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Ha KapuoTun

I 101 rNm

MonHoe reHeTU4Yeckoe obcneaoBaHne ANA MYX4MH

[eHeTuYeckne hakTopbl prcka apTepuarnbHOi runepTeHs3nun, TpoMG6030B, aTepockneposa, MHGAPKTOB 1 MHCYMLTOB, HAPYLLIEHWS AETOKCUKALIMK, OHKOMOrumM, Myxckoro 6ecrnnoaus,
HenepeHoCMMOCTU MOIOYHbIX NPOAYKTOB, OCTEONOopo3a, HapyLlleHnsa obmeHa 6anpy6MHa, 6onesHn KpOHa, pasBuUTUSA ankoronusma, HapKOMaHV]VI N OXuUpeHusa. Axanus MyTaLI,VIVI B
reHax Havbonee 4acTbix ayTOCOMHO-pPeLeCCMBHbIX 3aboneBaHwii, onpeaeneHue pesyc-thaktopa, anneneit HLA Il knacca n xpomocomHoro Habopa.

4.34.1 AHanua nonumopcuamos B reHax ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR (7211 u 7571), MTRR (7591). MTR (7581), NOS3 (7611), FGB (7191
n7741), ITGB3 (7201), ITGA2 (7231), GP1BA (7721 n 7731), CYP2C9 (7261), GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 n 7311), AR (7651), AZF (7661), CFTR (7791), LCT
(7691), CALCR (7671), COL1A1 (7681), GJB2 (7801), PAH (7781), SMN (7771), RHD (7821), HLA Il (7831), VKORC1 (7841), NAT2 (7601). BRCA1 (7381), BRCA2 (7441), DLG5
(7002), NOD2 (7001), POMC (7009R), UGT1A1 (7003 UG), kapuotun (7811), DAT (7030DAT), OPRM1 (70310PR), ANKK1 (7032ANK), ALDH2 (7033ALD), ADH2 (7034ADH),
VDR (7014VDR).

1 101 IMX

MNMonHoe reHeTU4YecKkoe o6cneaoBaHue ANA KEHLUH

leHeTuyeckue hakTopbl pucka apTepuarnbHON runepTeH3nm, TPOMBO30B, aTepOCKepo3a, MHapKTOB ¥ MHCYNLTOB, HAPYLLEHWs AeTOKCUKaLMK, OHKomnoruu, Gecnnoaus, Henepe-
HOCMMOCTM MOJOYHbBIX NPOAYKTOB, OCTEONOPO03a, HapyLLieHns obMmeHa Gunupy6uHa, 6onesHn KpoHa, pa3suTvst ankoronuama, HapkoMaHuin U OXUpeHus. AHanu3 MyTauuin B reHax
HavBonee YacTbIX ayTOCOMHO-PELIECCUBHbIX 3abGoneBaHwii, onpeaenexune pesyc-baktopa, anneneit HLA Il knacca u xpomocomHoro Habopa.

4.35.1 AHanu3a nonumopdunamos B reHax ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR (7211 n 7571), MTRR (7591), MTR (7581), NOS3 (7611), FGB
(7191 n 7741), ITGB3 (7201), ITGA2 (7231), GP1BA (7721 n 7731), CYP2C9 (7261), GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 n 7311), LCT (7691), CALCR (7671), COL1A1
(7681), CFTR (7791), GJB2 (7801), PAH (7781), SMN (7771), RHD (7821), HLA Il (7831), VKORC1 (7841), NAT2 (7601), BRCA1 (7381), BRCA2 (7441), DLG5 (7002), NOD2
(7001), POMC (7009R), UGT1A1 (7003 UG), kapwuotun (7811), DAT (7030DAT), OPRM1 (70310PR), ANKK1 (7032ANK), ALDH2 (7033ALD), ADH2 (7034ADH), VDR (7014VDR)

1 102 rnMm

MNMonHoe reHeTU4YecKkoe o6cneaoBaHue CynpyXeckow napbl (MyX4uHa)*

[eHeTMYeckne hakTopbl pycka apTepuanbHOii runepTeH3vun, TPOMGO30B, aTepocKepo3a, NHEGAPKTOB U MHCYNLTOB, HAPYLLIEHWS! AETOKCUKALIMK, OHKOMOrMK, Myxckoro Gecrnnoaus,
HenepeHOCMMOCTN MOOYHBIX NPOAYKTOB, OCTEONOPO3a, HapyLweHnst obmeHa 6unupybuHa, 6oneaHn KpoHa, pa3suTtis ankoronmama, HapkoMaHuil 1 oXupe-Hus. AHanus myTtauuin B
reHax Havnbonee YacTbix ayTOCOMHO-pPeLieCCMBHbIX 3aboneBanuii, onpeeneHue pesyc-thaktopa, annenei HLA Il knacca u xpomocomHoro Habopa.

4.34.1 Ananus nonuMopuamos B reHax ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR (7211 n 7571), MTRR (7591). MTR (7581), NOS3 (7611), FGB (7191
1 7741), ITGB3 (7201), ITGA2 (7231), GP1BA (7721 n 7731), CYP2C9 (7261), GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 1 7311), AR (7651), AZF (7661), CFTR (7791), LCT
(7691), CALCR (7671), COL1A1 (7681), GJB2 (7801), PAH (7781), SMN (7771), RHD (7821), HLA Il (7831), VKORC1 (7841), NAT2 (7601). BRCA1 (7381), BRCA2 (7441), DLG5
(7002), NOD2 (7001), POMC (7009R), UGT1A1 (7003 UG), kapuotun (7811), DAT (7030DAT), OPRM1 (70310PR), ANKK1 (7032ANK), ALDH2 (7033ALD), ADH2 (7034ADH),
VDR (7014VDR)

*3akasbiBaeTcsi BMecTe ¢ npodunem 102K

O 102 rmx

MonHoe reHeTU4YecKkoe obcneaoBaHne CynpyXeckow napbl (KeHLWmHa)*

leHeTnyeckue hakTopbl pUcka apTepuarnbHON runepTeH3umn, TPoMB030B, aTepPOCKIepo3a, MHapKTOB 1 MHCYMLTOB, HapYLLEHWs AeTOKCUKaLMK, OHKomnoruu, Gecnnoaus, Henepe-
HOCKMMOCTU MOJOYHbIX NPOAYKTOB, OCTEONOPO3a, HapyLueHus obMmeHa 6unupybuHa, GonesHn KpoHa, pasBuTvsi ankoronnama, HapkoMaHWid U OXUPeHUs. AHanna MyTauuii B reHax
Haubornee YacTblX ayTOCOMHO-peLieccuBHbIX 3aboneBaHui, onpefeneHve pesyc-caktopa, annenei HLA Il knacca n xpomocomHoro Habopa.

