LLINMAPTAJTKA

Knunuyeckas xapakrepucruka
3NUNENTUYECKUX 3HLedanonaTmii

CuHgpom

KpaTKaﬂ KNMHNYeCKaA XapaKTepnuctuka

Cunpgpom OTaxapa

CYHOHMM - paHHAA MHbaHTWUAbHAA ANUNENTUYECKaA SHLedanonaTmsa — CUHGPOM C YacTbiMU
pedpakTepHbIMM NPUCTYNaMU 1 TAXKENON paHHen SHUedanonaTrein, KoTopasa NPUBOANUT

K COKpaLLeHNo NPOAOIKUTENBHOCTM XKN3HM 1 3aiepkKe pa3BuTuA. JOMUHUPYIOT TOHNYECKre
NPUCTYNbl; MMOKOHNYECKME NPUCTYNbl peaKkn. Hauyano B nepBble mecALbl Xn3Hu (1-3 mec.).
MepurHaTanbHbI aHaMHe3 He oTAroLleH. HeBponornyecknii ctaTyc COOTBETCTBYET STUONOMN
CMHAPOMA, 1 69 3afepKKa Pa3BUTUA MOXKET NpeaLecTBOBaTb NPUCTynam. XapakTepHa Taxenas
CTeneHb NCUXOMOTOPHOIO OTCTAaBaHMA C PErpeccom pasBuTuA unm 6es Hero. BoamorkHa
3BONOUMA B CUHAPOMbI Becta unu JleHHokca-TacTo. Mo sTronorumn cMHapom nepecekaeTca

C paHHe MUOKIOHMYECKON SHLUedanonaTunein,  OH MOXeT ObiTb BbI3BaH CTPYKTYPHbIM
nospexaeHnem Mo3ra, MMeTb MOHOTreHHble MPUYMHbI (MyTauun B reHax STXBP1, SLC25A22,
CDKL5, ARX, SPTAN1, PCDH19, KCNQ2, SCN2A 1 Ap.), a Takxke MeTabonnyecKyio 3TVONOruio
(MUTOXOHAPMAsNbHbIE 60NE3HM, HEKETOHNYECKAs MMNepriuLMHEMISs, PacCTPOCTBa oOMeHa
NUpUAOKCMHA/NMMpuaokcanb-5 pocdata u ap.).

Snunencua mnageHyecTsa ¢
MUTPUPYIOLWUMU GOKaNbHbIMU
cypoporamu
(cMHOHMM3NOKauecTBeHHasA
anunencusa JeTcTaa ¢
MUTPUPYIOLLMMI NapLraibHbIMK
cypoporamu)

CrHApoM ¢ pedpakTepHbIMM MPUCTYMaMmM C HAYaloM B MEPBbI rof XM13HN pebeHKa 1 ¢
aCCOLMMPOBAHHON C HUMW TAXenow sHUedanonaTren. QokanbHble NPUCTYMbl BO3HUKAOT
HEe3aBUCVMO B 060X MOJYLIAPUAX FOSIOBHOTO MO3ra, OHV MOTYT MUTPUPOBaTb U3 OJHON
o6nactu B Apyryto cyiyyaiHom o6pasom. MpurcTynbl YacTo AnuTesNbHble C SNM304aMU CTaTyCOB.
MporHo3 He6NaroNnPUATHBIN — C YMEHbLIEHNEM MPOLOMKUTENBHOCTU KU3HW U TAXKENbIM
HEBPOJIOrMYeckUm aedpuumtTom. bonee markoe TeyeHne ONMCaHO y OTAENbHbIX MaLEHTOB.
MoxeT Bbi3BaTbcA MmyTaumamuy B reHax KCNT1, SCN1TA, SCN2A, PLCB1, TBC1D24 nCHD2,

HO B BOJIbLLUMHCTBE C/lyYaeB 3TUOMOFA OCTAaeTCA HEN3BECTHOW.

