HanvmeHoBaHue Mounck mnkpoaeneumii B nokyce XIST (Xq13) metogom FISH

ycnyru

Koa ycnyru A 27.30.207

KpaTKas XIST (X-inactive specific transcript) - reH, koampytowmin PHK n nokannsoBaHHbIN Ha X-

nHpopmauma o XPOMOCOME M/IaLEeHTAPHbIX M/IEKONUTAIOLLNX, ABAAETCA KatodeBbiM 3¢ deKTopom B

3aboneBaHun MHaKTUBauUMmn X-Xpomocombl. MHaKTUBaLMA X-XPOMOCOMbI UrpaeT KAYeByto po/b B
MexaHM3Me A030BOM KOMNeHcaumm, bnarogapa Kotopomy obecneynBaeTcs paBeHCTBO
0,03 FeHHbIX MPOAYKTOB XPOMOCOMbI X y 060Mx nonos. OTCyTCTBME MHAKTMBALLMKN OLHOM 13
XPOMOCOM X Y KEHLLMH NPUBOAMUT K TAXKENbIM NOPOKaM PU3NYECKOrO U KOTHUTUBHOTO
pa3suTuA.

OMIM * 314670. X INACTIVATION-SPECIFIC TRANSCRIPT; XIST

MNepeyeHb XIST (Xq13). BoisBneHue geneunn pernoHa reHa XIST. OnpeaeneHve NoKannsaummn reHa

nccnefyemblx reHoB,
MyTaLmi

XIST npu TpaHCAOKaUMAX C y4acTUEM XPOMOCOMbI X.

NHbopmauma o
MeTozae.
TpeboBaHue K
maTepuany

FISH 30HA ONTUMM3NPOBaAH A8 onpefesieHns KoandecTsa Konui iokyca reHa NF1 B
pernoHe 17q11. 3oHA, Ha yHUKanbHbIN pernoH MPO (17922) nobasneH ans obnerdyeHus
NAEHTUDMKALMM XPOMOCOM.

MNepudepunyeckas KpoBb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHaNU3 BbINOHAETCA HA
npenapatax metadasHbix Xpomocom PrA-cTUMYNINPOBAHHbBIX TMMPOLUTOB
nepudepmnyeckon Kposu.

CpOK BbIMO/IHEHUA

10 paboumnx gHeit
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