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3aM0NHNTb TONbKO AA UccneaoBaHna 42-017
3Hauenuie MHO ao Hauana npuiema aHTUK0ArynAHTOB |:| Cnyyan uHcynbTa (na/wer) |:| Mpuem OnioBactatuHa (ananor: fleckon) (3a/Her) |:|

Mpuem AmmaapoHa (ananoru: Kopaapos,
Pocr, tm |:| Bec, kr |:| Jlnaber (na/ner) |:| AnuokopauH, Apurmin, Kapavogiapow, Muoputmun) (na/Her) |:|

Bo3moHble BUAbI ucaepyemoro 6Moma'repuana:

- BeHO3HaA kpoBb (3a60p B NpobupKy ¢ cupeHeBOt KpbILLKOIA); 3abop maTepuana Ha HECKOMbKO MCUTeA0BAHMIA
- GyKKanbHblii (LieuHblit) 3nuTenuii (3abop B MUKPONpobUpKY ¢ TpaHcnopTHo cpepoit and MLIP). JOMKeH 0CyLLeCTBAATLCA B OfMH KOHTeiiHep.
r 1 r 1 r 1
LITPUX-KOR, Bug 6romarepuana LITPUX-KOR, Bup 6uomarepuana LITPUX-KOp, Bug 6uomarepuana
(Homep npo6upkm) (Homep npo6upkm) (Homep npo6upkn)
L _ L _ L |

KP022 FTEHETUYECKUE UCCJIEAOBAHUA

KOMMJIEKCHbIE TEHETUMECKUE UCCJIEAOBAHUA

42-001 MpepspacnonoXeHHOCTb K NOBbILIEHHOIT CBepTbIBAEMOCTH KPOBH >¢] 42017 BbiABNeHve Gronoruyecky oNTUManbHoi A03bl Mprema
Mapkepbi: 20210 G>A B rene F2, 1691 G>A B ree F5 nperlapa-ra Bap¢apMH

¢ 42>002 ﬂpenpacnonomeHHO(Tb K I'IOBbIUJeHHOMy ypOBHIO rOMOLMCTeNHA Mapkepbi: 430 C>T 8 rete CYP2(9, 1075 A>C 8 rewe CYP29, (-1639) G>A 8 rewe VKORCT
Mapkepsi: 677 C>T g ree MTHFR, 6 A>G 8 rewe MTRR, 1298 A>C reve MTHER, 42-018 JlakTo3Has HenepeHoCMMOCTb Y B3POUTbIX
Mapkepbi: MCM6 (-13910) C>T 8 rewe LCT, MCM6 (-22018) C>T g rewe LCT

2756 A>GB rene MTR
><| 42-003  TeHetnueckuii puck pasuTus runNepToHIN 42-019  MpeppacnonoXeHHOCTb K KONopeKTanbHoMy paky

Mapkepbi: 1378 G>T & rene ADD1, 704 T>Cg reve AGT, 521 (>T g rexe AGT, Mapkepbi: 41686854 G>T 8 nokyce LOC727677
1166 A>C 8 rene AGTR1, 1675 G>A B rexe AGTR2, (-344) (>T s rewe (YP1182,
825 (>T B rene GNB3, (-786) T>C 8 reve NOS3, 894 G>T  rewe NOS3

><| 42-004 TeHeTnueckuii puck pa3BuTUA NpesKnamncum
Mapkepbi: 704 T>C 8 rewe AGT, 20210 G>A 8 rene F2, 1691 G>A B rewe FS, Alu Ins/Del B reve ACE

42-020 TecTukynApHOe HapyLUeHue cnepmaToreHesa
Mapkepbi: AZFa, AZFb, AZFc nokyca AFR

42-022  NpenpacnonoxeHHOCTb K MHOEKLMOHHBIM 3a6oneBaHUAM.

42-005  [TpeapacnonoXeHHOCTb K cepeuHO-COCYAUCTON HEA0CTaTOHHOCTH HepocTaTo4HOCTH MaHHO3-(BA3BIBAIOLLEND NIEKTUHA
Mapkepbi: (-786) T>C 8 rete NOS3, 894 G>T 8 rese NOS3 Mapkepbi: (-550) G>C B rexe MBL2, (-221) G>C B rewe MBL2, 4 (>T B rewe MBL2,

. 154 C>T g rese MBL2, 161 G>A B rexe MBL2, 170 G>A B reve MBL2
42-006  bronornyeckuit puck npuema ropMoHasbHbIX KOHTPaLENTUBoB > 42-023  OxupeHue y fieTeil v NoAPOCTKOB

