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[lent KOHCVNLTAUNN: KTMHHYECKER HHTEPPETALMS PEIYIETATOR AHATHIOB, onpefeneHue
DansHeiiero mIasa NOMOMHM T8 MATLYHES,

Aanodn:

-HEPYLUICHHE TEMIIOB MOTOPHOTO PAIBHTHA (MATLYHK HE XOINT CAMOCTOATENBHO, TONBKO NoM3aeT)
-MANBHHK HE HHTEPECYETCH OKPYRAIDIIHMH BELIAMH

-CRORHOCTH ©0 CHOM, MANLYHE MpOCHNaeTed CPElH HOYH, KaNpHIHHYasT

-3MH3006E CTEPEOTHIHOTO NOBEOCHHA

-HEMENATENEHO NOBEASHHE (KYCRET CHOM NAMbLEL)

-HEPAZBHTLIE HABLIKH COLMANBHOMR KOMMYHMEALIHH

-cnaioe noHuManHe pedn (TONEKO HA HekoTopsle Walnonusie dipaser)

-OTCYTCTBHE DYHKUHOHANEHOR peun : i

~OTCYTCTBHE CHOKETHO-pONeBo HIpH

-OTCYTCTBHE MOTHBAUHH Y peOeHKE B BEITIOMESHHN 3A0aHMHA HA COTPYIHHIECTEO I COBMECTAYIO HITY
-38M0PE],METEOPHIM

Arnavenes:

Auanies 3afonenania: Pebenox nabmonaerca y HeBponora ¢ cHuapomoM Kodduna—Crpuca 3 Tuna,
efpHIBHEIMHE TPHCTYTIAMH,

Knuangecini axzom (HLI3):

l'ereposuroTrsil sapwant SMARCBI(NM_003073.5):c.110G>Ap.(Arg3 7His)

chr22-24133959-G-A. BapuanT pacnonoves 80 2 u3 9 sxsonos. JIanus!il BEDHAHT HAXOIHTCA B
BEICOROKOHCEPRATHBHON nosnunk (phyloP100: 9.542). Bapuant we sapéructpuposen s 51 Gaomad u RuSeq,
HTO NOIBOAAST IPHMEHATE KPUTCpHH PM2, Jasuei 2piasT oNHCEH B CTATEE
hitps://doi.org/10.1016/j.2jhg.2012.05.003 y naumenta «KS47» 8 craryce «de novon. A Takke ¥
yeTsipex Aeted (| W3 KOTOPLIX ONMHCAH B MPeABIIYILER CTAThe) C HEHOTHNOM, BEHOTHIHYNO TOXDEHM
Ha cuiaponr Knnderpet. hitps://doi.org/10.1038/541436-018-0079-4 (rputepsit PP5). Bompumiscrso
MpenHKTOpos «in silicow npenckaseiBatoT natorenHoe soaneficTane (PP3). YunTtnines siuccenc-
BAPHEHT, npeanonarasmelil GyHrUHORATERE cTaTye «GoFy, KoTOPEI BEIZEBACT BCROTHT CHEIDOM
Kodguua-Cupnca 3 Tuna. Cornacro BJ] OMIM ren SMARCE| BM3HBaET HECKONEKO HEHOTHROS, B
HECTHOCTH NPENPRCHONOMEHHOCTE K paffonIHels onyxonaM | THIE B BOCHPHHMYHBOCTH K
wsaHOMATO3Y | THIA, OAHAKD COTNACHO cTaTee hitps:/fdoi.org/10.1016/.ajhg.2012.05.003 nannse
(EHOTHNEN BRIFEIBAIOTCA BADHAHTAMH, HMEIOLNE QYHRUHOHATLHE cTaTye THRa «LoFn. BapranTi
«LoF» 0 MHCCEHC-BAPHARTE! TAKCKS BCTPEYAIOTCA KAK B CEMBAX, TAK H ¥ CTOPALHYECKIX NALHEHTOR 0O
weanHoMaTosoM. CornacHo MpefoCTARNEHHEIM TAHHRIM BAPHART paciieHeH KaK BEPHAHT ¢
HEHIBECTHRIM KOHHHYECKITM SHAYSHIIEM. CG cnos pl‘&ﬂmﬂtﬁ H HECKONMEKHX BEIMHCOK NpoBOOHNIEECE
cerperalla B cembe no Canrepy- ade novon, cnHaxo sacmoveriii naGopatopiy of aToM He
NpERoCTARASHD.

Taioke srasnen retepozHroTHEIR sapuant SCNIAMNM_001165963.4):c.5560=A
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p.(Leul86lle), chr2-166054684-G-T. Bapuant we onucan s Hayuuoi JHTepaType.
Bapuaut ne daperucrpyposan & BJl Gnomad » RuSeq, yto nossonaer NPHMEHATE KpuTepHil PM2.
Bonee 3-x nporpasm in silico NPEACKAIEIBAOT NATOTEHHOE BoanedcTRIE (PP3). Bapuant pacuenen xax
SNV HenzsectsOro knuuuyeckoro IHAYCHMUA,

Tatoxe sa1peH reteposnroTaL RYRI(NM_000540.3):c.7819C>T p.(Leu2607Phe)

BapuanuT ne onucas B Hay4uoi NHTEpaTYpE.

Bapuant ue daperHcTpuposas B B Gnomad i RuSeq, uto nozsonger NPHMEHATE: KpHTepHil PM2,
Bonee 3-x nporpasm in silico TIPEACKA3BIBAIT NATOreHHoe Bo3aetictane (PP3). Bapuaut pacuenen xax
SNV nenssecthoro K/IHHHYECKOrO 3Ha9eH s,

Macca Tena: 13 kr. Pocr: 98 cm. '

3axmovenue:

Ocnossoii nHarnos ko no MKE-10: Z03.3

Ilpeanonaraeres BYTOCOMHO-IOMHHAHTHLIT CHEApOM Koddiua-Crpsca 3 thna,
Ipennonaraetes Hanuume tebpuasHEIX gpHeTyTIOB 3 THNE, NPEANMIMHHTENLHO BEIBAHHLlE
BApHAHTOM B reme SCN1A,

ATaKTHYecKHH DeTckmi UepeBpansuzi MAP&THY,

Hapyurenwe temnos pasentus SECNPECCHBHOMA M PELCNTHEHOM QyHELH: PeHH M A3biKa,
NPeNONAraeTCA HATHE PACCTPOIeTRO Y THCTHHEECKOTO CTIeKTpa.

Inobansuoe Hapywienue passnThe.

PHCE pazeHTHA 3M0Ka4ecTas N0l THOSPTEpMHY




