HaunmeHoBaHue CuHgpom Cotoca. Monck mukpoaeneuui nokyca NSD1 (5g35) metogom FISH

ycnyru

Koa ycnyru A 27.30.230

KpaTKas CuHapom CoToca (cMHApPOM LepebpanbHOro rMraHTU3ma) - BPOXKAEHHOE, B 60NbLUMHCTBE

nHbopmauua o CNy4aeB cnopaguyeckoe (BCTPeYaroTCs CEMbM C ayTOCOMHO-A0MMUHAHTHbLIM TUMOM

3aboneBaHumn HacnefoBaHuWA) 3aboseBaHMe. XapaKTepu3yeTca BbICOKOPOCAOCTbIO, KPYMHbIM
LWMLIKOBATbIM YEPENOM, BbIMYKAbIM 160M, rTMNEePTEN0PU3IMOM, HAIMYUMEM BbICOKOTO HEDA,
AHTUMOHFONONAHBIM Pa3pPe3oM I1a3, YMepPeHHOM 334ePKKOM NCUXMUYECKOTO Pa3BUTHUA.
KOCTHbI BO3pacT - oneperkaeT NacnopTHbIN. MyTaunmn n MMKpogeneumm B cermeHTe
5935 (pervoH reHa NSD1) aBnatoTcA OCHOBHOM NpuYnHoit cnHapoma Cotoca 1 1
BCTPEYAOTCA B HEKOTOPbIX CAYYaax cCMHApoMa Yusepa. (CnHapombl CoToca 2 1 3 cBA3aHDI
C HapyweHuem B pernoHe 19p13, n 3aTparnsatoT reHbl cooTBeTcTBeHHO: NFIX 1 APC2)

OMIM #117550. SOTOS SYNDROME 1; SOTOS1

MNepeyeHb NSD1 (5g35). BbisBneHue geneunn permoHa reHa NSD1.

nccneayembix reHos,
MyTaumi

NHbopmaumsa o
MeToJe.
TpeboBaHue K
maTtepuany

FISH 30H4 ONTUMM3NPOBAH A5 ONpeae/ieHnsa KonYecTBa Konmin 1okyca reHa NSD1 B
pernoHe 5g35. CneumduuHbin FISH 3014 ansa reHa hTERT (5p15) gobasneH B KayecTse
KOHTPOAS NAEHTUDMKALUMU XPOMOCOMbI 5.

MNepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanN3 BbINOHAETCA HA
npenapaTtax metadasHbIX Xpomocom PrA-CTUMYANPOBAHHbIX TMMOLIUTOB
nepudepmnyeckon Kposu.
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