S HELIX

NabopaTtopHas cnyx6a Xenmkc

NPENCKYPAHT ML, «3[10POBbE» HA 2026 0
18. TEHETUYECKWE UCCJTIEQOBAHUA

- CTtoMmocTb,
Bupg nccneposaHuun
py6.

18-001 l'eH paka mosioyHo xenesbl 1 (BRCA1L). BoissneHne mytaumm 185delAG 484
(HapyweHue cTpyKTypbl 6eska)

18-002 F'eH paka moJsioyHol Xxenesbl 1 (BRCA1L). BoisiBneHue mytaumm 4153delA 484
(HapyweHue cTpyKTypbl 6eska)

18-003 l'eH paka moJsioyHol xenesbl 1 (BRCA1L). BoiseieHne mytaumm 5382insC 484
(HapyweHue cTpyKTypbl 6enka)
NHrMbutop akTnBatopa naasmmuHoreHa (SERPINEL). BbiaBneHne mytaumm

18-004 484
5G(-675)4G (perynatopHaa o61acTb reHa)

18-005 F'eH paka MoJsioyHoW Xenesbl 2 (BRCA2). BbisiBieHne mytaumm 6174delT 484
(HapyweHue cTpyKTypbl 6enka)

18-006 LmToxpom P450, cemelicTtBo 2, cybcemelicteo C, noaunentua 9 (CYP2C9). 484
BbissneHne mytaumun A1075C (lle359Leu)
l'eH nHTepneliknHa 28B, Il Knacc UMTOKMHOBLIX pelenTopos (IL28B).

18-007 | BbinaBneHue mytaumnmn g.39738787C>T (rs12979860, perynsatopHan ob61acTb 963
reHa)

18-008 MeTtuneHtetparngpodonarpeaykrasa (MTHFR). BbiaBneHne myTtaumm 484
A1298C (Glu429Ala)

18-009 | MeTnoHuHcKHTa3a (MTR). BbisisneHne mytaumm A2756G (Asp919Gly) 484

18-010 MeTUOoHUH-CcUHTa3a-peayKTasa (MTRR). BoiasneHne myTaunmn A66G 484
(le22Met)
AHrMoTeHsunH-npespawaowmii depmeHT (ACE). BbiaBneHue myTtaumm Alu

18-011 1441
Ins/Del (perynatopHaa obnactb reHa)

18-012 | AHrnoTeH3unHoreH (AGT). BbisisneHune mytaumm C521T (Thr174Met) 484
FeH MCM®6. UccnepgoBaHue reHeTudeckoro mapkepa C(-13910)T

18-013 721
(perynsatopHan obnactb reHa LAC)

18-014 AnbaoctepoH cuHtasa (CYP11B2). BoissneHune myTtaumm C(-344)T 484
(perynatopHan obnactb reHa)
PeuenTtop menaToHnHa 1B (MTNR1B). BbissneHune mytaumm C(g.37979623)T

18-015 963
(perynatopHan obnactb reHa)

18-016 ButamuH K - peaykrtasa (VKORC1). BbisneHne mytaumumn G(-1639)A 484
(perynatopHan obnactb reHa)

18-017 | Peuentop aodpammHa D2 (DRD2). BbianeHue myTtaumm C2137T (Glu713Lys) 1441

18-018 Lmtoxpom P450, cemelicTtBo 2, cybcemelicteo C, noaunentua 9 (CYP2C9). 484
BbissneHne mytauum C430T (Arg144Cys)

18-019 MeTtuneHtetparngpodonatpeaykrasa (MTHFR). BoiseneHune mytaumm C677T 484
(Ala222Val)

18-020 | Kanuessbiii KaHan (KCNJ11). BoissneHne mytauum C67T (Lys23GlIn) 963
NHTerpuH anbda-2 (rankonpotenH la/lla Tpomboumntos) (ITGA2). BoissneHune

18-021 484
myTaumm C807T (HapyLieHMe cuHTe3a beska)

18-022 l'yaHWH HyKneoTMacCBA3bIBalOLWKI 6enok 6eTta-3 (GNB3). BoiABneHue 484
myTaumm C825T (Ser275Ser)

18-023 ®dubpuHoreH, 6eta-nonmnentug (FGB). BoiasneHme mytaunm G(-455)A 484
(perynsatopHan ob6nactb reHa)

18-024 LOC727677 (LOC727677). BoianeHue mytaumnmn G(g.41686854)T 1441

(perynsatopHan ob6nactb reHa)
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dakTop cBepTbiBaeMocTu Kposu 13, cybbeauHmua Al (F13A1). BoiaBneHue

18-025 484
myTaumm G103T (Val34Leu)

18-026 daKTop cBepTbiBaeMocTM KpoBu 7 (F7). BoiseneHne mytaumm G10976A 484
(Arg353GIn)