— Mapkepbi: 20210 6>A B rexe F2, 1691 G>A  rene F5 (He CTaTOYHOCTb DELLEnTopa MeNaHOKODTUH )
42-007 Tpenpacnonoe{HoCTb K [BHHEIA NPUBbIYHOI NOTepe GepemeHHOCTH AOCTATO4HOCTE PELIENTOP aHOKOPTHHa
Mapkepbi: MC4R

Mapkepbi: 20210 G>A B reHe F2, 1691 G>A B rexe F5, 677 (>T 8 reve MTHFR, 1298 A>( 8 reve MTHFR
>{|  42-024 HacnencteHHan runepbunupybuHemmus. Cunapom Xunbbepa

42-008 [penpacnonoXeHHOCTb K paHHel NPUBbIYHOI noTepe Mapsepe:(TA6/7 6 reve UGTIAT
6epeMeHHOCTY (paclunpeHHblif) = } . . ;
Mapgphl: ZOZ1DG>ABTEHEPZ, 1691 G>Barene F5, 677 (>T B rene MTHFR, 1298 A>C B reve MTHFR, - 42 025 HaCHEACTBeHHbIM FEMOXpOMEiT03 (nepBVIlleIl/I, a((OLMMpOBaHHbM
66 A>G B rese MTRR, 2756 A>G B reve MTR Credom HFE)
42_009 reHeTquCKMM pMCK pa3BVITVIﬂ TmM603M60ﬂMM Mapkepbi: 187 (>G B rene HFE, 193 A>T B rene HFE, 845 G>A 8 rene HFE
Mapiepsi: 20210 6>A 8 ree F2, 1691 G>A 8 ree F5, 677 (>T reve MTHFR, 1298 A>C rete MTHFR () 42-026 ﬂpe}:lpa(HOHO)KeHHOCTb K BOSpa(THOI7I [iereHepaLn XKenToro nATHa.
. . MakynapHas serenepauua
(| 42-010 TeHeTnueckuit puck passuTMa TPOMO0IMO0NMN (PacLUMpeHHblil) Mapkepe: 1204 5T s CF, 205 G e ARMS2
Mapkepbi: 20210 G>A B rene F2, 1691 G>A B rexe F5, 677 C>T B rene MTHFR, 1298 A>C 8 rene MTHFR, 10976 G>A B rene F7, N
103 6>T B rene F13A1, (-455) G>A B rewe FGB, 1565 T>C g rewe ITGB3, (-675) S5G>4G 8 rene SERPINET, 807 C>T s ree ITGA2 N 42-027 ﬂporHo3 no60oYHbIX 3¢¢EKTOB npu Tepanin npenapaTom
<] 42-012  Puck paHHero pasBuTA paka MOMOYHOI XeNne3bl U AUYHUKOB "punotekan" ("Kamntosap', "Kamnto")
Mapkepbi: 185delAG 8 rexe BRCAT, 4153delA 8 rene BRCAT, 5382insC 8 rewe BRCAT, 6174delT 8 reve BRCA2, 3819delGTAAA B rewe BRCAT, Mapkepbi: (TA)6/7 8 rese UGTTA1

3875delGTCT B rewe BRCAT, T300G B rese BRCAT, 2080delA  rere BRCAT

><| 42013 CkpbITOE HOCUTESIBCTBO MYTALMiA HECUHAPOMAITbHOI
HelipoCeHCOPHON TYroyxocTi
Mapkepbi: 8 retie GJB2 ((x26)

42-014  TeHeTuyeckuit puck pasBuTUA ruNepriukemum
Mapkepbi: 67 C>T g rene KINJ11, 937979623 C>T 8 reve MTNR1B Mapkepbi: 681 G>T 8 rene (YP2C19

42-015 TopMOH03aBMCMMOE HapyLLEHWe CepMaToreHe3a 42-031 Boibop cnopTuBHoii cekumn ans pebenka. len ACTN3 1 MblLeyHas akTUBHOCTb
Mapkepbi: (CAG)n B reHe AR Mapkepbi: 18705 C>T & reve ACTN3

42-032  [eHeTnuecka AnarHocTuka MykoBucumnao3sa. Aanus reqa CFTR (25 mytauuii)

42-028  3pdeKTnBHOCTL NeyeHus npenapatami PEG-unTepdepoH u Pubasmput
Mapkepbi: .39743165 T>G (rs8099917) 8 rewe IL28B, 9.39738787 (>T (1512979860) 8 rewe 1L28B

42-029 TeHeTMyeCKmil puck pa3BUTUA NAPOAOHTUTA U €r0 OCTIOKHEHMI
Mapkepbi: (-889) C>T s rene IL1A, 3953 (>T g ree IL1B

