CMHAPOM HEMPOPA3BUTUA
OKYP-UYYHIA (OCNDS)

Yo Takoe cuHApom HeipopassmTna OKyp-YyHra?

CuHapom Heripopassutusa Okyp-YyHra (OCNDS) (OMIM # 617062)
— pejaKoe reHeTnyeckoe 3aboneBaHNe, BrepBble BhIiBEHHOE B
2016 rogy. Y kaxgoro yenoseka ¢ OCNDS HabntoaaeTca HekoTopas
CTeneHb 33JlepXKN PasBUTUSA /U pa3nnumnsa B paboTe Mo3ra.

Y ckonbkux nopein anarHoctmposaHo OCNDS?

Ha ceroaHsuHuiA aeHb anarHo3 OCNDS nocTtaBneH 6onee yeM
350 ntogam rno Bcemy Mypy. OXMAAETCH, YTO 3TO YN0 YBEINYNTCA
no Mepe pacLUMpeHmns cnonb3osaHus WES (cekseHVpoBaHve
MOJIHOIO 3K30Ma) B APYrMX PernoHax Munpa.

Yro BbI3biBaeT OCNDS?

OCNDS BbI3bIBaeTCH reTepo3nroTHLIMN MyTaLMAMM B reHe
CSNK2A1 Ha 20-11 xpoMocome.

Kakwe Tunbl myTaymii Habatopatotcs npyn OCNDS?

Mpn OCNDS HabntofarTCcst MUCCEHC-MyTaLmK (Hanbonee
pacnpoCTpaHeHHbIE), MyTaLMKn CABMIra PaMK1 CHUTBIBaHWS, MyTaLmmn CO
CTOM-KOZOHOM, MyTaLMKW CaiTa CMNaNCUHIa, a Takke MyTaLum C MOMHOM
WAV YacTUYHOWN Aeneumelt reHa. [oka HeM3BeCTHO, CBSA3aHa N TAXECTb
KIIMHNYeCKUX MPOSIBNEHWIA C Pa3AMYHBIMUA TUMaMU MyTaLmiA.

Kak Hacnepyetca OCNDS? EcTb v puck peuupusa?

MyTauum CSNK2A1 aBnsitoTcst nepBuYHbIMK (de Novo) y NaLumeHTa ¢
OCNDS ¥ He NpUCYTCTBYHOT HX Y O4HOIO U3 poauTenei. PUCK TOro, YT
OCNDS 6yzeT AnarHocTMpoBaH y pebeHka OT creaytoLLelt 6epeMeHHOCTH,
COCTaBAAET 0KOJO 1%, BBUY HEBOLLLIOW BEPOATHOCTM TOTO, UTO Y
OZIHOrO U3 poauTeneli MMenach JoMNONHUTENbHAA ArLeKNeTKa Uu
cnepmMaTosonpl ¢ MyTaumeit CSNK2A1. Ecim y yenoseka ¢ OCNDS ecTb
ZeTn, cywectsyeT 50% puick nepegaum um mytaumm CSNK2A1.

EcTb I reHAepHas 3aBNCUMOCTb?

OCNDS nopaxaet Kak MyX4rH, Tak 1 XeHLLWH.

CyLwiecTByeT N1 opraHusaumus no 6opbbe
c 3aboneBaHuem?

Bbl MoXeTe cBszaTbca ¢ PoHAoM CSNK2A1 (OCNDS) no:
https://www.csnk2alfoundation.org/

Kak 1 mory cBs3aTbcs C Apyrumn ceMbamn?

Bbl MOXeTe cBA3aTbCA C CEMbSIMU Yepes
cTpaHuuy rpynnsl B Facebook.

https://www.facebook.com/groups/524
315764434784/?ref=bookmarks

KakoBbl cumntombl OCNDS?

