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MeTopa: [lnarHocTn4yeckoe ceKBEHUpoBaHue

CuHgpom Xunbbepa - paclwuMpeHHbIW TeCT Mo TpeM nonumopduamMam reHa
UGT1A1 (3 nonumopduama)

leH HavnmeHoBaHue reHa BapuaHT [eHoTun Puck
MonunenTtng 1A cemencTtea o . o
UGT1AT YI®-rMioKypOHUNTpaHChepasbl 1 UGT1A1*6; c.211G>A 171 CpeaHenonynsuMoHHbIN
UGT1AT llonunenva 1A cemercraa UGT1A1*60; c.-3279T>G | *1/*60 MoBbILLEHHbII]
YO ®-rntokypoHuntpaHcdepasb! 1
MNMonunenTtng 1A cemelicTBa UGT1A1*28; . 4% N
UGTIAT YOO-rntokypoHunTpaHcdepassl 1 g.4963_4964TA 1728 MloBbILIEHHbIA

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

3akntyeHue:

UGT1A1 (UGT1A1%6; c.211G>A)

Fen UGT1A1 kogupyeT depMeHT ypuanHamdocdaT-rioKypoHo3unTpaHcdepasy, KOTOPbIA MpeBpaliaeTr nunodunbHble MOMeKkynbl B
BOA0OpPacTBOPUMbIE, 3KCKpeTupyeMble MeTabonuTel. Bapuant UGT1A1*6 - yacTas npuynHa pas3sutus cuHapoma Xunbbepa B a3naTtckow
nonynsaumu. Bapuant UGT1A1*6 CcHmwxaeT akcnpeccuto reHa UGT1A1, 4TO nNpuBOAUT K CHWXEHUIO aKTUMBHOCTU epmeHTa
ypuanHandocdaT-rnioKypoHMnTpaHcdepasbl. HegoctaTouyHOCTb (hepMeHTa MOXeT NPUBOAUTbL K MOBbILEHWIO YPOBHS BunupybuHa 3a cueT
HenpsMoW hpakumm u passuTuio cuHapoma Xunobepa.

BbisiBneHHbIn reHoTun *1/*1 Bapunarta ¢.211G>A reHa UGT1A1 He CBsi3aH C NOBbILLIEHHbIM PUCKOM pa3BuTusa cuHapoma Xunsbepa.

UGT1A1 (UGT1A1*60; c.-3279T>G)

Fen UGT1A1 kogupyeT depMeHT ypuanHamdocdaT-rioKkypoHo3unTpaHcdepasy, KOTOPbIM MpeBpallaeT nunodunbHble MOMeKkymnbl B
BOJOpPacCTBOpPUMbIE, 3KCKpeTMpyeMble meTabonutel. Hanuume BapmaHta UGT1A1*60 B retepo3uroTHon ¢opme (reHoTun *1/*60) cHuxaet
akcnpeccuto reHa UGT1A1, 4To NpMBOANT K HE3HAYNTENBHOMY CHUKEHWIO aKTUBHOCTU hepMeHTa ypuanHandocdaTt-rinoKypoHunTpaHcdepasbl
(8060-80%).M3onuposaHHo BapmaHT UGT1A1*60 B reTepo3nroTHon hopmMe He Bbi3biBaeT CUMNTOMOB CUHAPOM XKunbbepa. Y reTepo3nroTHbIX
HocuUTenen MOXeT MposIBNATbLCA KNWHMKA cuHapoma Xunbbepa non genctBMem HebnaronpuaTHbIX (DAKTOPOB (CTpecc, rornopaHue,
o6e3BoxunBaHue). Bcnyyae koMGUMHaLMmM BbISsBNIEHHOroreHoTnna *1/*60 ¢ gpyrumu natonorndeckumu sapuaHtamu reHa UGT1A1, kyMynsaTuBHoe
KIMUHWUYECKN 3HaUMMOE CHUKEHNE aKTMBHOCTU chepmeHTa MoxeT gocTuratb 30%, 4TO NpUBOAUT K NposiBNeHnto cuHapoma XKunbbepa.
BbisiBneHHbIn reHoTun *1/*60 reHa UGT1A1 cBsi3aH C NOBbILLEHHLIM PUCKOM pa3BuTus cuHagpoma XKunbbepa.

