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AKTyanbHocTb. CuHapom Xunbbepa — xpoHuueckoe AobpoKayecTBeHHOe 3aboneBaHME C ayTOCOMHO-PELLECCMBHBIM  TUMOM
Hacnen0BaHMA, acCOLMMPOBAHHOE C HacneACTBEHHbIM AedeKTom npomoTopHoi obnactu reHa UGT 1A1, KoTopblt KoaupyeT depmeHT
ypuauHandbocoatraokypoHuntpaHcoepasy (YOAPIT). 3abonesaHne OTHOCMTCA K TFpynrne MUIMEHTHbIX FenaTo30B C HapylweHuem
BHYTPUKNETOYHOrO TpaHcnopTta buanpybuHa B renatoumTax U yMepeHHbIM MHTEPMUTTUPYIOWMM MOBbLILLEHNEM COAEPKAHUA HENPAMOro
6unmpyburHa B KpoBw.

K KAanHMyeckum ocobeHHocTAM cuHApoma Hunbbepa oTHOCATCA: HECCMMNTOMHOE TeyeHMe ¢ MaHudecTaumein Ha poHe pPasNUYHOM
BUPYCHOM MHbEKLMK, PU3NYECKOTO UM YMCTBEHHOTO CTpecca, NpMema psaaa npenapatos. 3a60/1eBaHME MOXKET MPUBOAUTD K HApYLLEHUAM
COCTaBa M CBOWCTB Kenun u ABnAaeTca GakTopoM puUCKa pa3BUTUA BUNMAPHOTO CNadKa, XeNYHOKaMeHHON 6onesHu.

Llenbto HacToAwel paboTbl ABNAETCA M3ydyeHe ocobeHHOCTU TeyeHna cuHapoma Hunvbepa B cembe, rae y NATEPbIX YNEHOB CEMbU
6bina BbiABNAeHa myTauma reHa UGT1AL.

Marepuan u metogbl. [poaHanN3MpPoBaHbl UCTOPUM BONE3HU POACTBEHHWUKOB (MaTb, e MNaALNIA BpaT 1 Tpoe AeTel) ¢ reHeTUYecKU
NMOEHTUPULMPOBAHHBIM cUHAPOMOM Hunbbepa.

Pesynbrtatbl. Cpegy conyTcTyloWwmx 3a6oneBaHUit U CUHAPOMOB Yy YNEHOB CeMbM Npeobnagann: aHOManUM Pa3BUTUA XKENYHOTo
ny3blpA, XPOHUYECKUI NAaHKPEeaTUT, HeaIKoroNbHaA XNpPoBaA BonesHb NeYeHn, xonectas, MeTEOPU3M, 3anopbl. TakKe CTOUT OTMETUTb, YTO
Yy NaUMEeHTOK B cembe Npu obcnenoBaHMM C Lenblo BbiaBaeHUs myTauum B reHe UGT1Al (cuHapom Munbbepa) obHapyKeH reHotun
7TA/6TA, a y NauMEHTOB MY}KCKOro No/a BbisiBJIeHO Hanu4une 7TA-NOBTOPOB B TOMO3UTOTHOM COCTOAHMM.

3aknoyeHne. Takum o06pasom, B cembe MNPOCNEKMBAETCA MATONOMMA KENYEBbIBOAALLEH CUCTEMbI, YTO ABNAETCA OAHUM U3
KN1accUYeckmx NposasneHnii cuHapoma Kunovbepa.
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