUCTYNOB HA )OHE NPUMEHEHNS
AQI, GnokupylowmMx HaTpueBble KaHambl). BbisiBNEHWe reHeTnyeckoi 3TMONOrMW He 0Ds3aTenbHO SBRSETCS MPOTUBOMOKAa3aHWeM K
XMPYPrYECKOMy NEYEHNIO AMUNENCN y NaLMeHTOB ¢ papMaKkopesnNCTEHTHOCTbIO, HO MOXET AaTb MHGOPMALMIO AN KOHCYNbTUPOBaHUS

TeueHve
3aboneBaHus

MB3-IC yacTo xapaktepuayeTcs (hapMakope3uCTeHTHOCTbHO.
Xupypruyeckoe reyYeHMe SMUNMENCUM  HEKOTOPbIX 3TUOMOMMA  MOXET  TpaHC(OPMMpOBaTb  UCXOL OT  HEKOHTPONMpYEMbIX
(hapMaKope3nCTEHTHbIX MPUCTYNOB K MONHOW PeMUCCUM anunencuu. Haunydwwii pesynbTaT XMpYyprudyeckoro BMeLLaTenbCcTBa

HabnloaaeTcs, koraa CTPYKTYpHas MaTonorus XopoLUO OnpeaenseTcs Ha M306paxeHnsax

107



[udpdepeHuu-
anbHbIi
anarHos

Apyaue anunenmuyeckue CUHOPOMbI:

— MBJ no npnynHam, OTAMYHBIM OT rMNNoKamMnanbHOro ckneposa: npumepsbl BkntovaT @KL u reHeTyeckue npuynkbl (cm. C MBJ);

— BHEBUCOYHbIE MPUCTYNbI, KOTOPblE PACMPOCTPAHSIOTCA Ha MeanarnbHble CeTU BUCOYHbIX JoMell, 0cOBeHHO U3 opbuTOdPOHTamNbHON
KOpbl 1 OCTPOBKOBO-ONEPKYNAPHON 06M1acTy, a Takke U3 3aThINOYHBIX UMK TEMEHHbIX JONENA.

CX00Hble COCMOSHUSI:

— BUPYCHbIA (Hanpumep, repnecBupycHbIil) 1 ayTOMMMYHHbI TMMOBUYECKMIA IHLedhanuT MOryT NPOsBNATLCS CYA0POramMit C BUCOYHON
CMMNTOMATMKOM, HO BNOCNEACTBMM Y NaLMEHTOB Pa3BMBaETCA OCTpas WM NoA0CTpas aHuedanonatus.

Heanunenmuyeckue 3abonesanus:

— HeanMnenTUYecKne NPUCTYMbl MOXET BbiTb TPYAHO oTAMuMTbL oT MB3, Korga oHu He NporpeccupyroT 40 HapyLIEHUst CO3HAHUS Un
nBUraTenbHbIX NPOSBNEHNIA, NOCKOMbKY noBepxHocTHas Q3 MOXeT BbiTb HOpManbHON BO BpeMst POKambHbIX MPUCTYNOB C COXPaHEHNEM
CO3HaHW4, a cryyainHble aHoManuy runnokamna (Hanpumep, aCUMMETPUS B pasmepax) Hepeaku; npobnema ycyrybnsercs Tem, 4To Tpesora

11 PacCcTpOICTBA HACTPOEHUS SIBASIKOTCS YaCTbIMU COMYTCTBYIOLUMMU COCTOSHUAMM Y nauueHTos ¢ MBI

Me3nanbHas BUCOYHas anunencus ¢ runnokamnanbHbIM cknepo3om, MB3 I'C. Kputepum anarHoctukm

HacTtopaxuBatowme B OTHOLLEHWM Kputepum
MNapameTp 06s3aTenbHbIe KpUTepumn
NpaBUNbLHOCTY AMarHo3a NpuaHaku MCKIIOYeHUs!
®dokanbHble NpUCTYNbl C CoXpaHeHueM [HayanbHas cuMnToMaTika, OTHOCSLLAACS K CeTsM, OTAMYHbIM OT |[eHepann3oBaHHble
MocTyn Unu HapyWIEHNEM CO3HaHWS C HavanbHO [Me3narnbHbIX BUCOYHbIX (HAanpUMEP, KNOHUYECKNE MU AUCTOHUYEC- |SNUNenTUYECKUE NpK-
CUMMTOMATUKOM, OTHOCALLENACS K Meau- [Kue OABUKEHWs, AUCKOMGOPT B ropre, COMaToCEHCOPHbIE CUMMTOMBI, [CTYMbI
anbHbIM CETSIM BUCOYHbIX Jonei 3pUTENBHbLIE CUMMTOMBI, CITyXOBbIE CUMNTOMbI, CMEX)
— CTolKkoe OTCYTCTBWE 3NMNENTU(POPMHON aKTUBHOCTM B BMCOY-
HbIX OTAenax, Aaxe Ha NOBTOPHbIX A3T;
— BbICOKOAMMIUTYAHbIE LiEHTPanbHO-TeMNopanbHble Cranku ¢
93r TOPU30HTANbHLIM AUNONEM;
— VHTEpUKTaNbHas 3NUNenTUOPMHast aKTUBHOCTb U (hokanbHoe
3amefneHne BHe BUCOYHbIX OTeNOB;
— reHepanu3oBaHHas dNNNENTUOPMHasH aKTUBHOCTb
Bospacr gebrota <2 net
Passutie B YMCTBEHHAs OTCTANOCTb OT YMEPEHHOI 10 TSHKENON CTENeHU
neboTe
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HeBpOJ'IOI'VI‘-IECKVIVI Ovarogas HeBponornyeckaa CMMNTOMaTUKa, Takaa Kak remmnapes

craryc (McKnioYas NMLEBYD aCUMMETPUIO)
Henposunayanu- Cknepo3 runnokamna (0AHOCTOPOHHMIA
3auus WNW OBYCTOPOHHUI) Ha MPT

10. Kom6buHMpoBaHHbIe reHepann3oBaHHbIe U hokanbHbIe anunenTuyeckne cuHapombl / Combined generalized and focal epilepsy syndromes.
dnunencus ¢ MHAYLMPOBaHHbIMK YTeHuem npuctynamm, 3 UYN / Epilepsy with reading-induced seizures, EWRIS
Kpatkas xapakrepucrtuka

Onuaemuonorus (Peakuin anunenTYecKuii CUHAPOM, NOITOMY UCTUHHAS 3ab0NeBaemMoCTb HEN3BECTHA
KnnHndeckas Bospact Havana 06bI4HO OTHOCUTCS K NO3LHEMY NMOAPOCTKOBOMY nepuogy (Meamana 17,5 ropa, AnanasoH 10—46 net).
KapTAH MpusHaHo npeobnagfaHue Myxckoro nona (mpumepHo 2:1). BHyTpuyTpoGHOE pa3BuTWE, WHTPaHATambHbIA U HEOHATAMbHBIA aHaMHe3

00bl4yHO Be3 natonoruu. PasBuTue u KOrHUTUBHBINA CTATyC 06bIYHO B HOpMe. HeBponoruyeckuin cTatyc B Hopme

Tunbl npucTynos

BO3HMKAIOT HA3KOAMNIUTYAHbIE OpodhaumManbHbIe MUOKIOHUYECKMe NOAEPr1BaHHSs, B OCHOBHOM NMOPaxXatoLLMe KeBaTeNbHble, pOTOBble
1 NepUoPabHbIE MbILLLb! (H4EMOCTH, TyBbl, S3bIK). ITO MOXET BbI3BATH OLLYLLEHME LieNnyka, 3aukaHus Uk u3MeHeHUs peun. Bpems utenus
[0 Hayana NpucTyna BapbupyeT OT NauueHTa K NauueHTy Wy 0TAemMbHbIX 60MbHbIX. ECv NaLMeHT NPofoMKaeT YuTaTh nocrne nosBneHus
MMOKIOHMIA, OHW MOTYT YCUINBATBLCS, PACMPOCTPAHATLCS Ha MblLULibI TYNIOBULLA U KOHEYHOCTEN 1 CONPOBOXAATLCS HAPYLUEHUEM CO3HAHMS,
WM MOXET BO3HUKHYTb TOHUKO-KIOHWUYECKIN NPUCTYN.

OpothapanbHble MUOKIIOHUYECKIE CYA0POTM MOTYT BbiTh CNPOBOLMPOBAHBI HE TOMBLKO YTEHUEM, HO U APYTUMM CBSA3AHHBIMU C PeyeBon
(hyHKUMel 3aaa4amm (pedeBble MPUCTYTbI) Y OAHOTO M TOTO Xe NaLyUeHTa, Hanp1Mep PasroBOPOM (B HANPSKEHHOM COCTOSIHIV UMK BO BPEMS
cnopa), MUCbMOM MNW MPUHSTUEM CTIOKHBIX PeLleHnit. MUOKNOHIYeCK1e NoAepruBanmus pyk HabiogalnTes y NauMeHToB ¢ APUCTYNamu
cynopor npu nucbMe. Y psaa 6ombHbIX TpUITep MOXeT BbiTb cneLuduyHbIM (HanpUMep, CyA0pOru MOryT BO3HUKATb NPy YTeHUn npo cebs,
HO He NpY YTEHWI BCIIYX, NPU YTEHUN HA ONPEAESIEHHOM SI3bIKE, HO HE MATEMATUYECKIX 3a[ad, PW YTEHMW HOT UMK NPY YTEHUN Ha OfHOM
A3bIKe, HO HE Ha APYroM). Y MeHbLWMHCTBA MaumeHToB ¢ 3 WYM Bbinn onucaHbl CONyTCTBYIOWME TNa30aBUraTenbHbIe U 3pUTenbHbI
VKTarbHble NPOSIBNEHMS! (HaNpUMep, MopraHue, TPYAHOCTM C duKcaLmel B3rMAaa, HUCTArM, CIOXHbIE 3pUTENbHbIE ranmouuHaLm1) unu
PefKne CroHTaHHbIE MUOKIOHMN

[aHHble 33

®oHoBas putMuka Ha 3T B HopMe. UHTepukTanbHas anunenTudopmMHas akTUBHOCTb MOXET He MPOSIBASTLCS, XOTS MOXET YCUIMBATLCS
BO BPEMsI CHa U Npu NpobyxaeHum.
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MwuoknoHuyeckue npucTynbl COMPOBOXAAIOTCS KPaTKOBPEMEHHON CMaWKOBOMW, OCTPOBOSIHOBOW aKTMBHOCTbIO, aKTMBHOCTbIO TUNA
«cnaiik — MefneHHast BONHa» UNW «oCTpasi BONTHA — MEANEHHast BOfHay, KOTOpask MOXET BbITb HU3koaMnnnUTyaHON. MpubnuauTensHo B
75 % cnyyaeB HabnoaaloTCs reHepann3oBaHHbIe UKTanbHble pa3psabl, a NpUMEpPHO B 25 % — GunaTtepanbHble, HO aCUMMETPUYHbIE
WNW OHOCTOPOHHWE paspsdbl (BO BCeX criyyasix B JOMMHAHTHOM nonywapuu, B 10 % — dokanbHble BUCOYHO-TEMEHHbIE paspsdbl). Wx
MOXeT BbITb TPYAHO OTNNYUTL OT COMYTCTBYHOLMX MUOTEHHBIX apTedakToB. KapTuHy npucTynoB MOXeT 6biTb TPYAHO OLEHUTb Ha BULEO
13-3a HESIBHOTO OpoaLnanbHOro MUOKIOHYCA W OFPaHUYEHHOTO pa3peLLeHnsl, 3aTPYAHAKLEro pacno3HaBaHWe NULEBbIX NPOSIBNEHNI BO
Bpemsi Biaeo-O3I -MOHUTOPUHTa

