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3agBka Ne: (mpojoipkeHue, cTp. 213 )

@anumg 11.0.:
Liutoxpom P450, cemeiiteo 1,

CYP1A2 Sl LI CpegHenonynsiuMoHHbIA
noacemeiicTeo A, nonunentug 2 c-163C>A; rs762551)
EPHX1
Snokcuarugponasa 1, MukpocomMarnsHas EPHX1 (c.337T>C;p.Tyr113His; CpegHenonynauMoHHbIA

Y113H;rs1051740)

EPHX1
Snokcuarvgponasa 1, MukpocomarnsHas EPHX1 (c.416A>G;p.His139Arg; .@. CpegHenonynsiuMoHHbIA

rs2234922)

3aknwyeHue:

CYP2D6 (CYP2D6*10.c.100C>T; p.Pro34Ser;rs1065852) : 'en CYP2D6 kogupyeT 6enok - 4neH cemeiictea uutoxpoma P450,
meTabonuanpyeTt okoro 25% 4acTo UCNonb3yeMblX NekapcTs, Takux, kak beTa-agpeHobrnokaTopbl, aHTUAPUTMUYECKUE
npenapaTtsl, aHTUAENpPeccaHTbl, HelponenTukKu U aHanoreTukn. Bapuant ¢.100C>T reHa CYP2D6 accouumpoBaH co
CHWKEHUEM aKTUBHOCTU chepMeHTa. BapuaHT cBsA3aH ¢ 3aMeneHHbiM MeTabonnamMom NeKkapcTBEHHbIX CPeACcTB W BNUSET Ha
BbIBOp TepaneBTUYECKON O03bl. BbisBneHHbIR reHoTun *1/*1 BapuaHTta ¢.100C>T reHa CYP2D6 He cBsizaH ¢ NOHWKEHHON
CKOPOCTBIO AETOKCUKaLMN.

SOD1 (c.14C>T: p.Ala5Val:rs121912442): e SOD1 kogupyeT Benok cynepokenaaucMyTasy, KoTopblid BKo4aeT B cebs
WOHbI MEOW W LUMHKA U SBNSETCH OJHUM U3 ABYX U30(hepMEHTOB, NpeBpaLLaoLLImMii CyNepoKCUaHbIe paauKarbl B MOMNEKYNAPHbIN
KUcnopog v nepekuck Bogopoga. Monekyrnsl cynepoKCcUaHbIX paaukarnoB SBMSoTCA NoBoYHbIMM NpoayKTamMn HOpMaIlbHbIX
KINeTOYHbIX NPOLECCOB, U UX HEOOXOOUMO perynspHo pacliennsTb, YTobbl He [OMYCTUTL NMOBPEKAEHUS KNeToK. BapnaHT
c.14C>T rena SOD1 accoummMpoBaH Co MNOBbILWEHWEM aKTUBHOCTU thepmMeHTa. BbisiBrieHHbId reHotun C/C BapuanTa c.14C>T
reHa SOD1 He cBsA3aH C MOBLILEHHBIM PUCKOM OKWUCITUTENBHOTO MOBPEXKAEHWS KIETOK.

NAT1 (NAT1*17;c.190C>T; p.Arg64Trp;R64W; rs56379106): N'en NAT1 siBnseTcs oAHUM U3 OBYX FE€HOB, KOOUPYHOLLMX
epmeHT apunamuH N-auetuntpaHcdepazy. PepMeHT KaTanuaupyeT nepeHoc aueTUNLHON rpynnel ¢ aueTun-CoA Ha
paanuyHble rMapasvHbl U apunaMmuHbl. PepmeHT meTabonuanpyeT nekapcrea v gpyrue kceHobuoTukn. Bapuant ¢.190C>T reHa
NAT1 accoummpoBaH CO CHKEeHeM akTUBHOCTU depmeHTa. BapuaHT MoxeT BbiTh CBA3aH CO CHWXKEHWEeM OeToKcUKauuu
KCeHOBUMOTUKOB, B TOM 4Yicrie KaHueporeHoB. BoisienerHsid reHotun C/C BapuaHTa ¢.190C>T reHa NAT1 He cBsizaH C
MOHWKEHHOW CKOPOCTLIO OETOKCUKALIMMA.

