HanmeHoBaHue MoneKkynapHo-reHeTU4ecKkoe nccaeaoBaHMe XPOMOCOMHbIX HapyLeHuit (X, Y, 13, 18, 21

yCnyru xpomocom) metogom FISH

Koa ycnyru A 27.30.211

KpaTtkas MpeHaTanbHasA AMarHOCTUKA Hanbonee 4acTo BCTPEYAOLMXCA NPU POXKAEHUM CUHAPOMOB,

nHbopmauua o 06YCNOBNEHHBIX YACIOBbIMU HapyLIEHUAMMU Xpomocom. CuHapom Matay (Tpucomma 13).

3aboneBaHun CuHapom fayHa (Tpucomus 21). CuHapom daBapaca (Tpucomma 18). CuHgpom
LWepewesckoro-TépHepa (moHocomus X). CuHgpom KnanHdbenovTtepa (47,XXY) UHble
(Kpome BbILIENEPEUNCAEHHDIX) BapUAHTbl aHEYNIOMANN TOHOCOM.

MepeyeHb RB1 (13g14). RCAN1 (21922). D18Z1(18p11-18g11). DXZ1(Xp11l-Xqll). DYZ3(Ypll-Yqll).

nccnefyemblx reHoB,
MyTaLmi

OnpeaeneHne yncna Konuii xpomocom 13, 18 1 21. OnpegeneHue aHeynaouanm no
roHocomam (X nY)

NHbopmauma o
MeToze.
TpeboBaHue K
maTtepuany

Habop ana onpeaeneHma Hambonee AMarHOCTUYECKU BaXKHbIX aHEYNIOMANIA Y YenoBeKa
coctouTt u3 natu FISH 30HA0B, KOTOPbIe ONTUMU3NPOBAHBI A1A ONpeaeeHns Yucna Konuim
JIOKYCOB YHMKaNbHbIX NocnesosatenbHocTel reHosB RB1 B pernoHe 13q14 u reHos RCAN1 B
pernoHe 21922, a TaKkXe 419 onpeaeneHma Yncaa Konmi permoHoB NpULEHTPOMEPHbIX
catTenuTHolx noBTopoB DXZ1 xpomocombl X n DYZ3 xpomocomsl Y.

Mepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapmuHom. = 1 mn. Buonormyeckuii
maTtepman n3 NoaoCTU MaTKK, NOJTYYEHHbIN C MOMOLLLbIO MHBA3MBHOM NpeHaTabHOW
ANarHoCTMKM (6MoNTaTbl XOPMOHa / NAaLEHTbl, aMHUOLMTDI, MYNMOBUHHAA KPOBb).

AHanus BbINOJIHAETCA HA NpenapaTax meTadasHbiX Xpomocom GrA-CTUMYAUPOBAHHbIX
nmmbountos nepudepmnyeckoin (MM NynoBUHHOM) KPOBU, NpenapaTax MaLlepupoBaHHbIX
BOPCMH XOPMOHA 1 KNETKAaX aMHUOTUYECKOM KUAKOCTU.

CpOK BbIMO/IHEHUA

7 pabounx aHewn