PaHHAA MUOKNOHUYecKasn
SHuedanonaTma

C/HAPOM C YacTbiMK peppaKTEPHbIMI MPUCTYNaMK 1 TAXKENON paHHel SHUedanonaTren,
KoTopas NpUBOAMNT K COKPALLEHIIO MPOAOMKUTENbHOCTN XIU3HW 1 3aepPXKKe Pa3BUTUA.
JOMUHVPYIOT MUOKNIOHWM (B 3TOM OTIMYMe OT cmHapoma OTaxapa). Hauano npuctynos B
nepBble ABa MecALa X13HU (bonee, Yem B NONOBYHe BCeX Clyyaes A0 10 AHA XKN3HNM).
MepuHaTanbHbI aHaMHE3 He OTAroLLeH. 3aepXKKa Pa3BUTHA MOXET OTMeUaTbCA Kak 4O Havana
NPUCTYNOB, TaK 1 NOABNATbLCA MOTOM. B Llenom xapakTepHa Taxenaa cTeneHb NCUXOMOTOPHOro
OTCTaBaHWA C PErPeccom pPa3BuTMA Un 6e3 Hero. VI3 MOHOreHHbIX NpuyrH — myTauun B ErbB4

CVHAPOM MHGAHTUNBHBIX CNIa3MOB
(paHee cuHppom BecTa)

[ina cMHppoMa XxapaKTepHO pasBUTME SNUNENTUYECKMX CMa3MOB, Yallie BCEro B MEPBbIN rof,
Xn3HM pebeHka. OBbIYHO MPUCTYMbI CONPOBOXKAAIOTCA FM0baNnbHON 3afeP>KKOoN PasBUTHA C
perpeccom mnu 6e3 Hero. Cnasmbl HaUMHAIOTCA B BO3pacTe oT 3 0 12 MecC., UHOTAA 1 MO3xXe.
MnapeHeL fo Havana cnasmoB MOXET ObITb 340POB WM UMETb HEBPONOTMYeCKNin aeduuuT,
006yCnoBneHHbIN CTPYKTYPHbIM 70 NOBPeXAeHEM rONOBHOIO Mo3ra. CHAPOM MOXKeT
3BOJIOLMOHMPOBATb 13 cMHApomMa OTaxapa unu Apyrmx (npenmyLiectBeHHO GpoKasbHbIX)
3NUNencui C paHHUM Hayanom (TMNMYHble ANA CMHAPOMa Becta knnHnyeckme n 330
XapaKTepucTrika pa3BuBatoTca nocne 3 - 4 mecaua *u3Hu). Heckonbko yalle pa3BrBaeTca y
ManbunKoB. Kak npaBuno, rnobasnbHas 3afepKKa pasBuTUA C perpeccom unn 6es Hero
OTMeYaeTCA C HayasioM SMUNEeNTUYECKMX CNa3MoB. M3peaKa BCTpeyaloTca naumeHTbl
HOPManbHbIM pa3BUTMEM. ITUOMOIUA Pa3HOOOPa3Ha: CTPYKTYPHbIE N3MEHEHNA Mo3ra npe-
1 NepriHaTaIbHOro NPOVCXOXKAEHNA (TMMOKCUYECKK-MLLEMMYECKan SHLebanonaTus, NHCYNbTbI,
nHdeKUKrm). YacTol NprUMHON ABNAIOTCA TYOEPO3HbIN CKNEPO3, CUHAPOM Akapau v
nnccaHuedanma. Heobxoammo McknioyaTb XPOMOCOMHbIE aHOMaNuM — CMHAPoM [layHa v
Mwunnepa - [Inkkepa, MOHOreHHble npuyrHbl (MyTaumm B reHax ARX, CDKL5, SPTAN1, STXBP1
1 Ap.), @ TakXKe BPoXAeHHble fedeKTbl MeTabonvsma.

