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3akas
MokasaTenb Pe3ynbTart \ PedepeHcHbIN MHTepBan

MoneKynﬂpHo-reHeTmeCKue unccnepgoBaHusa

[00969] lNeH aHaporeHoBoro peuenTtopa (AR, reH peuenTopa aHAPOreHOB) - ByKKanbHbIWM ANUTENUIA

FeHbI aHAporeHoB
leH Koaupyembin 6enok Monumopcusm INokanusauusa | Pesynbtar LWudp
AR PeuenTtop aHgporeHoB (CAG)n Exon1 28R

'eH peuentopa aHaporeHos (AR) pacnonaraeTcst Ha ANMHHOM nnede X xpomocombl (Xq12-13). B perynsiTopHom ydacTke peuientopa (y4acTke TpaHCKpUNLuu u
aKTMBaLMK), KOTOPbIA NONYYUn Ha3BaHWe JOMEHa TPaHCaKTMBALIMM HAaXOAUTCS BbICOKONONMMOP@HAas 30Ha, COCTOSALLAs U3 Pa3HOro KonnyecTsa NoBTOPOB
aMUHOKUCIOThI FyaHWHa, KOTOpbI KoaMpyeTcsi pa3HbiM Ynucnom noetopoB CAG B reHe pelientopa (UMTO3WH-afeHUH-TyaHnH). B uccnegoeanumsix nokasaHo, 4To Yem
MeHbLLee KONM4YecTBo NOBTOPOB B 3TOM obnactu npucyTcTeyeT B reHe AR, Tem 60onbLUy0 aKTUBHOCTb NPOSIBMSAT aHAPOreHbl Ha YPOBHE KNeTKN. JTu
ncenefoBaHns Bbinn NoaTBepXAEHb! KMMHNYECKMN UCCINIeA0BaHNSMI MYX4MH. Bbino nokasaHo, YTO My>X4YMHbI-HOCUTENW Tak Ha3blBaeMbIX KOPOTKUX» hOPM
peuenTopa (4MCno NOBTOPOB MeHbLUe 22) NoABEPXKEHbI NOBbLILLEHHOMY PUCKY Pa3BUTUSA adeHOMbl 1 paka npeacTaTenbHON Xenesbl.

Y eHWwwH HabnioaaeTcs ropasao 6onee cnoXHasi kapTuHa, CBS3aHHAsA C TeM, YTO B Kax/I0M KNeTKe XeHLMHbI UMeeTCst He oAHa (Kak y MY>4UH), a 2 X-XPOMOCOMbI,
npuyem TonbKo ogHa X-XpoMocoma aBnseTcs «paboyeii», a Apyras MHaKTMBMPOBaHa. B pasHbIx kneTkax gaxe OfHOWM TKaHW MOryT BbiTb MHAKTMBUPOBAHbI Pa3Hble
X-XpOMOCOMBbI, MO3TOMY B Pa3HbIX KreTkax Su4HMKa MOryT GbiTb BKITIOYEHBI pasHble BapuaHTbl aHAPOreHoBbIX pelenTtopos. Knaccuyeckas popma CIMKA
accoumMmnpoBaHa ¢ «aAnMHHbIMKUY (Bonblue 22 noBTOpoB) BapuaHTamu reHa AR. CoobLaeTcs o nosbileHnn pucka CIMKA npu HopmanbHOM ypoBHE TECTOCTEPOHA Y
YKEHLLVH NpU Hanu4um KOpoTknx hopm nonuMopdurama, a Takke 0 BO3MOXKHOW POnu KOPOTKUX hopM nonnumopdmrama Kak AoMNonHUTENbHOro dakropa
VNHCYTNMHOPE3NCTEHTHOCTM NPU rMnepaHapOoreHHbIX COCTOAHNAX Y XeHLWMH. B HacTosLee Bpemsa nonmmopduam reHa AR JOMKEH CYUTATLCS HE CaMOCTOSITESNbHbIM,
a [OMOMHUTENbHLIM MapKepoM pucka rurnepaHaporeHunin. MiHtepnpetaumus aHanusa ocyLecTBnseTcs crneayowym obpa3om.

Y MyX4MH Hanuune kopoTkmx hopm nonumopdusma (<22R) cuntaetca hakTopom pucka runepnnacTuyeckmx npoLeccoB NpeacTaTenbHON xenesbl. Y XeHLUMH
ANVHHBIE hopMbl (2 22R) ABNSIOTCA AONONHUTENBHBIM (DaKTOPOM puUCKa KNnaccu4eckon (COnpoBOXAAOLLENCS NOBbILLEHHbIMU Ludpamm TecTocTepoHa) hopmbl
CIKA.

Y XEHLLUMH KOpoTkne hopmbl (<22R) CHMTAIOTCS AOMONMHUTENbHLIM (DAaKTOPOM pUCKa pa3BUTUS METABONMYECKNX HAPYLLEHUI N MHCYTIMHOPE3UCTEHTHOCTH, HO
TOMBKO B COMETaHUM € ApYruMun hakTopamu pucka

PesynbTaThl UCCrefoBaHUii He SIBRSIOTCSA ANArHO30M U MHTEPNPETUPYIOTCS nevalumm
BPa4yoOM C Y4ETOM BCEX [AaHHbIX O nauueHTe (nabopaTopHbiX, UHCTPYMEHTaNbHbIX 1
KIMUHUYECKMX).
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