NAT1 (c.560G>A;p.Arg187GIn; rs4986782): N'eH NAT1 aBsnseTca ogHUM W3 ABYX reHOB, KOAWPYHLUX (hepMeHT apunammnH
N-auetuntpaHcdepazy. PepMeHT KaTanuaupyeT NepeHoc aueTuribHON rpynnebl ¢ aueTun-CoA Ha pasnuyHble rMapasuHbl 1
apunamMmuHbl. PepmeHT MmeTabonuanpyeT nekapcTea U apyrue keeHobuoTuku. BapuaHT ¢.560G>A reHa NAT1 accounmnpoBaH co
CHWKEHUEM aKTUBHOCTU depMeHTa. BapuaHT MoXKeT BbiTb CBSI3aH CO CHUPKEHUEM OETOKCMKaUWUM KCEHODMOTMKOB, B TOM YuCne
KaHUeporeHoB. BeisiBneHHblin reHoTun G/G BapuaHTa ¢.560G>A reHa NAT1 He cBsizaH C MOHKEHHOW CKOPOCTLHO
OeToKcuKauun,

NAT2 (NAT2*6B;c.590G>A; p.Arg197Gin;rs1799930) : N'eH NAT2 kogupyeT chepmeHT N-aueTtuntpaHcgepazy. PepMeHT
OCYLLECTBNSAET Kak Ae3akTueauuio (N-auetunupoBaHue apoMaTu4eckux aMmmuHoB), Tak U akTueaumio (O-aueTunmpoBaHme
reTepoLVKITUYECKUX aMUHOB) KCEHODUOTUKOB, K KOTOPEIM OTHOCSITCS MHOTUE KaHLIEPOTEHbl U HEKOTOPbIE NEKApCTBEHHbIE
npenapartsl. MNonuMopcuamMbl B 3TOM reHe CBA3aHbl C NMOBbLILEHUEM PUCKa pasBUTWSA OHKOTOMMYeckux 3abonesaHuii 1
nexkapcTBeHHOW TokcuyiHocTU. BapuaHT ¢.590G>A reHa NAT2, 'MeaneHHbli aueTUnsaTop', acCoUMMPOBaH CO CHIDKEHMEM
aKTuBHOCTU depMeHTa. BapuaHT MoXKeT BbiTb CBSA3aH CO CHWKEHWEM AETOKCUKALMK KCEHODMOTHKOB, B TOM Yucre
KaHLUEepOreHoB U nekapcTBeHHbIX cpeacTB. BoisBneHHbIn reHotun *1/*6B BapuaHta ¢.590G>A reHa NAT2 He cBsidaH ¢
MOHWKEHHOW CKOPOCTLIO AETOKCUMKALIMMA.

NAT2 (NAT2*7A;c.857G>A; p.Gly286Glu;rs1799931): l'eH NAT2 koaupyeT cepmeHT N-auetuntpaHcdepasy. PepMeHT
OCYLLECTBNSAET Kak Ae3akTueauuio (N-auetunupoBaHue apoMaTu4eckux aMmmHoB), Tak U akTueaumio (O-aueTunmpoBaHme
reTepoLVKITNYECKUX aMUHOB) KCEHODMOTUKOB, K KOTOPBIM OTHOCSITCS MHOTUE KaHLIEPOTEHbI U HEKOTOPbIE NEKAPCTBEHHbIE
npenapatbl. MNonuMopduamMbl B 3TOM reHe CBsI3aHbl C MOBLILLEHUEM PUCKa Pa3BUTUA OHKOMNOMMYeCKux 3abonesaHuin u
nexkapcTBeHHoW TokeuyHocTU. BapuaHT ¢.857G>A reHa NAT2 accoummpoBaH CO CHUXKEHMEM aKTUBHOCTU dhepmeHTa. BapuaHT
MOXeT BbITb CBSI3aH CO CHIDKEHMEM OETOKCUKALWKM KCEHOBMOTUKOB, B TOM YMCNE KaHLEPOreHOB U NeKapcTBEHHbIX CPeaCTB.
BbisiBneHHbIV reHoTUN *1/*1 BapuaHTa ¢.857G>A reHa NAT2 BegeT K nosiBneHuto hepmenTa - EM - extensive metabolizer,
KOTOpbIV CBSI3aH C HOpPMarbHOR akTMBHOCTE NAT2 M HOpMarnbHOW CKOPOCTBH AETOKCUKALMK.