18-027 | ApayumuH 1 (anbda) (ADD1). BoinsneHme mytaumnmn G1378T (Gly460Trp) 484

18-028 AnvaernaaermaporeHasa 2 (ALDH2). BoiaBneHue myTtaummn G1510A 963
(Glu504Lys)
PeuenTtop aHrnoteHsumHa ll BToporo Tmna (AGTR2). BbisiBieHWe myTauum

18-029 484
G1675A (perynstopHan obnacTb reHa)

18-030 dakTop cBepTbiBaeMocTu KpoBu 5 (F5). BbiasneHne myTtaumm G1691A 484
(Arg506GIn)
daKTOp CBEPTLIBAEMOCTU KPOBU 2, NPOTPOMOUH (F2). BbisBneHne myTaumm

18-031 484
G20210A (perynsTopHasa obnacTtb reHa)

18-032 3HAoTeNnanbHan cMHTasa okcnaa asota (NOS3). BeiaBneHme mytaummn G894T 484
(Glu298Asp)
3HAoTeNnanbHan cMHTasa okcuaa asota (NOS3). BoiasneHme mytaumm T(-

18-033 484
786)C (perynatopHan o61acTb reHa)
NHTerpuH 6eTa-3 (6eTta-cybbegmHuua peuentopa ¢pmbpmHoreHa

18-034 528
TpomboumToB) (ITGB3). BoiasneHne mytaumm T1565C (Leu59Pro)

18-035 | AHrnoTteHsunHoreH (AGT). BbisisneHune mytaumm T704C (Met235Thr) 528

18-037 | KoHHeKcuH 26 (GJB2) (Bce myTauum) 1441

18-038 | AHaporeHoBbii peuenTop (AR). BoinsneHne mytaumuu (CAG)n ((Gln)n) 1815
O6nactb paKkTopa azoocnepmun (Locus AFR). BoisisneHne mytaumnm del AZFa,

18-039 | AZFb, AZFc (MHO»eCTBEHHbIe M3MEHEHMSA B PETYASALIMN CUHTE3a U CTPYKTYpe 1386
6enkos)

18-040 | AKTMHMH, anbda 3 (ACTN3). BbisneHune myTtaumm C18705T (Arg577Ter) 963

18-041 AnKoron.bp,erMp,poreHasa 1B (ADH1B). BbinaneHme mytaumnmn G143A 946
(Argd7His)

18-042 AnkoronbgernaporeHasa 1C (ADH1C). BoisisneHne mytaumm A1048G 946
(lle349Val)

18-043 BeTa-2-agpeHepruyeckui peuentop (ADRB2). BoisBneHne myTtaumm GA46A 1265
(Argl6Gly)

18-044 PeuenTop aHrMoteHsnHa 1 (AGTR1). BbisiBneHune mytauum A1166C 1265
(perynatopHan obnactb reHa)

18-045 leH NpeapacnoNioKeHHOCTN K BO3pacTHoM makynonatum 2 (ARMS2). 946
BbissneHne mytauum G205T (Ala69Ser)

18-046 PeuenTtop 6paankmHmnHa B2 (BDKRB2). BbiaBneHue aeneumm-sctaskum 9 n.o. 1199
(HapyweHue cTpyKTypbl 6enka)

18-047 | ®aktop KomnnemeHTa H (CFH). BbissneHne mytauum C1204T (Tyrd402His) 963

18-048 KonnareH tuna 5 anbda 1 (COL5A1). BhiaBneHue mytaumm C267T 963
(perynatopHan obnactb reHa)

18-050 LUmTtoxpom P450, cemeliictso 4, cybcemeiictso F, nonunentua 2 (CYPAF2). 484
BbissneHne mytauum G1297A (Vald33Met)

18-051 l'eH, acCOLMMPOBAHHbIN C XXMPOBOWN Maccol 1 oxupeHuem (FTO). BoiasneHne 963
myTaumm G(45+52261)A (perynatopHaa o61acTb reHa)

18-055 NHTepneliknH 1A (IL1A). BoisisneHnne mytaumm C(-889)T (perynatopHas 1199
obnacTb reHa)

18-056 NHTepneliknu 1B (IL1B). BbissneHune myTtaumm C3953T (HapylieHMe cuHTe3a 2376

6enka)
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18-057 NHTepneliknH 6 (IL6). BoiasneHne myTtaummn G(-597)A (perynatopHan obnactb 1452
reHa)

18-058 NHTepneliknH 6 (IL6). BoiasneHne myTtauumn G(-572)C (perynatopHas obnactb 1441
reHa)

18-059 NHTepneliknH 6 (IL6). BbissneHne mytaumm G(-174)C (perynatopHan ob6nactb 1441
rexHa)