Heliposuayanu- |OxupaeTcs, YTo Heilposuayanusaums 6yaet 6e3 naTonormyeckux nposiBNEHMiA. ECM B KIMHWYECKON KapTUHE MMEIOTCS HETUMUYHbIE
3aums 0COBEHHOCTH, criedyeT paccMOTPETb BO3MOXHOCTb HEMPOBU3yanu3aLmun A1s UCKIOYEHUS CTPYKTYPHON 3TUONOMK
F'eHeTuyeckue |Y 20—40 % nauueHToB ¢ O WYM obHapyxuBaeTCA NONOXMTENbHBIA CeMENHbIA aHamMHe3 anunencum, 0bbIYHO OAHOMO M3 CUHAPOMOB
uccnenoBaHWs  (MAMONATUYECKOW UMW FeHETUYECKO reHepanu3oBaHHON aNnMencum, Y4To OTpaXaeT 3HAYUMbIN FeHETUYECKUIA BKNA B 3TMONOTUIO
13-3a peakocTh aToro cuHppoma (onybnukoBaHbl TOMbKO KIMHWYECKME CIydan) Mano YTO M3BECTHO O ero TeyeHun. MporHos obbiyHO
Tevetue cynTaeTcs GnaronpUATHLIM, C XOpoLLMM 0TBeTOM Ha AN u FIOTeHL[VIaJ'ICEM PeMMUCCUN C BO3PACTOM Y MEHbLUNHCTBA NaLWEHTOB.
sa607eBaHMS [Ins yMeHbLUEHNS NPUCTYNOB MOXET ObITb YCNELUHBIM OrpaHiyeHe BO3AEACTBUS TPUITEPHOTO PaspaxmuTens, OAHaKo OrpaHNYeHe YTEHNS
MOXET MPUBECTW K 3HAYMTENbHOMY COKPALLEHM0 BO3MOXHOCTEN Ans obpasoBaHwsi, TPyAOyCTPOWCTBa, ofpasa XM3HW U Jaxe Ans
PEnUrMo3HoON NpakT1KM
\Apyaue anunenmuyeckue CUHOPOMbI:
— thokanbHble NPUCTYNbI B 3aThINOYHO-BUCOYHBIX CETAX U3peaKa MOTyT ObITb BbI3BaHbI YTEHMEM, HO MPW HUX OTCYTCTBYET OpodaLanbHbIN
MWOKITOHYC;
— FOM3: npu 3 WM MMUOKNOHYC MOMHOCTbIO UAM NOYTH NonHOCTb (Ha 80—90 %) CBA3aH C YTEHMEM MMM peyblo, NOKanu3yeTcs Ha
[OuddepeHun-  |4emioCTaX 1 He BO3HMKAET NpenMyLLecTBEHHO yTpoM; npu KOME MUOKIOHYC BO3HMKAET CMOHTaHHO (XOTS Obina 0bHapyxeHa MHOYKLUMS npu

anbHbIN AnarHos

peanu3aLmuy KOTHUTUBHBIX PYHKLIA, HANPUMED, NPY Pa3MBILLEHUN UK NPOLIECCE NMPUHSITUS PELLEHII), NOpaXaeT BEpXHUEe KOHEYHOCTH,
yalle Habnogaetcs yTpom, a Ha A3 MOXHO YBUAETb (HOTONAPOKCU3MATBHYIO PeaKLyIo.

Heanunenmuyeckue 3a6onegaHus:

— HEaNUNenTU4Yeckoe 3aukaHue XapaKkTepu3yeTcs HEMpPOW3BOMbHLIMY NOBTOPEHUSMU, YANMHEHWEM 3BYKOB, CIOTOB, CMOB Unu pas, a
TaKkxke Henpom3BoJibHbIMW MONYanMBbIMI Nay3ami, BO BpEMA KOTOPbIX 3avmarou4m7|c;| YenoBeK He MOXeT NPOU3HOCUTL 3BYKU
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dnunencua ¢ MHAYLMPOBaHHLIMKM YTeHneM npuctynamu, 3 UUN. Kputepumn guarHoctuku

MapameTp 06nA3aTenbHble KpUTepun

HactopaxuBarowme B OTHOLIEHUN

NpaBUNbHOCT AnarHo3a NpusHaKkun KpMTepMM WCKIIoHeHUs

[Mpuctynbl

PedhnekTopHble MUOKNOHUYECKMe [BbipaxeHHble MUOKIMOHMYECKMe Cy-|Bce Apyrue Tumbl MPUCTYNOB, KDOME reHepanuao-
NPUCTYNbl C BOBMEYEHUEM OPO-|OOPOrY, BOBMEKAKOLUME BEPXHUE |BAHHbIX TOHUKO- KMOHUYECKNX

thaumanbHbIX MbILL, BbI3BaHHbIE [KOHEYHOCTM
3afja4yamu, CBSI3aHHbIMU C YTEHM-

em/peybto

Q3r 3ameanexne oHoBOM puTMUKK Ha Q3T, 3a UCKMHO-
YEHMEM MOCTUKTANbHOM (hasbl reHepann3oBaHHOro
TOHMKO-KNOHNYECKOro NpucTyna

BospacT gebtota >20 net

Pa3suTue B aebtote Be3 ocobeHHocTEN

HeBponoruyeckuin ctaTyc be3 ocobeHHocTEN

HelipoBuayanusaumsi bes ocobeHHocTen

11. SnunenTnyeckme CMHAPOMbI C HLedanonaTueit pasBuTMsa u/unu anunenTuyeckou aHuedanonatuei / Epilepsy syndromes
with developmental and/or epileptic encephalopathy. dnunenTuyeckme CMHAPOMbI C NPOTPECCUPYHOLLUM YXYALIEHNEM HEBPONOrMYECKOro
cratyca/ Epilepsy syndromes with progressive neurological deterioration
11.1. Cungpom PacmycceHa, CP (KoxesHukoBa—Pacmyccena, CKP) / Rasmussen syndrome, RS
KpaTkas xapakrepuctuka

Anugemuonorus

CuHgpom PacmycceHa (CP) — peakoe 3aboneBaHnue ¢ yactoToit 1,7—2,4 cnyyas Ha 10 MnH Yenosek

KnuHnyeckas
kapTuHa

Bospact Hauana 3abonesanus coctaensieT 1-10 net (Meauana 6 net). Mo3gHue GHOpMbI, HAUMHAILMECS B MOLPOCTKOBOM UMM B3POCHIOM
Bo3pacTe, coctasnsoT npumepHo 10 % cnyyaes. Oba nona cTpagaloT B paBHON CTeneHu. BHYTpuyTpoBHOe pa3suTie, MHTpaHaTanbHbIh
aHamHe3 00bl4HO 6e3 natonorun, TeM He MeHee OCMOXHEHWs BO Bpemsi GepeMeHHOCTW MMK nepuHaTanbHble OCNOoXHEeHUs Gbinu
3aperucTpupoBaHbl y 19 % nauneHToB, NpooneprupoBaHHbIX Mexay 1945 n 1987 r.

[lo Havana 3abonesaHus feth 06bIYHO pa3BuMBaOTCH HOpManbHO. [lo Havana 3aboneBaHust HEBPOMOTMYECKUA CTaTyC 0ObIYHO B HOPME.
B pegkux cnyyasx go Hayana cygopor y etelt MOxeT HabmoaaTbCs OAHOCTOPOHHAS AMCTOHMS B KOHEWHOCTSX unu xopeoateto3. Co
BPEMEHEM Y MaLWeHTOB pa3BUBAETCH MPOrPECCUPYIOLLMIA LieHTparbHbIi reMunapes, MOXeT PasBUTLCA TEMWAHOMCUS, MOSBASIOTCS
KOrHUTWBHbIE HapylueHus. MprnobpeTeHHoe paccTpoCTBO peyeBoil PyHKLMKM HabroAaeTca B Cnyyasx, Koraa nopaxaercs JOMUHAHTHOE
nonywapue. MporpeccupoBaxme cuHapoMa PacMycceHa NpoucXoauT MeANEHHee Y NauneHToB ¢ AeB0TOM B NOAPOCTKOBOM UMK B3POCTIOM
BO3pacTe, 4eM y 6onbHbIX C 4eOI0TOM B JETCKOM BO3PACTE, 1 Y NEPBbIX UCXOA MOXET ObiTh MEHEE CEPbE3HBIM
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Tunbl npucTynos

BosHukatoT hokanbHble NpUCTynbl, 06bIYHO MOTOPHBIE, KOTOPbIE B Havane MoryT BbiTb KNMHWUYeCkn HesameTHbIMU. MMpn CP B getcTse
npucTynbl 06bIYHO NPeACTaBAsOT coBON (hokanbHble CymOpPOTM C COXPaHEHUEM CO3HAHWS, TOTAA Kak y MOXWMbIX MaLMeHTOB Yalle C
HapylleHneM cosHaHus. ocne okanbHbIX MOTOPHbIX NPUNALKOB MOXET BO3HMKaTb nape3 Toada. KnuHuyeckue pBuratenbHble
NpOSIBNEHUS KOHTpanatepanbHbl MOpPaXeHHOMY Monywapuio. Yactota npucTynoB 0ObIYHO YBENWUMBAETCA B TEYEHWE HeAenb Wnw
MecsiLieB, OHW MoryT BkntovaTtb Epilepsia partialis continua (HenpepbIBHY0 NapumarnbHyto anunencuto), 0603Havaemyto kak anunencus
KoxeBHMKOBA, C NOCTOAHHbLIMW NOLEPrUBAHNAMI OBHON CTOPOHBI TENa, Yalle BCEro Ninua 1 BepXHen KoHeYHOCTU. PokarbHble Cynoporu
moryT TpaHcdopmupoBatbest B BTKI. Takke MoryT BosHukaTh chokanbHble aToHMYeckue cymoporu. MpucTynbl MoryT BbICTPO Nopaxatb
BunatepanbHble CETH B LIEHTParbHOM HEPBHO CUCTEME, U MOTYT HabnAATLCS CyLOPOrM, KOTOPbIE KaXyTCs reHepan3oBaHHbLIMM

[laHHble O3

®oHoBas aKTUBHOCTb Ha AT MOXeET BbITb HOPMANbHOM NPU HaYanbHbIX NPOSBNEHUSIX, HO 0BLIYHO UMEET MECTO 3aMeaneHue ¢ noTepen
HOpManbHO PUTMUKM W apXUTEKTYPbI CHA Ha nopaxeHHoi cTopoHe. Co BpemeHeM hoHOBas aCMMETPUS CTaHOBMTCS onee 3aMeTHOM.
AnunenTtudopMHas akTMBHOCTb 06bIYHO HABNIO[AETCH MaKCUManbHO Haf NopaXeHHbIM nonylapuem. Co BpeMeHeM ee MOXHO YBUAETb
B KOHTpanatepanbHOM MONywapuu, M 3TO HE WCKMYaeT HeobXOAUMOCTM OLEHUTb BO3MOXHOCTb  XMPYPIUYECKOrO NeveHus.
OnunenTdopMHON aKTUBHOCTM MOXET CNOCOBCTBOBATH COH.

Ha nktanbHoin 33T BbISBNSAOTCH (oKanbHble UKTanbHble paspsaabl. [pUCTynbl MOTYT BO3HUKATb U3 HECKOMbKIX 04aroB, PacnornoXeHHbIX
B nopaxxeHHoM nonywapuu. KoxeBHukoBckas anunencus (Epilepsia partialis continua) 4acTto He COMPOBOXAAETCH YETKUM WKTanbHbIM
puTMOM Ha ckanbnooit A3 Mpu aTpodhnm nopaxeHHoro nonywwapus uktanbHas O3 MOXeT NokasaTb aCUMMETPUYHBIN aKLEHT MpUcTyna
Ha KOHTpanaTepanbHOW CTOPOHE. TEM HE MeHee UCTUHHble He3aBUCUMble (hOKamnbHble MPUCTYMbl C HAYanoM B 060MX MOMyLIapusx
(«ABYCTOPOHHMIAY CMHAPOM PacmycceHa) Takke peaku (2 % cnydaes)

Henposunayanu-
3auus

Ha paHHeii ctagum 3abonesanus MPT obbiuHO 6€3 naTonornyeckux nposisneHui, xots coobianock o CP, Bo3HukweM y naumeHTos ¢ PK[
unu cocyauctbimm aHomanusmu. T2/FLAIR-runeprnHTEHCUBHOCTb MOXET ObITb OTMEYEHa B OCTPOBKOBOM obnacTu. MncunatepanbHas
aTpous roNoBKM XBOCTATOrO siApa Takke SBNSETCA PaHHUM MPU3HAKOM.

Co BpemMeHeM BO3HWKAeT Mporpeccupylollas aTpocnsi NOPaXeHHOro MoMyLiapwsi, 4acTo HauMHaloLLascsl B OCTPOBKOBOWA obnacTu, ¢
paclUMpeHNeM BWUCOYHOrO pora OOKOBOTO Xenydouka W CUNbBMEBOI Lenu («nepucunbBuapHas aTtpodusar). ATpocus 0bbIYHO
HabniofaeTcs B Te4eHne 1-ro roga ¢ MOMeHTa Havana 3aboneBaHus 1 KOPPENUpPYET C NPOrPECCUPYHOLLMM reMUnape3om

[eHeTn4eckme
uccnenoBaHust

3710 3ab60neBaHME HE CYMTAETCS UMEHOLLUM FEHETUYECKYHO STUOMOTUIO

TeueHne
3aboneBaHns

CP accouuupyeTcsi € YacTbiMK (hapMakope3UCTEHTHLIMW NPUCTYNamMu 1 NMPOrpeccHpyoLMM HEBPONOMMYECKUM AednumTOoM (remmunapes,
TOMOHVMHasi FeMUaHONCHS!, KOTHUTUBHbIE HapyLLeHust). OBbIYHO BblgensitoT Tpu ctagum CP:

— HayanbHas NpoapoManbHas asa ¢ HeyacTbiMv (pOKaNbHLIMU MOTOPHLIMM MPUCTYNAMKM W NETKUM reMunape3oM (MPoaomK1TENb-
HOCTbHO OT HECKOMbKMX MECSILIEB 10 HECKOMBKWX NET, XOTS KOPOYE Y JeTeil MnaaLero Bo3pacTa);

— ocTpas ¢asa ¢ bonee yacTbiMi NpuUCTynamu, nHoraa ¢ KoxeBHMKOBCKOM 3anunencuei 1 Nporpeccupyowym reMunape3om, remm-
aHomMcHen, YXyOLWEHNEM KOTHUTMBHBIX (PYHKUMIA M peun (nocrnegHee — ecnv nonylapue LOMWUHMPYET), NPOAOIKUTENbHOCTBIO OT
HECKONbKWX MECALIEB 0 HECKOMbKUX NET, XOTA Y AETEN MiafLLero Bo3pacTa Kopoye;
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— XpoHUYecKas (hasa C MOCTOAHHLIM CTOMKMM remunapesom, APYrUMU HEBPOMOTUYECKUMU HAPYLIEHUAMU W MPOAOIIKAKLMMICA
Cy[0poramu (xoTsl U MEHee YacTbIMU, YeM B OCTPOIA CTaaum).