NAT2 (NAT2*5D;c.341T>C; p.lle114Thr:rs1801280): N'en NAT2 koaupyeT depmeHT N-aueTuntpaHcdepasy. PepmeHT
OCYUIECTBNSAET Kak AesakTueayuio (N-auetunuposaHue apoMaTu4ecKMX aMmuHOB), Tak 1 akTueaumio (O-aueTunmpoBaHme
reTepoLVKITNYECKUX aMUHOB) KCEHODUOTUKOB, K KOTOPLIM OTHOCSITCSE MHOTUE KaHLIEPOTEHbl U HEKOTOPbIE NEKapCTBEHHbIE
npenapatsl. MNonuMopduamMbl B 3TOM reHe CBsI3aHbl C MOBLILLEHUEM PUCKa Pa3BUTUA OHKOMNOMMYeCKux sabonesaHuin u
nekapcTBeHHoOW TokeuyHocTU. BapuaHT ¢.341T>C reHa NAT2, 'MeaneHHbIn aueTunsaTop', acCouMmMpoBaH CO CHIDKEHMEM
aKTUBHOCTU depMmeHTa. BapuaHT MOXeT BbiTb CBSA3aH CO CHWKEHWEM OETOKCUKAUMK KCEHODMOTMKOB, B TOM Yu1cHe
KaHLUEepOreHoB M NekapcTBeHHbIX cpedcTB. BuiasneHHbI reHotun *1/*5 sapuanTta ¢.341T>C reHa NAT2 He cBfizaH C
MOHWKEHHOW CKOPOCTLIO AETOKCUKALMM.

NAT2 (NAT2*12A;c.803G>A; p.Lys268Arqg;rs1208): N'eH NATZ2 kogupyeT doepmeHT N-auetuntpaHctepazy. PepmeHT
OCYLLECTBNSAET Kak AesdakTueauuio (N-auetunupoBaHue apoMaTu4eCKMX aMUHOB), Tak 1 akTusaumio (O-aueTunMpoBanme
reTepoLUKITUYECKUX aMUHOB) KCEHODUOTUKOB, K KOTOPBIM OTHOCSITCS MHOTUE KaHLIEPOTeHbl U HEKOTOPbIE NEKAPCTBEHHbIE
npenapartsl. MNonuMopcuamMbl B 3TOM reHe CBA3aHbl C NMOBbLILLEHUEM PUCKa pasBUTUSA OHKOJIOMMYEeCKUX 3abonesaHuii 1
nexkapcTBeHHON TokcuyYHocTW. BapuaHT ¢.803G>A reHa NATZ2, 'BICTphIi aueTUNATOp', acCoUMMPOBaH C YBENM4eHnem
aKTuBHOCTU dhepMmeHTa. BapuaHT MOXeT BbITb CBA3aH C MOBLILLEHWEM AETOKCUKALIMW KCEHODMOTKKOB, B TOM YMcCre
KaHLEepOoreHoB U NekapcTBeHHbIX cpencTB. BoiseneHHbln reHotun *1/*12A sapuaHTa ¢.803G>A reHa NATZ2 cBsizaH ¢
MOBbILLEHHOW CKOPOCTHIO AETOKCUKALWA.

NiueH3mus MuHMcTepcTEa 3apasocxpaqeHsa NE N10-77-01-019880 - ,[I,osepme nau,meHTo B. Bb|60p Bpaqeﬁ.
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NAT2 (NAT2*14A;c.191G>A; p.Arg64GIn;rs1801279) : N'eH NAT2 koaunpyeT chepmeHT N-aueTtuntpaHcdepazy. PepMeHT
OCYLLECTBNSAET Kak AesakTueauyuio (N-auetTunupoBaHue apoMaTU4eECKMX aMUHOB), TaK 1 akTueaumio (O-aueTunvpoBanme
reTepoLUKITNYECKUX aMUHOB) KCEHODUOTUKOB, K KOTOPBIM OTHOCSITCS MHOTUE KaHLIEPOTeHbl U HEKOTOPbIE NEKAPCTBEHHbIE
npenapartsl. NonuMopcuaMbl B 3TOM reHe CBA3aHbl C MOBbLILLEHUEM PUCKa pasBUTUSA OHKOTOMMYecKuX 3abonesaHwii u
nekapcTBeHHON TokcuyYHoCTU. BapuaHTt ¢.191G>A reHa NATZ2, 'MeaneHHblid aueTUnsaTop', acCoLMMPOBaH CO CHIDKEHMEM
aKTUBHOCTU depMeHTa. BapuaHT MOXeT BbITb CBA3AH CO CHWKEHWEM OETOKCUKALMM KCEHODMOTUKOB, B TOM Yucre
KaHLUEepOreHoB U nekapcTBeHHbIX cpeacTs. BrifasneHHbin reHoTun *1/%1 BapuarTta ¢.191G>A reHa NAT2 He cBsi3aH C
NMOHWKEHHOW CKOPOCTLIO OETOKCUKALMMA.

