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CAHAPOM HA HAPYLUEHO

HEPBHO-INCUAXNYECKO
PA3SBUTUE HA OKYP-YYHI
(OCNDS)

KakBo npeacraBasBa CUHAPOMDBT Ha HapyLUeHO
HepBHO-MCMXNYeCKo pa3BuTne Ha OKyp-YyHr?
CMHAPOMBT Ha HapylWweHo HepBHO-Ncuxuyecko passutne Ha Okyp-UyHr (OCNDS)
(OMIM #617062) e psgKko reHeTMuHO 3abonsiBaHe, MAEHTMOULMPAHO 3a MHpBM
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 Hacneasisa OCNDS? Mma nm puck ot peuunpus?

(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 ga 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

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.

3abaBsiHe Ha peyta/HecnocobHOCT 3a roBOpeHe

3a6aBeHu ABUXEHMS (T.€. XOAeHE)

VHTenektyanHin 3aTpyAHeHns, 3aTpyAHEHNS B YYEHETO, YepTi
Ha Pa3CTPOIACTBO OT ayTUCTUYHUA CMEKTBP

MoBeZeHueCKki Npesu3BIKATeNCTBA KATO THEBHM M3byXBaHMUS,
MaxaHe C PbLe W ApYru CTEPEOTUTHY ABIXEHUS

Mpobnemu CbC CbHS NOPaAN HapyLeH LMPKaLeH PUTbM
HeBponornuhu npobnemu Kato HUCBK MYCKyNieH TOHYC
(XMNOTOHMA), ~ TPOMaBM  JBMXEHWS,  Manka  Masa
(Mukpouedanus), enunencus (rbpyoBe), aHOManuu B
NoXoAKara

HecnenduyHm CTpyKTypHI aHOMaNUM B MO3bKa

HuCbK pbCr; yecto mbTn 6e3 feduuuT Ha pacTexeH XOpMOH
TPyBHOCTM B XpaHEeHeTo oOwWe OT paxgaHero; pedaykc
(kvcenuuu), 3anek

Jlexn nHdexuwmn Ha ywute u benute 4pobose

Kpusu (HenpasuiHo NogpezAeHn) 3bbv u kapuecn
XunepmobuaHocT, xepHuu, Ta3obegpeHa Aucnaasus
Mpobnemn CbC 3peHneTo Kkaro C(TpabusbM, KbCOrneactso/
Janekornejcrso, acTurMaTusbm

Jlexa ckeneTHa JegopMaLLus Ha npeLnexute

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:

NloronegnyHa  Tepanus,  BKIKUMTENHO  CMOMArarenHa
KOMyHMKaLWs, 3aM0yBaLLA Ha 12-MeceyHa Bb3pact
WHTenextyanHu M MoOBefeHUYECKM OLEHKM C MOAXOAALA
obpa3oBarenHa noakpena

®u3nkanHa v TpyLOBa Tepanus Npu 3abaBeHi ABUXeHHS
HabniogasaHe 1 OLeHsBaHe 3a enunencus W 3atpyAHeHus B
N0X0AKaTa

HabniofeHne Ha pactexa W M3n0A3BaHe Ha racTpOCTOMHU
TPBOM NpU NepeucTMpan Npobnemu ¢ XpaHeHeto

OueHKa Ha 3peHweto, 3bbuTe U QYHKUMSTA HA UMYHHATa
meema

3a no-nogpobHI npenopbku MoxXeTe Ja MpoyeTeTe Masara
3a OCNDS Ha GeneReview Ha appec
https://www.ncbi.nlm.nih.gov/books/NBK581083/
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