CMHAPOM HEWPOPA3BUTUS
OKYP-UYHTA (OCNDS)

gl W

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-i 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?

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

e 3aJepXKa pe4eBoro pasBuTUA / OTCYTCTBME peyn

e 3azepxka MOTOPUKM (HaNpUMep, XOAbObI)

e VIHTennekTyanbHble HapyLLeHns, TPYAHOCT B 0By4YeHN,
YepTbl PAaCCTPONCTBA ayTUCTNYECKOrO CrekTpa

o [loBefeHuYeckme NpobaeMbl, Takme Kak UCTePUKN,
XN0MaHbe pykKamu 1 Apyrme CTepeoTUnHble ABMXEeHNA

e [1pobnemMbl CO CHOM M3-3a HapyLLEeHVst LIMPKaAHOrO pUTMa

e HeBponornyeckme NpobaeMbl, Takme Kak HN3KMA
MbILLEYHBIV TOHYC (TMMOTOHNS), HEYKNHOXMNE ABUXEHWS,
MasneHbkasi rofoBa (MukpoLedanus), smmnencus
(NpUNagku), HapyLLEHUA MOXOAKM

e Hecneundnueckme CTpyKTypHbIE aHOMANUN B FONOBHOM
Mo3re

e Husknii pocT, 3auacTyro 6e3 gedummTta ropmMoHa pocTa

e TpyAHOCTV KOPMAEHUS C pOXAeHNS; pednroke (13xora),
3anop

e He3HaunTenbHble MHOEKLMN YLLIER 1N Nerkmnx

¢ KpuBble (HeMpaBWIbHO PaCNONOXeHHbIE) 3yObl 1 Kapuec

e [MNepMOBUNBHOCTb, MPLIXK, ANCMIA3MS Ta306ePeHHOro
CyCTaBa

e [Tpobnembl CO 3peHnem, Takme Kak Kocornasme,
61130PYKOCTL/AaNBEHO30PKOCTb, aCTUrMaTH3M

e HesHaunTenbHasd jedopMaLIns ckeneTa MO3BOHKOB

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:

e Jloroneaus, BKNHOYasa Criocobbl BCnoMoraTtebHom
KOMMYHWKaLLW, HauMHas € 12-MecayHoro Bo3pacTa

e VIHTennekTyanbHas 1 NoBefeHYeckas oLeHka C
COOTBETCTBYHOLLIEV 06Pa30BaTeIbHOWM NOAAEPXKKON

o Ou3nueckas v TPYAOBasA Tepanus Npu 3agepxkax
MOTOPHOrO Pa3BUTUSA

e MOHUTOPUHT 1 06CNe0BaHNe Ha NpeaMeT
3AMNENCUN N TPYAHOCTEN C MOXOAKOM

¢  MOHUTOPUHT poCTa 1 MCMONb30BaHNe
racTPOCTOMNYECKMX 30HAOB B C/1y4ae BO3HUKHOBEHWS
MOCTOSAHHBIX MPO6IEM C KOPMIEHVEM

e ObcnenoBaHme 3peHus, 3y60B 1 QYHKLMM MMYHHO
cnCTeMb

e [lns nonyyeHns 6onee NoAPOGHbBIX peKOMEHAALMIA
MOXHO 03HaKOMUTbCS € rnaBori no OCNDS Ha
GeneReviews:

https://www.ncbi.nlm.nih.gov/books/NBK581083/
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