NAT2 (NAT2*13A;:c.282C>T; p.Tyr94=:rs1041983): l'en NAT2 koaupyeT thepmeHT N-auetuntpaHctepasy. PepmMeHT
OCYLLECTBNSAET Kak Ae3akTueauuio (N-auetunupoBaHue apoMaTu4ecKUX aMUHOB), Tak 1 akTueaumio (O-aueTunmpoBaHve
reTepoLUKITNYECKUX aMUHOB) KCEHOBUOTUKOB, K KOTOPBIM OTHOCSITCS MHOTUE KaHLIEPOTEHbl M HEKOTOPbIE NEKapCTBEHHbIE
npenapartsl. MNonuMopcramMbl B 3TOM reHE CBA3aHbl C NOBbLILLEHUEM PUCKa PasBUTUA OHKONOrMyeckux 3abonesaHuii 1
nexkapcTBeHHOW TokcuYHocTU. BapuaHT ¢.282C>T reHa NAT2 accounmMpoBaH CO CHKEHWEM aKTUBHOCTW doepmeHTa. BapnaHT
MOXeT BbITb CBA3aH CO CHWKEHUEM AETOKCUKaLMUU KCEHODMOTUKOB, B TOM YACHE KaHLEPOreHOB W NieKapCTBEHHbIX CPeacTB.
BbisieneHHbtd reHoTun *1/%13A BapuaHTa ¢.282C>T reHa NAT2 BegeT K nosieneHuo cepmeHTa - EM - extensive metabolizer,
KOTOpbI CBSI3aH C HOpMarbHON akTUBHOCTE NATZ2 M HOpManbHOW CKOPOCTLH AeTOKCMKauMK. Hanudve aByx 'MeaneHHbIX'
annenei seget K nossneHuo hepmerta - PM - poor metabolizer, koTopbili CBS3aH C MOHWXEHHOW, MOYTU OTCYTCTBYHOLLEHA
akTuBHOCTbH NATZ2 1 NOHMKEHHO CKOPOCTLHO AeTOKCUKALWA.