42-030 ddekTnBHOCTL Tepanum npenapatom Knonugorpen (Mnasukc)
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>7| 42-016  TeHeTnyeckie npuumHbI MyxcKoro becnnopua
Mapkepbi: (CAG)n B rexe AR, AZFa, AZFb, AZFc nokyca AFR

(| 42-034 TNpeppacnonoXeHHoCTb K aTONNYeckomy AepmaTuTy

NCCNEAOBAHUA TEHETUMECKMX MAPKEPOB

> 18-001 Te paka MoniouHoii )ene3bl T (BRCAT). BoiaBneHue myTauum 185delAG ><] 18-005  Te paka MonouHoii ene3bl 2 (BRCA2). Boianetue myTaumm 6174delT
(HapyweHue CTpyKTYpbI benka) (HapyweHue CTPyKTYpbI benka)
>¢| 18-002 Ten paka monouHoii xenesbl 1 (BRCAT). Bbiasnenue myTauum 4153delA »{] 18-007 Tew unTepneiikuna 28B, Il knacc uuTokMHOBbIX peuienTtopos (IL28B).
(HapyLueHue CTpYKTypbI Genka) BbisBnexue mytauum 9.39738787C>T (perynaTopHas 06nacTb rena)
18-003  TeH paka MonouHoii xene3bl 1 (BRCA1). BuiaBneHme MyTatyum 5382insC >{| 18-083 TeH mHTepneiikuHa 28B, Il knacc uutokMHOBbIX peuientopoB (IL28B). BbisBnexne
(HapyweHue CTpyKTYpbI benka) myTauum 9.39743165T>G (rs8099917, perynatopHas 06nactb rexa)
>(| 18-079 TeH paka monouHoii ene3bl 1 (BRCA1). Bbiasnenue mytauum 3819delGTAAA ><] 18-008  Metunentetparugpodonar pegykraa (MTHFR).
(HapywweHue cTpykTypbl 6enka) Bblagnenue mytaumn A1298C (Glu429Ala)
18-080  leH paka monouHoii xene3bl 1 (BRCA1). Boiagnexue myTawum 3875delGTCT ><| 18-009 MeTuoHmH cuHTasa (MTR). Bbianenue myTauun A2756G (Asp919Gly)
_ (Hapywenvie CTRYKTYPE! Genka) ><] 18-010  MeTuoHuH cunTa3a penykTasa (MTRR). Buiagneite MyTatuu A66G (lle22Met)
18-081 (ra“ paKa MO04HOM megezu ; (BRCA). Boignerine myTaLua 300G ><] 18-011  Anrvoten3un npespawatowuii pepmenT (ACE). Bbiagnenue mytauum Alu Ins/Del
- apyLuexne ¢yHKEl”“ enka (perynatopHas 06nactb rexa)
18-082  leH paka monouHoii xene3bl T (BRCAT). Boiagnenue myTauun 2080delA *] 18012 Aurvioten3uHoreH (AGT). Boisanenvie myraumm C521T (Thr174Met)

(HapywweHue cTpyKTypbl 6enka)

18-004  WHrubutop akTveatopa nnasmutorena (SERPINE).
BbiaBneHue myTauum 5G(-675)4G (perynatopHas o6nactb rea)

18-013  Jlaktaza (LCT). Boiasnexue myTaumum C(-13910)T (perynatopHas o6nactb rexa)

18-014  AnbpoctepoH cunTasa (CYP11B2). Boiagnenue mytauun C(-344)T
(perynatopHaa 06nacTb rexa)

-
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18-044

NCCNEQOBAHUA FTEEHETUYMECKUX MAPKEPOB, cTp. 2

Peuentop menatoHuHa 1B (MTNR1B). Buiagnenue mytauun C(g.37979623)T
(perynatopHas o6nactb rexa)

Butamun K pepyktasa (VKORC1). Boiagnenue mytaumm C(-1639)T
(perynaTopHas 06nacTb rexa)

Pewentop aodamua D2 (DRD2). BoiABnenue myTaumn C2137T (Glu713Lys)
Liutoxpom P450, cemeiictgo 2, cybcemeiicto C, nonunentug 9 (CYP209).
Bblanenue mytaumn A1075C (lle359Leu)

Liutoxpom P450, cemeitctBo 2, cybcemeiicto C, nonunentug 9 (CYP209).
Boiagnenue mytaumun C430T (Arg144Cys)

Linutoxpom P450 2C19. Tenotunuposanme no mapkepy CYP2(19 G681A
MeTunentetparuapodonar pegykrasa (MTHFR).

