I'EHETHYECKASA TUAT'HOCTUKA CUHAPOMA JIPABE

Cunopom /[pase (SMEI, OMIM:607208, ORPHA33069) - Tskenas MUOKIOHHYECKAST

OIMUJICIICHA MJIaACHYCCTBA

- BriepBble Oblia onricana Ch. Dravet B 1978 rogy kak Tspkesass MEOKJIOHHUYECKAs ATTUIICTICUS
MJIaJICHUECTBA,

- pactpoctpaneHHocTs — 1:20000-1:40000 nHaceneHus;

- QyTOCOMHO-JIOMUHAHTHOE HACJICJIOBAHUE C HETIOJIHOM NeHeTpaHTHOCThIO (70-80%);

- 110 KpaiiHen Mepe 25% MmanueHToB ¢ CUHAPOMOM J[paBe HMEIOT B CEMEHHON UCTOPUU SIUJIEIICHUIO
unu GheOprIIbHBIC CYITOPOTH;

- IOSABJICHUS IPUCTYIIOB Ha IEPBOM IOy JKU3HU;

- IpOBOLIUpYIOIIKE (GAKTOPhI - 3aKpPbITHE 113 WK IPEphIBUCTAs (POTOCTUMYIISALINS;

- 3aJIepKKa ICUXOMOTOPHOTO PAa3BUTHS CO 2 TOfa KHU3HH;

- TeHEepaJIM30BaHHbIC WM MapIHaIbHble PeOpUIIbHBIE CYI0POTH Pa3BUBAIOTCS BCIE 32
apeOpHIFHBIMU CYIOPOTaMH, BKJIIOYast MUOKIIOHUYECKUE, a0CAHCHBIE, TOHUKO-KIIOHUYECKUE U
MapUUaIbHBIC TPUCTYIIBI;

- B 95% cnyuaeB oOHapyxuBatorcs de novo myranuu B rene SCN1A

- PE3UCTEHTHOCTh K MPOTUBOSMMIECITHYECKUM Tpernaparam

I'en SCN1A

v’ xomupyer ol CyObeMHUIY HEHPOHATLHOTO MOTEHIMAI3ABUCHMOTO HATPHEBOT0 KaHAIa
(OMIM:182389),

v/ JoKanu3yercs Ha JUIMHHOM IUIede 2 XpoMOcoMbl (2024.3)

v’ pasmep Oenok-koaupyromel yactik — 6030 map HyKJIeoTHI0B (BKJII04aeT 26 S5K30HOB)

B nacrosmee Bpems usectHo 6onee 1000 myrauuii B SCN1A rewe.

X HonceHc MyTauHs V Mucepuns (CO CABHIOM PAMKH)

o Misccene MyTanHs A Jeremms (CO CABHIOM PAMEH)
< MyTauss cafira cruraficHHra
(rOHOPHSBLA cafiT)

x MyTaums caifra cruaficHEra ® TommvopdHIM, NPHBORKMIHA K
(axuenTopHLUi calir) FaMeHEe AMHHOKHCIOTR

A Jlenenns (Ge3 CIBHTa paMxH)

X MyTauss B CTAPTOBOM KOIOHE
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Ananuz mymauuii 2ena SCNIA, accouuuposannuix ¢ pazeumuem cunopoma /[pase
(cexeenuposanue no Canzepy) — 3x3omsr 1,2,4,5,8,9,10,11,12,14,15,16,18,19,21,23,24,25,26

Croumocts yeayru — 25900

Cpok BbinosiHeHus — 40 padounx gHe

Heobxo0umocmsb npogedenusn 0anHHo20 ucciedoosanue?

v YcTaHOBIIEHHE TOYHOTO Juardo3a

Br160p Hanbonee a3 hekTuBHOM

ANRNERN

Bo3MoxHOCTE npeacKazaHusa z[anLHefImero Pa3BUTHA SITUIICIICUA

TCpalnun

OHpe,Z[eJ'ICHI/IH PHUCKa HACJICACTBCHHOI'O 3a00J1eBaHUsA JIA 6yny1uer0 IIOTOMCTBA —

HCOThEMIIEMA 4acCTh IIJIAHUPOBAHUA 6epeMeHHOCTI/I

AﬂzopumM npoee&enuﬂ CCHeMUUECKO20 mecmuposanun

‘ IManuenT ¢ YnUJIencuen ‘

|

| OcMOTp HEBPOJIOTOM |

!

HAcIeCTBeHHYI0 (opMy

Iloxo3penne Ha

SNMHJIENICHH

l

OCMOTp RIHHHYI¢CKHM

TeHETHKOM

/\

Het IIPH3HAKOB, XapaKTEPHBIX 1A
HaC/IeACTBEHHBIX q)OpM SHHJIECICHH

ITanuerTEsI ¢ U B COOTBETCTBHH €
KPHTEPHSMH 0TOOpa: MpoBeIeHHe
anaamsza rema SCNIA

l

JICHECHHA

MyTtoBuHn I'.

CTaHAapTHBI MPOTOKOJI Mytannii B rene SCN1A4 ObHapy:xeHa MyTallHs B

— T~

He 00HapyKEeHO rene SCN1A4

| |

Heo0xomuM yriayo/ieHHBIH aHaIH3
OCTABIIHXCS 3K30HOB reHa SCNI1A, a Tak
/e TApreTHOe peceKBeHHPOBAHUE [€HOB,

O0TBeTCTBEHHBIX 3a pa3BuTHe UD

HMeroTca moKazaHua K
CHeNNHATHIHPOBAHHOMY
JCYCHHIO

P., AiiBazsun C.O., Kusiuna C.C., MemepsikoBa T.U., AGpamoB A.A., AHanbeBa T.B.

MouteKy JISIpHO-TeHeTHYeCKasl AMATHOCTHKA HACJICTBEHHBIX (POPM 3nmiencun: anaan3 myrauuii rena SCN1A.

1. Koncynbranus Bpaya-reHeTUKa

Metoanyeckue pexkomenaauuu, HITI Meauuuackoii nomouu aetrsim, 2012 r.

2. 3abop 6uomMarepuana (BeHO3HasI KPOBb)

3. Anamu3 rera SCN1A
4. NnTepnperanys pe3yabTaToB

5. I/IH,Z[I/IBI/L[[yaHLHLIe PEKOMCHAAINN
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