4.35.1 AHanua nonnmopdunamoB B reHax ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR (7211 n 7571), MTRR (7591), MTR (7581), NOS3 (7611), FGB
(7191 n 7741), ITGB3 (7201), ITGA2 (7231), GP1BA (7721 n 7731), CYP2C9 (7261), GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 1 7311), LCT (7691), CALCR (7671), COL1A1
(7681), CFTR (7791), GJB2 (7801), PAH (7781), SMN (7771), RHD (7821), HLAII (7831), VKORC1 (7841), NAT2 (7601), BRCA1 (7381), BRCA2 (7441), DLG5 (7002), NOD2
(7001), POMC (7009R), UGT1A1 (7003 UG), kapuotun (7811), DAT (7030DAT), OPRM1 (70310PR) ANKK1 (7032ANK), ALDH2 (7033ALD), ADH2 (7034ADH), VDR (7014VDR).
*3aka3biBaeTcsi BMecTe ¢ npocunem 102IrMM

O 103 rNm

MonHoe reHeTU4Yeckoe obcnenoBaHMe pebeHka (ManbymK)

leHeTnyeckue hakTopbl pyUcka apTepuarnbHoON runepTeH3umn, TpoMB030B, aTepockepo3a, MHapKTOB 1 UHCYMLTOB, HapyLLEHWs AeTOKCHKaLMM, OHKOMOMK, My>ckoro Gecnnoausi,
HENepeHOCUMOCTUN MOIOYHbIX MPOAYKTOB, OCTEONOPO3a, HapyLueHus obMeHa 6unupy6buHa, GonesHn KpoHa, paseBuTvsi ankoronnama, HapkoMaHwWii U OXUPEHUsl. AHanu3 MyTaLuii B
reHax Hanbonee 4yacTbix ayTOCOMHO-peLieccuBHbIX 3aboneBaHuii, onpefeneHve pesyc-caktopa, annenein HLA Il knacca n xpomocomHoro Habopa.

4.34.1 AHanua nonumopdunamoB B reHax ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR (7211 n 7571), MTRR (7591). MTR (7581), NOS3 (7611), FGB
(7191 n 7741), ITGB3 (7201), ITGA2 (7231), GP1BA (7721 n 7731), CYP2C9 (7261), GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 n 7311), AR (7651), AZF (7661), CFTR
(7791), LCT (7691), CALCR (7671), COL1A1 (7681), GJB2 (7801), PAH (7781), SMN (7771), RHD (7821), HLA Il (7831), VKORC1 (7841), NAT2 (7601). BRCA1 (7381), BRCA2
(7441), DLG5 (7002), NOD2 (7001), POMC (7009R), UGT1A1 (7003 UG), kapuotun (7811), DAT (7030DAT), OPRM1 (70310PR), ANKK1 (7032ANK), ALDH2 (7033ALD), ADH2
(7034ADH), VDR (7014VDR)

1 103 MK

MonHoe reHeTU4Yeckoe o6cneaoBaHne pebeHka (AeBoyKa)

[eHeTuYeckne hakTopbl prcka apTepuarnbHoii rMnepTeH3un, TPOMG030B, aTepockeposa, MH(APKTOB U MHCYNLTOB, HapyLUEHUs AeTOKCUKaLmMKn, OHkonoruu, Gecrnnoaus,
HenepeHOCMMOCTN MOMOYHBIX NPOAYKTOB, OCTEONOP03a, HapyLeHnst obmeHa 6unmpy6uH, GonesHn KpoHa, pa3suTust ankoronuama, HapkoMaHui U oxupeHus. AHanua myTauuin B
reHax Havbonee YacTbiX ayTOCOMHO-peLieCCMBHbIX 3aboneBaHwii, onpeaeneHue pesyc-thaktopa, anneneit HLA Il knacca n xpomocomHoro Habopa.

4.35.1 AHanna nonumopcuamos B reHax ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR (7211 u 7571), MTRR (7591), MTR (7581), NOS3 (7611), FGB
(7191 n 7741), ITGB3 (7201), ITGA2 (7231), GP1BA (7721 n 7731), CYP2C9 (7261), GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 n 7311), LCT (7691), CALCR (7671), COL1A1
(7681), CFTR (7791), GJB2 (7801), PAH (7781), SMN (7771), RHD (7821), HLA Il (7831), VKORC1 (7841), NAT2 (7601), BRCA1 (7381), BRCA2 (7441), DLG5 (7002), NOD2
(7001), POMC (7009R), UGT1A1 (7003 UG), kapvotun (7811), DAT (7030DAT), OPRM1 (70310PR), ANKK1 (7032ANK), ALDH2 (7033ALD), ADH2 (7034ADH), VDR (7014VDR).

300POBbIN OBPA3 XXU3HU

O 104N

oA

3n0poBbI 06pa3 KU3HU

leHeTuyeckune d)aKTOpr pucka apTepmaanoﬁ rmnepTeHsnu, TpOMﬁOSOB, arepockrneposa, MHd)apKTOB W UHCYNbTOB, HapyLWEeHNa AeTOKCUKauumM, OHKOSOornu, HapyLueHusa obmeHa
6mnmpy6MHa, 1 ONacHOCTU CBsA3aHHbIE C ﬂpMéMOM arnkoronsa v HapkoTUKOB.

4.32.2. ACE (7011), AGT (7041), 4.32.4. F2 (7161), F5 (7171), 4.32.6. ApoE (7641), 4.33.2. MTHFR (7211 n 7571), MTRR (7591), MTR (7581), 4.31.9. NOS3 (7611), 4.33.10.
GSTT1 (7321), GSTM1 (7331), GSTP1 (73011 7311), 4.33.11. NAT2 (7601), 4.31.10. ITGB3 (7201), 4.32.20. ITGA2 (7231), GP1BA (7721 1 7731), 4.32.21. FGB (7191 n 7741),
4.18.2. UGT1A1 (7003 UG), 4.31.14 DAT (7030DAT), 4.32.22 OPRM1 (70310PR), ANKK1 (7032ANK), 4.32.23 ALDH2 (7033ALD), ADH2 (7034ADH)

O 105N

/Al

A 3popoB

leHeTuyeckoe obcrenoBaHe MyXXYMHbI Ha MpeaMeT pyucka apTepuarnbHON runepTeH3nn, TPOMGO30B, aTepoCKIeposa, HapyLLEHWs AeTOKCUKaLMM, OHKOMOrK, Myckoro Gecnnoausi,
HapyLeHus obmeHa 6GunupybuHa.

4.32.4. F2 (7161), F5 (7171), 4.32.6. ApoE (7641), 4.33.2. MTHFR (7211 n 7571), MTRR (7591), MTR (7581), 4.32.2. ACE (7011), AGT (7041), 4.33.10. GSTT1 (7321), GSTM1
(7331), GSTP1 (7301 n 7311), 4.33.11. NAT2 (7601), 4.37.1. AR (7651), AZF (7661), CFTR (7791), 4.18.2. UGT1A1 (7003 UG).

'M'eHeTUYecKne nccneaoBaHus npoBOOATCA COrnacHoO CTPorum akageMmm4eckmmMm TpagmumamMm U KnacCu4eCKUmMm TexXHomnormam (((30110T0ﬁ
CTaHAapT»). I'IauMeHTy BblaaeTcd uHgnBuayanbHoOe 3aKrn4veHne Bpava-reHeTuUkKa.




O 106N

Al

A 3popoBa

leHeTuueckoe obcrnenoBaHie XKEHLLUMHbI Ha MPeAMET pycka apTepuarbHoi rm-
nepTeH3nn, TPOMB030B, aTepockieposa, HapyLLEHNs! AETOKCUKaLMM, OHKOMOrn
1 HapyLueHus obmeHa bunupy6buHa.