CuHpgpom JleHHoKca-acTo

CrHAPOM XapaKTepmsyeTca HannmumemM HeCKOIbKMX TUMOB NPUCTYNOB (Hanbosnee xapakTepHbl
TOHMYECK/e NPUCTYMbl BO CHE, TAKXKe OTMEYAIOTCA aTUMMYHblE abCaHCbl U aTOHUYeCKne
NPUCTYMbl), KOTHUTUBHBIMU U NOBeAeHYeCKUMU HapyLleHnamu 1 auddysHon menneHHoN
CNaK-BOTHOBOW aKTUBHOCTbIO C Mpoberamu ObICTPON akTMBHOCTM Ha D3I, Havano npuctynos
B Bo3pacTte oT 1 go 7 net (nuk 3 - 5 net). 1o NosiBieHnsA NpUCTYnoB pa3BuTie pebeHKa MOXET He
CTpafatb, UV ero HeBPONOrMYeCKNIA CTaTyC MOXKET COOTBETCTBOBATb BPOXKAEHHOMY UIn
nprobpeTeHHOMY CTPYKTYpHOMY AedeKTy ronoBHOro Mo3sra. XapaktepeH agedunymt
KOFHUTMBHbIX GYHKLWIA, XOTA MHOT4a BCTPEYATCA AETY C HOPMAJIbHbIM MHTENNIEKTOM.

Kak npaBuno, Bce-Taky XxapakTepHa cTarHauuma pasBuTyA UM ero perpecc nocne Havana
npuctynos. OT 10 o 30% Bcex clyyaeB NpefCTaBAoT co60o 3BOMIOLMIO U3 CMHAPOMOB Becta
1 OTtaxapa. 70% cnyyaeB CBfi3aHbl CO CTPYKTYPHbIMY U3MEHEHUAMU B FOSIOBHOM MO3re, B TO e
BpPEeMA MOHOreHHble Cropagnyeckre MyTauuu, No BCe BUAMMOCTM, Bbi3blBalOT ApYyrue ciyyan
6e3 ABHOWN 3TMONOTUN.
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CuHgpom

KpaTKaﬂ KNMHNYeCKaA XapakKTepnuctnka

Cunpgpom [ipase

CYHOHUM (MCTOPUYECKINIA) - TAXKENAA MUOKIIOHMYeCKas SNUNencua MnageHyecTsa. na
CUHAPOMA XapaKTEPHO Hayvaso B NepBbI rof X13HU: Y pebeHKa ¢ HopMasibHbIM Pa3BUTMEM
NosBNATCA AnnTeNbHble GpebpusbHble 1 adebpunbHble poKasbHble (06bIYHO
reMUKIOHNYeCKMe) NPUCTYMbI, @ TakXKe reHepann3oBaHHble TOHUKO-KIOHMYeCK/e NPUCTynbl. B
BO3pacTe OT 1 JO 4-X NIeT BO3MOXXHO TaKXe MosiBIEHVE MOKIIOHUI U aTUMUYHbIX aBCAaHCOB.
MpurcTynbl 06bIYHO PE3NCTEHTHDBI K Tepanunu, U, HAYMHaA CO BTOPOro rofa »u3Hu, y pebeHka
pa3BMBalOTCA KOTHUTVBHbIE HAPYLLUEHMA 1 HapyLleHWA noBefeHua. MepBble NpucTymnbl
pa3BMBalOTCA C BO3pacTa 6 mecaues, y 6onblunHcTBa — o 1,5 net. 71 MNeprHaTtanbHblii aHamHe3
He oTArouleH. DebpunbHbIN XapakTep NepBoro NpUcTyna otmeyaetca y 60%. BakunHauua
MOXKeT CNYXNTb Hecneunduyeckum TpUrrepomM CUHAPOMa, NPUCTYMbl B 3STOM CJlyyae MoryT
HauyaTbCA paHblle, HO BaKLUVHaLUA He BIMSIET Ha KOHEYHbIN ncxoq 3aboneBaHus. PebpunbHas
NPOBOKaLMA NPUCTYNOB MOXET COXPAHATLCA BCIO XM3Hb NaumneHTa. HeBponornyeckunn ctatyc B
Hauane 3aboneBaHNA HOPMarbHbI, CO BPEMEHEM MOTYT Pa3BUTbCA aTakcusA 1 MMPaMULHble
cMMNTOMbI. Ha nepBOM rogy »n3sHu pa3suTue JeTein, Kak NpaBuno, HopManbHoe C
nocneayoLwmm NaaTo UAn perpeccom passutua. B 75 % Bcex ciyyaeB HaxoAAT MyTaLMIO B reHe
SCN1A(B 95% MyTaLum cnopagnyeckne), KOAMPYIOLLEM HaTpueBble KaHanbl. [lpyrve reHb
cuHapoma [ipase - GABARG2, SCN1B, SCN2A. ipaBe-noao6HbIN peHOTUN onncaH 1 npu
myTaumax B reHax PCDH19 n SCN8A.

