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MapkepHble XPOMOCOMBI - 3TO CTPYKTYPHO HEHOPMAaJbHBIE XPOMOCOMBI, KOTOPBIE MOI'YT
OBITH KaK JIONOJTHUTEIbHBIME 110 OTHOIIEHWIO K HOPMAaJbHOMY KapPUOTHUILY, TAK U 3aMEHSITH OJI-
HY U3 ayTOCOM HWJIU IOJIOBBIX XPOMOCOM. V3 MapKepHBIX XPOMOCOM BBIIESIOT T'PYIITY MaJIbIX
CBEPXUHCIEHHBIX MapKepHbiX xpomocom (MCMX), KoTopble 0 CBOUM pa3mMepaM MeHbIIEe XPo-
mMocoMmbr 20 Ha 9T0ii ke MeTadasHoil mactuike [1]. Ilpumepro 2,7 MIJIZTMOHOB Y€I0BEK B MUDE
mveror MCMX [2]. Okoso 70% mapkepHBIX XpOMOCOM BO3HHKAIOT de novo, a B 30% ciaydaes
MapKepHas XpOMOCOMa MOKET OBITh yHac/aemoBaHHoil or pomureneit. B 86% ciayuaes MCMX
IPOMCXOIAT N3 aKPOUEHTPHUECKNX XpomocoM, u3 Hux 75% MCMX mpoucxogdar m3 XpoMoco-
mbl 15 [1]. BerpedaeMocTb MapKepHBIX XPOMOCOM Yy IHAIMEHTOB € YMCTBEHHOH OTCTAIOCTHIO
HPUMEPHO BbIIE B 7 pa3. B ¢Bsi3u ¢ 9TuM, BOZHUKAET UHTEPEC B UCC/IEIOBAHUN BHIOOPKU IAIIH-
€HTOB C YMCTBEHHOW OTCTAJIOCTHIO HA HAJIMYNE MAPKEPHBIX XPOMOCOM. A Tak Ke yCTaHOBJIEHUE
X TPOUCXOXKJIEHNsT U MOJIEKYJISIPHOTO COCTaBa. JTO MOMOYKET BBISIBUTH KOPPEJAIINI0 CUMIITO-
MOB UM I€HETHYECKOI'0 COCTaBa MAPKEPHBIX XPOMOCOM, YTO IO3BOJIUAT PACHIUPHUTL TOHUMAHWE
9THOJIOTUHU ¥ ITATOreHe3a YMCTBEHHON OTCTAJIOCTH.

Hesibio gannoit paboThl ABJISIETCH UCCACIOBAHNE TPOUCKOXKICHUS U MOJICKYJ/ITPHOIO COCTaBa
MapKEPHBIX XPOMOCOM y TAIUEHTOB C YMCTBEHHON OTCTAIOCTHIO.

B xo/1e BBITIOTHEHNST PAOOTHI MCIIOIB30BAINCH METOJIBI: IPUTOTOBIEHNE KPATKOBPEMEHHBIX
KyabTyp Kiaetok, GTG-okparmmBanne, diyopectienTHast rubpuamsarus in situ, [111P, Mmukpo-
JINCCEKITNS MapKEPHBIX XPOMOCOM, OKpacka HUTPATOM cepedpa.

B BbIOOpKe U3 188 mAIEHTOB ¢ YMCTBEHHON OTCTAIOCTBIO OBLIN OOHAPYKEHBI TPOoe 0O0JIb-
HBIX, COYETAIONINX YMCTBEHHYIO OTCTAJOCTh U HAJUYIUE MapKEepPHBIX xpomocoM. Hamu ObLin
JIeTAJIbHO U3Yy9YEHbl KAPUOTHUIIBI 3TUX IMAIlMeHTOB. TaK K€ Mbl M3YUMIN KAPUOTHUIILI POIUTE-
JIell JIBOMX YKa3aHHBIX MalueHTOB. MapKepHble XpOMOCOMBI BCeX O0OC/IEIOBAHHBIX, OTHOCATCS
K rpymme MmCMX. ¥V 1Boux MmanueHToB U3 Tpex OOHAPYKEH MO3aUYIHbBIN KAPUOTHII, U TOJIb-
KO y OJZHOI0 MapkepHas XxpomocoMa Berpedaercd B 100% meradasHbIX ILIACTHHOK. Y OJHOIO
naruenTa MapkepHas XpOMOCOMa, MTPOUCXO/IUT U3 XpoMocoMbl X, peruona Xpll.23-q13.2. Tak
JKe, TPOaHaIN3UpPOBaB €€ MOJIEKY/IsIPHBI COCTaB, Mbl OOHApPYKuau orcyrcrBue reHa XIST B
maraOoit MCMX. ¥V 1BYX Apyrux HalleHTOB, OBLIO MOKA3aHO ITPOUCXOKICHIEe MapKEePHBIX XPO-
MOCOM U3 KOPOTKHUX U YaCTHYIHO JIMHHBIX 1171ed XxpomocoMbl 15. WcceioBanne stux MCMX Ha
nasnane reioB pPHK, mokaszaso, 91o MapKepHbIe XpOMOCOMBI, IIPOUCXOISIIIE 13 XPOMOCOMBI
15, obmasato nBymsa aktuBHbiMu Kiacrepamu p/IHK. B nannom mccnenoBannm Mbl moKa3aJin,
YTO TSIYKECTh KJIMHUIECKUX CHMIITOMOB KOppeaupyer ¢ 60jiee CJIOXKHBIM COCTABOM MapKEePHO
XPOMOCOMBI, KOJTMIECTBOM MAPKEPHBIX XPOMOCOM U MO3aMTHOCTHIO KAPUOTHIIA.
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