4.32.4. F2 (7161), F5 (7171), 4.32.6. ApoE (7641), 4.33.2. MTHFR (7211 n
7571), MTRR (7591), MTR (7581), 4.32.2. ACE (7011), AGT (7041), 4.33.10.
GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 1 7311), 4.33.11. NAT2 (7601),
4.32.17. BRCA1 (7381), BRCA2 (7441), 4.18.2. UGT1A1 (7003 UG).

O 7641A-AP

oA

ATtepocknepo3s

FeHeTnyeckuii hakTop pucka pasBuUTUsi atepockneposa. AHanm3 Hanuyus no-
J'IIAMOpCbVIaMOB B reHe anonunonpoTenHa E.

4.32.6. ApoE (7641).

Tpom6odunumu

0 145N OLueHKa PpUCKOB, CBA3AHHbLIX C MUHTEHCUBHOW (hnanyeckomn O 14N TpomM603bl: pacluMpeHHas naHenb
HarpysKoi eHeTU4Yeckue (hakTopbl pucka TPOMGO3a 1 MOBbILIEHWSI YPOBHSI FOMOLIN-
eHeTnyeckme aKTopsl prcCKa apTepuanbHON rNepTeH3nn, TPomGo3a, CTemHa. AHanma Hanu4s NonMMop(U3MOB B reHax NpoTpoMGMHa, dakTopa
aTepockneposa, MHCynkTa 1 MHGApKTa Npu MHTEHCUBHBIX 3aHATUSX CIOPTOM TNeiipexa n pepMeHToB peakwii gonaTHoro umkna.
Ha YPOBHE 3-0 BIPOCIIOND PAIPA. °® 4.32.4. F2 (7161), F5 (7171), 4.33.2. MTHFR (7211 u 7571), MTRR (7591),
4.36.1. ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR MTR (7581).
°® (72111 7571), MTRR (7591), MTR (7581), NOS3 (7611), ITGB3 (7201), ITGA2 O 123N Tpom603bl — MUHUMYM: COKpalLeHHas naHenb
(7231), GP1BA (7721 1 7731), FGB (7191 n 7741). eHeTUueckMe hakTopsl prcka TPOMB03a. AHaNM3 HaNMYMA NONMMOPMN3MOB B
OuHa, Nen .
O 11orn MoaroTroBka k onepauum ([ ] fg;i{jgggc;%;;”%?ﬂ;%)a erAeHa
leHeTMYeckue hakTopbl pucka nocrneonepauvoHHol TpomGoambonum. ! :
A 4.32.4. F2 (7161), F5 (7171), 4.33.2. MTHFR (72111 7571), MTRR (7591), D 125 ®DUGPUHOTEH - FeHbl
[ J MTR (7581). AHanus nonumophunamoB B reHe beta-nonunentuaa dubpuHoreHa (FGB)
4.32.21 FGB (7191 n 7741)
129N ApTepuanbHas runepTeHsns e
leHeTUYeckne (haKTOPbI pUCKa NOBLILIEHWS apTepPUarbHOMO AaBneHus.
P 4.32.2. ACE (7011), AGT (7041), 4.31.9. NOS3 (7611). ] 1381n I'vnepromouncrenHemus
leHeTYeckne hakTopbl pyUCKa HapyLleHusi ponaTHoro umkna. AHanua
Hann4us NonMopcr3MoB B reHax (hepMeHTOB peakLmii ponaTHoOro uukna.
0118 N OnacHocTb Npu Npueme opanbHbIX KOHTPALLENTUBOB . (] 4.33.2. MTHFR (7211 1 7571), MTRR (7591), MTR (7581).
FeHeTuyeckne hakTopbl pucka TpoMbBo3a 1 TpoMGoambonuu npu Npuéme
o rOPMOHasbHbIX KOHTPaLenTneoB. 4.32.4. F2 (7161), F5 (7171). O 122N Mneparperauus TpoméounToB
leHeTnYeckve hakTopbl prcka TPOMB03a. AHanM3 HanMymsi NONMMopPMU3MOB B
D 134N Puck pa3BuTuA paka npu KypeHum Y |A||_| reHax WHTErpuHa anba-2 v TPoMBOLMTapHOrO rmukonpoTenHa 1b.
3 TeHeTUueckne hakTopbl pucka HapyLLeHWs! AETOKCUKaLMM. \/ 4.32.20. ITGA2 (7231), GP1BA (7721 n 7731).
PY 4.33.10. GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 1 7311), 4.33.11. NAT2 O 7201 TpoMBOUNTapHLI pelenTop buBpHHOTEHa
(7601). eHeTnyeckuii hakTop pycka Tpombo3a. AHanmn3 Hanuyusi nonumopdurama B
D 135N Heo6X0AMMOCTL 3alUTLI KOXU NpW 3arape ® reHe TpombouuTapHoro peuenTtopa cubpuHoreHa (beta 3-uHTterpuHa).
leHeTUYeckue (pakTopbl pyUcka HapyLLEHWst AeTOKCHKaLM. 4.31.10. ITGB3 (7201)
°® 4.33.10. GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 1 7311), 4.33.11. NAT2
(7601).
" BonesHun XKenyao4yHO-KULLEeYHOro TpakTta
0 136N Mpuém xapeHbIX U KONYeHbIX NPOAYKTOB U PUCK Pa3BUTUSA paka
leHeTUYeckue (hakTopbl pyUcka, HapyLLIEHWs AETOKCUKaALMM.
Al 4.33.10. GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 n 7311), 433.11. NAT2 | | BonesHb KpoHa
L (7601). 1M7rn leHeTnyeckne dakTopbl pucka passutus 6onesHn KpoHa. Ananua Hanuuma
nonumopguamos B renax NOD2 n DLG5.
O 151N AnKoOronusm n HapKOMaHUM — CKITIOHHOCTb K pa3BuTUIO: NonHasn | | @ 4.33.12. DLG5 (7002), NOD2 (7001).
naHenb
AHanua Hanuunst nonumopdramos B reHax DAT, OPRM1 n ANKK1, ALDH2 1 ADH2. B o o
° 4.31.14. DAT (7030DAT), 4.32.22 OPRM1 (70310PR), ANKK1 (7032ANK), OJIe3HU LEeHTparibHOU HEPBHOU CUCTEMbI, CKITOHHOCTb
4.32.23 ALDH2 (7033ALD), ADH2 (7034ADH). K aJIKoroyib.Hom " HeBpoOoTN4eCKOu 3aBUCUMOCTU
[17691A-LC HenepeHocuMocTb Monoka y B3pochnbix ntoaen —
TeHeTMeCKMi (aKTOp PUCKa CHIKEHVS aKTUBHOCTI NakTassl y Bapocnbix mioger. | | (] 7641 B-AP | BonesHb Anbureitmepa
leHeTuyeckune hakTopbl pucka passutus 6onesnn Anburenmepa. AHanma Ha-
[ ) 4.31.11. LCT (7691).
P nM4ns nonumMopdr3MoB B reHe anonunonpoTenHa E.
4.32.6. ApoE (7641).
0151 N AnKoronusMm n HapKOMaHuM — CKITOHHOCTb K Ppa3BMTUIO: NONHasA
naHenb
AHanus Hanuuusa nonumopdmnamos B reHax DAT, OPRM1 n ANKK. ALDH2 n
ADH2.
PUCK PA3BUTUA MHoroquKTOPHbIX °® 4.31.14 DAT (7030DAT), 4.32.22 OPRM1 (70310PR), ANKK1 (7032ANK),
3A50n E BAH M M 4.32.23 ALDH2 (7033ALD), ADH2 (7034ADH).
0 152N AnkKoronvsm n HapkoMaHWu: CoKpalleHHas naHenb (6e3 reHe-
TUKM MeTaGonuama ankorons)
Bone3Hu cepaua n cocyaos AHanus Hanuumus nonumopduamos B reHax DAT, OPRM1 1 ANKK1.
[ ] 4.31.14 DAT (7030DAT), 4.32.22 OPRM1 (70310PR), ANKK1 (7032ANK)
0149 N AnKOronM3m U HapKOMaHuUM: TAXeCTb (hU3n4eckon