Onepauusi no pasgeneHuto  nonywapuit  (remucchepoToMmust) UnK  reMucepPIKTOMUS  SIBSKOTC  €AMHCTBEHHBIMM  U3BECTHBIMU
pagukanbHbIMU METOAAMM NTeYeHIst Cyopor, KOTOPble MOTYT U3MEHMTb TeYeHIe JaHHOTO 3a00neBaHus

[OundbdepeHum-

anbHbIA guarHo3

Apyaue anunenmuyeckue CUHOPOMbI;

— reMUKOHBYNbCUBHO-TeMUNNErnyeckuin anunentuyeckuit cuHgpom (FT3): 310 COCTOsHUE XapaKTepU3yeTCsi NPOAOMKMTENbHBIM NpH-
cTynom B fie6ioTe, 3a KOTOPLIM Cpa3y e CrieAyeT HenporpeccupyioLLMiA remunapes

CX00HbIe COCMOSHUS:

— NonyLuapHble CTPYKTYpHble aHomanuu (Hanpumep, cocyaucTsie, ®KM | Tuna): MoryT BbiTb CBS3aHbI C Cy[OpOramu, reMunapesom w
remuatpoconeit Ha MPT, ogHako Mporpeccupytonx paccTPOMCTB B ABUraTeNbHONW W KOTHUTUBHOM Chepax C TEYEHUEM BPEMEHN He
OTMevaeTcs;

— MUTOXOHApManbHble PacCTpONCTBa: NpUMepamu SIBMSKOTCA PacCTPOMCTBA, CBS3aHHble ¢ ramma-nonumepasont (POLG), MUTOXOH-
npvarnbHas sHuedanoMuonaTus, NakToaumnao3 U uHeynbTonogobHsle anusoasl (MELAS);

— XpOHMYeckas cTagus KneweBoro aHuedanuta ¢ KoxesHukoBckoi anunencueit (Epilepsia partialis continua);

— ayTOMMMYHHbI 3HLedanuT: He OXWAaeTcs, YTo OH OydeT orpaHWyeH OJHUM NOnylapuem, a npuctynam oBblYHO NPeawWwecTBYHT
KOTHWUTVBHbIE, NOBEEHYECKME NCUXUYECKIEe CUMNTOMBI W ABUraTembHbIE PaccTpoiicTBa

Cungpom Pacmyccena, CP (KoxeBHukoBa-PacmycceHa, CKP). Kputepum guarHoctuku

HacTtopaxuBatowue B OTHOLLEHUM
Mapametp 06s3aTenbHble KpUTepun Kputepuu nckntoyeHms
NpaBUNbHOCTYU AMarHo3a NpusHaku
MpucTynbl ®okanbHble | nonywapHble npy- |[PokanbHOe Havyano He3aBucMO B 060MX noryLua- |FeHepanu3oBaHHble anunenTuyeckue
CTYMbl, 4acToTa KOTOPbIX 4acTo [pusix (Tonbko y 2% 6ONMbHbIX C  CUHLPOMOM [MPUCTYMbI
YBENWNYNBAETCS B TEYEHME Heaernb |PacMycceHa OH sBnseTcst GunarteparbHbIM)
Unn MecsiLeB
Q3r MonywapHoe 3ameaneHue n anu- |FeHepanu3oBaHHas Crailk-BONHOBAs akTUBHOCTb
nenTudopmMHasi akTMBHOCTb
Bospacr gebrota MoZpOCTKOBbIN M B3POCHbIA BO3pacT
PasButne B gebtote AHoMarnbHoe pa3BuTUe 4o Havana 3abonesaHus
3abonesaHus
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Hespororudeckuit lemunapes MpuUcyTCTByeT B  Hayane
craryc 3a60neBaHNs (eCrin NOCTOSHHBINA remunapes
NPUCYTCTBYET Cpasy Nocre NUNenTUYeckoro
cratyca, CrieayeT paccMOTpeTb  remu-
KOHBYTMbCUBHO-TEMUNTMErNYECKMiA
ANUNENTUYECKIA CUHAPOM)

Heilposuayanusauus |[porpeccupytoluas remmatpodms |OTCYTCTBIE IMMNEPUHTEHCUBHONO CUrHaMa L/usu
(paHHsIA aTpodhust OCTPOBKA U TO-|aTpoUM MNCUnaTepansHOl roMoBKM XBOCTATOMO

NOBKW XBOCTATOro siApa) A0pa  wunu OTCYTCTBME  TUNEPUHTEHCUBHOMO
curHana Ha T2/FLAIR ceporo unu 6enoro BellecTsa
[eHeTMyeckme n — MeTta6onuyeckas npuunHa KoxeBHMKOB-
apyrue ckoit anunencuy (Epilepsia partialis
1ccnenoBaHms continua);

— COCTOsIHWE 00YCroBREHO cnewmduyec-
KUM aHTUTENOoONOCPeA0BaHHbIM aHLeda-

nuTOM
[lonrocpouHbIit — Gapmakope3ncTeHTHas
NpOrHo3 anunencus;
— NPOrpecCupyoLnin

HEeBpONornyeckuin AecuLnT

11.2. Mporpeccupyowme muoknonyc-anunencuu, M3 / Progressive myoclonus epilepsies, PME
Kpatkas xapaktepucTuka

K TIM3 B ocHoBHOM 0THOCATCS 5 3aboneBaHuiA: 6oneaHb YHeeppuxta—JlyHabopra, 6onesHb Nladopa, HelpoHanbHbI LEEPOMAHBIA NMNOMYCLIMHO3, CUanuao3
¥ MUTOXOHAPUANbHbIE PACcCTPONCTBA (MMOKMNOHUYECKas ANMUMENCcUs C PBaHbIMW KpacHbIMU BOMOKHAMK, paccTponcTea, ceasanHble ¢ POLG, MELAS). Pexe
MOryT 6bITb MAEHTU(DULMPOBAHDI CrieayloLie COCTOAHUA: AeHTaTopybpansHo-nannmgontoncosa atpodus, BeHUnbHas 6onesHb MeHTUHITOHa, CMHAPOM
MWOKIIOHYC- MOYEYHO HEeAOCTAaTOMHOCTM, HOBEHMIbHAS HEeMpoakcoHanbHas AUCTPOMMS, NaHTOTEHATKWHA3a-acCoUUMpoBaHHas HeipopereHepauus,
cemenHas aHuUedanonatus ¢ TenbLami BKIIOYEHUS HEMpoCepnuHa, neitkosHuedanonatis ¢ ucyesaowmum GenbiM BELECTBOM, paHHee Havano 6onesHu
Anbluredmepa, naToreHHble BapuaHTbl reHa GOSR2, MWOKMOHWYecKas anunencus npu  cuHapome [ayHa, raHrnmosnpossl GM2, pedwumt
TeTparngpobronTepuHa, HeMHMaHTUNbHAN HellponaTtuyeckast 6onests Mowe, 6onesHb HumaHa—Tuka Tuna C u rnioteHoBast 6onesHb.
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[ns GorblUMHCTBA 3TUX COCTOSHUI TPEBYHOTCS reHeTUYecKue UCCneAOBaHUsA C LieMbl NOATBEPAUTL KIMHUYECKUA OWMarHO3 M OnpefenuTb 3TUONOTUK.
lcTonoruyeckoe mnu Buoxummyeckoe MccrnefoBaHWe MOXET ObiTb MCMOMb30BAHO ANS MOATBEPXAEHUS AMarHo3a B OnpedeneHHbiX 0b6CTosiTenbcTBax
(Hanpumep, TenbLa Jlacopa B KneTkax NOTOBbIX MPOTOKOB, PBaHbIE KPACHbIE BOMOKHA B MbILILAX, B3SITbIX NpK Guoncum).

A. BonesHb YHBeppuxta-IlyHa6opra, BYN (aHrn. Unverricht-Lundborg disease, ULD).

Takke W3BECTHA Kak MMOKMOHyc-anunencus YHeeppuxTa—flyHgbopra, anunencust ¢ Nporpeccupyiowum MUoknoHycom 1-ro tuna, unu BanTtuiickas
MWOKMOHWUYECKan anunencus. 310 Haubonee 4actas npuunHa NMMO BO BCeM Mupe, CBSi3aHHas C MeHee TSKeMbIM peHoTUnoM, Yem npu apyrux MMO.
BOnNbLUMHCTBO MayWeHTOB pogoM M3 CkaHAMHABCKMX umv Gantuiickux pervoHoB EBponbl unu CeBepHoit Adpukn. PacnpocTpaHeHHOCTb MOXET AoCcTUraTh
1 cnyyait Ha 20 TbIC. YenoBek (B PUHNAHANM). TSKECTb COCTOSHUS U, CIEA0BATENBHO, OXMAAEMas NPOLOMKUTENBHOCTb XI3HW CUIMbHO Pa3nnyarTCs.

BYIN HaunHaeTcs B Bo3pacTe Ao 18 net, 06b14HO B 7—13 NeT, C MUOKIIOHUYECKUX LU TOHWUKO-KITOHUYECKMX CY[0POr; MOTyT BO3HWKaTb abcaHchl. MUOKNOHyC
MOXET ObiTb Bbl3BaH TaKTUNLHOW UMW CBETOBOW CTUMynAuMeid W obblvHO Gonee BblpaxeH npu NpoGyxaeHUM. Mpu UCMONb3OBaHWUM (HEHUTOMHA
HabngaeTcs yxyaWweHne COCTOSHUS.

MporpeccupoBaHne OTMEYaeTCs B NOAPOCTKOBOM BO3pacTe, 0ObI4HO HauMHas C nepBbix 6 NeT nocne Hayana NpuUcTynoB, C YCWUNEHUEM MUOKIMOHWK,
pa3sBUTMEM aTaKCUM W TNETKAM CHVKEHWUEM KOTHUTUBHbIX (PYHKUMIA. COCTOSIHWE UMEET TEeHOEeHLUM cTabunuavpoBaThCs B paHHEM B3pOCIOM BO3pacTe C
MUHUMaTbHBIM YXYOLWEHUEM KOTHUTUBHBIX YHKLWA Unn Be3 Hero, @ MUOKIOHYC W aTakeust MOTYT [Jaxe YMEHbLINTHCS.

®oHoBas akTuBHOCTb Ha JAI MoxeT ObiTb HOpManbHOW B Havane, mporpeccupyloliee 3ameaneHue oHa 0ObIYHO NOSBNSETCS CO BPEMEHEM.
dotocTUMynsLMS B BOMbLIMHCTBE CRyvaeB cnocobCTBYeT BO3HWKHOBEHMIO CMalk-BONH, 3TO MOXHO yBuAeTb B febtote 3abonesanus. MmeeT mecto
VHTEpUKTanbHas reHepanua3oBaHHas cnank- 1 nonucnank-BonHoBas akTMBHOCTb. O3 BO BPeMsl MUOKMOHNYECKUX NPUCTYMOB COAEPXUT reHepann3oBaHHyo
NONMUCNANK-BOMHOBYH aKTUBHOCTb.

MPT 06bI4HO HOpMarbHa Ha paHHNX CTagusix 3aboneBaHns, NO3xe MOXHO YBUAETb NErkylo aTpoduto.

[oBTOpHas Bapuaums akcnaHcuu B reHe uuctatuHa B (CSTB, EMP1) coctasnset npumepHo 90 % cnyyaeB BO BCEM MWpe, HacnegoBaHue ayTOCOMHO-
peuieccuBHOe. Tun NaTOreHHOro BapuaHTa reHa MoXeT 0byCnoBnNMBaTH CTENEHb TSHKECTY.

B. BonesHb Ilachopa, BJ1 (aHrn. Lafora disease)

Takxe u3BecTHa kak bonesHb Teney flacopa, nporpeccupyioLLas MUOKNoHNYeckas anunencust 2A u 2B. BJ1 6onblue pacnpoctpaHeHa B KOxHoi Espone,
CesepHoit Adpuke, LieHTpanbHo u KOxHom Asumn. 3To coctosHue otnmyaetcs oT BYJ1 6bicTpeiM nporpeccuposaHiem MM 1 Hanuumem paHHEro CHUKeHUs
KOTHWUTUBHBIX (pyHKUMIA. 3aboneBaHne 0BbIYHO NPUBOANT K NeTanbHOMY Mcxoay npumepHo Yepes 10 net nocne febioTa, oaHako Takke Obina onucaHa
MeAneHHo nporpeccupytowas dopma.

