Cpok
AHAINMN3 FEHbI LEEHA Ne pa6.n
H

Pak Toncroro Kuwe4yHuka, -aHanus reHos |l pasbl geTokcmkaumm: GSTT1,GSTM1, N
)Kenyaka u pak MO4eBoro 5700 | cp-101 | 1421
nysbips 6 mapkepoBs P-A
MpenpacnonoXXeHHOCTb K
paKy nerkux, xxenyaka u 13700 | cp-111 | 1421
TOJICTOrO KuLeYyHeKa p.O
10 mapkepoB
Pak Mono4Hom xenesbl U aHanms reHoB pycka CeEMENHbIX hopM (OnMyxoneBbiX 7.14
AVNYHUKOB 7 MapKepoB cynpeccopoB): BRCA1, BRCA2, CHEK2 4100 GP-104 .4
Pak Mono4Hom xenesbl U -aHarnm3 reHoB pucka ceMemnHbiX OpM (OMyxorneBbIX
AINYHMKOB 16 mapkepoB cynpeccopoB): BRCA1(7), BRCA2, CHEK2, BLM 14.21
-aHanu3 reHa peuenTtopa nporectepoHa: PGR 8800 | GP-105
-aHanu3 reHa peuentopa ESR1, ESR2(2) e
-aHanun3 rena MMP1
AHTMOKCUOAHTHasA 3almuTa -aHanu3 reHoB cuctembl getokcukauum: GSTT1, GSTM1,
8 mapkepoB NQO1
-aHanu3 reHa cynepokcugancmyrtasa: MnSOD
-aHanu3 reHa rrnyraTmoHnepokcmaasa: GPX1 14-21
-aHanu3 reHa katanasa: CAT S R
-aHanu3 reHa TpaHcrnopTepa ackopbUHOBOW KUCNOTbI:
SLC23A1
-aHanun3 reHa TpaHcnopTtepa gonaTtoB: SLC19A1
AHann3 reHeTNYECKnNX -aHanu3 reHoB | n Il dasbl getokcukauun: CYP1A1,
MapKepoB pucka CYP2C9, CYP2C19,CYP1A2, CYP2D6, GSTM1, GSTT1,
OHKOJNOrMYeCKNX NAT2, MTHFR, CYP17A1, VKORC1, MDR1
3a60neBaHN -aHanu3 reHa peuenrtopa aHgporeHoB: AR
21 mapkep -aHanm3 reHoB prcka ceMeiHbIx (hopM paka MOMOYHOIA 20900 | GP-108 | 2128
enesbl U ANYHNKOB (OMyXOneBbIX CYNpeccopoB): P-A
BRCA1, BRCA2, CHEK2
-aHarnu3 reHoB, KOHTPOIMPYIOLNX AeNEHNE KIETKM
(oHkoreHoB): TP53 , MYCL1(LMYC), EPOX,PGR(PROG)
FeHeTM4YeCKUM pUckK CYP1A1,CYP17A1, CYP19A1, MDR1, BRCA1, MTHFR,
OHKOJOrMYecKux MTRR,MTR,BRCA2,TP53, GSTM1, GSTT1, TPMT, 35.42
3a6oneBaHui TSHR, CHEK2, MUTYH, MLH1,VKORC1, CYP2E1, 31900 | GP-109 o
40 mapkepoB PON1, AR, L-MYC(MYCL1), NAT2, |
CCAT2(CASCS8),Casp8
Pak npeacratenbHOM Xene3bl | -aHanus reHa peuentopa aHaporeHos: AR,CASC8
13 mapkepoB (CCAT2)
-aHanu3 reHoB Casp8, TP53 8800 | GP-110 21-28
-aHanmn3 reHoB pucka ceMenHbIX hopM (OnyxoneBbIX P-A
cynpeccopoB): BRCA1(7), BRCA2, CHEK2
Pak wurtoBnaHom xenes3bl -aHanu3 reHa nposocnanuTensLHoro LuuTokuHa: TNFa(2)
4 mapkepa -aHanu3 reHa peLentopa TMPeoCTUMYNUPYIOLLLEro
ropmoHa (TupeotponuHa): TSHR 6000 | GP-601 14-21
-aHanm3 reHa, KOHTPONMPYHOLLEro AeNIEHNE KIETKM p.o
(oHkoreHa): TP53(P53)

BonesHb NpenBca -
ayTOMMMYHHbIN TUpeonauT

-aHann3 reHoB rMaBHOro KOMMIeKca rMcToCOBMECTUMOCTH
Il knacca: DQA1, DQB1
-aHarnu3 reHoB NPOBOCMaNUTENbHbIX LIUTOKUHOB: 1L4,

IL4R, TNFA ) 7400 | cp-soz | 14-21
-aHanua reHa T-numdounT-accoLnMpoBaHHOW p.4
cepuHacTepasbl: CTLA4
-aHanu3 reHa peLentopa TMpPeoCTUMYNUPYIOLLLETrO
ropmoHa (TupeotponuHa): TSHR

BonesHb bexTepeBa HLA-B27 2800 | cp-6o3 | 710

p.0o




AHanus reHoB
onpeaenaowWmx
ycTtonumBocTb kK BUY

-aHanu3 peuentopa NMMGOoLUTOB (XEMOKMHOBOIO
peuentopa): CCR5(rs333)

1300 K-1

FeHeTU4YeCKun prUck -aHanu3 reHoB, perynmpyoLLmMx KPOBSIHOE AaBIEHNE:
apTepuanbHOW rMNEepPTOHUN, ACE, NOS3, AGT, AGTR1, AGTR2,
noa6op CYP11B2(rs1799998),
AHTUTMICPTEHIUBHEIX 22211&257246;; OTBETCTBEHHbIX 32 METABONM3M
- , GP- | 212
"1‘?32.‘3?2333 nunuaos: APOE, APOCIII 13200 | S, p_ns
-aHanu3 reHoB PB-agpeHopeventopoB: ADRB1, ADRB2
-aHarnu3 reHoB cucTembl getokcukauum: CYP2C9(2),
CYP2D6(2)
ApTepuanbHas runepToHusi -aHanu3 reHoB, PErynvpyLLMX KPOBSHOE JaBIEHME:
11 mapkepoB ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2(BKR), 6000 GP- 10-17
REN, CYP11B2, ADD1 215 p.a
ATepocknepo3s aopTbl U -aHarnu3 reHoB, OTBETCTBEHHbIX 3@ 0O6MEH roMoLMcTenHa:
KOPOHapHbIX COCYA0B MTHFR(2), MTRR, MTR, CBS
32 mapkepa -aHanu3 reHa TpaHcnopTepa cdonatos: SLC19A1
-aHanu3 reHoB, pPerynmpyoLLmMx KPOBSIHOE AaBIEHNE:
ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2(BKR),
REN, ADD1, CYP11B2
-aHann3 reHoB, OTBETCTBEHHLIX 32 MeTabonnam 29700 | GP- | 30-37
nunuaos: APOE, PON1, ApoA1, ApoC3, ApoA5(3) 202 p-A
-aHarnm3 reHoB CUCTEMbI CBEPTbIBAHUSI KPOBU 1
dubpuHonusa: F1(FGB), F2(FIl), F5(FV), F7(FVII),
ITGB3(GPllla),
ITGA2(GPla), PAI1, F13A1(FXIIN)
NunuaHbIn 06MeH -aHanu3 reHoB, OTBETCTBEHHbIX 3a MeTabonunam
11 mapkepoB nunuaoB: APOE, ApoC3, ApoA5, ApoA1 21-28
-aHarnv3 reHoB, BOBMEYEHHbIX B 06MeH XxonectepuHa v 6300 | GP-203 p.A
okucneHue xupHoix kucnot: PPARA, PPARD, PPARG
F'mnepromouuncrenHemus -aHanu3 reHoB, OTBETCTBEHHbIX 3@ OOMEH roMoLMcTenHa:
4 mapkepa MTHFR(2), MTRR, MTR 2500 | GP-204 5;:10
Tpomb6odunus -aHanM3 reHoB CUCTEeMbl CBEPThIBAHUS KPOBU 1
2 mapkepa umbpuHonusa: F2(FlIl), F5(FV) 1900 | Gp-20s 5;;1,10
Tpomb6ocdunus -aHanu3 reHa, OTBETCTBEHHOIO 32 06MeH roMoLUCTeUNHa:
12 mapkepoB MTHFR1, MTHFR2, MTRR, MTR
-aHanu3 reHoB CMCTeMbl CBEPTLIBAHMS KPOBU 1 5-10
uGpuronmsa: F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla), | 4400 | GP-206 | )
PAI1, F7(FVII), GPla(ITGA2), F13A1(FXIII)
Tpomb6ocdunusa n nopodop -aHanu3 reHa, OTBETCTBEHHOIO 3a OOMEH roOMOLIMCTEUNHA:
nekapcTBeHHbIX npenapatos | MTHFR(2), MTRR, MTR, CBS
36 mapkepoB -aHanu3 reHa TpaHcnoptepa cdonatos: SLC19A1
-aHanu3 reHoB CUCTeMbl CBEPTbIBaHMS KPOBU 1
dubpuHonmaa: F1(FGB), F2(FIl), F5(FV), ITGB3(GPIlla),
PAI1, F7(FVII), F13, GPla ITGA2), GPIba, FGG, PROC
(2), SERPIN, F8, F11, F12, Gplab, PLAT
-aHarnm3 reHoB, CBSI3aHHbIX C N0A60POM NeKapCTBEHHbIX 30.37
npenapatoB: CYP2C19(3),CYP2C9(2), CYP2D6(2), 31900 | GP-207
VCORC1, CYP4F2, GGCX P
-aHanv3 reHoB runepxonectepuHeMun: ApokE




FeHeTU4YeCKMA pUCK
cepAeyYHo-CoCcyanUCTbIX
3aboneBaHumn

60 mapkepoB

-aHanm3 reHoB, OTBETCTBEHHbIX 32 0OMEH roMoLMcTenHa:
MTHFR, MTRR, MTR, MTHFD, CBS

-aHanun3 reHa TpaHcnopTtepa donaToB: SLC19A1
-aHarnu3 reHoB, PerynupyloLwmnx KpoOBSHOE AaBleHWE:
ACE, NOS3, AGT, AGTR1, AGTR2, CYP11B2, ADD1
-aHarnu3 reHoB, OTBETCTBEHHbIX 3a MeTabonuam
nunugos: APOE, APOCIII, PON1, ApoC, ApoA5,
-aHanu3 reHoB PB-agpeHopeuentopoB: ADRB1, ADRB2
-aHanm3 reHoB, BOBMEYEHHbIX B OOMEH XonectepuHa un
okucneHue xumpHbix kncnot: PPARA, PPARD, PPARG,
UCP2, UCP3

-aHanu3 reHa MaTpukcHom metannonpoteassbl 3: MMP3
-aHanu3 reHa cynepokcuggucmytasa: MnSOD

-aHanu3 reHa rnytatmoHnepokcuaasa: GPX1

-aHanu3a reHa katanasa: CAT

-aHarnm3 reHoB CUCTEMbI CBEPTbIBAHUSA KPOBU U
dubpuHonusa: F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla),
PAI1, F7(FVII), GPla(ITGA2), F13A1, FGG, PROC(2),
SERPIN, F8, F11, F12, Gplab, GpVI, PLAT

-aHanun3 reHoB, CBSA3aHHbIX C NOABGOPOM NeKapCTBEHHbIX
npenapatoB: CYP2C19(3), CES1, CYP2C9(2),
VCORC1(3), CYP4F2, GGCX, CYP2D6(2)

36300

GP-208

30-40
p-A

CaxapHbin guabert | Tuna,
MHCYJIMHO3aBUCUMbIN

aHalrnuna reHoB rMaBHOro KomMrnJsiekca rmCtocoBmMecTtmMoCTuU
I n 1l knacca: DQA1, DQB1

. 3upokpuHonoruueckue saGonesawmm |

Bone3Hb KpoHa

samdHnkoB. Konuvectso CAG-noBTOpoB B reHe AR

aHanua reHa, OTBETCTBEHHOMO 3a MeTabonM3m Kanbums u

7 MapKkepoB aHanus reHa T-nMMounT-accoLMnpoBaHHOM
cepuHacTepasbl: CTLA4(2) 3500 | gp-401 | 10-17
aHanms reHa TMpo3unH-cpocaTasbl: PTPN22 P-A
aHanus reHa nHrtepnernkuHa 6: 1L6
aHanu3 reHa npoBocnanuTensHoro uutokuHa: TNF-a
CaxapHbin guaber Il Tuna n aHanua reHa TpaHCKpUMNUMOHHOro dpaktopa 7: TCF7L2
ero ocrnoXxHeHus, aHanm3 reHoB, BOBMEYEHHbIX B 0OMEH XonecTepunHa u
okucneHme xupHblx kucnot: PPARA, PPARD, PPARG )
Egggggaixapoc""mmm"x aHanms reHos: VEGFA(2), KCNQ1(2),KCNJ11 , BELY e Al 1?,_?
12 mapkepoB SLC30A8, JAZF1,HHEX
MeTabonuam ctepougHbIX aHanus reHa peuenTtopa aHaporeHoB: AR
ropmMoOHOB aHanua reHa pevenTopa actporeHoB: ESR1, ESR2
18 mapkepoB aHanus reHa apomartasbl: CYP19A1(2)
aHanu3 reHa onukyncTumynupyoLlero ropmoHa: FSHR 7500 | GP-404 14-21
aHanu3 reHoB OTBETCTBEHHbIX 3@ CUHTE3 CTEPOUAHbIX P-A
ropmoHos: CYP17A1, CYP21A2(11)
M'MnepaHpporeHus AHanu3a reHa peuentopa aHApOreHoB,
accoLMMPOBAHHOIO C PUCKOM PasBUTUS paka 714
npeacraTenbHOW Xernesbl/CMHAPOMAa NONIMKUCTO3HbIX 1500 | GP-407 0.0

4 vapwepa AvbiTAs re1a poLBNTOp K MypEMMTATENTURY 4400 | GPsor [ 121
) p.4

KOMMNOHEHTY GakTepmarnbHO KneTo4Hon cteHkn: NOD2

Hecneuundmuecknn aHanus reHa npoeocnanuTensHoro uutokuHa: TNFA

A1I3BeHHbIN KONUT aHanua reHa peuentopa K mypamungunentuay, 3100 | GP-502 14-21

5 mapkepoB KOMMOHEHTY GakTepmarnbHOi KNneTo4YHon cteHkn: NOD2 p.A

Llennakus - aHanua reHoB raBHOro KoMMekca o

rnioTeHoBasA 6onesHb TMCTOCOBMECTUMOCTY: 5500 | GP-503
HLA-DQA1, HLA-DQBH1 i

JlakTasHaA HeJoOCTaTOYHOCTbL | perynatop akcnpeccun reHa LCT: MCMG6(rs4988235) 1600 | GP-504 7-14

p.a




Bone3Hu xxenyao4Ho-
KALLEYHOro Tpakra:
Lenuakus,

JNlakTasHasa HeAOCTaTOYHOCTD,
Cunpgpom Xunnbbepa,
Femoxpomaros,

BonesHb KpoHa,
Hecneuudunuecknn
ASBEHHbIN KONMUT.

40 mapkepoB

MeTabonn3mM KOCTHOM TKaHU
11 mapkepoB

aHanua reHoB rfaBHOro KoMnrekca
TMCTOCOBMECTUMOCTMU:

HLA-DQA1, HLA-DQB1

nakTtasHas HegoctaTodHocTb: MCM6

cvHapom XKunbbepa: UGT1A1

remoxpomato3: HFE(3)

TpaHcnopTep Mmeaun: ATP7B

aHanua reHa nposocnanuTensHoro untokuHa: TNFA(2)
aHanua reHa peLenTtopa Kk Mypamungunentuay,
KOMMOHEHTY GakTepmanbHOM KneTo4Hon cteHkn: NOD2
aHanus reHa, OTBETCTBEHHOIO 3a MeTabonMam Kanbums u
MUHeparnbHoro obmeHa: VDR

aHanus reHoB getokcukauuun: CYP2C9, CYP2C19
aHanu3 reHoB: PNPLA3, TM6SF2, CETP, SREBF2,
ADIPOQ(2), ApoA1, ApoA5 , LPL, LRP1

aHanu3 reHoB, OTBETCTBEHHbIX 32 METAOONM3M NUNUAOB:
APOE, APOC3

aHanm3 reHoB, BOBMEYEHHbIX B 0OMEH xonectepuHa u
okucneHme xupHolx kucnot: PPARG, PPARA, PPARD

daKkTopbl HapyLLIEHUs KanbLMeBoro obmMeHa,
runosutammHosa D, ocTeonoposa 1 0CTeoneHN4Yeckoro
cuMHOpoma.