O1mrn

Al

CepAeyvHo-cocyaucTble 3aboneBaHus

leHeTnyeckne hakTopbl pyUcka apTepuanbHON rMnepTeH3nn, atepockneposa,
viemmnyeckoit 6onesHn cepaua, HdapkTa Mrokapaa,uHeynsTa. AHanma
Hanuyusi nonmMopcn3MoB B reHax NpoTpombuHa, cakTtopa JleigeHa, Tpombo-
LMTapHbIX MUKONpoTenHoB, mbpuHoreHa, hepMeHTOB peakumii ponatHoro
LKA, reHax PeHWHAHMMOTEH3MHOBOM cucTeMbl 1 NO-cuHTeTasb!.

4.36.1. ACE (7011), AGT (7041), F2 (7161), F5 (7171), ApoE (7641), MTHFR
(7211 n 7571), MTRR (7591), MTR (7581), NOS3 (7611), ITGB3 (7201),
ITGA2 (7231), GP1BA (7721 n 7731), FGB (7191 n 7741).

oA

3aBUCUMOCTU
AHanus Hanuuus nonuMopguamos B reHax OPRM1 n ANKK1.
4.32.22 OPRM1 (70310PR), ANKK1 (7032ANK)

[0 7030A-DAT

oAl

ANKOronuam u HapKOMaHMUM: CKITOHHOCTb K NMCUXONOrM4Yeckomn
3aBUCUMOCTHU OT yI'IOTpeGﬂeHVIﬂ ankoronsa U HAPKOTUKOB
AHanua nonumopguamos B reHe DAT.

4.31.14 DAT (7030A-DAT)

FeHeTUueckue chakTopbl MeTabonuama ankorons

O 120N A : 0 150 rn
pTepuanbHasi runepTeH3usi: nonHasi naHenb AHanus Hanuumsi nonuMopduamos B reHax ALDH2 n ADH2.
[eHeTnyeckne hakTopbl pUcKa pasBUTUA apTepuanbHON runepTeHaun. AHanm3 ) 4.32.23 ALDH2 (7033ALD), ADH2 (7034ADH).
Hanu4usa I'IOJ'IVIMOpd)MBMOB B reHax aHrmoTeH3nHnpespallatouiero cbepmeHTa,
aHrnoteHsuHoreHa u NO-cuHTeTasbl.
® 4.32.2. ACE (7011), AGT (7041), 4.31.9. NOS3 (7611). O)KMpeHMe
O 121 ApTepuanbHas rMnepTeH3ns, CBsA3aHHasn C HapyLIeHNAMU B
PEHUHAHIMOTEH3NHOBOW cUcTeme y 0127 OXMpeHWe anMMeHTapHOe: NOofHas NaHenb
leHeTUYeckne (haKTOpbl pUCKa Pas3BUTUS apTepuarbHON runepTeHaun AHanma leHeTnyeckre hakTopbl pUcka pasBUTUS OXMUPEHNS, CBA3AHHOIO C
Hanu- 4Yna Hann4nsa I'IOJ'IVIMOpq)VICiMOB B reHax aHrmoTeH3mHnpespatiatouiero qpeMepHHM anneTuToMm. AHaﬂVl3 Hanuuus HOﬂI/IMOpCbI/I?.MOB n MyTa'
Y f:g""zefgé" 37%:”1079:(;4”0;::?- LIt B reHax nenTuHa, MenaHoKopTMHOBOTO peLenTtopa 4-ro Tuna u
-32.2. (7011), (7041). MPOOMMOMENAHOKOPTUHA.
0 7611 T ———— °® 4.79.17. LEP (7007L), 4.79.18. MCAR (7008M), 4.31.12. POMC
pa6oTe aHpaoTenuansHou NO-cuHTasbl (7009R).
[eHeTWYeckwii hakTop pucka apTepuanbHOW TMNepPTEH3UN, HapyLUeHWUs Ba3oam- 0 7007L NenTuH
® natauum n UBC. AHanus Hannyusi nonumopdmama B reHe NO-cuHTasbl. Mccnenosanue MyTauwil B reHe nentuHa.
4.31.9. NOS3 (7611). ° 4.79.17. LEP (7007L)
O 1441 WBC, nHdapkT muokapaa )
leHeTnYeckve hakTopbl pucka TPomMG0o3a, apTepuanbHON rMNepPTEH3nn n ] 7008M PeuenTtop MenaHoKopTMHa
aTepockneposa. AHanua HanMuns NonMMOpN3MOB B reHax TPOMBOLMTAPHbIX WceneposaHve MyTauuii B reHe MenaHoKOPTUHOBOTO peuenTtopa
TUKOMPOTENHOB, aHMMOTEH3UHMPEBPALLAIOLLErO (PepMeHTa, aHMMOTEH3NHOTEHA, Y 4-ro Tuna.
NO-cuHTeTasb! 1 ano- nunonpotenHa E. 4.79.18. MC4R (7008M).
® 4.32.20. ITGA2 (7231), GP1BA (77211 7731), 4.32.2. ACE (7011), AGT
(7041), 4.31.9. NOS3 (7611), 4.32.6. ApoE (7641). O 7009P MpoonuomenaHoKopTUH-nONMMOpchUsM
AHanus nonMMopdrU3MoB B reHe Npoon1MoMenaHoKopTMHa.
O 1431 Vwemnueckmi nHey st PY |A|M 4.31.12. Hanmuns POMC (7009R).
leHeTuyeckune (baKTOpr pucka TpOM6036 W NeMn4eCcKoro NHeynbra. Ananua
Hanunyusa I'IOJ'IVIMOp¢)|/13MOB B reHax TpOMGOLlMTaprIX rNKONPOTENHOB U D 7013 npoonMOMenaHOKopTMH- MyTauMﬂ

oAl

nbpuHoreHa.
4.31.10. ITGB3 (7201), 4.32.20. ITGA2 (7231), GP1BA (7721 n 7731), 4.32.21.
FGB (7191 u 7741).

oA

WMccnenosaHne myTtauuii B reHe POMC
4.72.22 POMC (7013P0O)




HapyweHus o6meHa BellecTB

124 CeMeliHble criy4an paka MOMIOYHOW xene3bl /Mnu ANYHUKOB
AHanus Ha Hanuuve Hanbonee YacTeix MyTauuii B reHax BRCA1 n BRCA2.

Ps 4.32.17. BRCA1 (7381), BRCA2 (7441).

