HanmeHoBaHue CuHapom Bunbsimca-bolipeHa. Monck mukpoaeneunin nokyca (7q11) metoaom FISH

ycnyru

Koa ycnyru A 27.30.221

KpaTtkas CuHapom Bunbsimca-bolipeHa (WBS) xapakTepumsyeTca cepae4yHo-CoCyaAnCTbIMU

nHpopmauma o 3ab60/1eBaHUAMM, NaToIOTNEeN coeaMHUTENbHON TKAaHW, YMCTBEHHOM OTCTANOCTbIO U

3aboneBaHun 3HAOKPUMHHbBIMM aHOMaNNAMMU. bonbHble MMetoT 0coboe cTpoeHUe nnLa, B CneLmanbHom
NnTepaType HasbiBaeMoe «NLOM 3/1bda», MOCKONbKY OHO HAMOMMHAET NLO0 3/71bPOB B UX
TPaANLMOHHOM, GO/IbKNOPHOM BapuaHTe. 1A HUX XapaKTepHbI LUMPOKUI 106, pasnéT
6poBelt No cpeaHen IMHUM, ONYLLLEHHbIE BHU3 NOJIHbIE WEKN, 6ONbLIOK POT C NOJIHbIMMU
rybamm (ocobeHHO HUMKHEI), NN0CKOoe NepeHocbe, cBoeobpasHas popma HoCa C MIOCKUM
TYNbIM KOHLOM, MaJleHbKWUIM, HECKOJIbKO 3a0CTPEHHbIN NoA60poA0K. [1a3a 3a4acTyto ApKo-
ronybble, co 38€344aTOM KapTUHOM Pady*KKN U CKaepamn cCMHeBaToro useTa. Paspes rnas
cB80e0bpasHbIi, C NPUNYXA0CTAMM BOKPYT BeK. Cxogaleeca Kocornasune. ObpaltaeT Ha
cebs BHMMaHUe yBeIMYEeHHOe PaccToOAHNE OT OCHOBaHMA HOCa 40 BepPXHeW rybbi.
Bonee 99% ntoaen ¢ KAIMHUYECKUM ANArHo30M cUHAPOM Bunbamca-bonpeHa nmetot
aeneumnto B o6n1actu reHa anactuHa (ELN) B pervoHe 7q11.

OMIM #194050. WILLIAMS-BEUREN SYNDROME; WBS

MNepeyeHb ELN (7q11). BbisBneHue aeneumm permoHa reHa ELN.

nccnenyemblx reHos,
MyTaumi

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

FISH 30H4 oNTMMM3MPOBaAH ANA onpeaesieHnUA KoAn4ecTBa Konui okyca reHa ELN B
pernoHe 7q11. CneumduuHbin FISH 30HA 13 pervoHa 7g22 nobaBneH B KaYecTBe KOHTPOIA
naeHTUPMKaLMm XpoMoCcombl 7.

Mepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanN3 BbINOHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLINTOB
nepudepmnyeckon Kposu.
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10 paboumnx gHeit
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