18-060 JNlekTuH, cBAsbiBatoWwmii MaHHO3y (MBL2). BbiseneHune mytaumm G(-550)C 1441
(perynatopHan obnactb reHa)

18-061 JlekTuH, cBAsbiBatoWwmii MaHHO3y (MBL2). BbisneHune mytaumm G(-221)C 1441
(perynatopHan obnactb reHa)

18-062 JlekTuH, cBA3biBatowmii maHHo3y (MBL2). BbisBneHne mytauum CAT 1441
(perynatopHan o6nactb reHa)

18-063 JlekTuH, cBA3biBatoWwMit MaHHO3y (MBL2). BbiseneHune mytaumm C154T 1441
(Arg52Cys)

18-064 JlekTuH, cBAsbiBatowmii maHHo3y (MBL2). BbisiBneHne mytaumm G161A 1441
(Gly54Asp)

18-065 JlekTuH, cBAsbiBatoWwMit MaHHO3y (MBL2). BbiseneHune mytaumm G170A 1441
(Gly57Glu)

18-066 | Peuentop menaHokopTuHa 4 (MC4R) (Bce myTaumm) 1441

18-067 PeuenTop, akTMBMpPYEMbIN NponndepaTopamm nepokecmcom, aenbta (PPARD). 963
BbisBneHne mytauum A(-101-842)G

18-068 PeuenTop, akTMBMpPYEMbIN NposndepaTopamm nepokecmcom, ramma (PPARG). 963
BbissneHne mytauumn C68777G (Prol12Ala)

18-069 Koaktmeatop l-anbda-peuentopa, akTueupyemoro nponvdepatopamm 963
nepokcnucom, ramma (PPARGC1A). BoisneHne mytauum G1444A (Gly482Ser)

18-070 TpaHCKpPUNUMOHHbLIN daKkTop A muToxoHApUi (TFAM). BbisBneHne myTauum 963
G35C (Ser12Thr)
YO®d-rnokypoHo3un TpaHcdepasa 1A1 (UGT1A1L). BbiaBneHMe myTaumuu

18-071 721
(TA)6/7 (perynatopHaa obnacTb reHa)

18-072 | AnonunonpoteunH E (ApoE). BbisBneHne nonmmopodmsma e2-e3-e4 1788

18-073 | AM®-ge3amunHasza (AMPD1). BoissneHune mytaumm C34T 963

18-074 | NMpokonnareH a-1 (COL1A1). BbisBneHne myTtaumm G1245T 1788
l'eH paka mono4Hol xenesbl 1 (BRCAL). BoisieneHune mytaumm 3819delGTAAA

18-079 600
(HapyweHue cTpyKTypbl 6enka)
leH paka mono4Hol Xenesbl 1 (BRCAL). BoissneHune mytaumm 3875delGTCT

18-080 600
(HapyweHue cTpyKTypbl 6enka)

18-081 leH paka mono4HoM Xenesbl 1 (BRCA1). BoisisneHne mytauum T300G 600
(HapyweHue dyHKUMM benka)
l'eH paka mono4Hol xenesbl 1 (BRCA1). BoiasneHune mytaumm 2080delA

18-082 600
(HapyweHue cTpyKTypbl 6enka)
leH nHTepneliknHa 28B, Il Knacc UMTOKMHOBBIX peuenTopos (IL28B).

18-083 | BbiaBneHue myTtaummn g.39743165T>G (rs8099917, perynatopHan ob6nactb 1199
reHa)

18-084 | UuTtoxpom P450 2C19. NleHoTMnnpoBaHue no mapkepy CYP2C19 (G681A; *2) 963

18-086 | [dunarHocTuKa uennakuu (tunnposaHme HLA DQ2/DQS) 6039
TunupoBaHMe reHoB rucTocoBmecTumocTu Yenoseka (HLA) Il knacca: DRB1,

18-087 DQA1, DQB1 8459

18-089 BeTa-2 agpeHepruyeckuin peuentop (ADRB2). BeiasneHune myTtaumm C79G 2844

(GIn27Glu)
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18-090 BeTa-3 agpeHepruyecknin peuentop (ADRB3). BoiasneHue mytaummn T190C 1997
(Trp64Arg)

18-094 | NUP-aHanun3 mytaummn V617F B 14-m s3Kk30He JAK2-reHa 3366
18-096 | MLP-aHann3 xumepHoro reHa BCR/ABL t(9;22) 3878
18-102 | NUP-aHanuns myTtaumii B reHe MPL 7717
18-105 | NUP-aHanus myTauumii, geneunii, uHcepumii B reHe CALR 7717
18-136 TunupoBaHue HLA-B51 ana guarHoctuku 6onesHn bexyeta 3740