O13rn OHkonoruyeckue 3aéoneBaHus y XeHWUH

oAl

leHeTYeckre hakTopbl pucka HapyLIeHNs hoNaTHoOro LMKNa u
[eToKCHKaLmn. A Takke aHanwa Ha Hanuumne MyTauui B reHax CemMmeiHoro
paka MOSOYHOM Keneabl U/MIn SNYHUKOB.

4.33.2. MTHFR (7211 n 7571), MTRR (7591), MTR (7581), 4.33.10. GSTT1
(7321), GSTM1 (7331), GSTP1 (7301 u 7311), 4.33.11. NAT2 (7601),
4.32.17. BRCA1 (7381), BRCA2 (7441).

O 11ern CaxapHbiv guabert | Tuna
Onpegenenvie annenen reHos DRB1, DQA1 n DQB1.

PY 4.13.1 HLA Il knacca (7831).

O 7003 UG CuHppom Xunsb6epa
MccnenoBaHve NnpoMoTopHoi obnactu reHa ypuamHandocdaTriio-
KypoHuAaasbl 1 (konuyectso TA-NOBTOPOB).

o 4.18.2. UGT1A1 (7003UG).

O 153N OcTeonopos: nonHas naHenb
leHeTnYeckne hakTopbl pycka pasBuTus octeonoposa. AHanua Ha-
nn4ms nonuMopdr3MoB B reHax anbda-1 uenn 6enka KonnareHa 1
TUNa n peuenTtopa KanbLUTOHVHA.peLenTopa BuTammHa D

[ J 4.32.16. CALCR (7671), COL1A1 (7681), 4.31.15 VDR (7014VDR)

O 115N OcTeonopo3: cokpalléHHas naHenb

Al

leHeTuYeckne haKkTopbl pyUcka pasBuUTUs ocTeonoposa. AHanus
Hanuuusi NonMMopcn3mMoB B reHax anbga-1 uenu Genka konnareHa
1 Tvna u peuenTopa KanbLWUTOHWHA

4.32.16. CALCR (7671), COL1A1 (7681)

O 118N

o AN

OnacHocTb npu npuemMe opasribHbIX KOHTpauenTMuBoB
[eHeTuYeckne hakTopbl pycka TPOMBOMUNUM NPY NPUEME FTOPMOHATTbHBIX
KOHTpaLenT1BoB. AHan13 Hanuuusi NONMMOPU3MOB B reHax NPOTPOMGMHa
n dpakTopa feiigenHa.

4.32.4. F2 (7161), F5 (7171).

Pen PoAyKTUBHOE 340pOBbe MYX4YUHbI

o ; D 0 107N Myxckoe 6ecnnogue (+kapuoTun)
D 7014A-VDR CTEONopos: peuentop BUTaMnuHa leHeTuyeckne dakTopbl Myxckoro 6ecnnoavs (HeHacTynneHne GepemeHHo-
§H331ﬂ‘|l/|3 |'|0ﬂ|/|M00p1(14).|/|3M0B B reqe VDR peLtenTopa BUTaMUHA D CTW Unn Heyaa4yHble 6epemeHHocw| Yy Cynpyru, HapylieHve cnepmorpaMMbl).
® -31.15 VDR (7014A-VDR) .o 4.37.1. AR (7651), AZF (7661), CFTR (7791), Kapvotvn (7811).
O 120rn O6wmeH chonnesoit kKuCnoThI O 1460 FeHeTMYeckme haKTOpbI Myxckoro Gecnnoaus
leHeTn4eckue hakTopbl pycka HapyLUEHA (hONaTHOro LMkna. o leHeTMYeckne hakTopbl Myxckoro Gecnnoavs (HeHacTynneHue 6epemeH-
A ggigﬁi:%naarﬁanonmMoPCmeOB B reHax pepMeHTOoB peakuuii HOCTW y Cynpyru, HapyLueHue cnepmorpammsbl). AHanus yucna (CAG)-
y AR, AZF Y,
® 4.33.2. MTHFR (7211 n 7571), MTRR (7591), MTR (7581). °® nnn‘;?;ﬁmsasr;er;eoFTlgeneum ° PEYONE Zpomocoa T, maeTbie
0 NakTasHas HeAOCTaTO4YHOCTL Y B3POCHbIX 4.37.1. AR (7651), AZF (7661), CFTR (7791).
7691LC AHanus noCnMMOp(bmama ¢.-13910C>T B reHe nakTasbl. O] 7661 HapyLeHus cnepmatoreHesa: nonHasi naHenb
[ ] 4.31.11. LCT (7691). AHanus mvkpoaeneuwii AZF pernoHa Xxpomocombl Y (BKMoYas YacTUYHbIE).
[eHeTuyeckne NPUYUHBI HapymeHw?l B cnepmMmorpamme, asoocnepmus,
Femoxpomatos ONNroasoocnepmus 1 T.a.
O 7779 HFE | Ananus nonumopduamos B rere HFE e A \/ 4.17.1 AZF (7661) TecT BKmtouaeT (7205 u 7206)
[ 4.32.24. HFE (7779). O 7205 HapylueHusa cnepmatoreHesa — MUHUMYM |
\/ Awnanus mukpoaeneumii nokyca AZF Y-xpomMocoMmbl
P |A||_| 4.18.4 AZF (7205)
O 7206 HapyweHus cnepmartoreHesa — MuHUMyM |l

PENPOAYKTUBHOE 3[JOPOBbLE

PenpoayKkTUBHOE 300POBbE XKEHLUHbI

AV

AHanN13 YacTUYHLIX MUKPOAENeLnii Y-XpOMOCOMbI
4.2.36 (7206)

CoBnapgeHue no nokycam HLA m pesyc-daktop

O 109N

e EAN

XeHckoe 6ecnnoaue u ocnoxHeHUsi 6epemeHHOCTU
FeHeTnyeckne akTopsbl )xeHckoro 6ecnnoaus (oTcyTcTBue GepeMeHHoCTH,
BbIKVUABILLK, 3aMepLune GepeMeHHOCTI, MOPOKU Pa3BUTUS y NIoAa), a Takke
reHeTuyeckune hakTopbl pucka recto3os, Tpombodunum, petonnaleHTapHon
HE0CTaTOMHOCTN U HapyLUeHNs ponaTHOro Lukna. AHanua Hanu4us nonu-
MOpPEU3MOB B reHax NpoTpoMBuHa, paktopa JleiiaeHa, hepMeHTOB peakuuii
hONaTHOro LKA, reHax PEHUHAHMVOTEH3UHOBO CUCTEMBI, onpefeneHne
pe3syc-chaktopa, TunuposaHue no Tpem reHam HLA Il knacca n aHanus xpomo-
comHoro Habopa.

4.32.4. F2 (7161), F5 (7171), 4.33.2. MTHFR (7211 n 7571), MTRR (7591),
MTR (7581), 4.32.2. ACE (7011), AGT (7041), 4.2.19. RHD (7821), 4.13.1. HLA
11 (7831), Kapuotun (7811).

OnpepgeneHne pesyc-takropa *

0 108N

/Al

Xouy cTaTb MaMOW: UCKITHOYEHUE PUCKOB OCNIOXHEHUN
6epeMeHHOCTH

leHeTuyeckue hakTopbl pucka deTonnaleHTapHO HeOCTaTOYHOCTH, recTosa,
Tp0M603a W HapyLleHnsa (,bOnaTHOI'O uuKna un onpegensaerca peayc—daaKTop.
4.32.4. F2 (7161), F5 (7171), 4.33.2. MTHFR (7211 u 7571), MTRR (7591),
MTR (7581), 4.32.2. ACE (7011), AGT (7041), 4.2.19. RHD (7821).