NAT2 (NAT*7B: 282T+ 857A; rs1041983(T) +rs1799931(A)) : N'eH NAT2 kogupyeT doepMeHT N-aueTunTtpaHcdepasy. PepmeHT
OCYLLECTBNSAET Kak Ae3akTueauuio (N-auetunuposaHue apoMaTu4ecKux aMmuHoOB), Tak 1 akTueaumio (O-aueTunmpoBaHve
reTepoLUKIINYECKUX aMUHOB) KCEHODUOTUKOB, K KOTOPBIM OTHOCSITCS MHOTUE KaHLIEPOTEHbl U HEKOTOPbIE NEKAPCTBEHHbIE
npenapartsl. NonuMopcuamMbl B 3TOM reHe CBA3aHbl C NMOBbLILLEHUEM PUCKa pasBUTHSA OHKONOrMYeckux 3abonesaHuii 1
nexkapcTBeHHOM ToKcu4HocTu. BapuaHT NAT2*7B, 'MegneHHblid aueTunaTop', acCouunMpoBaH CO CHUKEHWEM akTUBHOCTW
depmeHTa. BapuaHT MoXeT BbITb CBA3aH CO CHWKEHUEM AETOKCUKALMUU KCEHODMOTMKOB, B TOM YMCTIE KaHLIEPOreHoB U
nekapcTBeHHbIX cpeacTB. BoisiBreHHbIR reHoTun *1/*1 sapuanTa NAT2*7B He cBA3aH C MOHMKEHHOW CKOPOCTbH e TOKCUMKaLMK.
GSTT1 (deletion; Nullgenotype) : 'eH cynepcemMeicTBa rnyTatuon-S-TpaHctepas GSTT1 kogupyeT oanH U3 depMeHTOB
CUCTEMbI AETOKCUKaUUKU KceHobuoTukos TeTa-1 rnyTaTtnoH S-TpaHctepasdy. 3ToT hepMeHT coaepKUTca B apuTpoumTax u
y4acTBYET B OYULLIEHWM OpraHuaMa oT KCEHOBUOTUKOB (NeKapcTB, TOKCUMHOB, NPOAYKTOB OKCMOATMBHOMO CTpecca npu
BozgencTemMn YP-nyyeld, Tsxenbix meTtannos). B cnyyae geneuwn reda (Null genotype) cooTeeTcTBYHOWMIA (hepMEHT He
npoayuupyeTcs, BCIeACTBUE YEro YyBCTBUTENbHOCTL OpraHuaMa K BO3[AeNCTBUIO TOKCUHOB M KaHLEPOreHOB MOBbILLEHA.
BbisisnerHbili reHoTun Del/Del reHa GSTT1 cBsizaH ¢ MOHWKEHHOW CKOPOCTLHO AeTOKCUKaLMK.

GPX1 (c.599C>T;p.Pro200Leu; rs1050450) : N'eH GPX1 koaupyeT 6enok u3 ceMeilcTea rmyTaTtMoHNepoKcuaas, YreHbl
KOTOPOro Katanua3upyrT BOCCTAHOBIEHWUE FMyTaTUOHOM OpraHU4ecKkx rMaporepoKCHAOB M NepekMcy Bogopoaa, aaluias
KMNeTKU OT oKUCNUTenbHoro noepexneHuda. BapuanTt ¢.599C>T rena GPX1 accouMupoBaH CO CHWKEHUEM aKTUBHOCTU
depmeHTa. BapuaHT MOXeT BbiTb CBA3aH CO CHWKEHUEM CKOPOCTU AETOKCUKALUMW SHOOMEHHbIX M 9K30TEHHbIX KCeHOBMOTUKOB,
Takux Kak ceuHel. BoisBrneHHbIn reHoTun G/A BapuaHTa ¢.599C>T reHa GPX1 cBsidaH C MNOHWKEHHOW CKOPOCTbH
OEeTOKCUKaLWK.

COMT (c.472G>A:p.Val158Met; rs4680): N'eH COMT kogupyeT dpepMeHT kaTtexon-O-metunTtpaHcdepaay. 3ToT hepMeHT -
KMHOYeBOoi MoaynaTop AodaMUHIprMYeckon u HopaapeHepruyeckoi TpaHcMuceui, obecneyvymearoLnii anbTepHaTUBHLIN NYTh
meTabonuama godamuHa ¢ obpasoBaHUEM METUNMPOBaHHLIX hopM HelpomeauaTopa. OCHOBHOW doyHKUMER
katexon-O-mMeTunTpaHcdepasbl B KATEXONaMUHOBOW CUCTEME SBMAETCA 3NUMMHALUMA B1ONOrMyeckn akTUBHbIX
katexonamuvHoe. COMT y4acTByeT Takke U B gerpagauunm actpaguona. BapuanT ¢.472G>A reHa COMT accoummpoBaH co
CHWKEHUEM aKTUBHOCTU hepMeHTa. BapuaHT MoXeT ObiTb CBA3aH C HAKOMNMEHWEM KaTeXOI-3CTPOreHoB M OpYIUX MPOAyKTOB
meTabonuama KceHoBUOTUKOB 1 okeraaTveHeIM nospexaeHuem [QHK. BeiseneHHolid reHotun Val/Met sapuanta ¢.472G>A reHa
COMT cBsizaH C NOHMKXEHHOW CKOPOCTBH AETOKCUKALMN.

