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MonekynspHo-reHeTU4YeCcKue nccriegoBaHus

[00969] leH aHaporeHoBoro peuenTtopa (AR, reH peLienTopa aHAPOreHOB) - GyKKanbHbIW ANUTENUN

Mapkepbl cMHAPOMa MOJIMKUCTO3HbIX AMYHUKOB

leH Koaupyembiii 6enok Monumopdusm Jlokanusauma Pesynsratr | LWudp
AR l'eH peuenTtopa aHgporeHoB (AR) (CAG)n Exon1 26R/26R

'eH peuenTopa aHgporeHoB (AR) pacnonaraetcs Ha ANUHHOM nnedve X xpomocoMmsl (Xq12-13). B perynsitopHom yyacTke peuenTopa (y4acTke TpaHCKpUnumm n
aKTMBaLMK), KOTOPbI MONY4nn Ha3BaHVe JOMEHa TpaHCaAKTUBALMN HAaXOAUTCS BbICOKOMONMMOpMHAs 30Ha, COCTOsILLAs 13 Pa3HOro KonMyecTsa NoBTOPOB
aMWHOKMUCNOTbI yaHUHa, KOTOPbIA KOAUPYeTCS pa3HbiM Yncrnom nostopoB CAG B reHe peuentopa (LMTO3NH-aAeHWUH-TyaHuH). B nccnenoBaHmsix nokasaHo, 4To Yem
MeHbLLee KOMMYeCTBO NMOBTOPOB B 3TON 06nacT NpucyTcTBYeT B reHe AR, Tem BorbLuyto akTUBHOCTb MPOSIBIISAIOT aHAPOreHbl Ha YpoBHE KNeTku. ITu
nccnenoBaHus Gelnv NoATBEPXKAEHbI KMTMHUYECKUMUN UCCNENOBaHUSIMU MY>XUMH. BbINo nokasaHo, 4To My>XYMHbI-HOCUTENW Tak Ha3blBaeMbIX «KOPOTKUX» (hOpM
peLienTopa (41cno NoBTOPOB MeHblUe 22) NoABEpPXKEHbI MOBbILLEHHOMY PUCKY pPasBUTUS afeHOMbI U paka npeacTaTenbHOM Xenesbl.

Y XeHLWWMH HabntoaaeTcs ropasao bonee crioxHas kapTuHa, CBA3aHHas C TeM, YTO B KaXKOM KreTke XEHLLMHbI UMeeTcsl He ofHa (Kak y My>4uH), a 2 X-XpOMOCOMbI,
npyyem Tonbko oaHa X-xpoMocoma siBnsieTcst «paboyeii», a Apyrasi MHaKTUBMpoBaHa. B pasHbIx kneTkax Aaxe O[HON TKaHW MOryT BbITb MHAKTVBUPOBaHbI pas3Hble
X-XpOMOCOMbI, MO3TOMY B pasHbIX KreTkax sMiyHuka MoryT 6biTb BKIHOYEHbI pa3Hble BapuaHTbl aHOPOreHoBbIX peuenTtopoB. Knaccudeckas dopma CrKA
accouumpoBaHa C «a4nvHHbIMKY (BorbLue 22 noBTopoB) BapuaHTamu reHa AR. CoobluaeTcs o nobiweHnn pucka CIMKA npu HopmanbHOM ypoBHE TecTocTepoHa y
JKEHLLMH NPpU Hanu4mm KOpPOoTKMX hopM nonmmopdmamMa, a Takke 0 BO3MOXHOM poriv KOpoTKux hopm nonmmopdunsma kak 4ONONHUTENBHOro haktopa
VNHCYNMHOPE3NCTEHTHOCTM NPU rMNepaHApOreHHbIX COCTOSHUAX Y XeHLMH. B HacToswwee Bpemst nonuMopdunam reHa AR JOMKeH cUMTaTbCst He CaMOCTOSITENbHbBIM,
a [A0MOSHUTENbHLIM MapKepoM pucka runepaHaporeHuii. VIHTeprnpertauvs aHanusa ocyLlecTBrseTcst crieayoLmm obpasom.

Y MyXU4MH: Hanuume KopoTkux chopm nonmmopdguama (<22R) cumtaeTcs haKTOpoM pucka rmnepnnactTuyeckmx NpoLeccoB NpeacTaTenbHON Xenesbl. Y KeHLMH
ANVHHBIE hopMbl (= 22R) ABNAOTCA AONONHUTENBHBIM (DAKTOPOM pUCKa Kraccu4eckoi (ConpoBOXaaoLLENCs NOBbILEHHbIMU Ludpammn TeCTOCTEPOHA) (hOPMbI
CIKA.

Y XeHLWWMH kopoTkne opmbl (<22R) cunTatoTcs AONONHUTENBHBIM (hakTOPOM puUcKa pa3BUTUSE METABONNYECKUX HAPYLUEHUIA 1 MHCYNTMHOPE3UCTEHTHOCTM, HO
TOMbKO B COMETaHUM C APYrMMK dhakTopamu pucka
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