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Mokaszatenb PesynkraT PedhepeHCHbIV nHTepBan

MonekynspHo-reHeTU4eCckue uccnenoBaHus
[00969] l'eH aHaporeHoBoro peuenTtopa (AR, reH peuenTopa aHAPOreHOB) - GyKKanbHbIW ANUTENUN
lFeHbI aHaporeHoB
leH Koaupyembiii 6enok Monumopdusm Jlokanusauma Pesynsratr | LWudp
AR PeuenTtop aHaoporeHoB (CAG)n Exon1 22R/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 Geilnv NoATBEPXKAEHbI KMMHUYECKUMUN UCCNENOBaHNSIMU MY>XUYMH. BbINo nokasaHo, 4To My>XUMHbI-HOCUTENW TaK Ha3blBaEMbIX «KOPOTKUX» (hOpM
peLienTopa (41crno NoBTOPOB MeHblUe 22) NoABEpPXKEHbI MOBbILLEHHOMY PUCKY pPasBUTUS afeHOMbI U paka npeacTaTenbHOM Xenesbl.

Y XeHLWWMH HabntoaaeTcs ropasao bonee crioxHas kapTuHa, CBS3aHHas C TeM, YTO B KXKOM KNeTke XEeHLLMHbI UMeeTcsl He ofHa (Kak y My>4uH), a 2 X-XpOMOCOMbI,
npyyem TorbKko 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 svMdHuka MoryT 6biTb BKIHOYEHbI pa3Hble BapuaHTbl aHOpPOreHoBbIX peenTtopoB. Knaccuyeckas dopma CrKA
accouuvpoBaHa ¢ «a4nMHHbIMKY (BonbLue 22 noBTopoB) BapuaHTamu reHa AR. CoobluaeTcs o noBbiweHnn pucka CIMKA npu HopmanbHOM ypoBHE TecTocTepoHa y
JKEHLLMH NPU Hanu4mMm KOpPOTKMX hopM nonmmopdmamMa, a Takke 0 BO3MOXHOW poriv KOpoTKux hopm nonmmopdusma Kak 4ONONHUTENBHOro haktopa
VNHCYNMHOPE3NCTEHTHOCTM NPU rMnepaHapOreHHbIX COCTOSHUAX Y XeHLMH. B HacTosLwee Bpemst nonuMopdunam reHa AR JOMKeH cUMTaTbCst He CaMOCTOSITENbHbBIM,
a [A0MOSHUTENbHLIM MapkepoM pucka runepaHaporeHuii. VIHTeprnpertauvs aHanusa ocyLecTBseTcst crieayoLmm obpasom.

Y MyX4MH Hanmumne KopoTkux dopm nonumopdmama (<22R) cuntaeTcst hakTopom prcka rmnepniacTmyeckmx NpoLeccoB NpeacTaTenbHOM Xenesbl. Y XeHLWH
ANVHHBIE hopMbl (= 22R) ABNAOTCA AONONHUTENBHBIM (DaKTOPOM pUCKa Kraccu4ecKoi (ConpoBOXaaoLLENCs NOBbILEHHbIMU Ludpammn TeCTOCTEPOHA) (hOPMbI
CIKA.

Y XeHLWWMH kopoTkne opmbl (<22R) cunMTaloTcs AONOMHUTENBHBIM (hakTOPOM pUCKa pa3BUTUSE METABONMYECKUX HAPYLLEHWUIA 1 MHCYNTMHOPE3UCTEHTHOCTM, HO
TOMbKO B COMETaHUM C APYrMMUK dhakTopamu pucka

PesynbTaThl uccnefoBaHUin He ABMSIOTCA ANArHO30M U MHTEPNPETUPYIOTCS nevalimm
BPa4oOM C y4ETOM BCeX JaHHbIX O MauueHTe (1abopaTopHbIX, NHCTPYMEHTambHbIX U
KIMHUYECKMX).
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