D 7821 RH Onpe,qeneHme Hannyusa nnu oTCyTCTBUA NOCneaoBaTesibHOCTU reHa RHD
(HaaHaqaech TONbKO B Clly4ae COMHUTENbHOrNo OTBETa CEPOrIorn4yeckum
MeToAoM).

® 4.2.19. onpepfenexuve pesyc-cakTopa (7821).
Onpepenenne TEEHOTUNA pesyc-cakTopa *

D 7207 Onpe,qeneHme reTepo3nroTHOro i1 roMo3nroTHOro HOCUTENbCTBO MO pe3yc-

A chakTopy

L . 4.1.10.1 (7207)
TunupoBaHue no Tpem reHam HLA Il knacca *

(] 7831 HL

* Al

Onpepenetve annenen reHos DRB1, DQA1 n DQB1**

4.13.1. HLA 1l (7831).

** [iNst onpeaeneHus Hanuyus obLumx annenen cneayet HasHayaTb o6oum
cynpyram.

O131rn

oAV

CKIOHHOCTb K Tp0M603aM npuv GepemeHHocm — MUHUManbHasa
naHenb.

leHeTnyeckve caTopbl pycka TpoMBodUnNUK 1 HapyLweHnst honaTHOro Lukna
npv 6epeMeHHOCTV. AHann3 HanMyms NONMMopPMKU3MOB B reHax NpoTpomMbuHa,
bakTopa JlenaeHa.

4.32.4. F2 (7161), F5 (7171).

O 140N

oAV

MNpuBbLIYHOE HeBbIHAWMBaHNe 6epeMeHHOCTU*

(B T.4. CKITIOHHOCTb K TPOM603aM npu 6epemeHHOCTU:
pacluMpeHHas naHenb)

leHeTnYeckve haTopbl pycka TPOMBOMUNUK 1 HapyLIEeHNs hONaTHOro Lukna.
AHanua Hanuuus NonNMMopcU3MOB B reHax NpoTpombuHa, daktopa JlengeHa u
bepmeHTOB peakuuii honaTHoro yukna.

4.33.2. MTHFR (7211 u 7571), MTRR (7591), MTR (7581), 4.32.4. F2 (7161),
F5 (7171).

* XenaTenbHo HasHauaTb BMeCTe C uccreaoBaHuem kapuotuna (7811) y obomx
Cynpyros.

* BakntoveHve BpayoM-reHeTUKOM He BblOaeTCAa.

OHKOJIOT'MYECKUE 3ABOJIEBAHUA
N HAPYLWWEHUE OETOKCUKALINA

KCEHOBUOTUKOB

OHKonorunyeckune 3aboneBaHusi

139rn

oA

lecTo3bl n (be'ronnau,eu'rapuaﬂ HeaOoCTaTO4YHOCTb

FeHeTWYeckve hakTopbl pUcKa recTo3oB, TPOMBOMUIUM, HapYLLEHNS
chonaTHoro Lukna npu 6epeMeHHOCTU. AHaNMU3 HanM4Ksi NONMMOPU3MOB B
reHax npotpombuHa, paktopa JleiiaeHa, pepmeHTOB peakuumii honaTHoro
LMKNa, aHrMOTEeH3UHNpeBpaLLaoLLero hepMeHTa U aHrMoTEH3NHOreHa.

4.32.2. ACE (7011), AGT (7041), 4.33.2. MTHFR (7211 u 7571), MTRR (7591),
MTR (7581), 4.32.4. F2 (7161), F5 (7171).

O 13rn

o [AlV]

OHKonoruyeckue 3aboneBaHus y XeHLWUH

leHeTnyeckune hakTopbl pucka HapyLweHus onaTHoro umkna,
aetokevkauum n penapauvu AHK. AHanua Hanuumnsa nonumopdusmos B
reHax (hepMeHTOB peakuuin honaTHOro LMKa u cUCTembl AeTokeukaummn. A
Takke onpegeneHue Hanbonee YacTbiX MyTaLuii B reHax CeMENHOro paka
MOJTOYHOM XXenesbl U/ SUHHUKOB.

4.33.2. MTHFR (7211 n 7571), MTRR (7591), MTR (7581), 4.33.10. GSTT1
(7321), GSTM1 (7331), GSTP1 (7301 1 7311), 4.33.11. NAT2 (7601),
4.32.17. BRCA1 (7381), BRCA2 (7441).

O 112N

N

OHKonoruyeckue 3aboneBaHus y My>X4uH

leHeTUYEeCKME (hakTopbl pUCKa HapyLUEHWs hONATHOrO LMKNa 1
[eToKCHKaLmW. AHanus Hanuyus NOIMMOPU3MOB B reHax hepMEHTOB
peakuuit ponaTHoro Lmkna, CUCTEMbI 4ETOKCHKALIMN 1 TEHE aHAPOreHOBOrO
peuenTopa.

4.33.2. MTHFR (7211 n 7571), MTRR (7591), MTR (7581), 4.33.10. GSTT1
(7321), GSTM1 (7331), GSTP1 (7301 1 7311), 4.33.11. NAT2 (7601), 4.37.1.
AR (7651)

137N Bo3HMKHOBEHME N30NMPOBaHHbIX MOPOKOB Pa3BUTUA Y Nnoaa
FeHeTuYeckue hakTopbl pucka HapyLleHusi dponaTHoro uukna. AHanus
Hanuumsi NONIMMOPU3MOB B reHax hepMeHTOB peakLmii ponaTHOro Liykna

°® Wm 4.33.2. MTHFR (7211 n 7571), MTRR (7591), MTR (7581).

O141 N TpomMbGoTUyeckne oCrnoXHEeHUSA NPU CTUMYNSILMK OBYNALUN

oAV

FeHeTWYeckve caTopbl pycka TpoMBodUnuu. AHanm3 Hanuuns
nonvmopcn3MoB B reHax npoTpombuHa u paktopa llerigeHa.
4.32.4. F2 (7161), F5 (7171).

O 128N

N

OHkonorunyeckue 3aboneBaHus, CBA3aHHbIe C TOKCMHAMMU
OKpyXatoLiein cpeabl

[eHeTn4eckne CbaKTOpr puCKa pa3BUTUA OHKONOrM4YeCcKnx 3abonesaHni noa
BOSABVICTBMEM TOKCUYECcKon Harpysku. AHanua Hanuuus FIOI'II/IMOp(,bI/IQMOE B
reHax CUCTemMbl AEeTOKCUKaUnn.