Boiagnenune mytauun (677T (Ala222Val)

Kanuesblit kaHan (KCNJ11). Boianenme myTaumum (67T (Lys23Gln)

WnterpuH anbda-2 (rukonpotenH la/lla Tpom6ouutos) (ITGA2).
Bblanenve mytaumn (807T (HapyLueHue cuHTe3a benka)

[yaHuH HykneoTuacBA3bIBaloWMi 6enok 6eta-3 (GNB3).
Bblanenwe mytaumn (825T (Ser2755er)

OubpuHoreH, beta nonunentug (FGB). Boiagnenne mytauum G(-455)A
(perynatopHaa 06nactb rexa)

L0C727677 (LOC727677). Boiasnexue myTaunm G(g.41686854)T
(perynaTopHas 06nacTb rexa)

OakTop cBepTbiBaemMoCTv kpoBu 13, cybbeantuua A1 (F13A1).
BbiaBnene mytaumum G103T (Val34Leu)

OakTop cBepTbIBaeMoCTI KpoBw 7 (F7).
Bbianenme mytauun G10976A (Arg353Gln)

Angyunt 1 (anbda) (ADD1). Boisanenme mytaumn G1378T (Gly460Trp)
Anbperun-pervupporexasa 2 (ALDH2). Boiagnenune mytauumn G1510A (Glu504Lys)

Peuentop aHruoten3uHa Il BToporo Tuna (AGTR2).
BbiaBneHune mytauum G1675A (perynatopHas 06nacTb reHa)

OakTop cBepTbIBaEMOCTI KPOBY 5 (F5).
Bbiagnenue mytaunn G1691A (Arg506Gin)

MakTop BepTbIBAEMOCTY KPOBY 2, NPOTPOMOUH (F2).
BbiaBneune mytauum G20210A (perynaTopHas 06nacTb rexa)

IHAOTENMANbHAA CMHTa3a oKcuza a3oTa (NOS3).
Bblanenue mytauun G894T (Glu298Asp)

JHpoTeNnanbHas CMHTasa okcuaa asora (NOS3).
Bblagnenwe mytauwn T(-786)C (perynatopHaa 06nactb rexa)

WnTerpuH 6eta-3 (6eTa cybbeanHmua peuentopa ¢pubpuHoreHa TpomMboLMUToB)
(ITGB3). BblaBnexue mytauum T1565C (Leu59Pro)

Arunotex3uHoreH (AGT). Bbiasnexue myTauum T704C (Met235Thr)

Butamun K pepyktasa (VKORC1). Boiasnenme mytauwn T7481C (perynatopHas
06nacTb rexa)

KoHHekcuH 26 (GJB2) (Bce myTawum)
AnpporeHoBblii peientop (AR). Boiasnenue myTauum (CAG)n ((GIn)n)

0O6nactb dpakTopa asoocnepmum (Locus AFR). BbissneHue mytaumm del AZFa,
AZFb, AZFc (MHOXeCTBeHHbIE U3MEHeHWA B PerynaLIm CUHTe3a U CTPYKType
6enkos)

AkTuHUH, anbda 3 (ACTN3). BuiasneHue mytauun C18705T (Arg577Ter)
Ankoronb perunporeqasa 1B (ADH1B). Boiagnetue myTaumm A143G (Arg47His)
Ankoronb perunporeqasa 1C (ADH1C). Boiasnexue myTauium A1048G (lle349Val)

bera 2 agpeHepruyeckuit peuentop (ADRB2). BoiagneHue myTauun G46A
(Arg16Gly)

Peuentop aHruotensuHa 1 (AGTR1). Boianenme mytaumn A1166C
(perynatopHaa 06nactb rexa)

YcnoBHble 0603HaueHus:

—

*_+  Lentpudyruposatb mpu 2000-2200 g B Teuetme 10 MuHyT

+ llepeHecTy CbIBOPOTKY/NNa3my B TPAHCMOPTHYIO NPO6MpKY

18-046  Pewentop 6paaukintuna B2 (BDKRB2). Beiagnenue myTaumn +9/-9 bp
(HapyweHue CTpyKTYpbI benka)

18-047  (©aktop komnnemenTa H (CFH). Boiasnexue mytauum C1204T (Tyr402His)

18-048 Konnaren Tuna 5 anbda 1(COL5AT). BoiagneHue myTauum (2677
(perynatopHaa 06nactb rexa)

18-045 e npegpacnonoxeHHoCTH K Bo3pacTHoii Makynonatuy 2 (ARMS2).
Boiagnenme myTaumum G205T (Ala69Ser)

18-049  Katexon-O-metuntpaHcdepasa (COMT). Boiagnenne mytaumn G472A (Val158Met)