-aHanu3 reHoB, OTBETCTBEHHbIX 33 (DOPMUPOBaHME

36300

GP-505

21-28
p.o

MaTpukca kocTHom TkaHn: COL1a1, NADSYN1 14-21
-aHanm3 reHoB, OTBETCTBEHHbIX 3@ METAb0ONU3M KanbLns 1 )| (el p.o
MuHepanbHbin obmeH: VDR(3), CALCR, GC ,FDPS
-aHanu3 reHa peuentopa actporeHos: ESR2, CYP2R1,
MMP1
MeTabonn3m KOCTHOM TKaHU dakTopbl HapyLLUEHUS KanbLMeBoro obmeHa,
3 mapkepa rmnoBuTamuHosa D, ocTeonoposa 1 0CTEONEHNYECKOrO
cvHAapoma. 10-17
-aHarnu3 reHoB, OTBETCTBEHHbIX 3a (bopMUpoBaHMe 4400 | GP-507
MaTpukca kocTHou TkaHu: COL1a1 P
-aHarnu3 reHoB, OTBETCTBEHHbIX 32 META00NMM3M KanbLns
1 MuUHepanbHbIn obmeH: VDR, CALCR
AyTOMMMYHHOE nopaxeHue
CyCcTaBoOB 3500 GP- 10-17
2 mapkepa 1240 B

MeavaTtopHble HapyLLUeHUA aHanma reHoB fodaMMHOBOrO peLenTtopa 1 a0 | e 14-21
6 mapkepoB CEpPOTOHMHOBOIO peLenTopa ) p.0
Bone3Hb Anburenmepa OueHka npegpacnoroXeHHOCTH kK 6onesHu Anburerimepa 10
npeapacnonoXeHHOCTb 3a cyeT aHanusa reHa APOE. 2800 | GP-803 56 .

2 mapkepa

Puckn ropmoHansHomn Puck pa3Butnst TPOMGO30B 1 rOPMOHO3aBUCUMbIX
KOHTpauenuuu HoBoOOpa3oBaHu Ha cpoHe npuema OK n M3T.
16 MapKepoB -aHanu3 reHoB, OTBETCTBEHHbIX 32 0GMEH roMouucTenHa:
MTHFR(2), MTR, MTRR
-aHarnu3 reHoB CUCTEMbI CBEPTLIBAHUS KPOBU M GP- 14-21
dubpuHonusa: F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla), | 6600 701 0.0
GPIa(ITGA2), PAI1(SERPINE1),
F7(FVII), F13A1(FXIII)
-aHanu3 reHa peuentopa nporectepoHa: PROG
-aHanu3 reHa peuentopa: ESR1(2), ESR2(1)
lNMpeApacnonoXeHHOCT K -aHanm3 reHa CMCTEMbI CBEPTbIBAHUS KPOBU U
CUHOPOMY MOMMUKUCTO3HbIX ubpuHonusa: PAI1
i -aHanua rexa peuenTopa aHaporeHos: AR 7700 | Gp-703 | 1421
7 MapkepoB -aHanu3 reHoB | n Il dasbl getokcukauun: CYP1A2, p-A
GSTM1, GSTT1, GSTP1(2), NAT2(3)




NMoaroToBKa kK 6epeMeHHOCTH,
HeBbIHalWMBaHUe U
OCIOXHEHUA 6epeMeHHOCTH
30 mapkepoB

-aHarnu3 reHoB, OTBETCTBEHHLIX 32 OOMEH rOMOLMCTEUNHA:
MTHFR(2), MTRR, MTR, CBS(2)

-aHanun3 reHa TpaHcnopTtepa donaTtoB: SLC19A1
-aHarnm3 reHoB CUCTEMbl CBEPTLIBAHMS KPOBU U
dumbpuHonuza: F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla),
GPla, PAI1,

F7(FVII), F13A1

-aHarnu3 reHoB, perynupyrLlinx KpoBaHoe AaBlieHne:

ACE, NOS3(e), ADD1, CYP11B2 16500 | GP-704 | 1421
-aHanm3 reHoB, cuHTesupyoLmx konnareH: COL3A1 .
-aHanm3 reHoB, CBSA3aHHbIX C OKCUAATUBHLIMM CTPECCOM
N CHIKEHUEM aHTUOKCUAAHTHOM 3awwmnTtel: MNnSOD,
GPX1, CAT
-aHanu3 reHoB |l dasbl geTokcnkauumn: GSTM1, GSTTA1,
GSTP1(2)
-aHarnm3 reHoB, OTBETCTBEHHbIX 32 MeTabonuam
cTepougHbix ropmoHoB: ESR1, ESR2, FSHR
MoaroTtoBka k 6epemeHHOCTH, | ESR1 rs9340799,ESR1 rs2234693
15 mapkepoB ACE rs4646994 (rs1799752),FIl rs1799963
FV rs6025,Gpllla (ITGB3) rs5918
Gpla (ITGA2) rs1126643,FVII rs6046 14-21
MTHFR rs1801133 (MTH677), MTRR rs1801394 13200 | GP789
MTHFR rs1801131 (MTH 1298) P-A
MTR rs1805087,FGB rs1800790 T12
PAI1 rs1799889 (rs1799768) T12
CFTR rs113993960 (rs77010898) delF-508
MoarotoBka kK AKO -aHanus reHa peuentopa acTporeHa: ESR1(2), ESR2
19 mapkepoB -aHanu3 reHa apomatasbl: CYP19A1
-aHanu3 reHa peuentopa ONUKYNICTUMYNUPYHOLLErO
ropmoHa: FSHR
-aHarnu3 reHa peuenrtopa NioTEUHN3NPYIOLLLENO FOPMOHa:
LHCGR
-aHanu3 reHa aHTUMIONNIeEpOBa rOPMOHa 1 ero
peuentopa: AMHR2(3), AMH 14-21
-aHanun3 reHa peLientopa ropmoHa, CTUMynupytoLLLero 11300 | GP-705
WwmToBMAHYIO Xenedy: TSHR e
-aHanu3 reHa pocta/guddepeHumposku 9B: BMP15(3)
-aHanm3 yucrna nosTtopoBs B reHe FMR1
-aHanun3 reHa aHrMoTEH3UHMNpPEeBpaLLaLLero epmMeHTa:
ACE
-aHanu3 reHa sHAoTenuanbHoro hakTopa pocra
cocynoB: VEGFA
«CyactnuBas AHanu3 reHoB, OTBETCTBEHHbIX 3@ OOMEH rOMOLIMCTEUNHA:
6epeMeHHOCTb» MTHFR, MTRR, MTR, CBS;
MnaHupoBaHue AHanus reHa TpaHcnoptepa c¢onatos: SLC19A1;
AHanu3 reHoB CUCTEMbI CBEPTLIBAHUSA KPOBU U
gg ':;:Oi::gf" cpuGpuHonmaa: F1 (FGBY), F2 (FIl), F5 (FV), ITGB3
(GPIlla), GPla, PAI1, F7 (FVII), PLAT;
AHanu3 reHoB, PErynupyLwmnx KpoBsIHOE AaBMNeHWe:
ACE, NOS3, AGE, ADD1, CYP11B2;
AHanus reHoB, cuHTesupyrowmx konnareH: COL3A1,
END1;
AHanns reHoB, CBSA3aHHbIX C OKCUOATUBHLIM CTPECCOM U
CHWXEeHWeM aHTnokcuaaHTHom 3awmTtbl: MNSOD, GPX1,
CAT; 30-40
AHanus reHos Il a3kl getokcukaunmn: GSTM1, GSTT1, 36300 | GP-706 o.0

GSTP1 (2);

AHanua reHoB peLentopa actporeHa: ESR1, ESR2;
AHanus reHa peuentopa onnMKynoCcTUMYNUPYOLLETO
ropmoHa: FSHR;

AHanus reHa peuentopa NTEMHU3NPYIOLLLErO rOPMOHa:
LHCGR,;

AHanns reHa aHTUMIONIIEPOBa FOPMOHA U ero
peuentopa: AMH, AMHRZ2;

AHanus reHa ¢akropa pocta n anddepeHLNpPOoBKN:
GDF9, BMP15;

AHanua uncna nostopoB B reHe FMR1;

AHanns yacTbIx MyTaLui B reHe MmykoBucLmnaosa (20);
AHanus yacTbIx MyTauumn B reHe PAH;




AHanus yacTbix MyTaumn B reHe HFE;

AHanus 3Haunmbix myTaumi B reHe GJB2 (30delG,
167delT);

AHanns yacTbIx MyTaLuWi ranakTasemMmmu;

AHanu3 reHoB rMaBHOro KOMMIEeKca rMCTOCOBMECTMMOCTM
I v Il knacca: DQA1, DQB1, DRB1

Myxckoe 6ecnnogue, WccnepgoBanue reHa SRY ,onpeaenexHve geneunm

asoocnepmus nokycoB AZFa, AZFb, AZFc 4400 | cP-707 14-21
oLeHka anddepeHUNPOBKU FOHAA MO MY>XCKOMY TUMNY p.o

Myxckoe 6ecnnogue, WccnepgoBanue reHa SRY ,onpeaenexHve geneunm

paclIMpEeHHbIN nokycos AZFa, AZFb, AZFc
oueHKa AndepeHLNPOBKA rOHaA N0 MY>KCKOMY TUMY 8800 GP-708 14-21
-aHanu3 reHa peuentopa aHgporeHos: AR p.o
-MYKOBUCLMO03 aHann3 3Ha4yumbix MmyTtaumi B reHe CFTR

N'mcTtocoBMeCTUMOCTb -aHanu3 reHoB rMaBHOro KOMMeKkca

caaeTcs napown rmctocoBmectumocTy |l knacca: DQA1, DQB1, DRB1 s5in || @R 14-21

p.A

OBCJIEOOBAHUE 1.NGS naHenb «MoHoreHHble 3a6onesaHus»
JOHOPOB-MY>XXYUH (nccnepoBaHve KOAMPYIOLWMX yHacTkoB 99-Tu reHos,
CBSA3aHHbIX ¢ 97-10 HACNeACTBEHHbIMU CUHOPOMAaMM U
3abonesaHnamu metogom NGS) (npunoxeHue 2).
2.AnpeHoreHnTanbHbI CUHAPOM: aHanM3 3Ha4YNMbIX MYTE
delA2, P30L(ex 1), i2splice(in 2), del8bp(ex 3), 1172N(ex
V237E(ex 6), V281L(ex 7), Q318X(ex 8), R356W (ex 8), 36300 D-01 28-35
P453S. p-A
3.CnuHanbHas MblweyHas aTpodus (bonesHb BepaHura
locbdmaHa): aHanu3 geneuni 3k3oHoB 7 1 8 B reHe SM
4.0OnpepeneHune geneuun nokycos AZFa, AZFb, AZFc,
uccrniegosaHune reHa SRY:sY84, sY86, sY127, sY134, sYZ

sY255.
OBCJIEOOBAHUE 1.NGS naHenb «MoHoreHHble 3a6onesaHus»
JOHOPOB-XEHLUUH (MnccnepoBaHne KOOMPYIOLMX yHacTKoB 99-TW reHos,

CBSA3aHHbIX C 97-10 HacneaCTBEHHbIMWU CUHAPOMaMK 1
3aboneBaHnamun metogoM NGS) (npunoxexue 2).
2.AgpeHoreHnTanbHbI CUHAPOM: aHanM3 3Ha4YnMbIX MyTd
delA2, P30L(ex 1), i2splice(in 2), del8bp(ex 3), I172N(ex 4
V237E(ex 6), V281L(ex 7), Q318X(ex 8), R356W (ex 8), | 36300 D-02
P453S.

3.CnuHanbHasa mblweyHast aTpodus (bonesHb BepaHura-
[odbdmaHa): aHanm3 geneuni ak3oHa 7 B reHe SMN1.
4.Cvngpom MapTuHa-benn: aHanus nostopos CGG

B reHe FMR1.

28-35
p.a

CNMEUNAHENb ONA 1.KomnnekcHoeobcnegosaHue (1 4en.) Ha HOCUTENbLCTBO
JOHOPOB Hanbornee YacTbiX HacneaCTBEHHbIX 3aboneBaHui
(MykoBUMCLNA03, (PEHUNKETOHYPUS, ranakTro3emus,
CnnHanbHasa ammoTpodurs, agpeHOreHnTanbHbIN 26180 CG- 28-35
CUHAPOM, HEMPOCEHCOPHas TYroyxocTtb). AHanus 17 1911 p.A
MaxopHbIx MyTauumi B reHax CFTR, PAH, GALT, SMNI,
CYP21A2, GJB2

2.KapuoTtunmposaHue

____ KAPMOTWMWPOBAHWE =

KapuotunupoBaHue ogHoro (npobupka ¢ renapuHoM, 3enieHas KpbiLlka) 15-21
yerioBeka no numcountam p.A




HeunHBa3suBHas
npeHatanbHas
AanarHoctuka(HUMT)

[MONIHOrEeHOMHBIN TECT Ha BCE XPOMOCOMBbI

BbinonHsietcs coemectHo ¢ HAU ATvP um. .0. OTtTta
TpebyeTcs 3anofiHeHMe aHKeTbl C NpefocTaBneHnemM
AaHHbIX KOMOUHUPOBAHHO CKPUHUHra (Y3u + 6/x)!

FeHoMHasa pakTunockonusi(yctaHoOBNeHMe OTLOBCTBA) - TeCT AnA cebsA

nepudepnieckomn Kposu

KapuoTtunupoBaHue ogHoOro (npobupka ¢ renapvHOM, 3eneHas KpbiLlka)

YyerioBeKa no nul\f(bouMTaM 6500 E908 10-12
nepudeprnyecKkon KpoBu. p-A
CITO!

MonekynsipHO-reHeTU4YeCKMN | npobupka c LirenapuHom, seneHas kpbiwka +

aHanu3 MeXKneTo4yHoro u OyKkkankeHbIV anuTenui

MeXTKaHeBOro Mo3auum3ma TpebyeTcs pe3ynbTaT KApMOTUNMPOBAHUS. 7700 E902 28-35
NMoJI0BbIX XPOMOCOM P-A
metoaom FISH

NpoeHTndmkauma mapkepHomn Mpobupka c Li renapuHom, 3eneHas KpblLlKa 2700 £903 28-35
Xxpomocombi metogom FISH TpebyeTcs pe3ynbTaT KAPUOTUNUPOBAHUA. p.4
YTO4YHeHue ToYeK pa3pbIiBOB Mpo6upka c Li renapuHom, 3enieHas KpbiLllKa

npu TpaHcroKkauusax, Tpe6yeTc;| pe3ynbTaT KAPUOTUMUPOBAHUA.

MHBEpPCUAX U Apyrux 5 7000 EQ04 zgﬁs
XPOMOCOMHbLIX NMepecTponkax

meTtoaom FISH

OwvarHocTtuka lueHa yka3aHa 3a 1 KOHKpeTHbIN cuHgpom!