Otot noatun MMQ HauuHaeTcs B Bo3pacTe OT 6 8o 19 net, 06bl4HO B 14-15 neT, CO CHUKEHMEM KOTHUTMBHBIX (DYHKLWIA, MOZKEYKOBBIMIA CUMMNTOMaMU
(aTakcus, HapylueHue KOOpAMHALMK), NOTEPel 3peHUst W MMOKMOHWYECKUMW W FeHepann3oBaHHbIMW TOHUKO-KNOHWYECKUMK cyaoporamn. PokanbHble
NPUCTYNbI CO 3pUTENbHBLIMK CUMNTOMaMK (MPEXOAALLAs CnenoTa, aneMeHTapHble 3puTenbHble (PEHOMEHbI UK 3pUTENbHbIE ranmLUMHALUN) XapakTepHbI
Ans paHHero Havyana. M1oknoHWyeckue NpUCTynbl MOCTENEHHO YXYALLAKOTCS U CTAaHOBATCA TPYAHOU3NEYUMbIMU, NPOAOMKAETCH NPOrPECCHUPYIOLLEEe CHIKEHNE
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KOrHMTMBHBIX (yHKumiA. K 10 rogam nocne Havana 3aboneBaHus y 60MbHbIX HabMKOLAETCS MOYTU HEMPEPbLIBHbIA MUOKMOHYC ¢ abcaHcamu, vacTbiMu
reHepanu3oBaHHbIMKU TOHUKO-KIOHUYECKAMI NPUCTYNamm, ¢ rnybokon AeMeHuuen Unn nepexofoM B BEreTaTMBHOE COCTOSIHUE.

B Havane 3abonesaHns Ha 33 HopmanbHas (HOHOBas PUTMUKA C MHTEPUKTANbHBIMM paspsgamy TUna «Cnaik-BomHa» 1 momucnaiikamu, Kotopble
aKTMBUPYIOTCA (DOTOCTUMYNALIMEN HA HU3KMX YacToTax. B otnmnumne ot OMO, reHepanusoBaHHas anunenTUdOpPMHas akTUBHOCTb HE YCUNUBAETCS BO CHe,
XOTS MOXeT ycunmBaTbCs (pokanbHas anunentudopMHas aHoManus B 3agHux otgenax. Co BpemeHeM (hoHOBas akTMBHOCTb Ha OOl 3amepnnsercs, a
3NUNenTUPOPMHas akKTUBHOCTb YBENWYUBAETCS NO YACTOTE U MOXET UMETb aKLEHT B 3aAHUX OTAenax.

Y naumeHToB ¢ BJ1 MOXeT pa3BuTbCs HEYCTONYMBLII MUOKNOHYC 6€3 KoppensaumMm ¢ kapTuHol Ha 3T, 4To ABNSIETCS elle oAHUM oTnnymrem ot FOM3.

MPT 06b14HO B HOpMe, HO MP-cnekTpocKonus MOXeT nokasaTb 3HaYUTENbHOE CHUKEHWE COOTHOWeHMs N-aleTunacnapTat/kpeaTuH BO (OpOHTaNbHOI Kope,
6asarnbHbIX raHrnsx U nonywapusx Modxeyka. Mo3uTPOHHO-3MUCCUOHHAs TOMOrpadms C PTOPAE3OKCUTIIIOKO30/ MOXET nokasaTb ObLMpHbIe obnacTu
CHIKEHHOTO MeTabonm3ama rmioko3bl, TAXKECTb MOXKET KOppenupoBaTh Co cTaaueit 3abonesanus.

[MaToreHHble BapnaHTbl reHoB EPM2A (nachopun)  EPM2B (Manun) o6Hapyxwveatotes B 70 1 27 % crny4aes COOTBETCTBEHHO, NPU 3TOM NATOTEHHbIN BapUaHT
He obHapyxeH B 3 % cnyyaes. Tenbua Mlacopa (HakonneHue FAMKOreHa) BULHbI B KNETKax NOTOBbIX MPOTOKOB W JPYrUX TKaHSX.

B. HeiipoHanbHbIit ueponatbin nunodycumHos, HLUI (aHrn. neuronal ceroid lipofuscinosis, NCL)

Takxe W3BECTEeH Kak LeponaHblii nunodycunHos. HLU npeactaBnsieT coboit rpynny HeApogereHepaTuBHbLIX JIM30COMHbIX GONe3Hel Hakonnelus,
NPUBOAALLMX K W3OLITOYHOMY HAKOMMEHWI0 NUNOMUIMEHTOB (nunodycumHa). MepBoHayanbHO OHM Bbinu knaccuduumpoBaHbl no BospacTy AebioTa
3abonesaHus: MnageHveckas dopma («uHckas dopmay; He NMMI), no3aHss nHpaHTUNbHas (opma, oBEHUNbHas topma 1 B3pocnas dopma.

OpHako ¢ naeHTUdMKaLmMeid NaTonoruyecknx BapuaHToB reHoB, SABNSIOWMXCS NpuunHoi 3abonesanuns, HLJT Tenepb knaccuduumpyioT B COOTBETCTBUM C
nexXallum B OCHOBE MaTOTEHHLIM FT@HOM W BO3PACTOM Havana 3aboneBaHus. Ha CeropHsilHMii AeHb U3BECTHO Gonee AecsTKa reHEeTUMECKU PasfYHbIX
3abonesanuit. [lnarHo3 OCHOBbLIBAETCA HA F@HETUYECKOM MCCNENOBaHWM W (B HEKOTOPbIX CMyyasix) aHanuae akTMBHOCTM (epPMEHTOB. JNeKTPOHHas
MWKPOCKONMWS NMMEOLMTOB UNM TkaHU MOXET BbITb MONe3Ha 419 Heknaccuyecknx nposeneruin. Hanbonee pacnpoctpaneqHbiMv HLJT sBnstoTes cnegytollmne
TUNbI ¥ YOpMBI:

— LepoungHbiit nunogycumHos 2-ro tuna (CLN2), paHee usBecteH kak HLJ1 tuna 2, knaccuyeckas dopma HLJ1 ¢ aebiotom B no3gHeM mnageH4Yeckom
Bo3pacTe W 6onesHb HAHckoro—bunbliosckoro. 3To Haubonee pacnpoctpaHeHHbin HLJI, o koTopom cooblianoch B pasnuyHbIX STHUYECKUX rpynnax.
[MepBuyHbl AebioT anunencun y pebeHka B BospacTe 2-4 neT C paHHel 3afepXKOi pevyeBOr0 pasBUTWS B aHaMHe3e AOMKHO CTaTb MOBOAOM ANs
paccmoTpeHus Bonpoca 0 CLN2. MoryT BO3HMKaTb MHOXECTBEHHbIE TUMbI CYAO0POTr, BKNtoYas debpunbHble, TOHUKO-KMOHUYECKUE, aBCaHChl, MUOKIOHUYECKNE,
aToHUYeckue M dokanbHble (C dokanbHbIMM U 6e3 okanbHbIX WK BunatepanbHbIX TOHUKO-KMOHMYECKUX Cynopor). MUOKNOHWYeCKMe Cyaoporn MoryT
OTCYTCTBOBATb B Havare 3abornesaHus. 3afepxka pevyeBoro pa3uThs YacTo pacnosHaeTcs 4O Havana NpMCTYnoB, YacTo NporpeccupyeT BbICTpo, ¢ noTepei
MOABWXHOCTW U A3blka K 4—5 rogam. B TeueHne cneaytoLmx HECKOMbKUX NeT NPOUCXOAMUT AanbHENLLIniA perpecc ¢ notepen 3peHus. bonbHble ymupatot B
Bo3pacte OT 8 o 12 ner. 3 MoxeT nokasaTb (POTOMAPOKCM3MANbHLIA OTBET MPU HU3KUX YacToTax puTMuyeckon gotoctumynsumm (1-3 Tu),
naTonornyeckas akTMBHOCTb MPUBA3aHa N0 BPEMEHM K JENCTBUIO CBETOBbLIX pasapaxuTeneir. MPT nokasbiBaeT U3MeHeHWe curHana B 3agHux otaenax benoro
BelLecTBa unu aTpoduio Mo3xeyka. Mpu 3abonesaHny CLN2 BaxHa paHHss AuarHocTuka, noToMy YTO JOCTYMHO 3aMeCTUTENIbHOE NneYeHne pepMeHTamu,
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KOTOpOe MOXeT 0TCPOuUTb perpecc MOoTopuku W peun. CLN2 Bbi3biBaeTCS NaToreHHbIMM BapuaHTamu reHa Tpunentugunnentupassl 1 (TPP1) CLN2, uto
npuBOANT K Aecuunty depmerta TPP1 1 nocneaytoLlemy HaKOMIEHUIO IMNONUIMEHTOB (MMnodycumHa) B HeMpoHax 1 apyrux TkaHsx. Bapuantel NCL ¢
Hayanom B NO3HEM MIaZeHYeCckoM BO3pacTe Takke MOryT ObiTb Bbl3BaHbl NaToreHHbIMM BapuaHtamu reHos CLNT, CLN5, CLN6, CLN7, CLN8 u CTSD.

— CLN3 paHee usBecteH kak HLIM tuna 3, knaccuuyeckas toBeHunbHaa dopma HLM, bonesHb battena, unu 6onesHb Lnunbmeiiepa—®orta—LLerpena.
[aHHbiii cuHgpom yacto Betpeyaetcs B CkaHouHasun (1 % LUBEJOB SBNSKOTCA HOCUTENSAMM 3TOTO reHa), HO pexe u B Apyrux pervoHax. fanHbin NCL
KIMHMYECKM NOXOX Ha MO3AHION UH(AHTUIBHYIO hopMy, HO BO3pacT Hayana y Hero bonee no3gHui (4—10 net), a Bpems BbhknBaHWS 60MbHbIX Gonblue (13—
30 ner). MoTeps 3peHus BGICTPO NpOrpeccHpyeT, CONPOBOXAAACH AereHepaLmeil XenToro naTHa, aTpotuelt 3pUTENbHOMO HEPBa U MUTMEHTHBIM PETUHUTOM.
Ota hopma obycrnoeneHa natoreHHbIMW BapuaHTamu reHa CLN3. MyTaHTHbIn 6enok CLN3 coxpaHsieT ocTaTouHyio (yHKLMI0, 4TO 0ObSACHSET, NoYemy a1a
copma HLIM xapaktepusyetcs 6onee nosgHAM HavanoM M MeHee TSXENbIMUA KMMHUYECKUMU NPOSBNEHUSMU MO CPaBHEHWKO ¢ apyrumu dopmamu CLN.
BapuanTbl toBeHunbHoro HLM takke MoryT ObiTh Bbi3BaHbI BapuaHTamu natoreHHbix reHoB CLNT, CLN2, CLN9 n ATP13A2.

—HUJ ¢ ne6loTom Bo B3pociom BO3pacTe (paHee 13BECTHbIN kak 6onesHb Kydca) BcTpeyaeTcs peako v NposiBNSETCs kak cnopaguyeckoe 3abonesatne. OH
npucyTcTByeT B ABYX opmax: Tun A umeeT NMMI-nogobHyt0 kKapTUHY ¢ nocneayowmUmM passuTeM AeMeHLMM 1 atakeuu, a Tun B (He NMM3) xapaktepuayetcs
[EMeHLMEN C MO3KEYKOBBIMA UMK APYTUMW SKCTPanupaMuaHbIMU ABUraTenbHbIMM CUMNTOMaMU. HapyleHust 3peHust He XxapakTepHbl. BospacT Havana
3abonesanns — 11-50 net, 06bi4HO — 30 neT. MporHo3 HebnaronpusTHLIA, CMEPTb HAcTynaeT NpuMepHo Yepe3 10 neT nocne Hayana 3abonesanus. [JaHHbIA
HLJT obycnosneH natoreHHbiMu BapuaHtamu reHa CLN6. PasnosugHocTn HLJT ¢ gebiotom BO B3pocnom BospacTte Takke MOryT ObiTb 0ByCnoBneHbl
naToreHHbIMu Bapuantamm redoB CTSD, CLN1, CLN3, CLN5, CLN6, CTSFvt GRN

Mporpeccupytowme muoknonyc-anunencuu, MMI. Kputepun anardoctukm

MapameTp 06nA3aTenbHble KpUTepun HacropaxuBatowme 8 OTHOWeHUM Kputepuu ncknroyeHms
NpaBuMIbHOCTY AnarHo3a NpusHakm
MMpuctynbl Mwuoknonuyeckue cynoporu
eHepanu3oBaHHas cnaik/nonucnamk-BoONHOBas ak- Croiikass ¢hokanbHas anunentu-
oar TUBHOCTb (opmMHas  aKTMBHOCTb,  Kpome
TaKOBOW B 3aThINOYHbIX OTAENax
Bospacr gebtota 2-50 net >20 net
Paseutne B gebtote |bes ocobeHHocTel
Hesponornyecknit  |be3 ocobeHHOCTeR Ha MOMEHT febioTa.
cTatyc
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Mporpeccupytoliee yXyAleHne B HENPOKOTHUTUBHOM
ceepe (B HEKOTOPLIX Cry4asx HeobxoaUMo perynsipHoe
Habntogexve, 4tobbl oTnynTh MM o1 FOM3)

Heitposuayanusaums

Be3 ocobeHHoCTEn Ha MOMEHT aebioTa

TeueHune 6onesHu

MporpeccupoBaHne MUOKNOHYCA, MUOKIOHUYECKUX W
reHEepanu3oBaHHbIX TOHUKO-KIIOHMYECKNX MPUCTYNOB,
CHWKEHME KOTHUTUBHBIX (DYHKLMIA, nporpeccupyioLme
MO3XEUKOBbIE CUMMNTOMbI.

