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KaTanusa ¢ nomMmouwbio pepmeHTOB YO D—-
rmoKypoHunTpaHcdepas, BKNOYarwLwWmUx ABa ceMmencTBa u bonee

20 nsocpepmeHTOB.

OHu KaTann3npyroT 6onbLuoe YUCKo fiekapcTB (MopdhuH,
xnopamdeHUKors, napauetamMmor u ap.), Ux metadbonuTos,
ropMOHOB, NecTUUMAOB, KaHLEepPOreHoB.



U3 cneaywwmx rpynn: eHonsbl (nponodon, napauetramMmon);
cnupThbl (XrnopamdeHUKorn, KogeuH, okcasenam); anudgarmyeckume
aMUHbI (FTAMOTPULOXKUH, aMUTPUNTUSINH); KAPOOHOBLIE KUCNOTLI
(hbeHnndyTa3oH u Ap.); KAapPpOOKCUNbHbIE KUCIOTbI (HaNPOKCEH,
KeTonpodeH).




MyTtauum B reHe UGT1 npuBopaT K cuHTe3y UGT ¢
AKTUBHOCTbLIO Ha 25-30% MeHbLIen No CpaBHEHUIO C HOPMOMU,
No3aTomMy y 6onbHbIX ¢ cuHapoMmom Xunbbepa Habnropaetcs
CHUXXeHUe KnupeHca Tonbyrtammuaa, napaueramona,
pudamnuumHa.




APYrux nekapcTB.

UccnepoBaHue nonumopdgpusma reHa UGT1A1 paspelwueHo B
CLUA ponsa Kkoppekuum tepanmm MpUHOTEKaHOM
(BbICOKO3(h(PEKTUBHBLIM LLUTOCTAaTUKOM) C LEeNbIo
npodUNakTUKN pa3sBUTUA rmneponnupyonHemun.



BbiaeneHo gBa nsodepmeHta N-auetunnrtpaHcdepasbl.
N-aueTuntpaHcdgepasa 1 (NAT1) n N-auetuntpaHcdepasa 2
(NAT2).

UsodepmeHT NAT1 aueTunupyeT HeOOnbLIOE KONMNYECTBO
apuriaMMHOB U He oOrnagaeT reHeTU4eCKMM nonumopduamMmom.






BbINI0 OTMEYEHO, YTO Y «MeASNIeHHbIX» aueTUNATOPOB B CBA3MU
C HakKonrieHneMm (Kymynsiumen) nsaoHmasumpa 4vaiye
HabnaarTCA NONIMHEBPUTDI.



CKOpPOCTU aueTUunupoBaHus, a
cnepgoBaTenbHO, U BbiBeAeHUSA npenapara.
NMpoucxoauT HakonneHue npenapara.

PacnpepneneHme nHAMBUAOB MO CKOPOCTU
aueTunupoBaHUA npeacTtaBrneHO Ha
pucyHke 1.

PucyHok 1. PacnpegeneHve MmHAMBUAOB NO
CKOpPOCTU aueTUNMpPOBaHMA M3OHMaA3uMaa: no
ocu abcumcc — BpeMs nocrie BBeAeHus,
Yyacbl; N0 ocu opAMHAT — yucno nuy (boykos
H.M. ¢ coaBT, 2011).



Aansa CUHTe3a MUerinHa.

MHauBuayanbHaa CKOpPOCTb aueTUNIMpoBaHuUs CyLeCTBEeHHO
He BNuAeT Ha peXxumbl gosmpoBaHus J1IC npu exeagHeBHOM
npuneme, HO MOXXeT YMeHbLWaTb 3P PEKTUBHOCTb Tepanuu
npu npepbLIBUCTOM NPUMEHEeHUN N3o0HnasnAaa.



«MeaneHHblIe» aUEeTUNATOPbI ABAAIOTCA FOMO3UroTamMmum rno
«meaneHHon» annenu reHa NAT2, a ObicTpble MeTabonusartopbl
— romMo3urotamm nmbo reTtepo3nroTamMm no «ObICTPONU» annenu
reHa NAT2.

[Mo3aHee ObINO NoKa3saHo, YTo NnonMMopdn3mM aueTUuNMpoBaHus
XapaKTepeH He TONbLKO ANA M3oHMa3uaa, Ho U Ans rmgpanasuvHa
n cynbdaHnnamuaos. lNo3xe ObINIO OOHapPYXEeHO, YTO B 3TOT
CNUCOK BXOAOAT Heckonbko aecatkos JIC.



aueTUNMpPoOBaHUSA Yalle BCTpeYaeTCH y CBeTNornasbIixXx U
CBEeTNOBOJIOChIX NOOEN.

Takxe onuncaH d)eHOMEeH CHUXeHUs 4YaCcToTbl BCTPe4YaeMoOCTHU
«MeOJIeHHbIX» aUueTUNATOPOB C ceBepa Ha Hor.




reHa NAT2, npuBoasuime K «xMeagneHHoOMy» aueTUnMpoBaHUIO.

Ha cerogHAWHMN AeHb N3BECTHO OKOMoO 15 MyTaHTHbIX anrnerneun
reHa NAT2.

