HanmeHoBaHue CuHapom PybuHwiTeHa-Telnbu (7911). Monck muKkpoaeneumin nokyca (7q11) metoaom

YCAyru FISH

Koa ycnyru A 27.30.228

KpaTtkan CuHapom PybuHLITEHA - Tellbn (CUHOHMM: CUHAPOM LUMPOKOTOo | NanbLa KUCTel 1 cTon,

nHpopmauma o cneundmyeckoro nnLa n ymcTBeHHol otctanoctu). MonynaumoHHas yactoTa - 1:25 000 -

3aboneBaHun 30000, cooTHoweHMe nonos - 1:1. Tun HacneAoBaHMA ayTOCOMHO-A0MUHAHTHbIN (reH
CREBBP B nokyce 16p13.3), HO B 60/1bLUMHCTBE C/ly4aeB MyTaLMsA BO3HMKAET CMOHTAHHO, TO
eCcTb He HacneayeTca oT poautenei. MUHMMANbHbIE AMAarHOCTUYECKUE NPU3HAKM:
nporpeccMpytoLLan yMCTBEHHaAA OTCTAOCTb, LUIMPOKME TEPMUHANBHbIE danaHIM NepBbIX
NanbLEeB KUCTEM N CTON, XapaKTePHOE N1LLO, OTCTaBaHME POCTA M KOCTHOIO BO3PacTa,
MUKpouedanua, KPUNTOPXU3IM.
CuHapoma PybuHwTeinHa-Tanbu (RTS) ceasbiBatoT ¢ reHom CREBBP (16p13.3).
MuKpoaeneuMoHHbIA BapMaHT 3TOFo cMHAPOMa cocTasaarT 10-15% cayyaes.

OMIM # 180849. RUBINSTEIN-TAYBI SYNDROME 1; RSTS1

MNepeyeHb CREBBP (16p13.3). BbiaBneHue aeneumu pernoHa reHa CREBBP.

nccnenyemblx reHos,
MyTaLmi

NHbopmaumsa o
meToae.
TpeboBaHue K
martepuany

FISH 30HA oNTMMM3MPOBaAH A5 onpeaesieHns Koandectsa Konmin iokyca reHa CREBBP B
pervoHe 16p13.3 .30HAa SE 16 BKAtoYeH ans obnerdyeHns naeHTMbMKaumm xpomocom 16.
Mepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHann3 BbINOHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLIUTOB
nepudepmnyecKkon Kposu.

CpOK BbIMO/IHEHUA

10 paboumnx gHeit



http://omim.org/entry/180849?search=Rubinstein-Taybi&highlight=%22rubinstein%20taybi%22%20taybi%20rubinsteintaybi%20rubinstein