Yxypwenue kaptuHbl Ha O3l € NporpeccupyioLmm
3amedneHmeM (POHOBOM PUTMUKA WM/MNKM  yCUNEHWNEM
3NMNEenTUPOPMHON aKTUBHOCTY
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TECTOBbIE 3A0AHUA
Bbibepume 0duH npasunbHbIli omeem

1. CAMONUMUTUPYIOLLAACSH (CEMENHAS) MHOAHTUNBHAS SMNEMNCUSA (CNN3) PAHEE HOCWNA HA3BAHVE
a) cuHgpom BataHabe—BuaxeaHo

6) cuHopom Otaxapa

B) cuHapom Becra

r) cuHopom [pase

2. CUHAPOM UHOAHTIbHBIX ANUNENTUYECKNX CMA3MOB (CUOC) PAHEE HOCWT HASBAHWE
a) cuHgpom BataHabe-BuaxesaHo

6) cuiapom Otaxapa

B) cuHapom Becta

r) cunapom [pase

3. AnA ANUNENCUN MNALEHYECTBA C MUTPUPYIOWNMW OKANTbHBIMU MPUNAOKAMK (3M MOTT) XAPAKTEPHbI MPUMNALKM
a) hokarnbHbIe MOTOPHbIE CO CMEHO! CTOPOHbI MOTOPHbIX (HEHOMEHOB BO BPEMSi OAHOTO M TOTO XKe MpUCTyna

6) chokarbHble MOTOPHbIE CO CMEHO! CTOPOHbI MOTOPHbIX (HEHOMEHOB BO BpeMs pa3HbiX NpucTynos

B) MMOKIOHIYECKIE CO CMEHOIA CTOPOHbI CyZ0POT BO BPEMSI OAHOTO M TOTO e MpUcTyna

r) MUOKINOHUYECKUE CO CMEHO CTOPOHbI CYZI0POT BO BPEMS pasHbIX MPUCTYNOB

4. INA CMHOPOMA LUTYPrE-BEBEPA XAPAKTEPHO
a) «NopTBENHOBbII HEBYC» Ha NuLie

6) aHrnocubpoma Ha nuue

B) AiENUIrMEHTaLMN Ha NnLie

r) aHrMopeTukynéma Moxeuka

5. MMPULOKCUH-3ABUCUMAS 9P3 CBA3AHA C MYTALIMEW B FEHE
) ALDH7A1
)
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6. PV CUHOPOME JE®ULMTA TPAHCMOPTEPA ITIHOKO3bI 1-FO TUMA (GLUT1 DS) HABJTIOOAETCA
a) BbICOKU YPOBEH TTIHOKO3bI B KPOBY U IMKBOPE

6) HOpMarbHbIi YPOBEHb IHOKO3bI B KPOBM 11 BLICOKMIA B JIMKBOPE

B) HOpManbHbIi YPOBEHb [TIHOKO3bI B KPOBYW W HU3KWI B NUKBOPE

r) HU3KM YPOBEHD ITIHOKO3bI B KDOBY W NIUKBOPE

7. X-CLEEMNEHHASA KNACTEPHAA 3MUNENCKA, CBASAHHAA C MYTALIVEW B FEHE PCDH19, KAK NMPABWNO, HABMIOOAETCA
a) y Manb4ukoB

0) y LeBoyek

B) y 0B0VX MONOB OAMHAKOBO

r) Yy HOBOPOXAEHHBIX C HApYLUEHWEM NMOMOBO ANGhepEHLMPOBKN

8. CAMONMMUTUPYIOLLAACSA SMNEMNCUA C LLEHTPO-TEMMOPATBHBIMI CMAAKAMM (CN3 LITC) PAHEE HOCUIA HASBAHME
a) ponaHaguyeckas anunencus

6) cuHopom MaHanoTonynoca

B) anunencus no Tuny Facto

r) cuHOpom TaccuHapm

9. CAMONNMUTUPYIOLLAACA 3NNENCUA C BETETATUBHBLIMIA NMPUMNALKAMMW (CN3 BM) PAHEE HOCUNA HA3BAHWE
a) ponaHanyeckas anunencus

6) cuHopom MaHanoTonynoca

B) anunencus no Tuny Facto

r) cuHopom TaccuHapm

10. K \OMONATUYECKUM FrEHEPANIN3OBAHHBIM SNNENCUAM (UI'3) HE OTHOCUTCA
a) petckas abcaHcHas anunencus (JAJ)

6) toHoweckas abcaHcHas anunencus (KOAJ)

B) tOHOLLIECKAs MMOKMOHWYeckas anunencus (FOMO)

r) anunencus ¢ MmoknoHuyeckummn abecaHcammn (SMA)
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OBYYAIOLLUME CUTYALIMOHHBIE 3AAYN

CutyaunoHHas 3apaya Ne 1

Matb o6paTunachk k Bpayy ¢ xanobammu Ha Cepur TOHUYECKIX «CTUbaHMi» TYNoBULLA C PUMNOSHUMAHUEM KOHEYHOCTEN BBEPX Y CbiHa. MpUCTynbl BriepBble
NOSIBUNMCb 2 HEZlENN Ha3ag, B BO3pacTe 6 MecsLeB 1 YaLLe Habnoganucs npy npobyxaeHun. CHayana MaThb Jymarna, 4To CbiH NPOCTO NbITAETCS CAMOCTOSTENbHO
CECTb, HO, TaKk kak peBEHOK CUMbHO MMakan Mexay 3TUMM «crubanusiMuy, pelunna obpaTutbest B GomnbHULy. OTMEYAETCS Takke PErpecc NcuxoMOTOPHOTO
pa3BUTUS: NepecTar NepeBopaynBaThCs Ha XMBOT U 06paTHO. Ha Q3T BhisiBneHa AnddysHas («xaoTnyeckas») BbICOKOAMNAUTYAHAS MENEHHAs aKTUBHOCTb B
COYETaHMM C MYNbTUOKANbHBIMIA 3NUAENTUOPMHBIMKM pa3psigamu, KoTopble ycunmsaioTcs B ady MeaneHHoro cHa (N-REM). WkranbHas 3anuch
XapaKTepn3yeTcs BbICOKOAMNIUTYAHON, reHepan13oBaHHOM, OCTPOBOIHOBOW aKTUBHOCTbIO, 33 KOTOPOM CriedyeT HU3KOaMNnuTyaHas ObicTpas akTUBHOCTL. Ha
MPT ronosHoro Mo3ra 3Ha41MOoit NaTonoMmu He BbISBEHO.

Bonpocbi:

1. HazouTe umetoLmecs y 60nbHOMO NpUcTynbI.

2. Kak HasbiBaeTcst 93 -naTTepH, 3aperncTpupoBaHHbIN y nalueHTa.
3. Baw npeanonoxuTenbHbIii AnarHo3, ero 060CHoBaHMe.

Pa3BepHyTbI OTBET HAa CMTYaLMOHHY0 3adayy Ne 1

1. SnunenTnyeckue cnasmbi.

2. uncaputmus.

3. CVHOpOM MHGaHTUMbHBIX SnunenTuyeckix cnaamos (CUAC). Cepum TMNMUHBIX crubaTenbHbIX Cria3MOoB akeuarbHbIX MbiLLLL, BOSHUKAKOLLMX Npy Npobyxae-
HWW. Perpecc NcuxoMOTOPHOTO pasBuTHs C Havarnom npuctynos. MuncaputMus Ha A3 BO CHe M TUMWYHbIV NaTTEPH SNUINENTUHECKOTO CriasMa BO BPEMS NpUnagka.

CuTyaumoHHas 3apaya Ne 2

Martb o6paTinach k Bpady ¢ xanobamu Ha obLume «B3gpariBaHnsiy ¢ aKLEHTOM B MblLLLIaX FONIOBbI U MEY Y ChbiHa, KOTOPLIE BREPBbIE NOSIBUNMCH MECSL
Ha3ap, B Bo3pacTe 2 neT. «BagparnsaHms» BO3HUKAKOT HECKONBKO Pa3 B CYTKM kak BO Bpemsi 60APCTBOBaHMS, Tak 1 BO CHE. HalLie OHM BbI3bIBAKOTCS BHE3AMHbIM
LUYMOM, NPUKOCHOBEHWEM MK ucnyroM. CHavana MaTb flyMana, YTo CbIH MPOCTO CTas «MyrnBbIM», HO NOCIE TOrO, Kak OfMH Pa3 BO3HWKIa Cepsi NOAEPTUBaHIA,
npuBeAwwas k nagenuio pebéHka, pewuna obpatutbcs B BonbHULy. ®oHoBas putmmka A obblyHas. Mpu 3anmuc 3T B ApemoTe 3aperncTpupoBaHbl
reHepann3oBaHHble BCTIbILLKW CMaiik-BorH. Bo Bpemsi «B3gparvBaHWsi» BO CHE, BbI3BAaHHOTO BHE3aMHbIM LUIYMOM, 3apEruCTpUpOBaH KOPOTKWA paspsig
reHepanu3oBaHHbIX NonMcnank-BonH Yyactotomn okono 3 M'u. MPT ronoBHoro moara — 6e3 natonoruu.
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Bonpocbi:

1. HasoBuTe umetoLmrecs y 60nbHOMO NpucTynmbI.

2. Kak Ha3blBatoTCS! NPUCTYNbI, NPOBOLMPYEMbIE BHE3ANHBIM LLYMOM, MPUKOCHOBEHWEM WK UCTYTOM?
3. Baw npeanonoxuTenbHbIii anarHo3, ero 060CHOBaHMe.

Pa3BepHyTbIN OTBET Ha CUTYaLMOHHYI0 3aaayy Ne 2

1. FeHepanu3oBaHHbIE MUOKITOHUYECKIE MPUCTYMbI.

2. PethneKTopHO-MHAYLIMPOBaHHbIE NPUCTYMbI.

3. MuoknoHuyeckas anunencus mnageHyectsa (MAM). MuoknoHuyeckme NpucTymbl, CONMPOBOXAAIOLMECS FeHepanu3oBaHHbIMIU paspsiaamu nonmcnank-
BOMH Ha O3I. [eHepann3oBaHHbIe BCMbILLKM CMaliK-BOMH NPW 3anuck BO CHe, HO 00bluHas hoHoBas putMuka. HopmaneHas MPT ronoeHoro moara.

CutyaumoHHas 3apaya Ne 3

[leBouka, 2,5 roga. Mamy 6ecnokosiT npucTynb B BUAE NOLEPTUBAHMA KOHEYHOCTEN C OAHOM CTOPOHbI, MHOTLA B COYETaHUM C MOBOPOTOM rOMOBbI, KOTOPbIE
BO3HMKAIOT, KaK MpaBumo, B Hayane pecnupartopHoro 3abonesaHus. CTOpoHa Cy4opor MOXET MeHATbCA B pasHbix npuctynax. Mama cBf3biBaeT Havano
3aboneBaHs ¢ BaKLMHaLVeN B BO3pacTe 6 MeCsLIEB, NOCNE KOTOPOI BNEPBbIE BO3HMKNM «0OLLMEY KOHUYECKWE CYAOPOTM, HO C YETKMM NpeobnagaHunem crnesa.
Jleunnacs y HeBponora ambynaTopHo ¢ AuarHo3oM «hebpunbHble cyaoporuy. MonyyaeT Banbnpoarsl. Mpyu nonbITke Nepesoaa Ha okckapbasenuH — yyalleHue
npunagkos. Mocne 2 neT npucoeamHUNMCh MPUCTYNbI «B3apariBaHusy. PassneaeTcs ¢ 3agepxkon: nowna B 1,5 roga, nepsble cnosa — B 2 ropa. Ha 33 -
CKyAHas MynbTudokanbHas anunenTucopmHas aktueHocTb. MPT ronoBHoro Mo3ra — 6e3 natonoru. Mpu AHK TecTupoBaHum BbisiBieHa MyTauus B reHe SCNTA.

