CvHApOM nopyLueHHS

Henpopo3BUTKY OKyp-
YyHra (CMHOY)

LLio Take cMHAPOM NOpYLUEHHS Heﬁp0p03BMTKy
OKyp-UyHra?

CuHApoM nopyweHHs Helipopo3sutky Okyp-YyHra (CMTHOY) (OMIM Ne 617062) -
Lie piaKicHe reHeTnyHe 3axBoproBaHHg, Bneple sussnexe y 2016 poui. Y KoxHor

0cobu 3i CMHOY € nesHMil CTyniHb 3aTpUMKK PO3BUTKY Ta/abo BigMIHHOCTI
(YHKLIOHYBaHHI MO3KY.

CKinbKu nogein matotb giardo3 CMHOY?

Ha cbOroaHiwHiin aeHb y noxag 350 0Cib y BCbOMY (BITi AiarHOCTOBAHO
CMHOY. OuikyeTbCs, WO Le Unano 3poctatume 3i 36inbWEHHIM BUKOPUCTAHHS
MOBHOeK30MHOro cekBeHyBaHHa ([EC) B iHLwwX perioHax CaiTy.

Lo Buknankae CMHOY?
CMHOY sukaukatoTb retepo3nrotHi myrauii 8 reHi CSNK2AT Ha 20-i xpomocomi.

ki TUnn myTauin cnocrepiratotbcs npu CMHOY?

Mpu CMTHOY Tpannstorbed MiceHC-MyTaLil (HalnowWwupeHiLLi), 3¢y pamku
34TyBAHHA, MyTaLyii 3yMAHK HAKONWYeHH, MyTaLyii B aitTax CnaicuHry
Ta NOBHI abo YacTkoBi Jenelii rexiB. Mu e He 3HAEMO, U KOpentoe
TSKKICTb KAIHIYHWX NPOAABIB 3 PI3HAMM TUMaMU MyTaLLiiA.

flk ycnapkoByeTbea CMTHOY? Yu € pusuk peunansy?

Myraujii CSNK2A! € Hosumu y ocobn 3 CTTHOY («de novo») 1a BiacyTHi y
060X 6aTbkiB. Pu3nKk Anq 6aTbkiB HApoAWTY e 04HY AnTuHy 3 CITHOY nig
YaC MaiibyTHBOT BariTHOCTI CTaHoBUTb ~1%, OCKINbKM iCHYe HeBenuka
/IMOBIPHICTb TOTO, WO OAMH 3 DaTbKiB MaB AOAATKOBI AWLEKNITUHK abo
cnepmaro3oign 3 myrayiero CSNK2AT. Akwo y moguam 3 CMHOY € gimn,
icHye 50% pu3uk nepepaui myradii CSNK2AT ixHim Aitau.

Yu € aKicb reHaepHi 3cysu?
(TTHOY Bpaxae sk 4osoBIKiB, TaK i XiHOK

Uu icHye opraHisauis, W0 3aiiMA€ETLCSA L€
XBopo6oto?

Bu moxere 38'A3atncs 3 GoHaom CSNK2AT (OCNDS) 3a ajpecoto
https://www.csnk2alfoundation.org/
Ik 1 MOXy 3B'A3aTNCA 3 IHWIMMYN POANHAMI?

Bu MOXeTe 3B'43aTiCd 3 POAUHAMM YePe3 iXHIO CTOPIHKY B
rpyni y Facebook

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

fiki cumntomm CMHOY?

Haiinowwpeniwi cumntomu CMHOY HasegeHi Huxye. Mi noku
i Ha eTani BU3HAYEHHS TOro, AK YaCTo BOHM TPanAdioTsCd 1a B
9KOMY BiLji BOHY 3a3BM4ail BUHIKAOTb 3OO 3HUKAHOTb.

®  3aTpUMKa MOBIEHHA/HECNPOMOXHICTb TOBOPUTH
3aTpuUMKa pyxoBUX yHKUIRA (Hanpuknag, xoasbun)

® [HTenekTyanbHa HeOCTaTHICTb, TPYAHOW B HABYAHHI, puck
PO3NaZiB ayTUTUYHOTO TNy

® [loBeLiHKOBI po3nafn, Taki 4K iCTepuUkM, pPO3MaxyBaHHH
PyKamu Ta iHLWi CTePeoTUNHI pyxiA

* [lopyleHH: CHy Yepe3 MopyLIeHH: LPKaAHOTO puTMy

® HeBponoriudi po3nagy, Taki Ak HU3bKWIA M'930BHIA TOHYC
(rinoTOHIA), ~ He3rpabHi  pyxu,  ManeHbka  ronosa
(Mikpouedanis), eninencig (cyaoMu), NOPYLIEHHS XOAN

* HecneundiuHi CrpyKTypHi aHOManii ron0BHOI0 MO3Ky

*  Husbkuii 3picT; 4acto Npoxo4uTs be3 AediLuTy ropMoHy pocry

TpyaHoLi 3 XapyyBaHHAM, MOYMHAIOYM 3 HAPOAXEHHS,

pedniokc (neuis), 3akpen

He3HauHi iHdexwii Byx 1a nereqb

KpuBi (HenpaBuabHO po3ralioBaki) 3ybu Ta kapiec

[inepmobinbHICTb, rpuXi, ANCNAA3Is KyNbLOBOrO Cyrnoba

MopylweHHd 30py, Taki Ak KOCOOKiCTb, KOPOTKO30PICTb abo

Janexo3opicts

* He3HauHa dedopmadid ckenera B xpebLax

Yn icHy0Tb NliKK Ta UM MoXKIMBe
nikysaHHs Big CMNHOY?

Moku Wo Hemae ocratouHoro sunikysaxHa Big CMHOY; npote wiig
BXWBATV NEBHIX 3aX0LIB ANA 3MEHWWEHHA CYNyTHIX CUMNTOMIB:

o Jloroneaiq, BKMOYAIOUM AONOMIXHY KOMyHikaLlilo, nounHawoun 3 12
MicsLis

® [|HTenekTyanbHe Ta  MOBEAIHKOBE OLHIOBAHHA 3 BIANOBIAHON
OCBITHOIO NIATOUMKOH

o Oi3uyHa 1a TpyAoTEPANig ANd NiKYBAHHS 3aTPUMKN MOTOPUKM

®  KOHTPOAb Ta NepeBipKa Ha HafBHICTb eninencii Ta TpyAHOLLIB 3 X401

e KoHTponb poCTy Ta 3aCTOCyBaHHS racTpanbHOi iHTybauii, sKwo
BMHWKAIOTb NOCTIAHI NPOBAEMI 3 XapUyBaHHAM

e [lepeBipka 30py, 3y6iB Ta GYHKLIOHYBaHHS IMyHHOI CUCTEMY

e [lng OTpUMaHHA LeTanbHilMX pPekoMeHgalii Bu MOXere Biagigatv
po3gin CITHOY Ha GeneReviews 3a agpecot

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