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MaumnenT: OBPA3EL Ne 3asBku:
BospacrT: 38 n.

Mon: M

[Oarta B3ATuaA:

[aTta BbINONHEHUA: Buomartepuan: Kpoeb ¢ 3ATA

MeTopa: [lnarHocTn4yeckoe ceKBEHUpoBaHue

OunarHocTtuka cuHgpoma Xunbbepa (Mytaumsa reHa UGT1)

leH HavnmeHoBaHue reHa BapuaHT [eHoTun Puck
MonunenTtng 1A cemencTtea UGT1A1*28; . A% .
UGTIAT YI®-rMioKypOHUNTpaHChepasbl 1 9.4963_ 4964TA 1728 MoBbILIEHHbIA

Pacwugbposka puckos: puck «[TpomexkmusHbili» — OR 0—1; puck « CpedHernonynsayuoHHbili» — OR 1; puck «[losbiweHHbIl» — OR 1-3; puck «Bbicokuli» — OR 3-5.

3aknueHue:

UGT1A1 (UGT1A1*28; g.4963_4964TA)

Fen UGT1A1 kopupyeT depMeHT ypuanHandocdar-rinoKypoHosunTpaHcdepasy, KOTOpbId npeBpawaet nvnodunbHble MOMeKynbl B
BOAOPacTBOPUMbIE, 3KCKpeTupyemble MeTabonuTel. Hanuune BapmaHta UGT1A1*28 B retepoaunrotHoi cdopme (reHotun *1/*28) cHuxaet
akcnpeccuto reHa UGT1A1, 4To NpMBOANT K HE3HAYNTENBHOMY CHUKEHMIO aKTUBHOCTU chepMeHTa ypuanHandocdaTt-rnoKypoHunTpaHcdepasbl
(80 60-80%). Y reTepo3uroTHbIX HOCUTENEN MOXET NPOSABAATLCA KNMHKKa cuHapoma XKunbbepa nog gencrenem HebnaronpuaTHbiX akTopoB
(cTpecc, ronopaHune, obesBoxuBaHune). B cnyyae kombrHaUMmM BbISBNEHHOrO reHoTnna *1/*28 ¢ ApyrMMu naTonormyeckumu BapmaHtamu reHa
UGT1A1,KyMynAaTUBHOE KNMHNYECKN 3HAYMMOE CHXKEHNE aKTUBHOCTU hepmeHTamoxeTgocTuratb 30%, 4TO NpMBOANT KMPOSIBNEHMIO CUHAPOMA
KunbGepa.

BbisiBneHHbI reHoTmn *1/*28 reHa UGT1A1 cBA3aH C NOBbILLIEHHBIM PUCKOM Pa3BuTKs cuHapoma XKunbbepa.

®DYHKLUUN reHOB:

Fen UGT1A1 NonunenTtua 1A cemenctea YA ®-rnokypoHunTtpaHcdepasbi 1

Fen UGT1A1 koaupyeT ypuanHamdocdaT-riokypoHmnTpaHcdepasy, hhepMeHT npouecca rioKypoHu3aLuun, KOTopbl npespallaet Hebonbline
nunodunbHbIE MOMEKyIbl, Takne Kak cTepounbl, 6UnmpybuHbl, rOpMOHbI U TeKapCTBEHHbIE NpenapaThbl, B BOAOPACTBOPMMYLO (DOpMY, MPUFOAHYIO
ansa akckpeunn. [JaHHbIn bepMeHT siBNSieTCA OCHOBHbIM B MeTabonuame 6unupybuHa. Mytaumm B reHe UGT1A1 obycnasnuealoT pa3sutme
HacrneACTBEHHbIX HEKOHBIOMPOBAaHHbIX TMNepbunupy brHemuiA, KOTopble BKtovatoT B cebs: cuHapom Xunbbepa, cuHgpom Kpurnepa-Hainspa | n
Il Tnos.

Bpay KOJ1: OpobpeHo: OATA OQOBPEHUA

Cuctema ynpasneHus u MeHeKMeHTa kayectsa nabopatopun ceptudumumpoara no crangaptam FOCT P UCO 15189.

JlabopaTopwsi perynspHo NPOXOAUT BHELLIHIO OLIeHKY Ka4yecTBa KIMHUYECKx nabopaTopHbIX nccrneaoBaHuii no otevectseHHbiM (PCBOK) n mexxayHapoaHeim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» siBnsieTcst YneHom accoumaumm "®eaepauums llabopatopHoin Meauumnbl”, cotpyaHukm OO0 «Xpomcuctemcllab» BxoasaT B
COCTaB KoMuTeTa no XpOMaTOI’paq)VI‘-IeCKVIM mMmeTogam IACCJ'Ie[JOBaHI/IVI N XpomaTo-Macc-CnekTpoMeTpun.
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Obsi3aTensHa KOHCynbTauusa nevawlero spava.