Bonpoch!:

1. HasosuTe umetowmecs y 60nbHOM NpUCTYMbI.

2. Kak HasblBaeTCst (oeHOMEH, KOrAa CTOPOHa MOTOPHbIX CUMMTOMOB MEHSIETCS BO BPEMS pasHbIX NPUCTYNOB?
3. Baw npeanonoXuTenbHbIi AnarHo3, ero 060CHoBaHMe.

Pa3BepHyTbIN OTBET HAa CUTYaLMOHHY0 3aaayy Ne 3
1. ®ebpunbHO-NpoBOLMPYEMbIe (hoKarbHbIE MOTOPHbIE FEMUKIIOHMYECKME NPUNAaKMA, TeHepan30BaHHbIE MUOKIOHUYECKIE NPUNafKY.
2. AnbTepHauus.
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3. CuHgpom [pase (CH). VHaHTUnbHbIE «kOMMNEKCHbIe» (C hoKanbHbIM KOMMOHEHTOM) (hebpunbHbIe Cymoporu (B T.4. MOCTBAKUMHAMbHbIE) C
TpaHcthopmaLmeit B hebpunbHO-NpoBOLMPYEMbIE anbTePHUPYIOLME TEMUKIIOHMA M NMPUCOEAMHEHNEM NOoCne 2 feT reHepanu3oBaHHbIX MUOKMOHMYECKNX
npunagKos.

3apepxka NCUXOMOTOPHOTO W NCUXOPEeYeBOro passuTus nocne aebiota npuctynos. MaToreHHbIit BapuaHT reHa SCN1A.

CutyaumoHHas 3apaya Ne 4

Manbunk, 6 neT. [loctaBneH B HEBPOOrMYECKOE OTAENEHNE HOYbLIO HA «CKOPOI» NOCNE NEPBOrO B XW3HW ABYCTOPOHHETO TOHMKO-KMOHWYECKOrO NpucTyna,
pa3ByBLLErocs Bo cHe. Co CroB OTLA OH YCribILLan Kaku1e-To 3BYKM TUMA «MONOCKaH!s ropriay, MOAOLLEN K NOCTENM CbIHA M YBIAEN, YTO TOT «BbETCS B CyAoporax».
Yepes MUHYTY NpUnagoK 3akOHYMICS, Manbyuk OTKPbIN rasa, Ho ellé 5 MiH He mMor oTBeyaTh. OTMeyvanacs cnabocTb NpaBoi PykK Takxke okoro 5 MuH. PaHee
pOLMTENN HECKOMbBKO Pa3 CribILLAny «CTPaHHble 3ByKu» MO HovaM. CHayana oHW [lyManu, YTo 3TO TOLIHUT WX KOLLKY. [TOTOM 3aMEeTUn, Y4TO «ropnoBbIE 3BYKU»
W3AaET UX CblH, MPU 3TOM Y HEro crerka AEprancs npaeblil yron pra, BbiTekana crtoHa. Mpuctynbl Obinn KOPOTKMMU (MeHee MUHYTbI), pe6EHOK BbICTpo
npocCkINancs W pacckasbleas, YTo y HEro «Hemenuy» ryba u si3bik cnpasa. K Bpady He obpallannch, Tak kak 3To pebéHka He Becrokouno, 1 OH passuBancs
HopmanbHo. MPT ronosHoro moara — 6e3 natonorun. Ha 33T B ApemoTe BbiSIBNEHbI KOMMEKCHI «OCTPasi-MeAneHHast BOMHay, HanoMuHatoLye komnnekcel QRST
B OKT', B LUeHTpo-TeMNOparnbHoit 06nacTu Crnesa, 4acTb U3 HUX B BUAE «aYNneToBY.

Bonpochb!:

1. HasoBuTe umetoLLmecs y 60nbHOrO MpUCTYMbI.

2. Kak Ha3bIBatoTCS KOMMNEKChI «0CTPas-MeaneHHasi BONTHA», HanoMuHaloLue komnnekcol QRST B IKI, BO3HMKalOLLME B LIEHTPO-TEMNOParibHOM 06racTy
W aKTUBMpYIOLLMECS B ipemoTe?

3. Baw npeanonoxurenbHbIii anarHo3, ero 060CHOBaHMe.

Pa3BepHyTbI OTBET Ha CUTYaLMOHHYI0 3aaayy Ne 4

1. ®apuHro-opanbHble (3ByK «MONOCKaHUS ropra») U opodaunanbHble okanbHble CEHCOMOTOPHbIE MPUCTYMbI, CBSA3aHHbIE CO CHOM. OfHOKpaTHBbIN
(hokanbHbIN MOTOPHbIN (aLmo-OpaxuanbHbIi NpUNagok cnpasa ¢ nepexoaom B GunatepanbHbIi TOHUKO-KNOHUYECKAMM NPUCTYN.

2. [lobpokayecTBeHHble anunenTuopmHble NaTTepHbl AeTcTBa (J3M0).

3. CamonumuTvpytoLascs snunencus ¢ LeHTpo-TemnopanbHbimMi cnaiikamu (CN3 LITC) unu ponananyeckas anunencusi. KopoTkme HoYHble GhoKanbHble
NPUCTYNbI C XapakTEPHbIMU OMEPKYNAPHBIMK CyA0pOramu U CrtoHoTeYeHeM. HopmanbHoe neuxinyeckoe passutve. 3NN Ha 3T,
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CuryaunonHas 3apaya Ne 5

[esouka, 6 net. Habnioganacb HEBPOMOTOM B MOMMKIWHMKE C AMArHO30M «BereTaTuBHas OWUCTOHUS C MapOKCU3ManbHbIM TEYEHMEeM». Y OeBOYKN
HECKOMbKO pa3 OTMevanuch BereTaTUBHO-BUCLiEpanbHble NapoKCK3MbI, HaunMHaBLMeCs BO CHe. OHa YacTMYHO mpockinanachb OT Mo3biBOB Ha pBOTY, Gbina
6nepnHol, xanosanack Ha 6onb B xuBoTe. PBOTa He NpuHocUna obneryexue, NOBTOPSNach HeCkoNbKo pa3s B TeveHne 20—30 muH. CHayana neguatp noctasun
AMarHo3 «ANCKMHE3NS XEeNYEBbIBOAALLMX MyTeN», HO NOTOM OTNPaBMI K HeBponory. MocneaHNi  NPUCTYN CONPOBOXAANCS OTKNOHEHWEM [11a3 U FONO0BbI B CTOPOHY,
a TaKKe HapyLUeHMEM CO3HaHMS, Mocrne 4ero HeBpomnor Hanpasun pebéHka Ha crauuoHapHoe obcneposaHue. Ha Q3T B cocTosHuM paccnabneHHoro
604pCTBOBAHMS B 3aTbINIOYHO-BICOYHBIX OTBEAEHWSX 3apervcTpupoBaHbl eauHUYHbIE MYNbTUGOKANbHbIE BbICOKOAMMANTYAHbIE OCTPbIE BOMHbI, KOTOpbIE B
ApeMorte cranu 6onee YacTbiMu 1 BunatepanbHo-CMHXPOHHBIMK. MPT ronoeHoro Mo3ra — 6e3 natonoruu.

Bonpochi:

1. HazoBuTe umetowmnecs y 60nbHON NpUCTYNbI.

2. C Kakum HeanunenTuyeckum 3aboneBaHnem KNMHUYECKN CXOAEH AaHHBIA SMMNENTUYECKUiA CUHAPOM?
3. Baw npeanonoxurenbHbIii anarHo3, ero 060CHOBaHMe.

Pa3BepHyThIii OTBET Ha CUTyaLMOHHYIO 3apayy Ne 5

1. BeretaTuBHO-BUCLIEParbHbIE NPUCTYMbI MKTaMNbHOM PBOTHI, MHOTAA B COYETaHUW C (oKanbHbIMI MOTOPHLIMY afBEPCUBHBIMU NpUNasKkamm.

2. MNpepaLecTBEHHNKIN MUTPEHN (HENUXOPaLoYHbIE AETCKIME NEPUOANYECKUE CUHAPOMBI) B BUAE LIMKNMYECKON PBOTI.

3. CamonumuTupylowascs anunencus ¢ BeretaTuBHbIMM npunagkamu (CNS BIM), unn cuHopom Mananotonynoca. BereTaTusHo-BuCLEpanbHble
NPUCTYMbI, MHOrAA B COYETAHWM C afBEPCUBHbIMKA Mpunagkamu. MynbTudokarnbHble BbICOKOAMMIUTYAHbIE OCTPble BOMHbI B 3aHUX OTBeAeHusX Ha J3r.
OtcyTcTBUE M3MeHeHuin Ha MPT ronoBHoro Moara.

CutyaumoHHas 3apaya Ne 6

tOHowwa, 20 neT. OBpaTUNCs k HEBPONOTY NOCNE TOrO, Kak Ha PaBoTe BO3HWK MPUCTYN C HAPYLUEHMEM CO3HaHMS. CO CIOB KOMNEr OH BHE3amnHo «3amep» ¢
OCTaHOBYMBLUMMCS B3rMALOM, Hadarn «MOXEBLIBATb 1 CrraTbiBaTby, NIEBOI PyKOW CTan Mornaxusatb cebs Mo KMBOTY, a Npasas pyka Hanpsrmack U CTpaHHO
«CKpyTUnachy. Yepes 2—3 MuH NpuULwén B cebs, HO Bbin pacTepsiH, He MOHMMAN, YTo MPOU3OLLO. Mpu PaccPOCe HEBPOMOTOM BbISICHEHO, YTO paHee y naumeHTa
OTMEYan1Cb HEMpUATHbIE OBOHATENbHbIE UMMIO3MN («3aNaX HOKEHbIX MOKPBILIEK»), KPATKOBPEMEHHbIE COCTOSIHUS MO TUMY «YXKe BUAEHHOTO» W «HUKOTAA He
BUAEHHOTO», HO MO 3TOMY MOBOAY K Bpayam He obpalyancs. Mo noBogy NPUCTYNOB CUMbHLIX GONE! B NUracTpuu C Mo3biBaMu HA PBOTY W BReSHOCTbIO
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obcnefoBancs y xvpypra st UCKMIOYEHUs NaHKkpeaTuTa. B paHHeM [eTckom BospacTe oTMevanuch debpurbHble Cyaopory, B TOM Yucne AnuTenbHble (0
nonyyaca). Mpu nNpoBepke CNyXopeyeBol NamsaTh BbiseneH Aecnumut BepbanbHoit namsatu. Ha 33 B neBoit TemMnopanbHoi 06nacTu BbisIBNEHbI 3aMeaneHme
BOA v anunenTucopMHast akTMBHOCTb C ycunenuem B gpemote. Mpu MPT obHapyxeHo yMeHblueHHe 06bemMa W NOBLILIEHWE UHTEHCUBHOCTY CUrHana nesoro
runnokamna.

Bonpocbi:

1. HasoBuTe umetoLmecs y 60nbHOMO NpUcTynbI.

2. OnpepgenuTe W KNMHUYECKN 0BOCHYITE CTOPOHY SNUMENTUYECKOTO ovara.
3. Baw npeanonoxuTenbHbIii AnarHo3, ero 060CHoBaHMe.

Pa3BepHyTbI OTBET Ha CUTYaLMOHHY0 3aaayy Ne 6

1. ®okanbHbI NPUCTYN C HApYLLIEHWEM CO3HaHNS: C OPOANUMEHTapHBLIMIM aBTOMAT3MaMK, KUCTEBLIMM aBTOMATM3MamMK Criesa U AUCTOHWEN pyku crpasa.
®dokarnbHble NPUCTYMbI C COXPaHEHNEM CO3HaHWS: 0O0HSATENbHbIE, BEreTaTUBHO-BICLEpanbHbIE (ANUracTpanbHble), 4EXaBto, KaMeBIo.

2. JleBas BUCOYHAs [ons. ABTOMaTWU3Mbl BEPXHEN KOHEYHOCTM HabMOAAlOTC Ha CTOPOHE ouara (MncunatepansHo), a AUCTOHWS pykn — Ha
NPOTUBOMONOXHON (KOHTpanatepanbHo). eduynt BepbanbHoi NamsTv XxapakTepeH As NopaxeHUs JOMUHAHTHOM (0DbIYHO NEBOIA) BUCOYHOI LONK.