MukpogeneumoHHbIX Mpo6upka c renapuHOM, 3efieHas KpbILUKa

cuHgpowmoB: lNMpagepa-Bunnu, 6700 E905 28'25
AHrenbmaHa, Qv >xopoxm -
metoaom FISH

XPOMOCOMHbBIN C ncnonb3oBaHWEM MaTpuLbl CO cpegHen NIOTHOCTbIO

MUKPOMaTPUYHbLIN aHanus, 750 Tbic. MmapkepoB. Paspeluatoas cnocobHocTb ot 150 10-15
(XMA) CTAH,EI,APTHbIIZ ThbIC. Nap HyKNeoTuaos. 31900 E907 0.0
(ARREY-CGH) cupeHeBas npob6upka ot 4 ml

XPOMOCOMHbBIN Paspewatowwasn cnocobHocTb oT 50 ThIC. Nap

MUKPOMaTPUYHbLIA aHanus, HyKNneoTnaos (B oTAenbHbIX pernoHax ot 10000 n.H)

(XMA) PACLUMPEHbIN cupenesas npo6upka, ot 4 ml 50500 |E912 | 303
(ARREY-CGH) P-A

(oTeu, maTb, pebeHoK). 12500 | 1-1101 7::
BykanbHbI aNUTENUIKA, BEHO3HAA KPOBb

FeHomHasa pakTunockonus(yctaHoOBNeHMe OTLOBCTBA) - TECT ANs cebs

(oTew/maTb 1 pebeHok). 12500 | 1-1102 | 7-14
BykanbHbIV aNUTENUn, BEHO3HAA KPOBb e
Kaxabin nocnepyrowmmn pebeHok (npy ycrnosum eaMHOBPEMEHHON cAa4vm

6uomartepuana) 5600 | 1-1103 7::

AHTUrMNEpPTEeH3UBHbIE
npenapartbl (6eTa-
6nokaTopbl, UHIMOUTOPLI
Al®, 6nokaropbl

MeavaTtopHble HapyLLeHUA ¢
noabopoM aHTUAenpecaHToB
M HeMponenTUKOB, aHanNu3
reHoB foaMMHOBOro
peuenTopa
13 mapkepoB

DRD2A (rs1799732, rs1800497), cepOTOHNHOBOIO
peuentopa, HTR2A (SR) rs6313 rs7997012 COMT
rs6269 rs4680 CYP2D6 (*1, *3, *4), CYP2C19 (*1, *2, *3,
*17),

CYP2C9 (*2, *3)

*rannoTun — coyeTaHue reHoTUNnoB

ADRB1, ADRB2, ACE, AGE, ADD1, CYP11B2, CYP2C9
(2), CYP2D6(2)

10700




peLenTopoB aHrMOTEH3MHa,
ANYPEeTUKN)

AHTUKOArynsaHTbI U
aHTUarperaHTbl (aCNUpUH,
BapdapuH,

Knonuparpen, npacypren,
TUKNOAUMNWH),

10 mapkepoB

CYP2C9(2), VKORC1(4) CYP4F2, HLA-DRB1, GP1BA,
CYP2C19

9300

FG-
1212

14-21
p.A

CtaTuHbI

(| nokoneHne cMmBacTaTuH,
npoBacTaTUH, NIOBacTaTuH;
Il nokoneHme cpnyBacTaTuH;
lll atopBacTaTuH;

IV po3yBacTaTuH,
NUTOBACTaTUH)

HecTtepoungHbie
npoTuBoBOCNanuTesnbHble

OueHka ahdeKTUBHOCTN OTBETA Ha NeYeHune
cTaTMHaMMm.

-aHanu3 reHoB SLCO1B1, APOAS5,

ABCG2, APOE

-aHanu3 reHa | dasbl cuctembl getokcukauumn CYP2C9

4400

FG-
1215

14-21
p.Ao

n poTuBoonyxorfieBblie

acumTanonpamM, aTOMOKCETUH, BEHMadaKCuH,
OYITOKCEeTUH, aMUTPUNTUIIMH U T.4.), HENPONENTUKM
(ramonepugon, pucnepuaoH, KnosanwH, onaH3anvH,
Bapununpason), MetTabonmsmpyroLmecs Yepes cucTtemy
NAT2(n3oHunasung, rmgpanasviH, CyrbonmpuamnH,
AancoH, NpokamHamug).

CYP1A1, CYP1A2,CYP2D6, GSTM,GSTP1, GSTT,
NAT2, CYP2C9, CYP2C19, CYP3A5, MTHFR, VKORC1

ABCB1(rs1045642), SLCO1B1( rs11045879),

npenapaTthbl (AuKnogeHak, 3200 FG- 5-12
noynpodeH, NMpoKcukam), 1225 P-A
TONnOyTamMunH
Mon6op Ao3bl nepopanbHbIX TCF7L2 rs7903146,KCNJ11 rs5219,CDKAL1 rs7754840
caxapoCHMXaloLWmx CDKAL1 rs7756992, SLCO1B1 rs4149056 G- 714
npenaparoB 4600 | 453 0.
dapmakoreHeTUKa SLC19A1
1300 FG- 7-14
MeToTpeKcaTa 1241 0.
dapmakoreHeTUKa CepoToHMHOBas cucTema
2 3800 FG- 14-21
MapKepa 1231 p.0
dapmakoreHeTUKa MapokceTuH, hnyBoKkcaMuH, ranonepyaon, Tpamagorn, G o]
2 mapkepa pycriepuaoH, aTOMOKCETUH, BeHnadaKkcuH, 3800 123'2 -n
HOPTPUNTUIWH, aMUTPUNTUNINH,MMUNPAMUH P-
dapmakoreHeTUKa deBapviH, BeHNakCcuH, kapbamasenuH, KBeTuanuH
5000 FG- 14-21
4 mapkepa 1233 0.
dapmaKkoreHeTUKa -OueHka reHeTn4eckn obycnoBneHHoro pucka
20 mapkepos HapyLLeHWs CUCTEeMbl OETOKCUKALIMK; OLlEeHKa
3(h(PEKTUBHOCTM OTBETA Ha JfleYeHne Ang crneayroLmx
rpynn npenapartoB: aHTUTpoMboTHMYEeCKue (knonugorpen,
npacyrpen, BapdapuH), aHTUrMNepPTEH3NBHbIE
(kapBegunon, MeTonporor, flocapTaH), HeCTepOuaHbIE
NpOTUBOBOCNANUTENbHbIE (AMKnodeHak, Lenekokcno),
NPOTUBOCYAOPOXHbIE ((PEHUTOUH, KIOHa3enam),
aHTMaenpeccaHTbl (MapoOKCETWH, CEPTPAaNiH, FG- 14-21
13200
NyoKCceTUH, oryBOKCaMuH, LuTanonpam, 1227 p.a

npenapartbl — meToTpeKkcaT MTHFR(rs1801133), MTRR( rs1801394), GSTP1 5600 1':2% 1?)-:1
5 mapkepoB ’
AyTOMMMYHHOE NnopaxeHue dapmakoreHeTMka MeToTpekcaTa

FG- | 14-21
CYCTaBOB 4600 1 1008 p.0




3 mapkepa

T MAHEMM «SCTETMKA»

leHeTUYeckasi NnaHenb
«KocmeTonorus»
17 mapkepoB

OueHka cuHTe3a 1 gerpagaummn KonnareHa; aHanua
rIMKaLMN KOXKW; aHanm3 okCnaaTMBHOIO CTpecca;
CKITOHHOCTb K rTMNepnMrMmeHTaLmn; CKIMOHHOCTb K
NOSIBNIEHMIO BECHYLLEK; CKIIOHHOCTb K TPaBMaTU4eCKOn
rMNepnMrMeHTaLmm; CKIOHHOCTb K BOCNanuTeNnbHbIM
npoLeccaM KOXu; CKITOHHOCTb K aTONMM4ecKoMy
AEepMaTUTy; CKMOHHOCTb K pyOLEeBaHUIO; CKITOHHOCTb K
pereHepaumun; aHanm3 reHoB CUCTEMbI AeTOKCUKaLnW;
aHarnm3 reHoB aHTUOKCUAAHTHOM 3alUnThbl; peKoMeHaaLnm
no mogudukaLmm obpasa >KusHu, no Beldopy
KOCMETONOrM4eCcKMX npouenyp v Bblbopy akTUBHbIX
KOMMOHEHTOB B KOCMETUKE cornacHo Balwiemy reHoTtumny.

Cnuncok mapkepoB B npunoxeHun Ne2

15700

M-1300

14-21
p.a

HdeTokcukauma wm
MeTabonuam
55 mapkepoB

AHanuna reHoB, oTBeYvalLnx 3a MeTabonuam B
OpraHu3me; oLieHKa KapAnoBacCKynsipHOroO pucka; oLeHka
MeTabonmMama roMoLIMCTENHA; OLIEeHKa FreHOoB,
aCCoLUUMPOBAHHbBIX C METAaboNMM3MOM BUTAMMHOB; OLIEHKA
CUCTEMHOro BOCMNanuTenbHOro oTBeTa; OLeHKa
aHTUOKCUOAHTHOW CUCTEMbI; OLleHKa MeTabonmama
NMNUAOB U YrNeBOOOB; OLeHKa MeTabonuama
KaTexonamMmHOB.

Cnncok MapkepoB B npunoxexHuu No2

34100

D-1

25-32
p.a

FeHbl BATaMUHOB
24 mapkepoB

-aHanu3 reHa HecneumgpuUyYeckon LLEeNo4YHON
docdoTassli: NBPF3(ALPL) — ButamuH B6

-aHanu3 reHa anbda-1,2-dpykosmntpaHcdepasbl: FUT2
— BUTamMuH B12

-aHanu3 reHa 6eta-kapoTuH moHookecnaassl: BCMO1(2) —
HapyLLeHWe cnHTe3a BUuTaMmHa A 13 6eTa-kapoTnHa
-aHanua reHa: APOA5(3), SCARB1 —ButamuH E
-aHanu3 reHa ackopbuHoBou kncnotbl: SLC23A1 -
ButamuH C -aHanus reHoB: NADSYN1, GC, VDR(3) -
BuTamuH D

-aHanu3 reHa SLC19A1 — TpaHcnopTep donatosB
-aHanus reHoB cdonaTHoro yukna: BHMT, CBS,
MTHFD, MTHFR(2), MTR, MTRR — BuTamuHbl rpynnsi B
-aHanu3 reHa VKORC1 — ButamuH K

-aHanu3 reHa SLC22A1 — TpaHcnopTepa opraHN4ecKmnx
KaTMOHOB

12600

M-1316

14-21
p.Ao

HyTpuoreHomuka
FrEEHETUYECKAA OUETA
32 mapkepa

OueHka reHeTn4eckn 0B6yCnoBNEHHOIO p1cKa
M30bITOYHON Macchl Tena; OLeHKa CKITOHHOCTU K
KOMMYITbCUBHOMY MPUEMY MULLIK MPU OTCYTCTBMM YyBCTBA
ronona; Belbop AueTsl, noaxoasilen nog Baw reHotun;
OLIeHKa reHeTUYecKknx 0CoOEeHHOCTEN, BNUAOLLMX Ha
0OMeH yrneBOAOB U XUPOB; OLeHKa MmeTabonnama
arnkoross, MOBapeHHOM COMu; OLieHKa pucka
rMNEepProMoLMCTENHEMUN; OLIEHKA NOTPEBHOCTM B
BuTaMuHax B2, B9, D; oLeHka cuctembl
00e3BpeXnBaHNsA KCEHOOMOTUKOB M KaHLIEPOreHoB B
OopraHu3me; oLeHKa CUCTEMbl AETOKCUKALMK; OLieHKa
KOCTHOro metabonusama.

Cnuncok MapkepoB B npunoxeHun No2

29100

35-42
p.4o

MeTabonuam koceunHa
4 mapkepa

-aHanm3 reHa MCM6 rs4988235
-aHanu3 reHa CYP1A2 rs2069514, rs762551
-aHanu3 reHa ADORA2 rs5751876

3800

GP-
1907

7-14
p.a

BoccTaHoBUTENbHbLIN
noTteHuuan
58 mapkepoB

CYP2C19 rs4244285,SLCO1B1 rs4149056,
VKORC1 (PRSS53) rs9923231,VKORC1 rs9934438
ADD1 rs4961,AGT rs699,AGT rs4762,

CYP11B2 rs1799998,GNB3 rs5443,

Gpllla (ITGB3) rs5918,Gpla (ITGA2) rs1126643

FIl rs5896,FVIII rs1800291,FXIIl rs5985

MTHFR rs1801133 (MTH677), RR rs1801394

54900

GP-
1919

40-45
p.Ao




MTHFR rs1801131 (MTH 1298), MTR rs1805087
MTFGB rs1800790 T12, CALCR rs1801197

PAI1 rs1799889 (rs1799768) T12

BRCA1 rs80357783 (rs80357713) 185delAG
BRCA1 rs80357711 (4153delA)

Puck noBbIweHHOM CyXoCTu

FLG rs61816761

MuHuManbHbLIN
CMOPTUBHLIN NacnopT
9 mapkepoB

WHTepnpeTtaumnsa Bawen nHanBuayansHOM reHeTUHeCKon
npeapacnonoXeHHOCTM K pasfnyHbiM BUaam crnopra v
0COBEHHOCTAM TPEHUPOBOYHOIO NpoLLecca; aHanms
reHOB, PerynupymroLLmMx KpoBAHOE AaBMNeHve; aHanms
reHoB, OTBEYaIOLLMX 38 CTPECCOYCTONYMBOCTb U
ObICTPOE NPUHATNE PELUEHWNIA; aHann3 reHos,
oTBevarLLuXx 3a
paboToCnocobHOCTb, BEIHOCIMBOCTL M NEPEHOCUMOCTb
PU3NYECKNX Harpy3oK; OLeHKa NpeapacronoXeHHOCTU K
onpegeneHHbIM BuaaM u3nyecKkmx Harpysok; aHanms
reHoB, OTBeYaloLWmx 3a 06MeH xonecTepuHa u
OKVCINEHME XMNPHbIX KACMOT; aHanu3 reHa, oTBevaroLero
3a aHepreTnyecknii MeTabonnsm ckeneTHbIX
MbILLL, BO BPEMS MbILLEYHOWN AeATENbHOCTY.
MNMucbMeHHas pasBepHyTas MHTeprnpeTauns pe3ynbTaTos.

Cnuncok mapkepoB B npunoxeHmm Ne2

KOXM 1600 | O 761;

1 mapkep '

MpeapacnonoXxeHHOCTb K Moabop nmmyHobronormyeckon Tepannu

aTonuun TNFA rs1800629,IL1a rs1800587,IL-1Ra rs4251961 6800 CG- 14-21

7 MapKkepoB IL4 rs2243250,IL-13 rs20541,IL5 rs2069812 1947 p.Aa
IL6 rs1800795

BuoctapeHue 7 mapkepoB TCF7L2 rs7903146,KCNJ11 rs5219,CDKAL1 rs7754840

MpeapacnonoXeHHOCTb K CDKAL1 rs7756992,SLCO1B1 rs4149056

HapyLWeHUI0 TPEXMEPHOWN 6800 CG- 14-21

CTPYKTYpbI KOonnareHoBoro 1948 p.Aa

Kapkaca Koxu. PereHepauums u

CKITOHHOCTb K pybLeBaHuIo.

BocnanutenbHbIU OTBET IL6 rs1800795,IL8 rs4073,IL10 rs1800896,

10 mapkepoB TNFA rs1800629,TGF-b rs1800469,IL13 rs16944, 14-21

prep IL1a rs1800587,IL-1Ra rs4251961,IL4 rs2243250, 12600 | GP-508 |,

IL-13 rs20541

MeTabonunam ankorons -aHanu3 reHoB ankoronbgerngporeHasa: ADH1B (ADH2),
-anbaerngaerngporeHasbl: ALDH2 3200 FG- 16-24
-reH | dasbl getokcukauyun: CYP19A1 1222 p.o

7500

M-1305

14-21
p.o

OnTUManbHbIA CNOPTUBHLIN
nacnopt
21 mapkep

WHTepnpeTtauusa Balen nHaMenayansHOW reHeTu4eckom
npeapacnonoXeHHOCTU K pa3nuyHbIM BUaam criopTa v
0COBEHHOCTAM TPEHUPOBOYHOIO NpoLecca; oLeHKa

3P DHEKTUBHOCTU Pa3NNYHOro BUAa TPEHMPOBOK; aHanun3
reHoB, OTBEYaloLMX 3a CTPECCOYCTONYMBOCTbL MPU
3aHATMAX CMOPTOM U BbICTPOE NPUHATUNE PELLEHNI;
OLeHKa reHeTUYeCKmX

PUCKOB ANs 300POBbS, CBA3AHHbIX C PU3NYECKUMHN
Harpyskamu : oLieHKa pycka pa3BuTus apTepmnansHon
r’MNepTOHUK, OLIEHKa puUcka pasBuTus runepTpodum
NeBOro ernyaoyka, oLeHka pucka BO3HUKHOBEHUS
nepenomoB Y OCTEONOopPo3a, OLeHKa BO3HUKHOBEHUSA
caxapHoro gnabeTta, oueHKa NpeapacnonoXeHHOCTH K
n3bbITOYHOM Macce Tena;

AHanus reHoB, OTBEYaloLLMX 3a XNPOBOW N YrNeBOAHbLIN
obMmeH.

lMucbMeHHasa pa3BepHyTas UHTepnpeTaums pesynbTaTos.