SOD2 (c.47T>C;p.Val16Ala; rs4880): 'en SOD2 koaupyeT hepMeHT - YrNeH ceMencTBa Keneso/MmapraHel-3aBUCUMbIX
cynepokcuaomcMyTas. OToT Benok cBs3biBaeT C CyNnepoKCUAHBIMU NOBOYHBIMU NPOLYKTaMU OKUCTIUTENBHOTO
docdopunupoBaHusa 1 NPeBpaLLAET UX B NMEPEKACh BOAOPOAA U MONEKYNSAPHLIA KMcrnopod. 3apstKeHHbIe MOMEeKyIbl kucropoaa
ABNSAOTCA MOBOYHBIMK NMPOAYKTAMU HOPMAaNbHbIX KNEeTOYHbIX NMPOUecCcoB, U UX HeobXoauMo perynsapHoO pacllennsTe, YTobbl He
[oNycTUTL nospexaeHus KneTtkn. BapuaHTt ¢ 47T>C reHa SOD2 accouyumpoBaH CO CHUXEHWEM akTUBHOCTU (hepMeHTa.
BapuaHT MoxeT BbITb CBA3AH C MOHWXXEHHOW 3aLUWTOR KIeTKU OT OKUCNUTENbHOro rnoBpexaeHus. BoiasneHHbIn reHotun Val/Ala
BapuaHTa c.47T>C reHa SOD2 cBsizaH ¢ NoBbILLEHHbIM PUCKOM OKWUCIUTENBHOMO NOBPEXOEHUSA KINETOK.

CYP2C9 (CYP2C9*2:c.430C>T: p. Arg144Cys:R144C; rs1799853) : N'en CYP2C9 koaupyeT 6enokK - 4neH cynepcemeiicTea
umutoxpoma P450. Benku yutoxpoma P450 npeacrasnstoT coboit MOHOOKCUIeHa3kbl, KOTOPbIe KaTanuaupyoT MHOMME peakuuu,
CBSA3aHHble ¢ MeTabonramom nexkapcTBeHHbIX CPefcTB U CUHTe30M XorecTepuHa, cTepouaoB 1 apyrux nunugos. CYP2C9
oTBevyaeT 3a MeTabonuam PeHTomHa, [duknodeHaka, Mbynpodena, Tonbytammuaa, BapdapuHa, TepbunadmnHa, Tamokcudena
n gpyrux. BapuaHTt ¢.430C>T reHa CYP2C9 accounmpoBaH CO CHUMXEHMEM aKTUBHOCTK hepmeHTa. BapuaHT moxeT BbiTb
CBSi3aH C MOBbILEHHBIM PUCKOM Mpu NpuMeHeHun BapdapuHa 1 HEKOTOPLIX ApYrvMX NeKapcTB U BNUAET Ha BbiIbop
TepaneBTUYECKON O03bl. BoisienernHb reHoTun *1/*1 apuaHta ¢.430C>T reHa CYP2C9 He cBsizaH C NOHUMMXEHHOW CKOPOCThHD
OeTOKCUKaLUWK.

CYP1A1 (c.1384A>G;p.lle462Val; rs1048943) : N'eH CYP1A1 kogupyeT 4dneH cynepcemerictea umMtoxpoma P450 cbepmeHTOB.
Benku yntoxpoma P450 npencraBnsaoT coboit MOHOOKCUreHaabl, KOTOphIe KaTanuanpyrT MHOTUE peakuuu, CBA3aHHbIe C
MeTabonMamom NnekapcTBEHHLIX CPEACTE U CUHTE30M XornecTepuHa, ctepongos 1 gpyrux nunugos. CYP1A1 yyacteyeT B
nepBoii haze meTabonuama KceHODUOTVKOB, anKanougos, BUOreHHbIX reTePOLUKIMYECKMX aMUHOB, 3CTPOHA U TECTOCTEPOHA.
BapuaHT ¢.1384A>G reHa CYP1A1 accounmnpoBaH ¢ yBenu4eHMem aKkcrpeccun reHa. BapnaHt MoxeT BbiTb CBSI3aH C
YBENMUYEHUEM KOHUEHTPALWUW aKTUBHBIX KAHLEPOTrEeHHbIX MOMEKYN U MOBLILLEHUEM PUCKa Pa3BUTUS OHKONIOTUYECKUX U OPYTruX
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3agBka Ne: (mpomoinkeHue, cTp. 4 U3 )
@anumg 11.0.:

3abonesaHwit. BoiieneHHbid reHoTun A/A BapuaHTa ¢.1384A>G reHa CYP1A1 He cBSizaH C NOHMMXEHHLIM YPOBHEM
OeTOKCUKaUWK.