3. MesuanbHas BUCOYHas anunencus ¢ runnokamnanbHbiM ckneposom (MB3 'C). MonumopdHble hokanbHble Npunagki ¢ COXpaHEHEM 1 HapyLLEHUEM
co3HaHus. [eduunt BepbanbHoi namsaTh. PernoHanbHble 3meHeHust Ha QO B NeBoW TemnopanbHoi obnactu. MpusHaku MeauanbHoro TeMMopasnbHoro
ckneposa (MTC) Ha MPT.
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KOHTPOIIbHbIE CUTYALUWOHHbIE 3AOAYU
Bbibepume 00uH unu HECKOMbKO NPagUIibHbIX 0Meemos
CutyaumoHHas 3agaya Ne 1

Y [eBoykm 7 neT nocne Hayana noceLLeHust LUKOMbI YYUTENs CTanu 3amMeyaTb «3aayMKvy, Koraa B TeueHne Heckonbkux (4o 10) cekyHa oHa He oTBevana
Ha BOMPOCHI, «<MeyTaTenbHO MAas BAanby. Ha ypokax uskynbTypsl BO BpeMs 6era Morna BHe3anHo 0CTaHOBMTLCS, 3amMepeB Ha MecTe. bbina HanpaeneHa k
HeBponory. IMpu paccnpoce BbICHEHO, YTO NOAOGHbIE «OTKMIOYEHUS» Y JOYEPU POAUTENM OTMEYanu MOYTW exedHEBHO B TeyeHue roga. Tak kak passutue
pebéHka He cTpagarno, a neauaTp ckasarn, YTo AEBOYKa «MPOCTO MeyTaTenbHasy, 6onee k Bpayam He obpalyanucs. bbina nposeaeHa I3 B 6oapCTBOBAHNM.
®oHoBas puTMuka B HopMe. [py NpoBEeAEHUM TMNEPBEHTUNALMM Ha 2-11 MUHYTE BO3HWK pa3pss reHepanv3oBaHHOM Cralik-BONTHOBOW aKTUBHOCTM YacToTon 3 Iy,
KnuHnyeckn oTMevanock: ytpata Co3HaHWs (Ha BOMPOCHI He OTBevana, BOCTIOMUHaHWIA O MpucTyne He 6bino), 3acTbiBLUMA B3rNSA W Hebonbluas AesuaLms
rnasHblix 16mok Beepx. MPT ronosHoro moara — 6e3 natomnoruu.

1. HA3OBWTE UMEIOLMECS Y BONBHOW NMPUCTYMbI
A. TundHble abcaHchl

B. AtunnyHble abcaHcbl

B. Mcespoabeancel (behaviour arrest)

I". MnoknoHuyeckue abecaHchbl

2. KAKASA NMPOBA BbI3bIBAET NOSABNEHWE FEHEPAN30BAHHOW CMAWK-BONHOBOW AKTUBHOCTW Y MATON YACTM TAKNX NMALIMEHTOB?
A. OMoumoHarnbHas Harpyska (yrposa yaapa TOkoM)

B. YMcTBEHHas Harpyaka (CYET B yme)

B. Putmunueckas cotoctumynsaums

I". 3acbinanne
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3. BAW ANATHO3?

A. [letckas abcaHcHas anunencus (JAJ)

B. FOHoLwueckas abcaHcHas anunencus (FOAJ)

B. Onunencus ¢ mmoknoxueit Bek (SMB)

I". Onunencus ¢ MuoknoHudeckumn abcaHcamm (AMA)

OmeembI Ha KOHMPOIBLHYI cumyayuoHHyr 3adady Ne 1: 1 -A; 2-B; 3 - A.

CutyaunoHHas 3apaya Ne 2

[eBouka, 14 net. [locTaBneHa B HEBPONOTMYECKoe OTAENEHNE HA «CKOPOIA» MOCNE NEPBOTO B XkWU3HM GunaTepanbHO-CUHXPOHHOTO TOHUKO-KIMOHUYECKOrO
npunagka C yTpaTol CO3HAHMS, PA3BMBLLETOCS YTPOM MOCNE HACWMbCTBEHHOTO MPODYXKAEHUS MaTepbio. BbISICHMNOCh, Y4TO AEBOYKA «MOMHOYM Urpana Ha
KOMMbIoTEPeY, 0 YEM MaTb He 3Hana. MpucTyn Havancs ¢ aCUMMETPUYHOTO aCMHXPOHHOTO NOAEPTMBaHNS PYK, 3aTEM BO3HUKIO «HaNpPsKeHWE BO BCEM TeNey ¢
NPUNOAHUMAaHWEM PYK BNiepég, OTKIIOHEHWEM FONOBbI BMIPABO W «rOPTaHHBIM 3BYKOMY, @ MPUMEPHO Yepe3 MUHYTY TOHUYECKWE CYAOPOrY NEPELLNN B PUTMUYHBIE
noAéprvBaHus KoHe4HocTei. Mpu paccnpoce B OTAENEHNM YTOYHEHO, YTO B TEYEHWE HECKOMbKMX MecsiieB y pebéHka oTMeYanuch NogepruBaHns B pykax no
yTpam BO Bpems YncTku 3y6oB v 3aBTpaka. Ctaplumit Gpat gaxe WyTun, 4To y HUX nocenuncs «bapaballkay, KOTOpbI «TONKaeT CeCTpy NoA NokoTby. Ha 33I
3apErNCTpUpOBaHa HeperynsipHasi, reHepanu3oBaHHasi Nonucnanik-BoNHOBas akTMBHOCTb YacToTon 3—5,5 My kak Bo Bpemsi 604pCTBOBaHUS, 0COBEHHO Mpu
TUNEPBEHTUAALMK, TaK M BO cHe. MPT ronoBHoro mo3ra — 6e3 natomnoruu.

1. HA3OBWTE UMEIOLUMECA Y BONMBHOW NMPUCTYMbI
A. ®okarnbHble MOTOPHbIE KITOHUYECKME

B. ®okanbHble MOTOPHbIE MUOKIOHUYECKIE

B. l'eHepan13oBaHHble MUOKITOHNYECKIE

I". TeHepan13oBaHHbIEe MMOKIOHUKO-TOHWUKO-KMOHNYECKNe

2. HA3OBWTE NPOBOKATOPbI TAKMX MPUCTYMNOB
A. [lenpuBaums cHa

B. HeoxwupaHHoe HacunbCTBEHHOE NpobyxaeHne

B. YMcTBEHHas Harpy3ka (CYET B yme)

I". Putmmndeckas dotocTumynsums
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3. BAW ANATHO3?

A. FOHoweckas MuoknoHnyeckas anunencus (KOAJ)
B. Snunencus ¢ muokmnonveit ek (OMB)

B. Onunencus ¢ Mmoknonuyeckumn abcaHcamn (AMA)
I". MuoknoHyc-anunencust YHseppuxta—flyHabopra

OmeembI Ha KOHMPOIbHYIO cumyayuoHHyro 3adayy Ne 2: 1-B,T;2-A B, T; 3-A.
CutyaumoHHas 3apgayva Ne 3

Y AeBoukM 7 NeT nocne Havana noceLyeHus LWKOMbl PoANUTENy CTanu 3ameyatb KopoTkie (2—4 ) ann3oabl NoAEPrMBaHUi BeK (Yalle PUTMUYHBIX) C
OLHOBPEMEHHbIM OTKIOHEHUEM MasHbix 6ok BBEPX U pasrnbaHnem ronosbl. MpuUCTynbl BO3HWKANW €XEeAHEBHO, MO HECKOMbKO pas B AeHb M Aaxe B yac,
NpOBOLMPOBANMUCh MEANEHHbIM NPOU3BOMBHBIM UMW HEMPOW3BOMbHLIM NMPUKPLIBAHUEM BeK, 0COGEHHO NPY BO3LENCTBUM SPKOTO CONHeYHoro ceeta. OauH pa3s
MaTb yBuaena, kak Ao4b, CTOS IMLIOM K MCTOYHMKY CBETA, pa3Maxumeana pykamu nepeq rnasamn. Ha Bonpoc «3a4em oHa 370 AenaeT?y, Ta 0TBeTUNa, YTO eit 310
«KaK-TO HEOBbIYHO U MPUSATHOY, HO YETKO OBBACHUTL CBOE NoBeaeHNe He cMorna. Nleunnack ambynaTopHO Yy HEBPOSOra C AUArHO30M «MUraTenbHbIiA TUKy 6e3
adekra. Ha 3 bogpcTBOBaHMS B UHTEPUKTANBLHOM NEPUOAE 3acthMKCMPOBAHbI KOPOTKWE BCMbILKW ObICTPbIX (3—6 ILy) HeperynsipHbIx reHepanu3oBaHHbIX
nonucnank-BoNHOBbIX KOMMNEKCOB. MyTéM MeaNeHHOro 3aKpblBaHWs ra3 Npu HanM4uMW CBeTa yAanoch CrpoBOLMPOBATL NOSBNEHWE ABYX BUOOB NMPUNAZKOB,
KoTopble pa3suBanuCh nocneposatensHo. Mpu noaépruBannsax Bek 6e3 HapylLeHNs CO3HaHWS PerucTPUpOBanUChL HeperynapHbIe NONUCnanku U nonucnank-
BONHbI. Mpy noféprueaHusiX BeK C NOCNEAYIOLMM HapyLLIEHMEM CO3HAHUS B 3TOT MOMEHT (DUKCUPOBANNCh PUTMUYHBIE FeHEPanu3oBaHHbIe KOMMNEKCHI Crnaiik
UNW nonvcnaiik-BonHa vyactotont 3—6 'y, MPT ronosHoro mo3ra — 6e3 natonoruu.

1. HA3OBUTE UMEIOLMECS Y BONBHOW NMPUCTYMbI
A. ®okanbHble OKyNOMOTOPHbIE NpUNaaKu

B. ®okanbHble onTuyeckue npunagku

B. MuoknoHusi Bek

I". TunnyHble abcaHcbl C MUOKIOHKEN BEK
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2. KAK HA3BIBAETCHA CAMOCTOATENBHASA NMPOBOKALIMA MPUCTYMA, B TOM YACTE NMYTEM PASMAXVBAHWA PYKAMW NMEPEL MMA3AMM?
A. Camonpe3seHTaupns

B. CamoperynuposaHue

B. CamonHaykuws

I". Camogenykuus

3. BAW ANATHO3?

A. FOHoweckas MuoknoHnyeckas anunencus (KOAJ)
B. Onunencus ¢ muoknoxueit Bek (AMB)

B. Onunencus ¢ mroknonuyeckumn abcatcamn (AMA)
I". MuoknoHyc-anunencust YHseppuxta—/lyHabopra.

OmeemsI Ha KOHMPONbHYI0 cumyayuoHHy 3adayy Ne 3: 1-B,T;2-B; 3-b.
CutyaunoHHas 3apaya Ne 4

Pogoutenn manbunka 5 net 0bpatunu BHUMaHWE Ha TO, YTO B TEYEHME NOCMEHENO rofa Y HEro YXyALunach pedb W OH nepectan npuobpeTatb HOBbIE
HaBblku. PaHee y pe6éHka oTMevanack nérkas 3afepxka peveBoro passuUTUsA, HO Tenepb OH kak Bbl NnepecTan NoHMMATh CrioBa, 0COBGEHHO ANNHHbIE (pasbl.
MortopHast peyb cTana ckygHoit. Cnyx, N0 AaHHbIM MCCNEA0BaHMS KOPOTKOMATEHTHBIX CAYXOBbIX BbI3BAHHbIX MOTEHLMANO0B, HA3HAYEHHOrO CypAONOroM, He
cTpagan. Habntogancs ambynaTtopHo HEBPOMOTOM C AMArHO30M «CEHCOMOTOpHas auccasns passutusy. Ha 33 6oapcTBoBaHMs obHapyxeHa Herpybas
anunenTuchopmMHas akTMBHOCTb B BiAe A0OPOKaYeCTBEHHbIX aNMNenTMdOpMHbIX NaTTepHoB AeTcTea (O3M) B npaBoit BUCOYHON 0bnacTy, a Yepes nonroga — B
nesoi. McuxuaTpom 3anofo3peHa AeMeHuus BCheacTeue anunencun, pebéHok Gbin HanpaeneH Ha CTauuoHapHoe obcnefosaHue. B HeBpomornyeckom
oTAeneHuy BbIno BbICHEHO, YTO B BO3pacTe 4 NeT OAHOKPATHO Y Manbyuka Habmnoaancs KopoTkWUA NPUCTYN BO CHE B BAE TOPIOBbIX 3BYKOBY W CIIIOHOTEYEHNS
Ha ¢poHe HenonHoro NpobyxaeHus. Pogutenu pewwmnu, 4to pebEHOK «MPOCTO YeM-TO NOAABUNCAY, U K Bpady Torga He obpalianuck. Mpu 33T -MoHUTOpPUHTE
AHeBHOro cHa B | cTaguu meaneHHoro cHa (apemote) uHaekc 31 Bospoc fo 80 % 3anucy ¢ hopmmupoBaHMeM naTTepHa Crank-BONHOBON aKTUBALMK BO CHe
(CBAC). MPT ronoBHoro mo3ra — 6e3 natonoruu.
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1. HASOBUTE VMEBLUMECSA Y BONBHOIO NPUCTYMbI
A. ®okarnbHble MOTOPHbIE (hapuHro-oparnbHble

B. ®okanbHble MOTOpHbIe opodhaLmanbHble

B. ®okanbHble MOTOpHbIE C aBTOMAaTU3MaMK

[". BunatepanbHble TOHWUKO-KNOHNYeCkKie

2. KAK PAHEE HA3bBIBANCA 33r-NATTEPH CBAC?
A. Benbllika-nogasnexue

B. M'mncaputmms

B. CSWS (continuous spike-and-wave during sleep)

I". ESES (electrical status epilepticus of slow sleep)

3. BAW ANATHO3?

A. CamonnMnTUpyHoLLascs anunencus ¢ LIeHTpo-TemnopanbHbiMu cnaiikamm (CN3 LITC)
B. CamonumutupytoLlascs anunencus ¢ BeretatueHbIMW npunagkamu (CN3S BIT)

B. Cungpom TeHHokca—Tacto (CIT)

[". OnunenTuyeckas sHLUedanonaTs co cnank-BonHOBoM akTueaumeit Bo cHe (CBAC)

4. KAKOW BAPYAHT SMNENTUYECKOTO CUHAPOMA HABMIOOANCA Y JAHHOMO PEBEHKA?
A. Cunapom JleHHokca

B. CuHapom ncesao-JleHHokca

B. Cungpom Manpay—KneddHepa

I". OnunenTnyeckas sHLedanonaTs ¢ HenpepbIBHON CMaiik-BONHOBOI aKTUBHOCTLIO BO CHe

OmeembI Ha KOHMPONbHYIO cumyayuoHHyr 3adayy Ne 4: 1-A;2-B,T;3-T;4-B.