Hambonee pacnpocrtpaHeHHble cumiTomMbl OCNDS
npuBeseHbl HUXe. MNo-npexHeMy BeeTcsd U3yydeHune Toro,
KaK 4acCTO OHW CyHaoTCS U B KaKOM BO3pacTe 06bI4HO
BO3HWKAOT MW MPOXOAST.

3ajepXxKa peyeBOro pasBuUTUs / OTCYTCTBUE peun
3afiepxKka MOTOPVKM (HanpuMep, X0Ab0b)
NHTennekTyaneHble HapyLLeHWs), TPYAHOCTU B 00yYeHMN,
yepThbl PACCTPOMCTBA ayTUCTMYECKOrO CrekTpa
MNoBeaeHueckune NpobnemMbl, Takme Kak MCTepuKu,
XJ10MaHbe pykaMn 1 Apyrme CTepeoTUrHble ABUXEHUSA
Mpobnembl CO CHOM 13-3a HapyLLEHWs LMPKaAHOro putMa
HeBponormnyeckme Npobnembl, Takme Kak HU3KMIA
MbILLEYHbIV TOHYC (TMMOTOHWS), HEYKNHOXNE ABUXEHWS,
MasieHbKasi rofioBa (MvkpoLiedanust), smmnencus
(Npnnagkw), HapyLLEeHNS NMOXOAKM

Hecneumnduyeckne CTpyKTypHble aHOMaAMM B FOSIOBHOM
Mo3re

Hwu3kmi pocT, 3avacTyto 6e3 fedurumTa ropmMoHa pocTa
TPYAHOCTY KOPMAEHWS C POXAEHWS:; peptoKe (M3Xora),
3anop

HesHaunTenbHble MHGEKLIN YLLIEI 1 Nerkmnx

KpwvBble (HenpaBmabHO PacrnoNoXeHHbIe) 3ybbl 1 kapuec
[MNepMOBUIBHOCTb, MPBIXK, ANCNNA3USA Ta30beapeHHOro
CyCTaBa

MpobneMbl CO 3peHmeM, Takme Kak Kocornasue,
61130PYKOCTL/AaNbHO30PKOCTb, aCTUrMaTU3M
HesHaunTenbHas gedopMaLums ckeneta NO3BOHKOB

CywiecTByeT N 1eKapPCTBO UAN METOJ,
neyeHna OCNDS?

lMoka elLLie He CyLLIeCTBYeT OKOHYaTeIbHOIrO METoAa eYeHus
OCNDS, ogHako cieflyeT NpUHATL KOHKPEeTHbIE Mepbl B
Q1y4ae BO3HWKHOBEHWS COMyTCTBYHOLLMX HaPYLLEHWIA:

JNoroneans, BkItoYas cnocobbl BCMOMOraTe/ibHOM
KOMMyHMKaLMK, HauMHas € 12-MecayHoro Bo3pacta
WNHTennektyansHas 1 nosejeH4veckast oLeHka ¢
COOTBETCTBYHOLLIEV 06pa30BaTeNbHOM MOAAEPXKKON
dursnyeckas 1 TpyAoBasa Tepanms Npuy 3a4epxkax
MOTOPHOI0 Pa3BUTUA

MOHUTOPWHT 1 0bCnefoBaHVE Ha MPeAMET SMUaencum
W TPYAHOCTEN C MOXOAKOM

MOHUWTOPWHI poCTa ¥ 1Crob3oBaHWe
racTPOCTOMUYECKMNX 30HAOB B Cly4ae BO3HUKHOBEHNA
MOCTOSIHHBIX MPO6IEM C KOPMIEHNEM

O6cnenoBaHWe 3peHnst, 3y60oB 1 GyHKLIM MMMYHHO
CUCTEMBI

Ana nonyyeHns 6onee NOAPO6HBLIX pekoMeHAALINIA
MOXHO 03HaKOMUTLCA ¢ rnaBoli o OCNDS Ha
GeneReviews:
https://www.ncbi.nlm.nih.gov/books/NBK581083/
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