CuHppom JlaHpay-KnebodHepa

[na cuHppoma XxapakTepHO NMOJOCTPOE Havano NprobpeTeHHo adpa3nm y pebeHKa ¢
HOPManbHbIM NPeabIAYLLM PEYEBBIM PA3BUTNEM I HOPMASIbHBIMU KOTHUTUBHBIMU GYHKLUMSAMN.
MprcTynbl OTMEYAIOTCA HE y BCEX MALMEHTOB, 1 eCIY MMEIOT MECTO, TO He YacTble. TeM He
MeHee, CyLLeCTBYET BbICOKMI PUCK 3HAUNTENIbHOTO Pe3nayanibHOro peyeBoro gedekta. Mepsble
CUMMNTOMbI Pa3BMBAKOTCA B BO3pacTe OT 2 A0 8 NeT (NuK 5 - 7 NeT), u3peaKa - No3xe.
HauanbHbIMU NPOABREHUAMY MOTYT 6bITb Kak ada3na (40%), Tak 1 SNUNenTUYECKUe NPUCTYMbI.
Adazus pa3BMBaeTCA Nocse NpPUobpeTeHHOW BepbasibHOM CITyX0BOI arHo3un. ety cHavana
nepecTaloT NOHUMATb OO6PALLEHHYIO peyb, a MOTOM CTPaAaeT Y MOTOPHAs COCTaBAAOLIAA peun.
CylecTByeT 3afieprkKa C AMarHOCTUKOMN, TaK KaK y AeTei MoA03PpeBatoT Hanume riyxoThbl,
MyTV3Ma Uiy ayTnusma. HeBponornyeckni ctatyc HopMaseH, HO B AOMOJTHEHNE K PeyeBbIM
HapyLUEeHVAM MMEIOTCA PacCTPOMCTBA NoBeAeHUs (AedUUNT BHUMAHUA, TMNEPAKTUBHOCTD,
arpeccmMBHOCTD) Y KOTHUTMBHbIX GYHKLIMIA, @ TaKXKe MCUXMATPUYECKEe CUMNTOMbI. PeyeBble
HapyLUEeHVA TEKYT BOIHOO6PA3HO C nepriofamu 060CTPEHNIA. DNUNENTUUYECKIE NPUCTYbI 1
n3meHeHus 33, Kak NPaBuIIo, C BO3PACTOM NPOXOAAT, HO pe3nayanbHblii peyeBor aeduunt
ocTaetca y 60/bLIMHCTBA NaLMeHTOB (B 80% BCEX CITyUYaEB), U OH MOXKET METb CEPbE3HbIN
XapakTep (0Co6EHHO NpY paHHEM Havasie CHAPOMa).