CutyaunonHas 3apaya Ne 5

[JesyLka 20 neT gocTaBneHa B HEBPONOTMYECKOe OTAENEHNE MOCNe NEePBOro B XM3HM GunaTepanbHOro TOHMKO-KMOHMYECKUX NpUnagKa, pasBmBLLErocs
Ha Kypcax no obydyeHunio BOXaeHWio asTomobuns. Mpn cbope aHamHe3a BbISCHEHO, YTO yTpaTe CO3HaHMS MPEeALIECTBOBANO OLLYLLEHNE «yXe BUOEHHOTOY,
KOTOpOE MHOTOKPaTHO BO3HWKANO Y NALMEHTKM 1 paHee. TV NPUCTYNbI «y)Xe BUAEHHOrO» BO3HMKMM B NOAPOCTKOBOM BO3pacTe, NPOsiIBNSNUCH B BUAE OLLYLUEHNS,
MOXOXEro Ha CHOBWAEHME («COH HasBy») C BU3yanbHbIMU UAW/M CAYXOBbIMA WAMIO3MAMK, MHOTAA COMPOBOXAANUCHL BEreTaTMBHLIMI CUMNTOMaMn B BUAE
MOBbILLEHMS ANUracTpPanbHO YyBCTBUTENBHOCTM, TOLUHOTHI, TaXMkapauu 1 NoTnMBocTM. CHayana oHYW Bbi3biBanu TPEBOry, HO NOCNe TOrO, kak AeBYyLUKa y3Hana,
4TO NOAOGHbIE COCTOSHUS paHee OTMeYannch 1y MaTepy, OHa ycriokounach 1 nepectana obpallatb Ha HUX BHUMaHWe. Ha nHTepukTansHon O3 BbisBneHa
anunenTUchopmMHas akTMBHOCTL B NPaBOii TeMNoparbHoi 0bnacTu ¢ yeunernuem Bo cHe. MPT ronoBHoro moara — 6e3 natonorum.

1. HASOBWTE UMEIOLLMECA Y BEONBHOW NMPUCTYMbI

A. dokanbHble KOrHUTUBHBIE MO TUMY AEXaBto

B. ®okasnbHbIe KOrHUTUBHBIE MO TUMY XaMeBto

B. KorHuTuBHbIt C nepexofom bunateparbHblil TOHUKO-KITOHNYECKIN
I". TeHepan13oBaHHbI TOHUKO-KNOHMYeckmiA (grand mal)

2. YKAXXWUTE TOMNWKY SMUNENTUYECKOrO OHATA
A. LUnHrynspHas n3sunmnHa

B. KoHBekcuTanbHas noBepxHOCTb BUCOYHOI [OMM

B. F'mnnokamn n cBA3aHHbIE C HAM CTPYKTYPbI

I". MHeyns

3. BALI IMATHO3?

A. CemeliHas Me3uanbHas BucouHas anunencus (C MBO)

B. Onunencus co cnyxosbimu npuctynamm (3CM)

B. CoHHast runepmoTopHas (runepkuHeTuyeckast) anunencus (Cra)

I". CemenHas dokanbHas anunencus ¢ BapuadenbHbiMv ovaramu (CO3 BO)

OmeembI Ha KOHMPOJbHYIO cumyayuoHHyro 3adayy Ne 5: 1-B;2-A; 3-A.
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CutyaunonHas 3apaya Ne 6

Y manbyuka 6 neT Yepes nonroaa nocne BO3HMKHOBEHMS MPUNAAKOB B BUAE KIOHNYECKUX CUHXPOHHbIX CYA0POT BO BCEW NEBOI MOMOBUHE Tena, YacTb 13
KOTOpbIX COMpOBOXAanach napes3om Toana B pyke, NOSBUMNCH MOYTU MOCTOSHHbIE apUTMUYHBIE U aCMHXPOHHbIE NOAEPTMBAHMS B NIEBOV MOMOBMHE NULA W
nanbLax nesow kuctu. BoisiBneH kucteBol pednekc Pocconumo cnesa. Ha 33T oTmeyeHbl 3ameanerne BOA 1 anunentudopMHas akTMBHOCTb Haf NpaBbIM
nonywapvem. Ha MPT BbisiBNieHbl HavanbHble MPU3HaKW «NePUCUITbBIUAPHON aTpodumny crpasa.

1. HASOBUTE UMEIOLWNECA Y BOJIBHOIO MPUCTYNbI
A. ®okarnbHble MOTOPHbIE LKEKCOHOBCKME

B. ®okanbHble MOTOPHbIE reMUKOpnoparnbHble

B. MynbTudokarnbHble KIoHUYeckue

I". MynbTugokanbHble MUOKIOHNYECKIE

2. KAK HA3bIBAETCA CTATYC ®OKAJIbHbIX / MYJIbTU®OKAJIbHBIX MUOKNOHWUYECKX MPUCTYMOB?
A. Onunencus [xekcoHa

B. Onunencus KoxesHukosa

B. Onunencus YHeeppuxta—JlyHabopra

I". Onunencus TaccuHapw

3. BAW ANMATHO3?

A. CtpykTypHas chokanbHas anunencus ¢ SKeKCOHOBCKMMMU Npunagkamu
B. XpoHnyeckas ctagus knewesoro aHuedanura

B. Cungpom Pacmyccena (CP)

[". AyTOUMMYHHbIN 3HLedanuT

OmeembI Ha KOHMPOMbHYI0 cumyayuoHHy 3adayy Ne 6: 1-B6,T;2-b; 3-B.
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CMUCOK COKPALLEHWUN

CNV (copy number variation) — Bapuauuu konu4ecTsa Konui reHos

GluT1 DS (glucose transporter 1 deficiency syndrome) — cuHapom feduumuta TpaHcnopTépa roko3sbl 1-ro Tna
OIRDA (occipital intermittent rhythmic delta activity) — saTbinoyHas npepbiBucTas purMmudeckas fenbra-akTUBHOCTb
FIRES (febrile infection-related epilepsy syndrome) — anunenTuyeckuin CUHAPOM, CBSA3AHHbIN C heBPpUIbHON HADEKLME
AJM - aHTMaNUNenTUYeckne npenaparsl

BTKIM — 6unatepanbHOCMHXPOHHbI TOHUKO-KIOHUYECKMA NpUNafok

B3C — 6eccynopoxXHbIA aNUNEnTUYECKUi cTaTyc

B3A - buoanekTpuyeckas akTMBHOCTb

T3 — reMWKOHBYNLCUBHO-FEMUMNErMYECKUIA ANMAENTUYECKUI CUHAPOM

M T — renactnyeckie NPUCTYNbI C FUNOTaNaM1YECKon ramapTomon

['TKIM — reHepann3oBaHHbIi TOHUKO-KITOHUYECKUA NpUNafok

[AOC+ — reHeTMYeCckas anunencus ¢ gpedpunbHLIMK Cyaoporamm nic

[AQ — petckast abcaHCHas anunencus

[13 33 — getckas 3aTbinoyHas 3puTensHas anunencus (no Tuny Facto)

O3NA — pobpokayecTBEHHbIA 3NUNEeNTUPOPMHBIA NaTTEPH AETCTBA

W3 — nanonatnyeckne reHepan13oBaHHble anunencumn

MB3 I'C — me3uanbHas BUCOYHas aNUNENcys C rmnnokamnanbHbIM CKIepo3om

MPT — MarHuTHO-pe3oHaHcHas Tomorpagus

M3M — MUOKNOHWYECKas anumnencus MnaaeHyecTsa

HUJT — HelipoHanbHbI LiepouaHbIn NMNOdYCLHO3

M3 — nporpeccupytoLLye MUOKIOHYC-3nunencun

MMH3M — ncuxoreHHble HeaNUNENTUYECKNe MPUCTYMb

M3T — NO3NTPOHHO-3MUCCUOHHAs TOMOrpadus

PW OP3 — paHHss nHaHTUnbHas aHuedanonatus passuTus u anunentuyeckas (OTaxapa)

CBAC — cnaitk-BonHoBas akT1BaLus BO CHe

CI'3 — coHHas rMnepmMoTopHas (rMnepkUHETUYECKast) anunencus

Cl — cunapom [pase
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CUN3C — cnHapom nHaHTUNBHbIX aNUnenTudeckux cnasmos (Becra)

CINI" — cuHppom JlenHokca—acTo

CINN3 — camonumuTupytoLascs (cemeitHas) MHbaHTUNbHas anunencus (Batanabe—BumxesaHo)
CI H3 — camonumuTupytowascs (cemenHas) HeoHaTanbHas anunencus

CNC HNS — camonumuTupytoLiascsa cemeiiHas HeoHaTanbHO-MHaHTUNbHAs anunencus

CIl1 ®3]] — camonumuTupytoLLmecs okanbHble anunencun AeTcTea

CN3 BIM — camonumuTMpyioLLascs anunencus ¢ BereTaTueHbIMY npunagkamu (Manaiiotonynoca)
CN3 UTC — camonumuTupyHoLLascs SNUNEncus ¢ LiEHTPamnbHO-TEMNopanbHbIMI criaiikamu (ponaHauyeckas)
C MB3 — cemeliHas Me3uarbHas BUCOYHas anunencus

CMX — cnMHHOMO3roBas XuaKoCTb

CP — cungpom Pacmyccera

CLUB — cuHapom LUtypre—Bebepa

C®3 BO — cemeitHas dokanbHas anunencus ¢ BapuabenbHbIMK o4aramm

T — TOHWYeCkne NpuCTynbl

YO - yMCTBEHHas 0TCTanocTb

OK[ — chokanbHas KopkoBas gucnnasms

®C — hebpunbHble cygoporu

XMA — XpOMOCOMHbIF MUKPOMATPUYHBIN aHann3

QU T'TKIM — anunencus ¢ n30n1poBaHHbIMW reHepanv30BaHHbIMU TOHUKO-KIOHUYECKUMI NpUnaaKkamm
3 WY — anunencus ¢ MHAYLMPOBAHHBIMI YTEHNEM NPUCTYNAMN

OMA — anunencus ¢ MUOKMOHUYeckumn abcaHcamu (TaccuHapm)

OMAI — anunencus ¢ MMOKNOHUYECKU-aTOHUYECKUMM npunagkamu (Jose)

OMB — anunencus ¢ MUOKINOHMEN Bek ([)KMBOHCA)

OM MOI1 — snunencus MnageHyecTsa ¢ MUrPUPYHOLLMMK choKanbHbIMU NpUNagkamu

OP3 — sHuUehanonatus passuTUs 1 anunenTyeckas

OC — anunenTuyeckue CUHAPOMbI

O3 — anunenTnyeckas sHUedanonatns

OCM — anunencus €o CNyXoBbIMM NPUCTYNamu

FOA3 — toHowweckas abcaHcHas anunencus

FOM3 — toHoLLeCKas MUOKIOHWUYeCKas anunencus
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NPUNOXEHUE

OMUNENTUYECKNE CUHAPOMBI (ILAE, 2022)

H Tunbl anunencuu
asano ®okanbHas KombuHupoBaHHas leHepanu3oBaHHas 3P3 /339
B HeoHaTanbHOM nepuoge 1 CIH3 [oeC+ M3M 1. PM 3P3
mnageHyecTse (0—2 roga) CIC HM3 OM MM
Cnmd Cchac
ca
2.3CC
lMpenmyLLeCcTBEHHO cnayrc »33 1. A9 OMAT
B [1ETCKOM BO3pacTe CnaBn l0AD chr
(2—18 ner) 0333 fOM3 CBAC
OUTTKN I3/ FIRES
2. OMA
OMB
B pa3sHom BospacTe 1.CMB3 andn - CP
acn M3
Cro
Co3 BO
2. MB3-IC

Mpumeyarue: AP | I3 — aHuehanonatms pa3suThS M anunenTUyeckas / anunenTuyeckas sHuedanonatis; ICC — aTnonornyeckn cneuudmuyeckme CUHAPOMBI;
pacluMcpoBka ocTanbHbIX abbpeBuaTyp npuseLeHa B CNUCKE COKPaLLEHMI.
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