Cnncok mapkepoB B npunoxeHun Ne2

24500

M-1306

28-35
p.4o




MonHbIN CNOPTUBHLIN UHTepnpeTaums Ballen nHaMBuayanbHOM reHeTu4ecKom
nacnoprt npeapacnofioXXeHHOCTU K pa3nnYHbIM Bugam criopTa u
36 MapkepoB 0COBEHHOCTAM TPEHUPOBOYHOIO NPOLIECCa; OLeHKa
3(h(PEKTUBHOCTN pasfIMYHOro BUAa TPEHMPOBOK; aHanus
reHoB, OTBEYALLMX 3a CTPECCOYCTOMYMBOCTD MpU
3aHATUSIX CMIOPTOM U ObICTPOE NMPUHATUE PELLEHUN;
OLIEHKa reHeTUYECKNX

PUCKOB ANS 300P0Bbsl, CBA3AHHbLIX C U3NYECKUMN
Harpyskamu : OLleHKa pycka pa3BuTus apTepuansHon
r’MNePTOHUM, OLIEHKA prCKa MOBbLILLIEHHOIO
TpomboobpaszoBaHNs N BHE3AMHOW CEPAEYHON CMEpPTH, 28-35
OLIEHKa pucka pas3BuUTUA rmneptTpocdun neesoro S ey p.0o
Xenyaouka, oueHKa pucka BO3HMKHOBEHMS NMEPESIOMOB 1
0OCTEeOonopo3a, oLleHka BO3HUKHOBEHUS caxapHOro
anabeTa, oLeHKa NpeapacnonoXeHHOCTU K N30bITOYHOM
Macce Tena; aHanu3 reHoB, OTBEYAHLLNX 3a XXUPOBOM U
yrneBoAHbIN 06MeH; oLeHka MeTabonuama
rOMOLMCTENHA; OLIEHKa

AeTokcukaumm Balwero opraHnsma.

lMucbMeHHasn pasBepHyTas NHTepnpeTaunst pesynbTaToB

Cnucok mapkepoB B NpunoxeHun Ne2

O6wan BLIHOCNMBOCTb BbisiBneHne onTuMarnbHOro Buaa usnyecknx Harpysok
19 mapkepoB ACE rs4646994 (rs1799752),AMPD1 rs17602729
ACTN3 rs1815739,PPARD rs2016520

PPARA rs135549, PPARG rs1801282

PGC-1A (PPARGC1A) rs8192678,UCP2 rs660339 18700 | CG- | 2128
UCP3 rs1800849,HTR2A (SR) rs6311 1942 p.4
DRD2 (ANKK1) rs1800497,DRD2 rs1799732
HTR2A rs7997012,COMT rs6269

COMT rs4680,COMT rs4633,SLC6A4 POL_GF_83
BDNF rs6265,DRD4 rs1800955

___ TEHETMYECKME NACMOPTA3AOPOBbA

OnTManbHbIW reHeTUYecKui | -aHanms reHos |, Il u Il dhasbl geTokeukauuu:

nacnopt 340pOBbA CYP1A1, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1,
49 mapkepoB NAT2, VKORC1, MDR1

-aHarnua reHoB, perynupyowmnx kpossiHoe gaenexve: ACE,
NOS3,AGT, AGTR1, AGTR2, BDKRB2(BKR), REN
-aHanus reHa 2-agpeHopeuentopa: ADRB2

-aHarnu3 reHoB CUCTEMbI CBEPTLIBAHUSA KPOBU N OUBPUHONNS
F1(FGB), F2(Fll), F5(FV), ITGB3(GPllla), PAI1, F7(FVII)
-aHarnu3 reHoB, KOHTPOMMPYIOLLNX AeNeHNE KNEeTKN
(oHkoreHoB): TP53 (P53)

-aHanm3 reHoB, OTBETCTBEHHbIX 32 MeTabonnam nNMnuaos:

APOE,APOCIII

- aHanu3 reHoB, BOBJIEYEHHbIX B OOMEH XonecTepuHa u

OKMCTeHnen XupHbIx kucrnot: PRARG, UCP2 41800 | M1311 | 4047
-aHanu3 reHa, onpeaensoLLero TUMN MblLLEeYHbIX BOJTOKOH: p-A
ACTN3

- aHanm3 reHoB NpoBOCNANUTENbHbIX LMTOKMHOB: I1L4, IL4R,

TNFA

-aHanu3 reHoB KoMnnekca rucrtocoemectumocT | u Il knaccg

DQA1, DQB1

- aHarnu3 reHoB, OTBETCTBEHHbIX 3a (DOPMUPOBAHME MATPUKC
kocTHow TkaHu: COL1A1

-aHarnm3 reHoB, OTBETCTBEHHbIX 32 METabonn3m Kanbums un
MUHepanbHbIi 06MeH: VDR

-aHanu3 reHa peuentopa actporeHoB: ESR1(ER)

-aHanm3 reHoB 4O0haMVHOBOIO 1 CEPOTOHMHOBOTO
peuentopoB: DRD2A, HTR2A(SR)

KnuHnyecknm reHeTndecknm | OueHka npenpacnonoXeHHOCTU K 3a6onesaHnsM

nacnopt CepaeyHo CcoCyancTon CUCTEMbI, AblXaTellbHOW CUCTEMBI,

y XKenygoYHO-KULLEYHOMN CUCTEMBI, ONOPHO-ABUraTeribHOM
ppeApacrionoxeHHocTen CMCTyeanI obmeHa BellecTB 1 3|-; OK| pI/IHHIfI'M naTtonornam 60500 M1310 s
200 mapkepoB : = AOKp : p.A

OlieHKa NpeapacrnonoXeHHOCTU K 3a60neBaHnsam
MUMMYHHOWM CUCTEMBI, 8 TAaKKe K CTOMAaTONOrM4YeCcKo,
OHKOIOrMYECKON 1 HeBporornyeckon natonornn. OLeHka




pucka pas3BuUTUS aHAPOreHHoOW anoneumu; BNusHne
130bITOYHOW MaccChl Tefa Ha CHWXEHNE YPOBHS MYXCKNX
NOJSIOBbIX FOPMOHOB; OLeHKa 3 EKTUBHOCTM
CunpeHnadmna (Buarpsbl); KoHTponb Macchl Tena; oLeHka
npeapacrnonoXeHHOCTN K HENEePEeHOCMOCTH NaKTO3bl;
oueHka HeobxoOUMOCTH orpaHMyMBaTh conb B Bawem
paunoHe; OLleHKa pycKa CHUXXEHMSI CKOPOCTH
MeTabonuama KopemHa n ankoronsi; oLeHkKa pucka
pasBuTUA

arkoronbHOM 3aBUCUMOCTU; aHann3 noTpebHoCcTU
opraHusma B

MOHOHACBILLIEHHbIX XXUPHbIX kKMucnotax u Omera-3; oLeHka
pycKa pa3BUTUS OHKOMNOrMYeCcknx 3aboneBaHnn KULeYHrKa
Mpv 4acToM yNoTpebIeHNM XXapeHHOrO MSACa; OLIEHKa
BO3MOXHOCTM NOfy4aTb aKTUBHbIN BUTaMuH A 13
npoBuTamMmHa A; aHanu3 noTpebHoCTM B

BuTamuHax B2, B6, B9, B12, C, D, E, K
nochaTUanIXonmHe; OLeHKa pUcka NnoBbILLEHNS CYXOCTH
KOXW; oLieHKa paboTbl aHTUOKCUAAHTHOM 3aLLNTLI; OLEeHKa
pucka HapyLLeHUs CUHTe3a KonnareHa; oueHka
NOTEHLManoB pa3BMTUSA CIIPUHTEPCKUX KA4YeCTB U
BbIHOCMMBOCTMU; OLeHKa NoTpebHocTn Ballero opraHmuama B
WHTEHCUBHbIX TPEHNPOBKAX OIS CHKEHUS BECa; OLleHKa
pycka pasBUTUS MUanNTMm Npy rUsn4ecknx

Harpyskax; oLueHKa NoTepu MbILLEYHOW Macchl Mpu AneTe ¢
OrpaHUYEeHNEM Karopuii; OLEHKA BbIPaXKEHHOCTUN YepThl
TemnepamMeHTa «usberaHue yuiepba»; oueHka
BbIPa>X€HHOCTUN YepTbl TEMMNEepaMeHTa «NMOUCK HOBU3HbI»;
aHanm3 CTPeCCOyCTOMYMBOCTU, HAPYLUEHUI CHa,
CKIMOHHOCTU K 3aBUCMMOCTSIM; OLIEHKA pUCKa CHUXKEHNS
aKTUBHOCTM

uutoxpomoB Cyp2C9, Cyp2C19, Cyp2D6, Cyp3A5; oueHka
pucka nosblweHnsa aktTueHoct MDR1 u cHuxeHus
3(PPEKTUBHOCTUN HEKOTOPbIX hapMaLieBTUHECKNX
npenapaToB; OLleHKa pucKa pasBuTus Mmanrnm npu
npveme CTaTMHOB; oLieHKa 6e30MacHOCTU MPUMEHEHUS
napauertamona.

dPapmakoreHeTUKa OTAENbHbIX IPYMM FIEKaPCTBEHHbIX
cpencTB ¢ yyeToM Ballero nHanesugyanbHoro reHoma.
PekomeHaaLmm No NUTaHUIO C yHETOM FEHETUYECKOTO
TecTa.

Cnuncok mapkepoB npunoxxeHne Ne2

KnnHuyecknm reHeTu4eckunm
nacnopT MOHOreHHas
naronorus +
npeapacnonoXxeHHocTb 200
MapKepoB

OueHka npeapacnonoXxeHHOCTH K 3aboneBaHnsaM
CepAeyYHO COCYAUCTOWN CUCTEMbI, AbIXaTeNbHON CUCTEMBI,
XKenyooYHO-KULLIEYHOW CUCTEMbI, OMOPHO-ABUraTenbHOM
cucTEMbI, 0OMeHa BEeLLECTB Y SHAOKPUMHHBIM NaTONOMMAM.
OueHka NpefpacrnonoXeHHOCTH K 3aboneBaHNsaM
WMMYHHOW CUCTEMBI, @ TaKKe K CTOMaTOMNOrn4eckon,
OHKOMOrnyecKkon n HeBponornyeckon natonorum. OueHka
pucka pasBuUTUS aHOPOreHHoW anoneuuu; BNusHne
n30bITOYHOM MaccChl Tena Ha CHWXEHUE YPOBHS MYXCKMX
MOMnoBbIX FOPMOHOB; OLleHKa 3PEKTUBHOCTHU
CunpgeHnadmna (Buarpsbl); KOHTPOSb Macchl TeNa; OLeHKa
npeapacnonoXeHHOCTU K HENepeHOCMMOCTU NaKTo3bl;
oueHka HeobxoauMOCTH orpaHMymMBaTh conb B Bawem
paLMOoHe; OLEeHKa pUCKa CHUXXEHMS CKOPOCTN MeTabonunama
KodhenHa 1 ankoronsi; oueHKa pucka pasBuTus
ankorosnbHOM 3aBUCUMOCTU; aHanM3 notTpebHocTu
opraHn3ma B MOHOHAChILLEHHbIX XXUPHbIX KACNOTax u
Owmera-3; oLeHka pucka pa3BuUTUSA OHKONOMMYECKMX
3aboneBaHNi KNLWLEYHNKA NPY YacToM ynoTpebneHnm
XapeHHOro MsCa; oLeHKa BO3MOXHOCTHY nonyyaTb
aKTUBHbIN BUTaMUH A 13 npoBuTamuHa A; aHanms
notpebHocTn B BUTaMmHax B2, B6, B9, B12, C, D, E, K u
dochaTnannxonuHe; oLeHka pucka NoBblLLEHUS CYyXOCTH
KOXMW; OLeHKa paboTbl aHTMOKCUAAHTHOM 3aLnThbl; OLEHKa
pucka HapyLleHUs CUHTEe3a KonnareHa; oueHka
NoTeHUMarnoB pasBUTUS CMPUHTEPCKUX KA4YeCTB U
BbIHOCNMBOCTY; OLeHKa noTpebHocTn Bawero opraHuama B
WHTEHCUBHbIX TPEHNPOBKAX 4151 CH/XXEHUS BECA; OLEHKa

85800

M1320

40-47
p.A




pucka pasBUTUS MUANTMK Npy U3NYECKNX Harpyakax;
OLeHKa NoTepw MbILLEYHOW Macchl Mpu gnete ¢
OrpaHMYEHNEM Karopuii; OLEeHKa BbIPXKEHHOCTU YepThl
TemnepameHTa «n3beraHue yuepbay; oueHka
BbIPAXXEHHOCTY YepTbl TEMNEpPaMEHTa «MOUCK HOBU3HbIY;
aHanms CTpeccoyCTOMYNBOCTU, HApYLLEHWI CHa,
CKITOHHOCTU K 3aBMCMMOCTSIM; OLIEHKA pUCKa CHDKEHUS
akTnBHocTu uutoxpomos Cyp2C9, Cyp2C19, Cyp2D6,
Cyp3Ab5; oueHka pucka nosbiwweHns aktuBHocTn MDR1 n
CHUXeHMS 9P HEKTUBHOCTN HEKOTOPbIX
hapMaLeBTMYECKUX NPenapaToB; OLEHKa pUCKa pasBuUTUs
Muanrum npy NpuemMe CTaTMHoB; oLeHka 6e3onacHoOCTH
npMMeHeHus napaueTtamoria. ®apMakoreHeTvKa
OTAENbHbIX FPYNM NEeKapCTBEHHbIX CPEACTB C y4EeTOM
Bawero nHgnesmayansHoro reHoma. PekomeHgauum no
MUTaHNIO C Y4ETOM FrEeHETMYECKOro TecTa.

Cnucok mapkepoB npunoxeHne Ne2

| MATHOCTUKA TAKETIIX BPOKIEHHESX NATOTOTWA, YA 1 |

HocUTenbCTBO YacTbIX MoneKkynsipHO-reHeTU4Yeckoe uccriefoBaHne YacTbixX

MyTaLmii Ans HanGonee MyTaLWi B reHax, y4acTBYHOLUX B pasBUTU
MyKOBMCUMOO03a, heHUNKeTOHypun, 6onesHn BepaHura- MP- 28-35

e e e FocbpMaHa, HeiPOCEHCOPHON TYroyxocTi) 13860 | 4600 o

3aboneBaHumn

Xopes NeHTUHrToHa -aHanua yucna CAG-nostopoB B reHe IT15 (HTT) o MP- 28-35

1601 p.a

AAopeHoreHUTanbHbIN FeH CYP21A2: rs9378251 — P31L3k30H 1

CUHAPOM (BPOXAEHHbLIN rs6467 — 12splice NHTPOH 2

aeduvumT 21-rugpokcunasbl) rs387906510 — del8bp 3k30H 3 6600 MP- 21-28

aHanus sHa4YMMbIX MyTaLun rs7755898 — Q319X 3k30H 8 1602 -
rs6445 — P454S sk3oH 10

AAopeHoreHUTanbHbIN AHanus nsHaymmblx mytaumi B reHe CYP21A2 ¢

CUHAPOM (BPOXAEHHbLIN onpeaerneHnem Konui rexHa.

nedunumt 21- delA2 , P31L (3k30H 1), I2splice (MHTpoH 2), del8bp 14300 MP- 35-42
(ak30H 3), 173N (3k30H 4), V238E (3k30H 6), V282L 1628 p.o

rmppokcunasbi)NGS
Sk ) (ak30H 7), Q319X (3k30H 8), R357W (3k30H 8), R357Q

(3k30H 8), P454S (3k3oH 10).