SHuedanonatna pasBUTUA U/unu
snunenTrnyecKas C akTusaumen
CMNaK-BOJTHOBbIX KOMMJIEKCOB BO
CHe (CMHOHMMbI SnunenTuyeckas
SHUedanonaTus ¢ NPOLOJIKEHHOW
CnamnK-BOTHOBOW aKTMBHOCTbIO BO
CHEe 1 DNeKTpUYeCcKnn
SNUNEeNTUYECKUI CTaTyC CHa)

CrHAPOM, ANA KOTOPOro XapaKTepHa NPOAOMKEHHAA CNank-BOHOBAA akTUBHOCTb BO CHe,
anuaenTuyecKne NpUCTynbl U NporpeccrpyoLlee yxyglleHne KOrHUTUBHOro, NoBefeHYeCcKoro
1 NCUXraTpryeckoro GyHKUMOHUPOBaHWA. [leTckas Snunencus ¢ LeHTPOTEMMNOPAbHbIMA
cnankamu, aTUnMyHasa anunencua AeTcTea C LeHTPOTEMMNOPaNbHbIMU CankaMm, CUHGPOM
Nanpay-KnedpdHepa v AaHHbIN CUHAPOM NMEIOT CXOXKMe KnHuYeckme 1 331 XxapaKTepucTuku,
HO C pa3HbIM TEYEHVEM NPUCTYMNOB N KOTHUTKBHbIX HapyLUeHWIA. [T03TOMy OHK MOTyT
paccmaTprBaTbCA Kak CNEeKTP COCTOAHWM, N KOHKPETHbIN MaLMeHT MOXeT NepexoanTb 13 ogHOM
YacTy 3TOro CMEeKTpa B APYrylo ero yactb. Hauano npuctynos B Bo3pacte oT 2 Ao 12 net (nuk c 4
[0 5 neT), NpoAoIKeHHanA CrMalik-BO/IHOBAA akTVBHOCTb BO CHe Pa3BMBaeTCA HECKOJIbKO MO3xKe —
yepes 1 - 2 roga nocnie Havana nNpUCTynos. HeBponornyecknii ctatyc nMb6o HopManbHbI, NM6o
MN3MeHeH B COOTBETCTBUM CO CTPYKTYPHbIM NOBPEXAeHEM rOfIOBHOro Mo3ra. KapanHanbHom
XapaKTepuUCTUKON CMHAPOMa ABNAETCA Nporpeccmpytollee yxygleHme KOrHUTUBHbBIX 1
nosefeHYeCcKNxX GYHKLUIA C pa3BUTUEM NCHXMATPUYECKMX cuMiToMoB. CTpagaloT Bce
KOTHWUTMBHbIE GYHKLMK, BKNIOYAA peyb 1 KOMMYHMKaLMIO, OPMEHTaLMI0 B MPOCTPAHCTBE U
BpeMeHU, BHUMaHMe 1 couranbHoe B3aumoaenctame. HapyleHus, Kak npaBuio, HOCAT
TAXEeNbIV XapaKTep 1 HECMOTPA Ha TO, YTO CUMMTOMbI CO BPEMEHEM CTaHOBATCA MeHee
BbIPaXXeHHbIMW, pe3nayanbHblii HEBPONOrnyecknii feduumT octaeTca nocsie npekpaLleHns
NPUCTYNOB 1 yny4lieHni Ha 331 (UTO NPOUCXOAUT K BO3pacTy 7 neT u ctapuue). lNpuyrHamm
CUHAPOMA B OQJHOV TPETY ClyyaeB ABAAIOTCA BPOXKAEHHbIE NN NPUOOPETEHHbIE CTPYKTYpPHbIE
N3MEHEHWNA FOIOBHOIO MO3ra, KpOMe 3TOr0, BO3MOXHbI XPOMOCOMHbIE aHOMANUM 1 MyTauun B
reHax (Hanpumep, CcMHAPOM PeTTa), TakKe BCTPevatTcsl MeTabonnyeckre NpUUYnHbI
(MUTOXOHAPMANbHbIE 6oNe3HN).

Mo mamepuanam: Invnencus 1 ANUNENTUYECKNI CTaTyC Y B3pOC/biX U feTen. KnnHnyeckne pekomeHpauuu. 2020. Bcepoccunitickoe o61ecTBo HeBpoioros. Accoumanus Heil-
poxvpypros Poccun. Accoumauus cneymanicToB No KIMHUYECKON Helpodu3smnonorumn. Poccuiickas npoTtrsosnunenTtuyeckas Jura. Cotos peabunutonoros Poccum.
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