CYP1A2 (CYP1A2*1F; c.-163C>A; rs762551) : T'eH CYP1A2 kogupyeT 6enok - 4yneH cynepcemMerictea uutoxpoma P450. benku
uutoxpoma P450 npegcraensioT coboii MOHOOKCUreHa3bl, KOTOPbIE KaTanuaupyloT MHOTUE peakLm, CBA3aHHbIE C
MeTabonuaMoM NEKapCTBEHHbIX CPEACTB U CUHTE3OM XOJIECTEPUHA, CTEPOUIOB M OPYIMX NMnuaoB. SKkcnpeccus aToro benka
WHAYUMUPYETCH HEKOTOPBIMU MONTULMKNUYECKAMIU apoMmaTuyeckumm yrnesogopogamu (MAY), HeKOTopble 13 KOTOPbIX
obHapyxeHbl B curapeTHoM ObiMme. benok cnocobeH metabonuanposaTe HekoTopble MNMAY, kodewnH, acdnatokcuH B1 u
auetameHodeH. BapunaHT ¢.-163C>A reHna CYP1A2 accouMmnpoBaH ¢ yYBeNMYeHUEM aKTUBHOCTN hepMeHTa B NpUCYTCTBUK
Takux MHOYKTOPOB, KaK KypeHue u notpebneHne Gonkworo konuyectea kodpe. BoisiBneHHbin reHoTun C/C BapuaHTa c.-163C>A
reHa CYP1A2 He cBA3aH C MNOBbILLEHHOW CKOPOCTLH AETOKCUKaLMK.

EPHX1 (c.337T>C;p.Tyr113His; Y113H:rs1051740): 3nokcuaruaponasa siBfseTcs O4HUM U3 BaXHEWLLNX hepMeHTOoB
BuoTpaHcdopMauuy, Npeobpazyowmum 3MoKCUasLl U3 AerpagupoBaHHBIX apoMaTUYECcKMX COEOUHEHWIA B TpaHC-Ournapoanorb,
cnocobHble KOHBIMMPOBATL U BbIBOAUTLCH U3 OpraHuama. 3nokcuaruaponasa npuHMMaeT y4acTue W B akTvBauuu, U B
peTokcukauum anokeuaos. BapwanTt ¢.337T>C reHa EPHX1 accounmnpoBaH co CHKEHUEM aKTUBHOCTU hepMmeHTa. BapuaHT
MOXET BbITh CBA3aH CO CHUMXEHUEM CKOPOCTU AETOKCUKALUWUKM 3HOOTEHHbIX U 3K30TEHHbIX KCEHOBUOTUKOB. BbISBNEHHBIN reHoTHN
T/T eapuanTa ¢.337T>C reHa EPHX1 He cBsAzaH C MOHWKEHHON CKOPOCTLIO AETOKCUKALIWMA.

EPHX1 (c.416A>G:p.His139Arqg; rs2234922) : 3nokcuarugpornasa sSBfseTca o4HUM U3 BaKHerLmx hepMeHToB
BuoTpaHcdopMauuy, Npeobpazyowmum 3MoKCUasLl U3 AerpagupoBaHHBIX apoMaTUYECcKMX COEOUHEHWIA B TpaHC-Ournapoanorb,
cnocobHble KOHBIMMPOBATL U BbIBOAUTLCH U3 OpraHuama. 3nokcuaruaponasa npuHMMaeT y4acTue W B akTvBauuu, U B
peTokcukaumm anokeugos. BapwaHTt ¢.416A>G reHa EPHX1 accouumnpoBaH ¢ yBenuyeHnemM akTUBHOCTU doepMeHTa. BapuaHT
MOXeT ObITb CBSI3aH C MOBbILLEHWEM CKOPOCTU AeTOKCUMKALMM SHOOrEHHbIX U 9K30reHHbIX KCeHOBUOTUKOB. BhISIBNEHHbIN reHoTun
A/A BapuaHTa c.416A>G reHa EPHX1 He cBA3aH ¢ NOBbLILWEHHOW CKOPOCTLH OETOKCUKaLUN.
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