MykoBucungos (24 mytauuin) | -aHanus aHauumbix mytauuii delF-508, dell 507,
1660delG,1677delTA ,CFTRdel21kb, 2143delT,
2113delA, 2118del4, 2141insA,
2183AA>G,delE672,2176insC, 2183delAA-G, 6270
2183delAA,2184delA, 2184insA, 394delTT, R334W,
R347P, G542x, G551d, R553x,W1282X,
W1282C,W1282G, N1303K

MP- 28-35
1604 p.a




MykoBucunao3s (MaxxopHblie)

-aHanu3 3HauYnmblx mytauummn delF-508, dell 507,

MP- 21-28
1660delG,1677delTA ,CFTRdel21kb 2420 1605 0.4
MykoBucumngos (35 mytaumuin) | AHanus 3HaummMbix mytaumii B reHe CFTR : F508del,
1507del, CFTRdele2,3, E92K, 3849+10kb C>T,
1677delTA, N1303K, W1282X, L138ins, G542X,
394delTT, R334W, W1282R, S1196X, 2143delT, 11110 MP- | 21-28
1367del5, 2183AA-G, R1066C, W1310X, 712-1G>T, 1606 p.4
621+1G>T, R553X, L1335P, 4015delA, R1162X,
3120+1G>A, 2184insA, 2184delA, 2113delA, 2118del4,
2176insC, 2183delAA, R347P, G551D, W1282G
MykoBucunaos NGS CekBeHupoBaHue 3k30HOB reHa CFTR Bkntovas MP- 60-65
nccnepoBanue del21kb slse 1607 p.A
PeHUNKeTOHYpUA(4 MapKepa) | -aHanu3 3Ha4mmbix myTaumin R408W, R261Q, R252W, MP- 21-28
R261X 4400 1 1608 | pa
PeHUNKeToHypus(8 -aHanu3 mytaumii R408W, R261Q, R261X, R252W, e 28-35
MapKepoB) IVS10-11G>A, IVS12+1G>A |, IVS4+5G>T, R158Q wu 6270 160;9 p_n
P281L |
PeHUNKeTOHYpUA -aHanu3 MaxxopHoi mytauuin R408W 1650 MP- | 21-28
1610 p.4a
dPeHUnKeToHypUA NGS naHenb, cekBeHMpoBaHune 3k30HOB reHa PAH 30800 CG- 25-30
1929 p.4
MbiweyHas guctpocusa -Mouck geneunii B reHe guctpodpmHa DMD meTogom B— MP- 21-28
OoweHHa/Bbekkepa MLPA 1613 p.a
MbiweuyHaa auctpodus NGS naHenb, cekBeHMpoBaHWe 3Kk30HOB reHa DMD A CG- 30-35
OroweHHa/bekkepa 1912 p.o
MuoToHuyeckaa gucTpocma | - aHanua 3HauMMbIX MyTaumii B reHe DMPK 4840 MP- | 28-35
1614 p.a
CuHpgpom MapTtuHa-benn -aHanu3 noetopoB CGG B reHe FMR1 4180 MP- 38-45
1615 p.4a
CnuHanbHaA MbllweYHas -aHanu3 geneunn 7 ak3oHa B reHe SMN1
MP- | 14-21
aTtpodnsa (bonesHb 5500 1616 N
BepaHura-lI'ocpchpmaHa)
CnuHanbHas MblilleYyHas -onpeaeneHve konuyectasa konui reHa SMN2
aTtpodusa (bonesHb 9680 MP- 28-35
BepaHwura-F'odpcdmana) 1617 P-A
CnuHanbHaA MbllweYHas CekBeHupoBaHue reHa no Cerrepy SMN1
aTtpodusa (bonesHb e CG- 40-45
BepaHura-lfoddmana) 1932 p.a
Femocbunusa A KoceeHHasi IHK-anarHoctuka cembu 3 Yyenoseka 8250 MP- 14-21
(+14en=1500) 1618 p.o
Femocunusa B KocseHnHasi IHK-gunarHoctuka cembu 3 Yyenoseka 8250 MP- 14-21
(+14en=1500) 1619 p-o
HenpoceHcopHas Tyroyxoctb | -aHanua mytauui 30delG, 167delT B reHe GJB2 4180 MP- | 21-28
1620 p.4a
HeipoceHcopHas TyroyxocTb | CekBeHupoBaHue 2 3k30Ha reHa GJB2 8400 CG- | 21-28
1986 p.a
Fanakrosemusa(2 mytauumn) -aHanu3 mytauuin Q188R, K285N 4180 MP- | 21-28
1621 p.0
Manakrosemus (4 myTtauun) -aHanun3 mytauun Q188R, K285N, N314D, 940A>G 5390 MP- | 21-28
1622 p.a
Cunapom Xunbbepa -uccnenoBaHne NpomMoTopHom o65octu reHa UGT 1A1 3410 MP- 14-17
1623 p.A
Bone3Hb BunbcoHa- -aHanu3 5 Hanbonee 4acTbix MyTauui B reHe ATP7B: MP 14-21
KoHoBanoBa €.2304 del,c.3207C>A,c.3190 C>A, ¢.3402 del, 5390 162& p'ﬂ
€.3649 3654 del '
FemoxpomaTto3 3 yacTble myTauum B reHe HFE: 187C>G,845 G>A,193 3850 MP- 14-21
A>T 1625 p.o
M'wnodocdartasus NGS nanensb . MNMonHbin aHanua reHa ALPL cG 0128
(medpmumnT WenovHomn 27500 190é pfﬂ
c¢ocoTasbl)
Oeduunt nunocomanbHomn MonHbIn aHanu3 reHa LIPA G 0128
Kucnouv nunasbl- 27500 | 4910 p_n

oone3HbL BonbmaHa




ATUNUYHBIA reMONUTUKO- NGS naHernb CG- 40-50
- 46200

ypemuyeckun cuHgpom al'yC 1909 p.a
MMnepTtepmus NGS naHenb
3r10KayecTBEeHHas - CnUCOK reHOB B NMPUNOXEHWUN 20900 1':239 28-35
npeapacnonoXeHHOCTb. PA
AHanus cny4yamHown/Hecny4anHon MHaKTMBaLuu X-XpoMOCOMbI

6820 | 22.189 | 1421

p.A

NGS naHenb

WccnegoBaHue Kogmpyowmnx y4acTkoB 99-Tu reHoB,

«MoOHoOreHHble 3aboneBaHusi» | CBA3aHHbIX ¢ 97-10 HacNeaCTBEHHBIMU CUHAPOMAMM U 25-35
27500 D-03
ROCHE. 3abonesaHuamu metogom NGS) (npunoxenue 2). p.4
TpebyeTcsa KNMHUYECKUN INUKPU3
NGS naHenb «MoHoOreHHble WNccnepoBaHve Kogupyrowmx y4acTkoB 164 reHos,
3aboneBaHusa» Carrier CcBsi3aHHbIX ¢ 172 HacneaCTBEHHbLIMU CUHAPOMaMU U 25500 D-04 25-35
Screening BGI. 3abonesaHusAMK. (MPUNoXeHue 2).. p.A
TpebyeTcsa KNMHUYECKUN INUKPU3
WGS NONHbIA TEHOM NGS C VHTepnpeTauue Bpaya-reHeTuka co cpegHen
BGI KpaTHOCTbLIO NOKPbITUA OT 30x 6e3 Bepudumkaumm no 105000 MP- 50-60
CaHrepy 1780 p.o
TpebyeTcsa KNMHUYECKUN INUKPU3
NGS naHenb «AKTUBHOE WNccnepoearne 350 BapMaHTOB FreHOB A1 OLLEHKN
ponroneTver. PUCKOB PasBUTUS MYNbTUAKTOPHLIX 3a6051eBaHNil 48000 1'\4'29 22'32
i
NGS naHenb TpeGyeTcs KNMUHNYECKUI INMUKPU3 o 503
5 -35
« F'mnepuHcynuam n MODY» 42900 1706 .
NGS naHenb TpeGyeTcs KNMUHNYECKUI INMUKPU3
«HYHAH v nogo6Hbie 42900 1“426 30-35
CMHAPOMbI» B
NGS naHenb X-F®P. CUHOPOM KOXXHO-CKeNeTHoN runogocateMum
Hesyc-cunapom Tpe6yeTcsi KMMHNYECKUI ANNKPU3 46200 1“428 32-25
NGS naHenb CnnCoK reHOB B NPUIOXEHUN
«Mwemnyeckme MHCynNbTbly | TPEOYETCA KIMHNYECKUA aNNKpU3 11000 1%(133 SV E
aeten» p.4
MNOJIHbIN 9K30M WES CekBeHupoBaHne NGS meToOoom co cpeaHen
Bonee 20000 reHOB C KpaTHOCTbIO MOKPbITUS OT 70x 6e3 BepudmkaLmm no
6uonHdopmaTHMUeckomn CaHrepy
N . - MP- 45-55
06paboTKOM U KITMHNYECKOW TpebyeTca KMMHUYECKMIA ANUKPU3 53900 | 1703
WHTepnpeTauuen Bpava P-A
reHeTukKa
MONMHbLIU 3K3OM: YckopeHHoe NGS cekBeHMpoBaHWe MONHOro ak3oMa
Bonee 20000 reHoB C YyerioBeka CO CpedHen KpaTHOCTbIO MOKPbITUSA OT 70x 6e3
6uonHdcopmaTnyeckomn Bepudukaumm no CaHrepy
; . MP- | 30-40
06paboTKOWN U KIIMHUYECKoMn 85800 1700 -
MHTepnpeTauuen Bpaya TpebyeTcA KNMHMYECKUNA INUKPU3 .
reHeTUkKa
CITO!
MuToXxoHOpManbHbIA FeHOM TpebyeTcsA KNMHMYECKUNA INUKPU3
24200 MP- 60-70
1704 p.a
KNMUHUYECKUU SK3OM CekBeHvpoBaHue NGS MeTOAOM co cpeaHei
MonekynsipHas oHkonorus KPaTHOCTbIO MOKPbITUSE OT 200X (aHaNM3 KPOBU U OMyXOIu
nauuneHTa (He cTekna 66000 MP- P
1710 p.4




KNMMHUYECKUIN SK30M
OueHKa HacneacTBeHHbIX
3aboneBaHum.

Okono 4000 KNUHMYeECKH
3Ha4YUMbIX TeHOB

CekBeHnpoBaHune NGS meTogom co cpeaHen
KpaTHOCTbIO MOKPbITUS OT 70x 6e3 BepudmkaLmm no
CaHrepy

TpebyeTcA KNMMHUYECKUN INUKPU3

CMAUCOK MAHENEW: ( uena 3a 1 naHensb)

MaHenb «HacneacTBeHHbIE anunencumy»

MaHenb «HacneacTBeHHbIE HapyLeHUs obMeHa BeLecTB»
MaHenb «3aboneBaHns COEANHUTENBHON TKaHU»

MaHenb «HacneacTBeHHbIE OMyXoneBble CUHOPOMbI»
MaHenb «HacneacTBeHHas TYroyxocTb»

MaHenb «KeHckne HacneaCcTBEHHbIE OMYyXOnn»

MaHenb «PakomaTtosbl 1 HACNEACTBEHHbIV paKy

MaHenb «HacneacTBeHHbIN pak MONOYHON Xenesbl»

MNaHenb «HacneacTBEHHbIN paK TOMICTON KALLIKW» 46200 MP- 30-45
MaHenb «epBnYHbIN UMMYHOAEMULNT U HACTIEACTBEHHbIE 1707 p.0o
aHeMuUun»
MaHenb «YMCTBEHHAs OTCTaNOCTb U pacCcTPOMCTBa
ayTUCTUYECKOrO CreKTpa»
MNaHenb «HepBHO-MbILLIEYHbIE 3a60MeBaHNSA»
MaHenb «HenpopereHepaTnBHbIE 3ab0neBaHNA»
MaHenb «HacneacTBeHHbIE 3aboneBaHns rnas»
Manenb «HacneacTBeHHble 3a60n1eBaHNA MOYEK»
MaHenb «HacnegcTBeHHble 3aboneBaHus cepaua»
MaHenb «HacneacTBeHHbIE HapyLLIEHWUS penpoayKTUBHOW
cUCTEMbI»
MaHenb «HacneacTBeHHbIe 3a60neBaHns Xenyao4Ho-
KULLIEYHOTO TpaKTa»
MaHenb «eHeTuYecKon NpeapacnonoXeHHOCTU K pasBUTUIO
HacneacTBEHHbIX KapAuoMuonaTunm
MaHenb OHKOOQMArHocTMKa NGS naHenb «HacnegcTBeHHbIX CUHAPOMOBY
ATM, ATR ,BARD1, BRCA1, BRCA2, BRIP1, CDH1, MP 21-28
CDK12, CHEK1, CHEK2, EPCAM, FANCL, MLH1, 173'2 p"q
MSH2, NBN, NF1, PALB2, PMS2, RAD51B, RAD51C, A '
RAD51D, RAD54, STK11, TP53, POLE.
MaHenb OHKOOQMArHocTMKa NGS naHenb «Moa6op TapreTHon Tepanum»
OHK vactb: ATM, ATR, BARD1, BRCA1, BRCA2, BRIP1,
CDH1, CDK12, CHEK1, CHEK2, EPCAM, FANCL, NF1,
PALB2, STK11, TP53, KRAS NRAS, BRAF, EGFR, 49500
ERBB2, PIK3CA, MET ex14, KIT PDGFRA, POLE MP- 21-28
KEAP1, IDH1- 2, ESR1 1733 p.o
PHK uactb: ALK, AXL, BRAF, EGFR, FGFR1, FGFR2,
FGFR3, MET, NRG1, NTRK1, NTRK2, NTRK3,
PDGFRA, PDGFRB, PPARG, RET, ROS1
MaHenb HacneacTtBeHHbIe CekeeHupoBaHne NGS metogom
3abonesaHus cepaua Cnmncok reHoB cM. npunoxeHne Ne 1 k npanc-nucty
A
HapyLeHUsi TMNMUOHOro 1830 P
obmeHa»
TecT Ha onpeagerneHve
reHOMHOW HeCcTabUuNbLHOCTU 44000 MP- 30-45
BGI SENTIS™ HRD Score 1713 p.o
Testing (6e3 BRCA)
TecT Ha HacneAcTBEHHbIN 49000 MP- 30-45
pak BGl SENTIS™ 1714 p.o
OnpepgeneHue mytauum reHoB | CekBeHVpoBaHMe BCex KoaupyoLlwmx obnacrei reHos
BRCA1 n BRCA2 meToaom BRCA1 1 BRCA2 29000 | VL-002 1§'§1
NGS '
OHkorematonorus. NaHenb MP- 14-21
38000
«JlumconagHan» 1745 p.4
OHkorematonorus. MNaHenb MP- | 14-21
. 38000
«MunenongHas 1746 p.0o

Mownck BbISIBIIEHHON B JAHHOW CEMbE OAHOM MyTauun y POACTBEHHMKA

(nocne NGS B Hawen nabopatopun) (npobaHa +poACTBEHHNK)

1801




lMownck BbISIBNEHHOW B JAHHOW cCeMbe OAHOM MyTaLuu Y poaCTBEHHUKA
(mocne NGS B Hawwen nabopatopum)
HononHutensHo k ycnyre MP-1801 3a kaxgoro crieayoLero YenoBeka

3410

MP-
1804

38-45
p-A

1-7 reHOB

n peunMmnnaHTaulMoHHoOe reHetn4eckoe TeCtupoBaHue

XpOMOCOMHbIX aHomanun metogom NGS (VeriSeq PGS,
lllumina)

DNA JC virus (JCV) kayecTBEeHHO

29000

1000

CG-
1700 1901 14 p.g
8-20 reHoB CG-
6300 1902 14 p.a
20-40 reHoB CG-
9000 1903 14 p.g
40-60 reHoB CG-
11900 1904 14 p.a
Bbigenenue HK u3 kpoBu (106pa3sew) 1200 P2001 | 7pa
Buiaenenune HK u3 cyxoro naTHa KpoBW, CroHbI, 6ykkansHoro anutenus(1o6paseu) 1430 | P2002 | 7 pa
BbigeneHune [JHK u3 kneTok ¢ rucTonornyecknx ctekosn u napacmHoBbIX 14-21
6nokoB (106pa3seu) 3600 P2003 -
BbigeneHnne AJHK n3 BopcMH XopMoHa, BOPCUH NilaleHTbl, aMHNOTUYECKON 7.14
1700 P2004
xuakoctu(1obpaseu) p.A
BobigeneHune OHK u3 npeHaTanbHoro n aboptmBHoro matepuana(1obpasen) 1700 7-14

P2005

|
:

PD-
1003

MnBo1

21-28
p.Ao

10p.4

DNA BK virus (BKV) kayecTBeHHO

1000

nBo2

10p.4
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| KIMHWYECKWW 3K3OM. Mawens "HacneacTsenHbie snunencun™ |
AARS, ABCC8, ABCD1, ACADM, ACADS, ACTB, ACTG1, ACY1, ADAR, ADCK3, ADGRGT1,
ADGRV1, ADNP, ADSL, AFG3L2, AGA, AHI1, AIMP1, AKT3, ALDH4A1, ALDH5A1, ALDH7A1, ALG1,
ALG11, ALG12, ALG13, ALG2, ALG3, ALG6, ALG8, ALGY9, AMACR, AMT, ANK3, AP1S2, APOCS3,
APOPT1, APTX, ARFGEF2, ARG1, ARHGEF9, ARL13B, ARSA, ARSB, ARX, ASAH1, ASL, ASPA,
ASPM, ASS1, ATIC, ATN1, ATP1A2, ATP1A3, ATP2A2, ATP5A1, ATP6AP2, ATP7A, ATR, ATRX,
B3GALNT2, B4GALT1, B4GAT1, BCKDHA, BCKDHB, BCS1L, BRAF, BRAT1, BTD, BUB1B,
C120rf57, C50rf42, CACNA1A, CACNA1TH, CACNB4, CASC5, CASK, CASR, CC2D2A, CCDC88C,
CCND2, CDK5RAP2, CDK6, CDKL5, CDON, CENPE, CENPJ, CEP135, CEP152, CEP164, CEP290,
CEP41, CEP63, CERS1, CHD2, CHMP1A, CHRNA2, CHRNA4, CHRNB2, CLCNZ2, CLIC2, CLN3,
CLN5, CLN6, CLN8, CNTN2, CNTNAP2, COA5, COG1, COG4, COG5, COG6, COG7, COGS,
COL18A1, COL4A1, COL4A2, COQ2, COQ4, COQB6, COQY, COX10, COX14, COX15, COX20,
COX6B1, CPAG, CPS1, CPT1A, CPT2, CREBBP, CSPP1, CSTB, CTSA, CTSD, CTSF, CUL4B,
DARS, DBT, DCHS1, DCX, DDOST, DEPDC5, DGUOK, DHCR24, DHCR?7, DLD, DLG3, DNA2,
DNAJCS5, DNM1, DOCK7, DOCKS8, DOLK, DPAGT1, DPM1, DPM2, DPM3, DPYD, DYNC1H1,
DYRK1A, EARS2, EEF1A2, EFHC1, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EMX2, EPM2A,
ETFA, ETFB, ETFDH, ETHE1, EXOSC3, EZH2, FA2H, FAM126A, FASTKD2, FAT4, FGD1, FGFRS,
FH, FIG4, FKRP, FKTN, FLNA, FOLR1, FOXG1, FOXRED1, FUCA1, GABRA1, GABRB3, GABRD,
GABRG2, GALC, GALNS, GAMT, GATM, GCDH, GCH1, GCK, GCSH, GFAP, GFM1, GJC2, GLB1,
GLDC, GLI2, GLI3, GLRA1, GLRB, GMPPB, GNAO1, GNE, GNPTAB, GNPTG, GNS, GOSR2, GPC3,
GPHN, GRIA3, GRIN1, GRIN2A, GRIN2B, GRN, GUSB, HADH, HCFC1, HCN1, HDACS8, HEPACAM,
HERC2, HEXA, HEXB, HGSNAT, HPD, HSD17B10, HSPD1, HYAL1, IDS, IDUA, IER3IP1, IFIH1,
IL1RAPL1, INPPSE, INS, IQSEC2, ISPD, IVD, KCNA1, KCNA2, KCNB1, KCNJ1, KCNJ10, KCNJ11,
KCNK18, KCNMA1, KCNQ2, KCNQ3, KCNT1, KCTD7, KDM5C, KDMG6A, KIAA2022, KIF2A, KIF4A,
KIF5C, KIF7, KIRREL3, KMT2D, KPTN, KRIT1, L2ZHGDH, LAMA2, LAMB1, LAMC3, LARGE, LGI1,
MAN1B1, MAP2K1, MAP2K2, MBDS, MCOLN1, MCPH1, MECP2, MED12, MED17, MEF2C,
METTL23, MFSD2A, MFSD8, MGATZ2, MID2, MLC1, MMAA, MMACHC, MOCS1, MOCS2, MOGS,
MPDU1, MPI, MTHFR, MUT, NAGLU, NAGS, NDE1, NDST1, NDUFA1, NDUFA10, NDUFA11,
NDUFA12, NDUFA2, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFBS3,
NDUFB9, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2,
NECAP1, NEU1, NF1, NFIX, NGLY1, NHLRC1, NIN, NIPBL, NOL3, NOTCH3, NPC1, NPC2, NPHP1,
NRAS, NRXN1, NSD1, NSUN2, NUBPL, OCLN, OCRL, OFD1, OPHN1, OTC, PACS1, PAFAH1B1,
PAH, PAK3, PANK2, PC, PCBD1, PCCA, PCCB, PCDH19, PCNT, PDE6D, PDHA1, PDHX, PDP1,
PDSS1, PDSS2, PET100, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2,
PEX26, PEX3, PEX5, PEX6, PEX7, PGAP1, PGK1, PGM1, PHC1, PHF6, PIGA, PIGN, PIGO, PIGT,
PIGV, PIK3CA, PIK3R2, PLA2G6, PLCB1, PLP1, PMM2, PNKP, PNPO, POLG, POLR3A, POLR3B,
POMGNT1, POMGNT2, POMK, POMT1, POMT2, PPM1K, PPT1, PQBP1, PRICKLE1, PRODH,
PRPS1, PRRT2, PSAP, PTCH1, PTEN, PTS, PURA, QDPR, RAB18, RAB39B, RAB3GAP1,
RAB3GAP2, RAD21, RAI1, RARS2, RBBP8, RBFOX3, RELN, RFT1, RNASEH2A, RNASEH2B,
RNASEH2C, RNASET2, ROGDI, RPGRIP1L, RPS6KA3, RRM2B, RTTN, SAMHD1, SASS6, SCARB2,
SCN1A, SCN1B, SCN2A, SCN8A, SCN9A, SDHA, SDHAF1, SEPSECS, SERPINI1, SETBP1, SGCE,
SGSH, SHH,SIK1, SIX3, SLC13A5, SLC17AS5, SLC19A3, SLC1A3, SLC25A15, SLC25A19,
SLC25A20, SLC25A22, SLC2A1, SLC33A1, SLC35A1, SLC35A2, SLC35C1, SLC46A1, SLC6AS,
SLCG6A8, SLC9A6, SMARCA2, SMARCB1, SMC1A, SMC3, SMPD1, SMS, SNAP29, SOX10, SPTAN1,
SRD5A3, SRPX2, SSR4, ST3GAL3, ST3GALS, STAMBP, STIL, STT3A, STT3B, STX1B, STXBP1,
SUCLA2, SUMF1, SUOX, SURF1, SYN1, SYNGAP1, SYP, SZT2, TACO1, TBC1D24, TBCE, TBP,
TBX1, TCF4, TCTN1, TCTN2, TCTN3, TGIF1, TMEM138, TMEM165, TMEM216, TMEM231,
TMEM237, TMEM5, TMEM67, TMEM70, TPP1, TRAPPC9, TREX1, TSC1, TSC2, TSEN2, TSEN34,
TSENS54, TSFM, TTC21B, TUBA1A, TUBAS, TUBB, TUBB2A, TUBB2B, TUBB3, TUBB4A, TUBG1,
TUSC3, UBE2A, UBE3A, UQCC2, VLDLR, VPS13A, VPS13B, VRK1, WDR45, WDR62, WFS1,
WWOX, ZEB2, ZIC2, ZNF335, ZNF423
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AARS2, AASS, ABAT, ABCA1, ABCB6, ABCB7, ABCC8, ABCD1, ABCD3, ABCD4, ABCG5, ABCGS8,
ABHDS, ACACA, ACADS8, ACAD9, ACADM, ACADS, ACADSB, ACADVL, ACAT1, ACATZ2, ACO2,
ACOX1, ACSF3, ACSL4, ADAMTSL2, ADCK3, AFG3L2, AGA, AGK, AGL, AGXT, AIFM1, AIMP1,
AK2, AKT2, ALAS2, ALDH18A1, ALDH2, ALDH3A2, ALDH4A1, ALDH5A1, ALDH6A1, ALDH7A1,
ALDOA, ALG1, ALG11, ALG12, ALG13, ALG2, ALG3, ALG6, ALGS8, ALGY9, AMACR, AMPD1, AMT,
ANTXRZ2, APOA1, APOA5, APOB, APOC2, APOC3, APOE, APTX, ARG1, ARSA, ARSB, ASAH1,
ASL, ASPA, ASS1, ATIC, ATL1, ATP13A2, ATPSE, ATP7B, ATPAF2, ATXNZ2, AUH, B4GALT1, BAX,
BCAT2, BCKDHA, BCKDHB, BCL2, BCS1L, BEST1, BLK, BOLA3, BRIP1, BTD, C100rf2, C120rf65,
CACNA1S, CASP8, CAT, CD320, CEL, CETP, CHKB, CISD2, CLDN16, CLDN19, CLN3, CLN5, CLNG6,
CLN8, CNNM2, COA5, COG1, COG4, COG5, COG6, COG7, COG8, COL11A2, COL2A1, COMT,
C0OQ2, COQ4, COQB6, COQY, COX10, COX14, COX15, COX4l2, COX6B1, CPOX, CPS1, CPT1A,
CPT2, CRBN, CSF1R, CTNS, CTSA, CTSC, CTSD, CTSK, CUL3, CYB5A, CYB5R3, CYCS,
CYP11A1, CYP11B1, CYP11B2, CYP24A1,CYP27A1, CYP27B1, D2HGDH, DARSZ2, DBT, DDOST,
DGUOK, DHCR24, DHCR7, DHODH, DIABLO, DLAT, DLD, DMGDH, DMPK, DNAJC19, DNAJCS5,
DNM1L, DOLK, DPAGT1, DPM1, DPM3, DYM, EARS2, EGF, EIF2AK3, EIF2B1, EIF2B2, EIF2B3,
EIF2B4, EIF2B5, ELAC2, ENO3, EPHX2, ERCC6, ETFA, ETFB, ETFDH, ETHE1, FA2H, FAM126A,
FARS2, FASTKDZ2, FBP1, FECH, FH, FKBP10, FOXP3, FOXRED1, FTH1, FUCA1, FXN, FXYD2,
G6PC, GAA, GALC, GALNS, GALT, GAMT, GARS, GATM, GBA, GBE1, GCDH, GCH1, GCK, GCSH,
GDAP1, GFAP, GFER, GFM1, GHR, GJC2, GK, GLA, GLB1, GLDC, GLIS3, GLRXS5, GLUD1,
GLYCTK, GM2A, GNE, GNPTAB, GNPTG, GNS, GPC3, GPHN, GPI, GPIHBP1, GPX1, GRHPR,
GSR, GUSB, GYG1, GYS1, GYS2, HADH, HADHA, HADHB, HARS2, HAX1, HCCS, HEPACAM,
HEXA, HEXB, HGSNAT, HIBCH, HK1, HLCS, HMBS, HMGCL, HMGCS2, HNF1A, HNF1B, HNF4A,
HOGA1, HRAS, HSD11B2, HSD17B10, HSD17B4, HSD3B2, HSPA9, HSPD1, HTRA2, HYAL1, IDH1,
IDH2, IDH3B, IDS, IDUA, IER3IP1, INS, INSR, ISCU, IVD, KARS, KCNA1, KCNJ11, KIF1B, KIF5A,
KLF11, KLHL3, KMT2D, KRTS, L2ZHGDH, LAMP2, LARS2, LDHA, LDLR, LDLRAP1, LIAS, LIPA, LIPC,
LMBRD1, LMNB1, LPIN1, LPL, LRPPRC, MAN1B1, MAN2B1, MANBA, MAOA, MARS2, MCCC1,
MCCC2, MCEE, MCOLN1, MFN2, MFSD8, MGATZ2, MIP, MLC1, MLH1, MLYCD, MMAA, MMAB,
MMACHC, MMADHC, MNX1, MOCS1, MOCS2, MOGS, MPDU1, MPI, MPV17, MRPL3, MRPS16,
MRPS22, MSRB3, MTFMT, MTO1, MTPAP, MTR, MTRR, MUT, MUTYH, MVK, NAGA, NAGLU,
NAGS, NARS2, NDUFA1, NDUFA10, NDUFA11, NDUFA12, NDUFA13, NDUFA2, NDUFAGY,
NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFB9, NDUFS1,
NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEU1, NEUROD1,
NEUROGS, NFU1, NOTCH3, NPC1, NPC2, NR3C2, NTHL1, NUBPL, OAT, OGG1, OPA1, OPA3,
OTC, OXCT1, PAH, PANK2, PARK2, PARK7, PAX4, PC, PCBD1, PCCA, PCCB, PCK2, PCSKO9,
PDHA1, PDHB, PDHX, PDP1, PDSS1, PDSS2, PDX1, PEX1, PEX10, PEX11B, PEX12, PEX13,
PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEXS5, PEX6, PEX7, PFKM, PGAM2, PGK1, PGM1,
PHKA1, PHKA2, PHKB, PHKG2, PHYH, PINK1, PKLR, PLP1, PMM2, PNKD, PNPLA2, PNPO, POLG,
POLG2, POLR3A, POLR3B, PPARG, PPOX, PPT1, PRKAG2, PRODH, PSAP, PTF1A, PTRF, PTS,
PUS1, PYCR1, PYGL, PYGM, QDPR, RAI1, RARS2, RECQL4, REEP1, RFT1, RFX6, RMRP,
RNASEH2A, RNASEH2B, RNASEH2C, RNASEL, RNASET2, RPIA, RPL35A, RRM2B, RYR1, SACS,
SAMHD1, SARDH, SARS2, SCNN1A, SCNN1B, SCNN1G, SCO1, SCO2, SCP2, SDHA, SDHAF1,
SDHAF2, SDHB, SDHC, SDHD, SECISBP2, SGSH, SLC12A3, SLC16A1, SLC16A2, SLC17A5,
SLC19A2, SLC19A3, SLC22A5, SLC25A12, SLC25A13, SLC25A15, SLC25A19, SLC25A20,
SLC25A22, SLC25A3, SLC25A38, SLC25A4, SLC2A2, SLC33A1, SLC35A1, SLC35C1, SLC37A4,
SLC6A8, SLC9A6, SLCO1B1, SMPD1, SNAP29, SOD1, SOD2, SOX10, SPAST, SPG20, SPG7, SPR,
SPTLC2, SRD5A3, STAR, SUCLA2, SUCLG1, SUMF1, SUOX, SURF1, TACO1, TAZ, TCF4, TCIRG1,
TIMMS8A, TK2, TMEM126A, TMEM165, TMEM70, TMLHE, TPI1, TPK1, TPP1, TREM2, TREX1,
TRMU, TRPM6, TSFM, TTC19, TUBB3, TUFM, TUSC3, TYMP, TYROBP, UNG, UQCRB, UQCRQ,
WDR81, WFS1, WNK1, WNK4, WWOX, XPNPEP3, YARS2, ZFP57
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AAGAB, ABCA12, ABCB6, ABCC6, ABCC9, ABHD5, ACP5, ACTA2, ACVR2B, ACVRL1, ADAM10,
ADAMTS2, ADAMTSL2, ADAR, AGPS, AKT1, AKT3, ALDH18A1, ALDH3A2, ALMS1, ALOX12B,
ALOXES3, ALPL, ALX4, AMER1, ANKH, ANO5, AP1S1, AP2S1, AP3B1, APCDD1, AQP5, ARSB,
ARSE, ATM, ATP2A2, ATP2C1, ATP6VOA2, ATP7A, ATR, AXIN2, B3GALT6, BAGALT7, BANF1,
BCS1L, BHLHA9, BLM, BLOC1S3, BLOC1S6, BMP1, BMP2, BMPER, BMPR1B, BRAF, C100rf11,
CA2, CANT1, CARD14, CASR, CBL, CBS, CCBE1, CCDC8, CCM2, CCND2, CDC6, CDH3, CDKN1C,
CDSN, CDT1, CENPJ, CEP152, CEP63,CERS3, CFC1, CHST14, CHST3, CLCN5, CLCN7, CLDN1,
COL10A1, COL11A1, COL11A2, COL17A1, COL1A1, COL1A2, COL2A1, COL3A1, COL4A1,
COLS5A1, COL5A2, COL7A1, COL9A1, COL9A2, COL9A3, COMP, CREBBP, CRELD1, CRTAP,
CSTA, CTC1, CTSC, CTSK, CUL7, CYLD, CYP27B1, CYP2R1, CYP4F22, DDB2, DDR2, DHCR?24,
DHCRY7, DKC1, DLL3, DLX3, DMP1, DNA2, DOK7, DSC3, DSE, DSG1, DSG4, DSP, DST, DTNBP1,
DYM, DYNC2H1, EBP, ECEL1, EDN3, EDNRB, EFEMP2, EFNB1, EIF2AK3, ELN, ELOVL4, ENG,
ENPP1, EP300, EPG5, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCCS8, ERF, ESCO2, EVC,
EVC2, EXPH5, FAM111A, FAM20C, FAM58A, FAT4, FBLN1, FBLNS, FBN1, FBN2, FERMT1, FGF10,
FGF16, FGF23, FGF9, FGFR1, FGFR2, FGFR3, FKBP10, FKBP14, FLCN, FLG, FLNA, FLNB, FLT4,
FOXC2, FOXN1, FREM1, GALNS, GATA2, GDF1, GDF2, GDF3, GDF5, GDF6, GJA1, GJB2, GJB3,
GJB4, GJB6, GJC2, GLB1, GLI3, GNA11, GNPAT, GNPTAB, GNPTG, GNS, GORAB, GPC6,
GPR143, GSC, GTF2H5, GUSB, HAMP, HFE, HFE2, HGSNAT, HOXA11, HOXD13, HPGD, HPS1,
HPS3, HPS4, HPS5, HPS6, HR, HRAS, HSPG2, IDS, IDUA, IFITMS5, IFT122, IFT140, IFT172, IFT43,
IFT80, IHH, IKBKG, IL11RA, IMPAD1, INPPL1, ITGA3, ITGAG, ITGB4, JUP, KIF11, KIF22, KIT, KITLG,
KRAS, KRIT1, KRT1, KRT10, KRT14, KRT16, KRT17, KRT2, KRT5, KRT6A, KRT6B, KRT6C, KRT74,
KRT81, KRT83, KRT86, KRT9, LAMA3, LAMB3, LAMC2, LARP7, LBR, LEFTY2, LEMD3, LIFR, LIPH,
LIPN, LMBR1, LMNA, LMX1B, LOR, LPARG, LRP4, LRPS5, LTBP4, LYST, MAP2K1, MAP2K2, MATN3,
MBTPS2, MC1R, MEGF8, MEOX1, MFAPS, MGP, MITF, MLH1, MLPH, MMP1, MMP13, MMP9,
MPLKIP, MSH2, MSH6, MSX2, MTAP, MYBPC1, MYH11, MYH3, MYHS8, MYLK, MYOS5A, NAGLU,
NEK1, NF1, NF2, NHP2, NIN, NIPAL4, NKX2-5, NKX3-2, NODAL, NOG, NOP10, NPR2, NRAS,
NSDHL, OBSL1, OCA2, OFD1, ORC1, ORC4, ORC6, OSTM1, P3H1, PAPSS2, PAX3, PCNT,
PCYT1A, PDCD10, PDE4D, PDGFRB, PEX7, PHEX, PHYH, PIEZO2, PIK3CA, PIK3R2, PKP1, PLEC,
PLEKHM1, PLOD1, PLOD2, PLOD3, PLS3, PMS2, PNPLA1, POC1A, POFUT1, POGLUT1, POLD1,
POLH, POMP, POR, PORCN, POT1, PPIB, PRDMS5, PRKAR1A, PRKG1, PTCH1, PTDSS1, PTEN,
PTH1R, PTHLH, PTPN11, PYCR1, RAB23, RAB27A, RAB33B, RAF1, RAPSN, RASA1, RBBPS,
RBM28, RECQL4, RHBDF2, RIN2, RIT1, RMRP, RNU4ATAC, ROR2, RTEL1, RUNX2, SALL1, SALL4,
SBDS, SDHB, SDHD, SERPINB7, SERPINF1, SERPING1, SERPINH1, SF3B4, SGSH, SH3PXD2B,
SHOC2, SKI, SLC26A2, SLC27A4, SLC2A10, SLC34A1, SLC34A3, SLC35D1, SLC39A13, SLC40A1,
SLC45A2, SLC9A3R1, SLCO2A1, SLURP1, SMAD3, SMARCAL1, SNAI2, SNAP29, SNRPE, SNX10,
SOS1, SOST, SOX10, SOX18, SOX9, SP7, SPINKS5, SPRED1, ST14, STAMBP, STK11, STS, SUMF1,
TAT, TBCE, TBX15, TBX3, TBX5, TBXAS1, TCF12, TCIRG1, TCTN3, TERC, TERT, TFR2, TGFB1,
TGFB2, TGFB3, TGFBR1, TGFBR2, TGM1, TGMS5, TINF2, TMEM38B, TNFRSF11A, TNFRSF11B,
TNFSF11, TNNI2, TNNT3, TNXB, TP63, TPM2, TRAPPC2, TREX1, TRIP11, TRPS1, TRPV3, TRPV4,
TSC1, TSC2, TTC21B, TWIST1, TYR, TYROBP, TYRP1, USB1, VDR, VPS33B, WDR19, WDR34,
WDR35, WDR60, WISP3, WNT1, WNT10A, WNT10B, WNT5A, WNT7A, WRAPS3, WRN, XPA, XPC,
XYLT1, ZIC3, ZMPSTE24, ZNF469, ZSWIM6