UGT1A1 (UGT1A1*28; g.4963_4964TA)

Fen UGT1A1 kogupyeT depmeHT ypuanHamdocdaT-rioKkypoHo3unTpaHcdepasy, KOTOPbIM npeBpaliaeTr nunodunbHble MOMeKynbl B
BOJOpPacCTBOpPUMbIE, 3KCKpeTMpyeMble meTabonuTbl. Hanuume BapuaHta UGT1A1*28 B retepo3uroTHon ¢opme (reHoTun *1/*28) cHuxaet
akcnpeccuto reHa UGT1A1, 4To NpMBOANT K HE3HAUYNTENBHOMY CHUKEHWIO aKTUBHOCTU hepMeHTa ypuanHandocdat-rinoKypoHunTpaHcdepasbl
(00 60-80%). Y reTepo3nroTHbIX HOCUTENEN MOXET NPOSIBMSATLCS KNNHMKa cuHapoMa Xunsbepa noa aencrtenem HebnaronpuaTHbix hakTopoB
(cTpecc, ronogaHue, obesBoxnBaHue). B cnyvyae kombGuHaumnm BbIsIBNEHHOrO reHoTuna *1/*28 ¢ gpyruMmuy naTtonornyeckumm BapmaHTamm reHa
UGT1A1,KyMynAaTUBHOE KIIMHNYECKN 3HAYMMOE CHUXXEHME aKTUBHOCTU chepmeHTaMoxeT gocTurate 30%, 4To npMBOAUT KNPOSBEHWIO CUHAPOMA
XKunbbepa.

BobisiBneHHbI reHoTmn *1/*28 reHa UGT1A1 cBA3aH C NOBbILWEHHBbIM PUCKOM pa3BuTus cuHgpoma XKunbbepa.

®DYHKLUN reHOB:

Fen UGT1A1 NonunenTtug 1A cemerictBa YO®P-rnokypoHuntpaHcdepasbi 1

FeH UGT1A1 koaupyeT ypuanHamgocdaT-riokypoHunTpaHcdepasy, hepMeHT npouecca riioKypoHu3auun, KoTopbli npespatyaeT Hebonbline
nunounbHbIE MOMEKYMbI, TAKME Kak cTeponabl, GUNmpy6uHbl, FOPMOHbI M NNEKAPCTBEHHbIE Npenapartbl, B BOAOPACTBOPUMYLO hOpMY, MPUTOOHYHO
ANsA aKckpeumun. [laHHbIi PepMeHT ABNSEeTCS OCHOBHbIM B MeTabonuame bunupybuHa. Mytauuun B reHe UGT1A1 obycnaenusatoT passutue
HacneaCcTBEHHbIX HEKOHBIOTMPOBaHHbLIX FMNepounupy GuHemuia, KOTopblie BKNOYalT B cebs: cuHapom XKXunbbepa, cuHgpom Kpurnepa-Havisipa | n
Il Tnos.
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Cuctema ynpasrneHus u MeHekMeHTa kayectsa nabopatopun ceptudumumpoara no crangaptam FOCT P UCO 15189.

TNaBopaTtopusi perynsipHo NPOXOANT BHELLHIOK OLEHKY Ka4eCTBa KIIMHUYECKUX nabopaTopHbIX 1ccnefoBaHuii No otedecTBeHHbIM (PCBOK) n mexxayHapoaHeim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcilab» ssnsietca yneHom accoumnauum "®epepaums NabopatopHoit MegumumHel”, cotpyaHmkn OO0 «Xpomcuctemcllab» BxoasT B
cocTaB KOMUTETa Mo XpomaTorpadryeckum MeToaam UCCIIe0BaHNiA N XpOMaTO-Macc-CrieKTpOMETPUN.
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CUAUTY ASSURANCE IN LABORATORY TESTING FOR A4
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