4.33.10. GSTT1 (7321), GSTM1 (7331), GSTP1 (7301 n 7311), 4.33.11.
NAT2 (7601).




METABOIJIU3M NNIEKAPCTBEHHbIX BELWWECTB

O 124N CemelHble crly4an paka MOMOYHOW Xene3bl U/Mnu ANYHUKOB
AHanus Ha Hanuuue Havnbonee YacTbiX MyTaLU B reHax paka MOMoYHO

) xenesbl 112, (¢APMAKOI—EHETM KA)

4.32.17. BRCA1 (7381), BRCA2 (7441).

O 7004 MR CeMeliHbIN MeayNNAPHbLIA paK WUTOBUAHOM Xene3bl
AHanus Ha Hanuuve myTauuii B akaoHax 10, 11, 13, 14, 15 npotooHkoreHa RET.

o 4.77.11.1 RET (7004MR). PekomeHpayeTca HasHavaTh ¢ 7005 B2. O 7201A-IT AcnuvpuH 1 nnaBuKc

[eHEeTUYECKNIn MaPKEP PE3UCTEHTHOCTU K aHTUarperaHTHo Tepanum
CMHAPOM MHOXECTBEHHOII SHAOKPUHHOI Heonnaaun 2A Tvna (M3H 2A) acnupuHoM v nnasukcoM. OnpeaeneHe Hanuums nonumopduama B reHe

1 7006 A2 6 6

AHanu3 Ha Hamuume MyTaLmii B akaoHax 10, 11 npotooHkoreHa RET. o TPOMGouMTapHOTO peLenTopa pubpuHoreHa.
A \/ 4.79.4. MOH2A (7006A2). 4.31.10. ITGB3 (7201 7201A-IT).

.

O 7261A-CY BapdapuH: no6ouHbIe adpdeKkTbl

O] 7005 B2 CMHAPOM MHOXeCTBEHHOI SHAOKPUHHON Heonnasum 2B Tuna reHemu?cmﬁ MapKep MOBLILLEHHOTO PUCKa Pa3BUTHSI KPOBOTOUMBOCTU
(M3H 2B) npu npuéme BapcapuHa. Onpeaenexye HanUums NOIMMOPGU3MOB reHa

. A umutoxpoma CYP2C9.
A Ananus Hanbornee YacTbix MyTaumii B 9k30He 16 npoTooHkoreHa RET. [ ] 4.32.18. CYP2C9 (7261)
([ ] 4.2.28. MOH2B (7005B2). PekomeHayeTcs Ha3HavaTe ¢ 7004 MR. I .
[0 7841A-VK |Bapdaput: acpcrekTMBHOCTL Tepanuu
8 [eHeTnYeckne hakTopbl yMEHbLUEHUS KIMHUYECKON 3PheKTUBHOCTY Npu
npumeHeHun BapdapuHa. Onpeaenexne Hanuuusa MyTauuii B reHe ButamuH K
Cucrema AeToKCukauumm KCEHOOMOTUKOB U KaHueporeHoB ® 3MoKCUA-PeAYKTa3HOro komnnekca, CyGbeanHuLbl , METOLOM CEKBEHMPOBaHUSL.
4.72.9. VKORC1 (7841).
M'ppanasuH n npokanHamupg,

O 7261CY Liutoxpom CYP2C9 O 7601C-NA I
Fovermecus 1o apyuewn erocnaiun (1 e
6roTpaHcdopmaLmmn). AHanu3 HanuuKs NoNMMoOpgU3MOB B reHe LIUTOXpoma Ap py np pAnoTp penap .

ruapanasuHa u npokamHamuaa. Onpeanexne HanUuUs NONMMOPHUIMOB reHa

° P450, noacemeiictea IIC, nonunentuga 9. A \/ NgzeTwnTpch¢Zpa3bl 2 Aa. Onpen P
4.32.18. CYP2C9 (7261). [ ] |_||_| p ’

4.33.11.NAT2 (7601).

O 19N myTtatnoHTpaHcdepasbl

[eHeTMYeckne (hakTopbl HAapyLLEHWsi cUCTeMbl feToKcuKaumum (2-51 dasa D 7601 B-NA Usonnasup .

leHeTnyeckne MapKEpbl NOBbILLIEHHOTO pyCcka Pa3BUTMUSI MOTIMHEBPUTOB
BuOTPaHCHOPMALIY). AHANM3 HNU|WA NONUMOPW3MOB B rerax nv-1 npy NpUéme U30HNa3NAA, CBA3AHHbIX C HapyLLEHeM ero metaGonuama
rMyTaTuoH-S-TpaHcepasbl, TeTa-1 ryTaTnoH-S-TpaHcdepassl U Mio-1 PV np! Aa, Py .
FyTaTMOH-S-TpaHcdepassl Y Onpepaenenve Hanuuusi nonumopgduamoB reHa N-auetuntpaHcdepasbl 2.

® 4.33.10. GSTT1 (7321), GSTM1 (7331), GSTP (7301 1 7311). 4.33.11. NAT2 (7601).

O 7601 N-aueTtuntpaHcdepasa 2 O 142N UHrnbuTopsl AM®, dhnysactaTuH, 6rnokatopsb! peuentopon ATII
TeHeTMYECKME (hAKTOPbI HAPYLIEHWSI CUCTEMbI AETOKCUKALMM (2-5 MporHo3snposaHne HepoNPOTEKTUBHOTO athdekTa MHr!A6MTOpOB AM® npu
hasa 6uoTtpaHchopmaumm). AHanu3 Hanuumus NoNIMMopPcU3MOB B reHe HepanabeTnyecknx 3a60neBaH|fmx. [eHeTMYeckne MapKepbl ac_bcpeKmsHocm
N-auetunTtpaHcdepasb! 2. aTeHorona npyv apTepuanbHoN rmnepTeHsnu ¢ runepTpodueit 1eBoro

(] A \/ 4.33.11. NAT2 (7601). Kernyaoyka unu Tepanum cryBactaTMHOM Npu ULeMnyeckon Goneann cepaua.

(7601)
Onpefenerne HanMuus NONMMOPU3Ma B reHe aHMMOTEH3UH-MPEBPALLAIOLLETO

] 7003 UG YpuanHgudocdatrniokypoHuaasa (cuHapom XXunbbepa) o hepmeHTa.

Wccneposarne NpoMOTOPHOI 061acTy reHa ypuanHandochaTriiokypoHmaasbl 4.32.2. ACE (7011).
1 (konnuecTtBo TA-NOBTOPOB).
O 7003 A-UG | VIpuHoTtekaH
o 4.18.2. UGTIAT (7003UG). eHeTMYecKMii Mapkep NOBLILLEHHOTO pUcKka Pas3BUTIA MOBOYHBLIX peakLyi
npy NpUéme NPOTUBOOMYXOMNEBOTO NpenapaTa UPUHOTEeKaHa, CBS3aHHbIX C
HapyLueHrem ero MetaGonuama. MccnenosaHme npoMOTOpHON 0BnacTu reHa
® ypuanHandocdaTriokypoHnaassl 1.
HAUBONEE PACMNPOCTPAHEHHbIE 4.18.2. UGT1A1 (7003UG).
HACINEOCTBEHHbIE 3ABOJIEBAHUA O] 7261 D-CY |[losapraniup6ecapran

oAl

[eHeTMYecKknii Mapkep pucka HapylleHuii meTabonuama Grokatopos
peLienTopoB aHrnoTeHsuHa |l: nosaptaHa n npbecaptaHa no Tuny ocnabnexus
1 YCUNEHUSA MX TMMNOTEH3UBHOTO AECTBMSI, COOTBETCTBEHHO. Onpeaenexve
Hanuuus nonnmopramoB reHa uutoxpoma CYP2C9.