APC, BMPR1A, BRCA1, BRCA2, CDH1, CDKN1B, CDKN2A, EPCAM, FH, MEN1, MET, MLH1,
MSH2, MSH6, MUTYH, NTHL1, PMS2, PTCH1, PTEN, RAD51C, RET, SMAD4, STK11, SUFU, TP53,

VHL




ABHD12, ACTB, ACTG1, ALMS1, ANKH, ATP2B2, ATP6V1B1, BCS1L, BSND, CACNA1D, CCDC103,
CCDC39, CCDC40, CCDC50, CD151, CDH23, CDKN1C, CEACAM16, CHD7, CHSY1, CIB2,
CLDN14, CLRN1, COCH, COL11A1, COL11A2, COL2A1, COL4A3, COL4A4, COL4AS5, COL4AG,
COL9A1, COL9A2, COL9A3, CRYM, DFNAS5, DFNB31, DFNB59, DIABLO, DIAPH1, DIAPH3, DLXS,
DNAAF1, DNAAF2, DNAAF3, DNAH11, DNAHS5, DNAI1, DNAI2, DNAL1, DSPP, EDN3, EDNRB,
ESPN, ESRRB, EYA1, EYA4, FGF3, FOXI1, GATA3, GIPC3, GJB1, GJB2, GJB3, GJB4, GJBG,
GPSM2, GRHL2, GRXCR1, HGF, HYDIN, ILDR1, JAG1, KARS, KCNE1, KCNJ10, KCNQ1, KCNQ4,
LHFPLS, LHX3, LOXHD1, LRRC6, LRTOMT, MANBA, MARVELD2, MIR96, MITF, MSRB3, MTAP,
MYH14, MYH9, MYO15A, MYO3A, MYO6, MYO7A, NDP, NLRP3, NME8, NR2F1, OTOA, OTOF,
PAX3, PCDH15, PDZD7, PMP22, POLR1C, POLR1D, POU3F4, POU4F3, PRPS1, PTPRQ, RDX,
RSPH4A, RSPH9, SEMA3E, SERPINBG, SIX1, SIX5, SLC12A1, SLC17A8, SLC19A2, SLC26A4,
SLC26A5, SMPX, SNAI2, SOX10, SOX2, SPINK5, STRC, TCOF1, TECTA, TFAP2A, TIMMS8A, TJP2,
TMC1, TMIE, TMPRSS3, TNC, TPRN, TRIOBP, TYR, USH1C, USH1G, USH2A, WFS1

ATM, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, EPCAM, MLH1, MSH2, MSH6, PALB2, PMS2, PTEN,
RADS1C, RAD51D, STK11, TP53.

ABL1, AKT1, ALK, APC, AR, ARID1A, ASXL1, ATM, ATR, AXIN2, BAP1, BARD1, BLM, BMPR1A,
BRAF, BRCA1, BRCA2, BRIP1, BTNL2,CD82, CDC73, CDH1, CDK4, CDKN1B, CDKNZ2A, CEBPA,
CHEK2, CTNNB1, CYLD, DDB2, DDR2, DICER1, EGFR, ELAC2, EPCAM,ERBB2, ERCC1, ERCC2,
ERCC3, ERCC4, ERCCS5, EXT1, EXT2, EZH2, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF,
FANCG,FANCI, FANCL, FGFR1, FGFR2, FGFR3, FGFR4, FH, FLCN, GATA2, GDNF, GNA11,
GNAQ, GNAS, HNF1A, HNF1B, HRAS, IDH1, IDH2,JAK2, JAK3, KDM6A, KDR, KIF1B, KIT, KMT2A,
KMT2D, KRAS, LIG4, LZTR1, MAP2K1, MAX, MC1R, MEN1, MET, MITF, MLH1, MRE11A,MSH2,
MSH3, MSH6, MSR1, MTOR, MUTYH, MXI1, NBN, NF1, NF2, NOTCH1, NRAS, NSD1, PALBZ2,
PALLD, PAX5, PDGFRA, PDGFRB,PHOX2B, PIK3CA, PIK3R1, PMS2, POLD1, POLE, POLH, POT1,
PRKAR1A, PRSS1, PTCH1, PTEN, PTPN11, RAD50, RAD51C, RAD51D,RB1, RECQL4, RET,
RNASEL, RUNX1, SBDS, SDHA, SDHAF2, SDHB, SDHC, SDHD, SLX4, SMAD4, SMARCA4,
SMARCB1, SMARCE1,SMO, SPINK1, SPRED1, STK11, SUFU, TMEM127, TP53, TSC1, TSC2,

TSHR, VHL, WRN, WT1, XPA, XPC, XRCC3, ZFHX3

ATM, BRCA1, BRCA2, CDH1, CHEKZ, PALB2, PTEN, STK11, TP53.

APC, BMPR1A, CHEK2, EPCAM, MLH1, MSH2, MSH6, MUTYH, PMS2, PTEN, SMAD4, STK11,
TPS3.
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ACPS, ACTB, ADA, ADAMTS13, ADAR, AGA, AICDA, AIRE, AK2, ALG13, AMN, ANK1, ANKRD26,
AP3B1, APOL1, ATM, BLM, BLNK, BLOC1S3, BLOC1S6, BRCAZ, BRIP1, BTK, C1QA, C1QB, C1QC,
C1R, C1S, C2, C3, C4A, C4B, C5, C6, C7, C8A,C8B, C9, CARD14, CARD9, CASP10, CASPS,
CCDC103, CCDC39, CCDC40, CD19, CD247, CD27, CD3D, CD3E, CD3G, CD40, CD40LG, CDA46,
CD55, CD59, CD79A, CD79B, CD81, CD8A, CDAN1, CEBPA, CEBPE, CFB, CFD, CFH, CFHR1,
CFHR3, CFHRS5, CFI, CFP, CHD7, CIITA, CLEC7A, COLEC11, CORO1A, COX412, CR2, CREBBP,
CSF3R, CTC1, CTSC, CUBN, CXCR4, CYBA, CYBB, CYCS, DCLRE1C, DHFR, DKC1, DNAAF1,
DNAAF2, DNAAF3, DNAH11, DNAHS5, DNAI1, DNAI2, DNAL1, DNM2, DNMT3B, DOCKS8, DSG1,
DTNBP1, EGLN1, ELANE, ENTPD1, EPAS1, EPB42, EPOR, ERCC2, ERCC3, F10, F11, F12, F13A1,
F2, F5, F8, FADD, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL,
FAS, FASLG, FCGR2B, FCGR3A, FCGR3B, FCN3, FERMT3, FGA, FGB, FGF10, FGFR2, FGG,
FOXN1, FOXP3, G6PC, G6PC3, G6PD, GATA1, GATA2, GFI1, GIF, GJC2, GP1BA, GP1BB, GP9,
GTF2H5, HAX1, HBA1, HBA2, HBB, HBD, HFE, HPS1, HPS3, HPS4, HPS5, HPS6, HYDIN, ICOS,
IFNG, IFNGR1, IFNGR2, IGLL1, IKBKG, IL10, IL10RA, IL10RB, IL12B, IL12RB1, IL17F, IL17RA,
IL1RN, IL2, IL21, IL21R, IL2RA, IL2RG, IL36RN, IL7R, INSR, IRAK4, IRF8, ITCH, ITGA2B, ITGB2,
ITGB3, ITK, JAKZ, JAK3, KLF1, KMT2D, KRAS, LAMTORZ2, LIG1, LIG4, LPIN2, LRRCG6, LRRC8A,
LYST, MAGT1, MAN2B1, MANBA, MASP1, MASP2, MASTL, MBL2, MC2R, MCM4, MEFV, MLPH,
MPL, MPO, MRE11A, MS4A1, MTHFD1, MVK, MYD88, MYH9, MYOS5A, NBN, NCF1, NCF2, NCF4,
NCSTN, NFKBIA, NHEJ1, NHP2, NKX2-5, NLRP12, NLRP3, NME8, NOD2, NOP10, NRAS, ORAI1,
PALB2, PCCA, PCCB, PDGFRA, PEPD, PIGA, PIK3CD, PIK3R1, PLCG2, PLG, PMM2, PMS2, PNP,
PRF1, PRKDC, PRPS1, PSENEN, PSMBS8, PSTPIP1, PTPN11, PTPRC, PTRF, RAB27A, RACZ2,
RADS1C, RAG1, RAG2, RASGRP2, RBM8A, RECQL4, RFX5, RFXANK, RFXAP, RMRP, RNASEHZ2A,
RNASEH2B, RNASEH2C, RNF168, RPL11, RPL35A, RPL5, RPS10, RPS17, RPS19, RPS24, RPS26,
RPS7, RSPH4A, RSPH9, RUNX1, RUNX2, SAMHD1, SBDS, SEC23B, SEMA3E, SERPINC1,
SERPINE1, SERPING1, SH2B3, SH2D1A, SH3BP2, SKIV2L, SLC29A3, SLC35A1, SLC35C1,
SLC37A4, SLC39A4, SLC46A1, SLC4A1, SLX4, SMARCAL1, SP110, SPINKS, SPTA1, SPTB, SRP72,
STAT1, STAT3, STATSB, STIM1, STK4, STX11, STXBP2, TAP1, TAP2, TAPBP, TAZ, TBK1, TBX1,
TCF4, TCIRG1, TCN2, TERC, TERT, THBD, TICAM1, TINF2, TIRAP, TLR3, TMC6, TMCS,
TNFRSF11A, TNFRSF13B, TNFRSF13C, TNFRSF1A, TNFRSF4, TRAF3, TRAF3IP2, TREX1, TTC37,
TYKZ2, UNC119, UNC13D, UNC93B1, UNG, USB1, VHL, VPS13B, VWF, WAS, WIPF1, WRAP53,
XIAP, ZAP70, ZBTB24