Bce 3T MmyTaumm HacnegyroTcA MO ayTOCOMHO-pPeLecCCUBHOMY
TUNy. Tun aueTUNMPoOBaHNA ONpPeAensaroT KaKk MeToaaMu
dpeHOTUNUPOBAHUA, TaK U reHotunuposaHmnem NAT?Z.



penapata MeHee U, XdbDc

G6onee 0,35 — ona ObICTPbLIX aUETUNATOPOB.

B cny4yae ecnun B KayecTBe MapKepHOro cyocrpara ncnosib3yeTcs
cynbhaanmnauH, Hann4yme meHee 25% cynoagummanHa B nnasme
yepes wecTtb YacoB n meHee 70% B moye, cobpaHHOM Yepe3 5-6 4
nocrie BBegeHUs npenapara, roBOpUT o beHoTUNe MearieHHOro
aueTUnMpoBaHuA.



YacToTa paka Mmo4yeBOro ny3bipsi B 2-3 pa3a Bbille Yy
«MeArieHHbIX» aueTUnATOPOB, YeM Yy «ObICTPbIX», a cpeaun
nocnegHUX NOYTU B 2 pa3a 4valle BCTpe4vaeTcs
KOriopeKTaribHbIU pak.



N'eH TPMT xopoLwio usy4eH (nokannsoBaH B Xpomocome 6qg22.3).
XoTta Hu3Kas ahdektuBHoctb TTIMT HacneayeTca no
ayTOCOMHO-pPeLecCUuBHOMY TUMy, NOBbILeHHas
YYBCTBUTESNIbHOCTb K TUONMYPUHAM OTMEYaeTCH He TOSNbKO Y
FOMO3UroT, HO U Yy reTepPoO3unror.



PacnpocTpaHeHHOCTb rOMO3UroT NO BCeM annenbHbIM
BapuaHTtam reHa TPMT cpeaun eBponenckoro u
acdhpoamMmepuKaHCKOro HaceneHusa cocrtasnset 4-5%.

Be3onacHble 003bl MepKanTonypuHa Ana nauyueHToB roMo3uroT
no MyTaHTHbIM annenam B 10-15 pa3 HuXxe cpeaHe
TepaneBTUYECKUX, OJIA reTepo3uroT — B 2-4 pasa.



MyYTaHTHble BapuaHTbl reHa TPMT.

B knuHukax EBponbl n CLUA ogHa n3 3aTux npoueayp
TUNNPOBaHUA ABNAETCHA 0bsA3aTeribHON nNepen HavYanom

JNTe4eHUsl.



ZIZlCHIVIUWOVILAVIDOODBARUD <&U V

koaunpyrotca 10 reHamm.
C dbapmakoreHeTU4eCKOM TOUYKU 3PeHNA HanbosnbLINN NHTepec
npeacTaBnAOT ABe hopMbl n3odepmMeHTa.

SULT1A1l meTtabonusaunpyeTt napauetamori, MOpU1H, NPOAYKTbI
pacnaga nuagokKauHa, acTpaauon u gpyrue neKkapcTtBeHHbIe
npenapartbl PeHOSNIbLHOU CTPYKTYPbI.



OaHHbIX 06 accoumaumm nonumopdn3MoB reHOB 3TUX
depmMeHTOB C 4O3aMU COOTBETCTBYIOLNX JIEKAPCTBEHHbIX
npenapaTtoB NOKa He BbISABIIEHO.



Bonblwaga Yyactb BOAHOU KOHBLIOraLMm TOKCUYECKUX
MEeTabonnToB NeKapCTBEHHbIX NpenaparoB (HanpumMep,
deHUTOMHA) ocyuwecTBnsieTca ¢ nomoubio EPAX].
OOHapyxeH reHeTn4yecknmn nonumopdcdusm EPAX1.



eaneHHbIN annenb M BCTpevaeTcs NnpumMepHo y 6%

€BpPONenucKoro HacerieH1s. Y HocuTterien mytaummn HapyLleH npouecc
OKMCJIEHNA KCeEHOONOTUKOB.

BbisiBNneHa accouuaumsa 3Toro annens ¢ 3adboneBaHUsIMU OpPraHoB
OblXaHUs, 0COBEHHO Y KypUIbLMKOB (pak, aMmdusema,
OOCTPYKTMBHbIE MHEBMOHMM), a TaKXKe C HAPYLUEeHNSAMU B
penpoayKTUBHOU cuctemMme (CMOHTaHHbIe abopTbl, paK ANYHNKOB).



COe4AUHEeHUS.

KoHblorauuro ¢ rmytTaTMoOHOM KaTariuampyrTt (pepMeHTbI
rmytTaTtmoH-S-SH-tpaHcdepasbl (GST).



otcyTtcTByeT aKkcnpeccua GSTM1, coctaBnsiet 40-45% y
eBponeuckoro HaceneHusa n 60% - y HerpongHoro.




nonomku OHK.

Takum obpa3som, rnytatnoH-S-SH-TpaHcdepasbl npexae Bcero
npeacTaBriAIOT UHTEPEC C IKOTOKCUKONIOrMYeCKON TOYKU 3PEHUS.

Nx 3Ha4yeHMe B chapmakoreHeTuKe TpeodyeT AanbHeuLero
N3yvyeHus.
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