4.32.18. CYP2C9 (7261).

Ol 148N

oAl

MeToTpekcaTt

leHeTnyeckne MapKépr MOBbIWEHHOro pUcka pas3BnTnA NoBOYHbIX peaKuvu?l
npu npréme MeToTpekcaTa Ha hoHe NeYeHns peBMaTonaHOro apTpuTa.
MeToTpekcar HapyLuaeT MeTabonuam onueBor kucnoTsl. Onpeaenexune
Hanu4us NonMMopdn3MoB B reHax (pepMeHTOB peakumii honaTHOro uukna.
4.33.2. MTHFR (7211 u 7571), MTRR (7591), MTR (7581).

O 7261c-CcY

/Al

Hec‘repovu:mhle nporuBoBocCnanuUTesibHble NnpenapaTbl
[eHeTMYecKknii Mapkep MOBbILLEHHOTO pUcka Pa3BUTMSi MOBOYHBIX peaKLmit

B BUAE XenyaouHbIX KpoBoTeydeHuit npu npueme HIBIM (6ynpodeH,
TEHOKCUKaM, HanpoKCeH, HO He AWKNoeHak), CBA3aHHbIX C HapyLUEHNEM UX
metabonuama. Onpegenexvie HanWuKs NONMMOPEU3MOB B reHe LIMToxpoma
CYP2C9. 4.32.18. CYP2C9 (7261).

O 133N

oAV

MNeHnymnnammuH

leHeTnyeckne hakTopbl YCUNEHUS KIMHUYECKoW 3theKTUBHOCTU Npu
NPUMEHEHUN NEHULMNNAaMUHA Ha (POHe NeYeHns peBMaTouaHOro apTpura.
Onpepaenenve Hanuuvsi nonuMopdu3Ma B reHe Mio-1 rnyTaTmoH-S-
TpaHcgepasbl. 4.33.10. GSTM1 (7331).

] 7641C-AP

/Al

CtaTuHbI

eHeTuyeckve d:)aKTOpr YMEHbLUEHNA Unn ycuneHns KIMHUYECKON
9P HEKTUBHOCTM NPU NPUMEHEHUN CTaTUHOB. OnpeaeneHe Hanuuus
I'IOJ'IVIMOquI/ISMOB B reHe anonunonpoTtenHa E.

4.32.6. ApoE (7641).

] 7601A-NA

oAV

CynbdaHunamuabi (cynbdgacanasuH)

leHeTnYeckne MapKEpbI MOBbILLIEHHOTO pycka Pa3BUTUSA MOBOYHbIX peakLuii B
BUAE AVCTIENCUI U XKeMyAo4HbIX KPOBOTEUEHNIA Npy Npuéme cynbdacanasmHa,
CBsi3aHHbIX C HapyLLeHreM ero MeTabonuama. Onpegenexve Hanmuus
nonumopduamoB reHa N-auetuntpaHcgepasbl 2.

4.33.11.NAT2 (7601).

[0 7261B-CY

/Al

CynbcoHUNIMO4YEeBUHA U ee NPOM3BOAHbIE: XNlopnponamMua,
Tonasamua, rmmbeHknamua v Tonéytammng

leHeTnYeckuil MapKep prcka pasBUTUSI HEXeNaTeNbHbIX NeKapCTBEHHbIX
peakuuii No TUMY TMMOMMUKEMUM NpY NMPpUéMe nepoparnbHbIX
CaxopOCHWKaIOLLMX CPEACTB, CBSA3AHHbIX C HapyLUEeHWeM UX MeTabonuama.
Onpepgenexune Hannyusi nonnMopdr3MoB reHa uutoxpoma CYP2C9.
4.32.18. CYP2C9 (7261).

D 126 ' OCHOBHble HacneacTBeHHbIe 3aboneBaHus
OnpepeneHre HOCUTENbLCTBA YacTbIX MyTaLMin B reHax, OTBETCTBEHHbIX 3@ pas-
BUTUE Haubornee YacTbiX ayTOCOMHO-PELIECCUBHBIX 3aboneBaHuii: MyKoBUCLM-
[103, HecMHApPOMarbHasi HeiPOCEHCOPHAas TYrOyXoCTb, (DEHWUNKETOHYPUS 1
°® CnMHanbHas aMMoTpPOdUS.
4.30.1. CFTR (7791), GJB2 (7801), PAH (7781), SMN (7771).
O 7791 MykoBucumao3
AHanus HauGornee 4acTbIx MyTaLWii B reHe TpaHCMeMBPaHHOTO PerynsiTopHoro
6enka mykosucuumaosa: del21kb, delF508, dell507, 1677delTA, 2143delT,
2184insA, 394delTT, 3821delT, G542X, W1282X, N1303K, L138ins, R334W,
° 3849+10kbC>T.
4.1.6. CFTR (7791).
D 7801 HecuH.qpomaanaﬂ HeﬁpoceHcopHaﬂ TYroyxoctb
AHanus Hann4usa Hambonee YacTtoit MyTauum 35delG B reHe KOHHEKCUHa 26.
°® 4.2.3. GJB2 (7801).
O 7781 ®deHUnkeHoTypus
AHanus Hanbornee YacTbix MyTaUuii B reHe peHnnanaHnH-4-ruapokcunasbl
) (R408W, P28IL, R261Q, R158Q, R252W, 165T, IVS10-11g>a, IVS2+1g>a)
4.17.2. PAH (7781).
O 7771 CnuHanbHas amuotpodus (tunei I, 11, 111)
AHanua Hanuuus aeneuwii 7-8 3K30HOB B reHe BbKMBAEMOCTU MOTOHEVPOHOB 1.
°® 4.1.2. SMN1 (7771).
[ 7802cY AQpeHoreHUTanbHbIA CUHAPOM
AHanus Havnbonee YacTbix MyTaLWii B reHe 21-ruapokcunassl (neneuus n
MyTauus caiita cnnavicuHra 2-ro MHTPoHa).
L 4.18.1. CYP210HB (7802).
O 7003 UG CuHapom Xunbbepa
VccnepoBaHve npomMoTopHo obnacTv reHa ypuanHandocdaTriokypoHuaass!
°® 1 (konuuyecTBo TA-NOBTOPOB).
4.18.2. UGT1A1 (7003UG).
D 7691LC JlakTasHas He[4OCTaTOYHOCTb B3pocChbIX
Ananua nonumopduama c.-13910C>T B reHe nakTasbl.
4.31.11. LCT (7691).
.
O 7010UG CuHapom Kpurnepa-Hawnapa
WccnepoBanve MyTauuii B reHe ypuanHaudgocdaTtriokypoHnaassl 1.*
P 4.77.2. UGTI (7010)
*BeInonHsieTca no pesynsratam Tecta 7003 UG
0 7012 ME Mepuoanyeckan GonesHb

Al

WccnenoBaHuve YacTbix MyTaLuii B reHe CeMeiHON Cpean3eMHOMOPCKON
nuxopagku (M694V n V726A).
4.1.7. MEFV (7012)

BHUMAHME!!! MonHbI cnMcoK BCcex HacneacTBeHHbIX 3aboneBaHui,
B T.4. peakux, Bbl moxeTe HanTu Ha 6naHke «HACJIIEACTBEHHBLIE MOHOIMEHHBIE
3ABOJIEBAHUA U COCTOAHUA: nonHbIN nepeyeHb»




