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CuHapom JlexkeHa. MNouck mukpoaenewlmii nokyca (5p15) metogom FISH
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KpaTtkas
nHbopmauma o
3aboneBaHun

CuHapom JlexkéHa («bonesHb KoLaYbero KpMKa») - peakoe reHeTu4ecKoe paccTpomncTBo,
BbI3blIBaEMOE OTCYTCTBUEM bparMeHTa XpoMOoCcoMbl 5. Paamepsbl geneunit moryTt
BapbMPOBaTbLCA OT Ype3BblualiHO MasbIx (3aTparMeaTbh TONbKO cermeHT 5p15.2) oo Bcero p-
naeya XpoMocombl 5. XoTs 60/bLIMHCTBO Aeneumin Bo3HUKatoT de novo, npumepHo 12%
ABNAIOTCA pe3y/bTaTOM HacnenoBaHMA HecbanaHCMPOBAHHOM TPAHCAOKALMM OT O4HOIO U3
poauteneit Hocutena cbanaHcMpPoBaHHOM TpaHCAOKaUMK. Mpu sToM cUHApPOME
HabntopaeTca: obuiee OTCTaBaHWE B PA3BUTUM, HU3KAA Macca NPU POXKAEHUN N MbllLeYHas
rMNOTOHMA, NYHOO6PA3HOE NLO C LUMPOKO PACCTaBAEHHbIMM INa3aMM, XapaKTePHbIM naay
pebéHKa, HANOMUHAIOLWMMN KoLadybe MAYKaHbe, MPUUYNHOM KOTOPOTro ABAAETCA U3SMEHEHWE
ropTaHu (CyXeHue, MATKOCTb XPSALLEN, YMeHbLIeHWe HaaropTaHHMKa, HeobbluyHas
CKN1a44aToCTb CIM3MUCTON 060/104KN) AN Heaopa3BUTME ropTaHU. Kpome Toro,
BCTPEYatoTCs BPOXKAEHHbIE MOPOKU CEPALA, KOCTHO-MbILLEYHOW CUCTEMbI U BHYTPEHHMUX
OopraHoB, MUKpouedanna, NTo3, HU3KOE PacnooXeHMe U gedopMaLnA YIWHbIX PAKOBUH,
KOMKHble CKNaAKM BNepeamn yxa, rMnepTenopmsm, SNMKaHTYC, aHTUMOHTIO/IOUAHbIN pa3pes
rnas. Yacrota cmHapoma npumepHo 1 : 45 000. CooTHoweHMe nonos M1 : XK1,3.

OMIM

# 123450. CRI-DU-CHAT SYNDROME

MNepeyeHb
nccneagyembix reHos,
MyTaumi

CTNND2 (5p15.2). BoinBneHue geneumn B pernoHa reHa CTNND2 (5p15.2).

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

30HpA Cri-Du-Chat onTMmmM3aMpoBaH ana BbiaBAeHMA Yncna Konuii reHa CTNND2 B
KpuTnuyeckoi obnactu Cri-Du-Chat B pernoHe 5p15.2. YHUKanbHbIl FISH-30HA, Ha pernoHx
5031 ncnonb3yeTca B Ka4ecTBe BHYTPEHHErO KOHTPOASA.

MNepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanN3 BbINOJHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLINTOB
nepudepunyecKoit Kposu.

CpOK BbIMO/IHEHUA

10 pabouunx gHeit
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