18-050  Llutoxpom P450, cemeiicTo 4, cybcemelicTao F, nonunentug 2 (CYP4F2).
BbiagneHue mytauun G1297A (Val433Met)

18-051  TeH, accompoBaHHbIii ¢ X1poBOIi Maccoil n oxmpennem (FTO0).
BbiaBneHune myTauum G(45+52261)A (perynatopHaa 06nactb rexa)

18-052  TeH remoxpomato3a (HFE). Boianenue mytaumun (187G (His63Asp)
18-053  TeH remoxpomato3a (HFE). Boiasnenue myTaumum A193T (Ser65Cys)
18-054  TeH remoxpomato3a (HFE). Boianenue myTaumun G845A (Cys282Tyr)

18-055  Wntepneiikun 1A (IL1A). Boiagnenue mytaumn C(-889)T
(perynatopHas o6nactb rexa)

18-056  Untepneitkut 1B (IL1B). Bbiagnexue mytauum (39537
(HapywweHue cuHTe3a benka)

18-057  Wntepnelikux 6 (IL6). Boianenue mytaumm G(-597)A
(perynatopHas o6nactb rexa)

18-058  UntepneitkuH 6 (IL6). BoianeHue mytaumm G(-572)C
(perynatopHaa obnactb rexa)

18-059  Wntepnelikux 6 (IL6). Boianenune myTaumn G(-174)C
(perynatopHas o6nactb rexa)

18-060  JlekTiH, cBA3bIBatoLmil MaHHO3y (MBL2). BoiagneHue myTauumm G(-550)C
(perynatopHaa obnactb rexa)

18-061  JlekTuH, cBA3bIBatoLLMin MaHHO3Y (MBL2). Bbiagnexne mytauum G(-221)C
(perynaTopHas o6nactb rexa)

18-062  JlekTuH, cBA3bIBatoLMil MaHHO3y (MBL2). Boiagneue myTawum CAT
(perynatopHaa obnactb rexa)

18-063  JlekTuH, cBA3bIBatoLLMA MaHHO3Y (MBL2). Buiagnenue mytaumn C154T (Arg52Cys)
18-064  JlekTuH, cBA3bIBatoLLMA MaHHO3Y (MBL2). Buisagnenue myTaumm G161A (Gly54Asp)
18-065  JlekTuH, cBA3bIBatoLLMin MaHHO3Y (MBL2). Buiagnenue mytaumn G170A (Gly57Glu)
18-066  Pewentop menaxokoptiHa 4 (MC4R) (Bce myTawum)

18-067  Pewentop, akTBMpYyeMblii nponudepaTopamm nepokcucom, fensra (PPARD).
Boiagnenue mytauun A(-101-842)G (HeT, MHTPOH)

18-068  Pewuentop, akTuBMpyemblit nponudepatopamu nepokcucom, ramma (PPARG).
Boiagnenune mytaumun (68777G (Pro12Ala)

18-069  Koaktusatop 1anb¢a peLentopa, akTuupyemoro nponndeparopamu
nepokcucom, ramma (PPARGCTA). Beiasnene myTaumm G1444A (Gly482Ser)

18-070  TpaHckpunumoHHblit daktop A mutoxoHapuit (TFAM). BoiasneHue myTaumum G35C
(Ser12Thr)

18-071  YOO-rniokypoHo3un Tpatcdepasa TA1 (UGT1A1). Buiasnenne mytauum (TA)6/7
(perynatopHas o6nactb rexa)

18-072  Anonunonpotent E (ApoE). Boiasneue nonumopdusma e2-e3-e4
18-073  AMO-ge3amuxasa (AMPD1). Boiasneue myTauum (34T

18-074  TpokonnareH a-1 (COL1A1). BbiagneHue myTaumum G1245T

18-075  AKTMBHOCTb (pepMeHTa TesloMepasbl

18-076  [InuHa TenomepHoii nocnefoBaTeNbHOCTH

18-077  Nakrasa (LCT). Boiagnenme mytaumn MCM6 (T(-22018)C)

18-078 e rnyTatinou S-TpaHcepasbl MU-1 (GSTM1). BbisBneHue fenewmoHHoro
nonumopdusma rexa del(GSTM1), Hynesas annenb

18-085* Onpegenexue pe3yc-GakTopa nnoja no KpoBi bepemeHHON KeHLmHb < ¥
18-086  [marHoctuka uenuakum (Tunuposanue HLA DQ2/DQ8)

N N2
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* 3360p BeHO3HOI KPOBY B MPOOUPKY € YHONETOBOI KPbILIKOA 06bEMOM He MeHee 6 M.
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