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HEPBHO-INCUAXNYECKO
PA3SBUTUE HA OKYP-YYHI
(OCNDS)

KakBo npeacraBasBa CUHAPOMDBT Ha HapyLUeHO
HepBHO-NCNXNYECKO pa3BuTHE Ha OKYp-YyHr?
CMHAPOMBT Ha HapylWweHo HepBHO-Ncuxuyecko passutne Ha Okyp-UyHr (OCNDS)
(OMIM #617062) e psAKo reHeTMYHO 3ab0nsBaHe, MAEHTMOULMPAHO 33 MHPBU

o1 npe3 2016 1. Bceku ¢ OCNDS uma u3BectHa creneH Ha 3abaBsiHe B pa3BuTveTo
W/ WM PasNnKK B MO3bYHETA QYHKLKS.

Konko naamnemnaa ca anardocruympadu ¢ OCNDS?

Jlocera no csera ¢ OCNDS ca guarHocruumpany Hag 350 fywn.Ouaksa ce
1031 BPOV Aa Ce yBeNMuM C HAapacTBaHeTo Ha npunaraHero Ha WES B
APYTY PErvioHy Ha (Bera.

KakBo npnyuHsasa OCNDS?
OCNDS ce npuunnsBsa ot xerepo3urotHu MytaLy B reHa CSNK2A1
Ha xpomo3oma 20.

KakbB TN MyTauum ce Habnogasat npu
OCNDS?

Mpu OCNDS Bb3HMKBAT MUCEHC MyTALWY (Haii-4ecTo CpeLLaHuTe), Takuea
MPOMSHA B PaMKaTa Ha YeTeHe, CTOM-KOZOH, MACTO Ha CHaXZiaHe U Leu
WM YaCTMYHKM TEHHW Jeneumn. Bce owle He 3HaeM Aanu Texecma Ha
KIMHUYHWTE HAXOAKV € (BbP3aHa C Pa3NYHUTE BULOBE MyTaLyM.

Kak ce Hacneassa OCNDS? Uma nm puck ot peuyugmne?

(SNK2A1 myTaumure ca Hosi npu Haueingn ¢ OCNDS (de novo) u He
MPUCLCTBAT MPU HUTO €4MH OT pojuTenuTe. PUCKBT 33 poguTenute fa
umar apyro fete ¢ OCNDS npu 6baela 6pemeHHoct e ~1%, Thii kaTo MMa
MaTBK LAHC HSKOIA OT POAUTENUTE 4 € UMan AOMbAHUTENHN AlLEKNeTK
win cnepmarozongn ¢ CSNK2AT myraums. Ako uugmsig ¢ OCNDS uma
Jeua, uma 50% puck ot npegasaHe Ha myrauuara CSNK2AT Ha feuara

My.

Wma nu yknoH kbm nona?
OCNDS 3acsira Kakto MbXe, Taka M XeHu

Wma v opraHu3sauums 3a 3a6onsiBaHeTo?

Moxere Aa ce cBbpxete ¢ CSNK2A1 (OCNDS) Foundation Ha agpec
https://www.csnk2alfoundation.org/

Kak mora fia ce (BbpXa ¢ Apyrute cemeiictea? /=

Moxere Aa ce cBbpXeTe CbC CeMeliCTBa upe3 CTpaHMLaTa Ha
TAXHata rpyna BbB Facebook

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

IPOM HA HAPYLLEHO

KakBu ca cumntomute Ha OCNDS?

THaii-yecure cumntomm Ha OCNDS ca u36poeHu no-gony.
Bce ouje onpejensme KoAKo Yecto ce Clyysar Te U Ha KakBa
Bb3PACT 06MKHOBEHO Ce NOSABSBAT WY OT3By4aBar.

3abaBdHe Ha peyta/HecnocobHOCT 3a roBopeHe

3abaBeHu BUXEHNS (T.e. XOAEHE)

VIHTenekTyanHu 3atpyAHeHNa, 3aTpyAHEHNS B YYEHETO, YepTi
Ha Pa3CTPOACTBO OT YTUCTUYHNA CNeKTbP

MoBeAeHueCKIN MPeAU3BUKaTeNCTBA KATO THeBHY M3byXBaHKY,
MaxaHe C pbLie v ApyriA CTepeoTUnHM JBUXEHNS

Mpobnemn CbC CbHA NOPaAN HapyLLeH LUPKaaeH PUTbM
HeBponornyHu npobnemu Kkato  HUCHK  MYCKyNeH TOHYC
(XWNOTOHWA), ~ TPOMABM  JBWXEHWS,  Manka  rnasa
(Mukpouedanusd), enunencus (rbpuose), aHoManuu B
roxozkara

HecrieuonYHI CTPYKTYpHYM @HOMani B MO3bKa

HucbK pbCr; yecto mbTv 6e3 aeduunt Ha pacrexeH XopMoH
TPYAHOCTM B XpaHEHeTo olle OT PaxAaHero; pedykc
(kucennHn), 3anek

Nexun nHdexumn Ha ywute u benute gpobose

Kpusu (HenpasuaHo NoApPeAeHH) 3bbu 1 kapuecu
XunepmobunHocr, xepHui, TasobegpeHa Aucnnasng
Mpobnemn CbC 3peHnero karo (TpabusbM, KbCoreActso/
Janekorneactso, acurmaTusbm

Jlexa ckenetHa JeGopmaLna Ha npeLneHure

Nma nn nek unn neyenne 3a OCNDS?

Bce owe Hama pedunntueHo neyerue 3a OCNDS; Bbnpexu
TOBA NPU HaXOAKM, acOLMMPaHK CbC 3abonssanero, Cieia
Aa (e NpeAnp1emar creLiuuuH1 MepKm:

JloronegnuHa  Tepanus,  BKIKUMTENHO  CNOMArarenHa
KOMYHIKaL|u4, 3anoyBalya Ha 12-meceyHa Bb3pact
VIHTenekTyanHu M MOBeAEHUECKA OLEHKM C MOAXOAALA
0bpa3osaTenHa nokpena

Ou3nkanHa v TpyLoBa Tepanus nNpu 3abaBeHu JBUXEHNS
Habntogasate 1 oLeHdBaHe 3a enunencus u 3atpyLHeHns B
NOX0ZKaTa

HabniofeHne Ha pactexa i M3N0A3BaHe Ha racTpoCTOMHMU
TPBOU NPU NEPCMCTMPALLM NPOBAEMI C XpaHEHETO

OLeHKa Ha 3peHuero, 3bbute U QyHKUMSTA Ha WMYHHATa
(merema

3a N0-N0OAPOBHI MPENOPBKY MOXeTe Aa NpoyeTere rnasara
33 OCNDS Ha GeneReview Ha agpec
https://www.ncbi.nlm.nih.gov/books/NBK581083/
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