ABCD1, ACSL4, ADAT3, ADNP, ADSL, AFF2, AHDC1, AHI1, ANK3, ANKRD11, AP1S2, ARHGEF®G,
ARHGEF9, ARID1A, ARID1B, ARX, ATP2A2, ATP6AP2, ATP7A, ATR, ATRX, AUTSZ2, BCKDK,
BCOR, BDNF, BLM, BRAF, BRWD3, CACNA1C, CACNG2, CASK, CC2D1A, CCDC88C, CDH15,
CDKL5, CENPJ, CEP152, CEP63, CHD7, CHD8, CLCNKA, CLIC2, CNTNAP2, CRADD, CRBN,
CREBBP, CTCF, CUL4B, DCX, DEAF1, DHCR7, DKC1, DLG3, DMD, DNA2, DOCK8, DYNC1H1,
DYRK1A, EHMT1, EPB41L1, ERCC6, ERCC8, FANCB, FBXO31, FGD1, FLNA, FMR1, FOLR1,
FOXG1, FOXP1, FOXP2, FTSJ1, GABRB3, GDI1, GK, GPC3, GRIA3, GRIK2, GRIN1, GRIN2B,
HCCS, HCFC1, HDAC8, HERC2, HOXA1, HPRT1, HRAS, HSD17B10, HSPG2, HUWEH1, IDS, IGBP1,
IL1RAPL1, IQSEC2, KANSL1, KCNJ1, KDM5C, KIAA0196, KIAA1033, KIAA2022, KIF1A, KIF4A,
KIRREL3, KLHL3, KMT2D, KPTN, L1CAM, LAMC3, LAMP2, MAGT1, MAN1B1, MAOA, MBD5,
MBTPS2, MECP2, MED12, MED23, MEF2C, MET, METTL23, MID1, MID2, MTM1, MYH3, NDP,
NDST1, NDUFA1, NHS, NIN, NIPBL, NLGN3, NLGN4X, NRXN1, NSD1, NSDHL, NSUN2, OCRL,
OFD1, OPHN1, OTC, PAFAH1B1, PAKS3, PANK2, PCDH19, PDE8B, PDHA1, PGAP1, PGK1, PHF6,
PHF8, PIEZO2, PIGV, PLP1, PNKP, PORCN, PQBP1, PRPS1, PRSS12, PTCHD1, PTEN, PTPN11,
PURA, RAB39B, RAD21, RAI1, RBBP8, RELN, ROR2, RPL10, RPS6KA3, SATB2, SCN1A, SCN2A,
SERPINI1, SETBP1, SETD5, SHANK2, SHANK3, SHROOM4, SLC16A2, SLC2A1, SLC6A4, SLCGAS,
SLCY9A6, SLC9A9, SMARCA4, SMARCB1, SMC1A, SMC3, SMS, SNRPN, SOX11, SOX3, SOXS5,
SPAST, SPECCI1L, SRCAP, SRPX2, ST3GAL3, SYN1, SYNGAP1, SYP, TAF2, TBX1, TCF4, TECR,
TIMM8A, TMLHE, TRAPPC9, TSC1, TSC2, TSPAN7, TTI2, TUSC3, UBE2A, UBE3A, UBR1, UPF3B,
USPIX, VPS13B, WNTS5A, ZDHHC15, ZDHHC9, ZEB2, ZMYND11, ZNF711, ZNF81
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AARS, ABCC9, ABHD12, ABHDS, ACAD9, ACADM, ACADS, ACADVL, ACTA1, ACTC1, ACTNZ,
ACVR1, ADCY6, AGL, AGRN, AIFM1, AKAP9, ALDOA, ALG13, ALG14, ALG2, ALS2, AMPD1, ANG,
ANK2, ANOS, ARHGEF10, ASAH1, ATL1, ATL3, ATP2A1, ATP2A2, ATP7A, ATXNZ2, BSGALNT2,
B4GAT1, BAGS, BICD2, BIN1, BMPR2, BSCL2, C100rf2, C120rf65, C9orf72, CACNA1C, CACNA1D,
CACNB2, CALR3, CAPN3, CASQ1, CASQ2, CAV3, CCDC78, CCT5, CFL2, CHAT, CHCHD10, CHKB,
CHMP2B, CHRNA1, CHRNB1, CHRND, CHRNE, CHRNG, CHST14, CLCN1, CNTN1, CNTNAP1,
COL12A1, COL4A1, COL6A1, COL6A2, COL6A3, COLQ, COX6A1, CPT2, CRYAB, CSRP3, CTDP1,
DAG1, DAO, DARS, DCAF8, DCTN1, DES, DHTKD1, DMD, DNA2, DNAJB2, DNAJB6, DNAJC3,
DNM2, DNMT1, DOK7, DPAGT1, DPM2, DPM3, DPP6, DSC2, DSG2, DSP, DST, DTNA, DYNC1H1,
DYSF, ECEL1, EGR2, EMD, ENO3, ERBB3, ERBB4, ERCC3, ERCC4, ERCC5, ERCC6, ERCCS,
ETFA, ETFB, ETFDH, EXOSC3, EXOSCS8, EYA4, FAM134B, FBLN5, FBN1, FBN2, FBXO38, FGD4,
FHL1, FIG4, FKBP10, FKBP14, FKRP, FKTN, FLNC, FUS, FXN, G6PC, GAA, GAN, GARS, GBE1,
GDAP1, GFPT1, GJA1, GJAS5, GJB1, GLA, GLE1, GMPPB, GNB4, GNE, GPD1L, GRN, GYG1, GYS1,
GYS2, HADH, HADHA, HADHB, HARS, HCN4, HEXA, HINT1, HK1, HNRNPA1, HNRNPA2B1,
HNRNPDL, HOXD10, HSPB1, HSPB3, HSPBS8, IGHMBP2, IKBKAP, INF2, ISCU, ISPD, ITGA7, JPH1,
JPH2, JUP, KARS, KBTBD13, KCNAS, KCND3, KCNE1, KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5,
KCNQ1, KIF1A, KIF1B, KIF5A, KLHL40, KLHL41, LAMA2, LAMA4, LAMB2, LAMP2, LARGE, LDBS3,
LDHA, LITAF, LMNA, LMOD3, LPIN1, LRP4, LRSAM1, MAMLD1, MARS, MATR3, MED25, MEGF10,
MFN2, MPZ, MSTN, MTM1, MTMR14, MTMRZ2, MUSK, MYBPC1, MYBPC3, MYF6, MYH14, MYH2,
MYH3, MYH6, MYH7, MYH8, MYL2, MYL3, MYLK2, MYOT, MYOZ2, MYPN, NALCN, NDRG1, NEB,
NEFH, NEFL, NEXN, NGF, NPPA, NTRK1, OPA1, OPA3, OPTN, ORAI1, PABPN1, PDHA1, PDK3,
PFKM, PFN1, PGAM2, PGK1, PGM1, PHKA1, PHKA2, PHKB, PHKG2, PIEZO2, PIP5K1C, PKP2,
PLEC, PLEKHGS, PLN, PLOD2, PMP22, PNPLA2, POLG, POLG2, POMGNT1, POMGNT2, POMK,
POMT1, POMT2, PRDM12, PRKAG2, PRPH2, PRPS1, PRX, PSEN1, PSEN2, PTRF, PUS1, PYGL,
PYGM, RAB7A, RAPSN, RAX2, RBCK1, RBM20, REEP1, RNF170, RRM2B, RYR1, RYR2, SBF1,
SBF2, SCN10A, SCN11A, SCN1B, SCN3B, SCN4A, SCN4B, SCN5A, SCN9A, SCO2, SEPN1,
SEPT9, SETX, SGCA, SGCB, SGCD, SGCE, SGCG, SH3TC2, SIGMAR1, SIL1, SLC12A6, SLC16A1,
SLC22A5, SLC25A20, SLC37A4, SLC5A7, SMCHD1, SMN1, SMN2, SNAP25, SNTA1, SOD1, SOX10,
SPEG, SPG11, SPTLC1, SPTLC2, SQSTM1, STAC3, STIM1, SUCLA2, SURF1, SYNE1, SYNE2,
SYT2, TARDBP, TAZ, TBK1, TCAP, TDP1, TFG, TGFB3, TIA1, TK2, TMEM43, TMEMS, TMPO,
TNNC1, TNNI2, TNNI3, TNNT1, TNNT2, TNNT3, TNPO3, TPM1, TPM2, TPM3, TRAPPC11, TRDN,
TRIM2, TRIM32, TRPA1, TRPM4, TRPV4, TTN, TTR, TUBA4A, TYMP, UBA1, UBQLN2, VAPB, VCL,
VCP, VMA21, VRK1, WNK1, YARS, YARS2, ZBTB42, ZC4H2

AARS, AARS2, ABCB7, ABCD1, ABHD12, ACAD9, ACADM, ACADS, ACADVL, ACO2, ACTB,
ACTG1, ADAMTSL2, ADAR, ADCK3, ADCY5, ADGRG1, AFG3L2, AGA, AGK, AHI1, AIFM1, AIMP1,
AIRE, AKT3, ALAS2, ALDH18A1, ALDH3A2, ALG1, ALG11, ALG12, ALG3, ALG6, ALGS8, ALS2,
AMACR, AMPD1, AMPD2, ANG, ANO10, ANO3, ANTXR2, AP1S2, AP4B1, AP4E1, AP4M1, AP4S1,
AP5Z1, APOE, APP, APTX, ARFGEF2, ARG1, ARL13B, ARL6IP1, ARSA, ARSB, ARX, ASAH1,
ASCL1, ASPA, ASPM, ATCAY, ATL1, ATM, ATN1, ATP13A2, ATP1A3, ATP5E, ATP6AP2, ATP7A,
ATP7B, ATP8A2, ATPAF2, ATR, ATRX, ATXN1, ATXN10, ATXN2, ATXN3, ATXN7, AUH, B3GALNT2,
B4GALNT1, B4GAT1, BO9D1, BOD2, BCAP31, BCS1L, BDNF, BEAN1, BEST1, BICD2, BOLA3, BRAF,
BSCL2, BTD, BUB1B, C100rf2, C120rf65, C190rf12, C50rf42, C9orf72, CA2, CA8, CACNA1A,
CACNA1B, CACNB4, CASC5, CASK, CC2D2A, CCDC88C, CCM2, CCT5, CDK5RAP2, CDON,
CENPJ, CEP135, CEP152, CEP290, CEP41, CEP63, CHCHD10, CHKB, CHMP1A, CHMP2B, CISD2,
CLCN2, CLN3, CLN5, CLN6, CLN8, COA5, COASY, COL11A2, COL18A1, COL2A1, COL4AT1,
COL6A3, COMT, COQ2, COQ6, COQY, COX10, COX14, COX15, COX20, COX4l2, COX6B1, CP,
CPT1A, CPT1C, CPT2, CRAT, CSF1R, CSPP1, CSTB, CTNS, CTSA, CTSC, CTSD, CTSF, CTSK,
CYP27A1, CYP2U1, CYP7B1, D2HGDH, DARS, DARS2, DCAF17, DCHS1, DCTN1, DCX, DDB2,
DDHD1, DDHD2, DGUOK, DHCR24, DHCR7, DLAT, DLD, DNAJB2, DNAJC19, DNAJCS5, DNAJCS6,
DNM1L, DNMT1, DPAGT1, DYM, DYNC1H1, DYRK1A, EARS2, ECE1, EDN3, EEF2, EFTUD?2,
EIF2AKS, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EIF4G1, ELOVL4, ELOVLS, EMX2, ENTPDA1,
EPM2A, ERBB4, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCCS8, ERLIN2, ETFA, ETFB, ETFDH,
ETHE1, EXOSC3, EZH2, FA2H, FAM126A, FAM134B, FARS2, FASTKD2, FAT4, FBXO38, FBXO7,
FGF14, FGF8, FGFR3, FH, FIG4, FKRP, FKTN, FLNA, FLVCR1, FOLR1, FOXRED1, FTL, FUCA1,
FUS, FXN, GAA, GAD1, GALC, GALNS, GAN, GARS, GATA3, GBA, GBA2, GBE1, GCDH, GCH1,




GCLC, GDAP1, GDNF, GFAP, GFER, GFM1, GJB1, GJCZ2, GLA, GLB1, GLI2, GLI3, GM2A, GMPPB,
GNAL, GNAQ, GNE, GNPTAB, GNPTG, GNS, GOSR2, GPC3, GRID2, GRN, GUSB, HADH, HARS?2,
HEPACAM, HEXA, HEXB, HGSNAT, HNRNPA1, HNRNPA2B1, HPRT1, HRAS, HSD17B4, HSPB1,
HSPB3, HSPB8, HSPD1, HTRA1, HTRAZ2, HTT, HYAL1, IBA57, IDS,IDUA, IER3IP1, IFIH1, IGHMBP2,
INPPSE, ISCU, ISPD, ITM2B, ITPR1, JPH3, KANK1, KARS, KCNA1, KCNC3, KCND3, KCNJ10,
KCNMA1, KCTD17, KCTD7, KIAA0196, KIF11, KIF1A, KIF1C, KIF2A, KIF5A, KIF5C, KIF7, KMT2D,
KRIT1, L1CAM, L2HGDH, LAMAZ2, LAMC3, LAMP2, LARGE, LIAS, LIPA, LMNB1, LRPPRC, LRRK2,
LYST, MAG, MAN2B1, MANBA, MAPT, MARS, MARS2, MATR3, MBD5, MCOLN1, MCPH1, MECP2,
MED12, MED17, MEF2C, MFN2, MFSD8, MGAT2, MGME1, MKS1, MLC1, MPI, MPV17, MRE11A,
MRPS16, MRPS22, MSMO1, MTFMT, MTHFR, MTO1, MTPAP, MTTP, NAGA, NAGLU, NDE1,
NDUFA1, NDUFA10, NDUFA11, NDUFA12, NDUFA13, NDUFA2, NDUFA9, NDUFAF1, NDUFAF2,
NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFB9, NDUFS1, NDUFS2, NDUFS3,
NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEFH, NEU1, NFIX, NFU1, NHEJ1,
NHLRC1, NIN, NIPA1, NKX2-1, NOP56, NOTCH3, NPC1, NPC2, NPHP1, NPHP3, NSD1, NT5C2,
NUBPL, OCLN, OFD1, OPA1, OPA3, OPHN1, OPTN, PAFAH1B1, PANK2, PARK2, PARKY7, PAXG6,
PC, PCNT, PDCD10, PDGFB, PDGFRB, PDHA1, PDHB, PDHX, PDP1, PDSS1, PDSS2, PDYN,
PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEXS5, PEXG,
PEX7, PFN1, PGAP1, PHOX2A, PHOX2B, PHYH, PIGA, PIGN, PIK3CA, PIK3R2, PIK3R5, PINK1,
PLA2G6, PLEKHGS, PLP1, PMM2, PNKD, PNKP, PNPLAG, PNPT1, POLG, POLGZ2, POLH, POLR3A,
POLR3B, POMGNT1, POMGNT2, POMK, POMT1, POMT2, PPP2R2B, PPT1, PQBP1, PRICKLE1,
PRKCG, PRKRA, PRNP, PRPH, PRPH2, PRRT2, PSAP, PSEN1, PSEN2, PTCH1, PTEN, PTPN11,
PUS1, QDPR, RAB18, RAB3GAP1, RAB3GAP2, RAF1, RAI1, RARS2, RBBP8, REEP1, REEP2,
RELN, RET, RFT1, RMND1, RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RPGRIP1L, RRM2B,
RTN2, RTTN, SACS, SAMHD1, SARS2, SCARB2, SCO1, SCO2, SCP2, SDHA, SDHAF1, SDHAF2,
SDHB, SDHC, SDHD, SEPSECS, SERAC1, SETX, SGCE, SGSH, SHH, SIGMAR1, SIL1, SIX3,
SLC16A2, SLC17A5, SLC19A2, SLC19A3, SLC1A3, SLC20A2, SLC22A5, SLC25A12, SLC25A15,
SLC25A19, SLC25A20, SLC25A3, SLC25A38, SLC25A4, SLC2A1, SLC30A10, SLC33A1, SLC5A2,
SLC5A7, SLC6A3, SLC6A8, SMPD1, SNAP29, SNCA, SOD1, SORL1, SOX10, SPAST, SPG11,
SPG20, SPG21, SPG7, ALDH18A1, SPR, SPTBN2, SQSTM1, SRD5A3, SRPX2, STAMBP, STIL,
STUB1, SUCLA2, SUCLG1, SUMF1, SURF1, SYNE1, SYNJ1, SYT14, TACO1, TAF1, TARDBP, TAZ,
TBC1D20, TBP, TCF4, TCTN1, TCTN2, TDP1, TECPR2, TFG, TGIF1, TGM6, TH, THAP1, TIMM8A,
TK2, TMEM126A, TMEM138, TMEM165, TMEM216, TMEM231, TMEM237, TMEMS, TMEM®67,
TMEM70, TOR1A, TPK1, TPP1, TREM2, TREX1, TRMU, TRPV4, TSC1, TSC2, TSEN2, TSEN34,
TSENS4, TSFM, TTBK2, TTC19, TTC21B, TTPA, TUBA1A, TUBAS, TUBB2B, TUBB3, TUBB4A,
TUBG1, TUBGCP6, TUFM, TUSC3, TYMP, TYROBP, UBA1, UBE3A, UBQLN2, UQCRB, UQCRC2,
UQCRQ, VAMP1, VAPB, VCP, VEGFA, VLDLR, VPS13A, VPS13B, VPS35, VPS37A, VRK1, WDR45,
WDR62, WFS1, WWOX, XK, XPA, XPC, XPNPEP3, YARS2, ZEB2, ZFYVE26, ZFYVE27, ZIC2,
ZNF335, ZNF42
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ABCA4, ABCB6, ABCC6, ABHD12, ACO2, ACTA1, ACVR1, ADAM9, ADAMTS10, ADAMTS17,
ADAMTS18, ADAMTSL4, ADGRV1, AGBL1, AGK, AHI1, AIPL1, ALDH1A3, ALDH3A2, ALG1, ALG11,
ALG12, ALG3, ALG6, ALG8, ALMS1, AP3B1, APOE, ARL13B, ARL2BP, ARL6, ARMS2, ASB10,
ATF6, ATOH7, ATP1A3, ATXN7, AUH, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBSS5, BBS7,
BBS9, BCOR, BEST1, BFSP1, BFSP2, BLOC1S3, BLOC1S6, BMP4, C100rf11, C100rf2, C120rf65,
C1QTNFS5, C2, C20rf71, C3, C50rf42, C80rf37, C9, CA4, CABP4, CACNA1F, CACNA2D4, CANT1,
CAPNS5, CC2D2A, CCDC28B, CDH23, CDH3, CDHR1, CEP164, CEP290, CEP41, CEP83, CERKL,
CFB, CFH, CFHR1, CFHR3, CFI, CHD7, CHM, CHMP4B, CHRDL1, CHSTG6, CIB2, CISD2, CLN3,
CLN5, CLN6, CLRN1, CNGA1, CNGA3, CNGB1, CNGB3, CNNM4, COL11A1, COL11A2, COL17A1,
COL18A1, COL25A1, COL2A1, COL4A1, COL4A3, COL4A5, COL8A2, COL9A1, COL9A2, COQ2,
CRB1, CRX, CRYAA, CRYAB, CRYBA1, CRYBAZ2, CRYBA4, CRYBB1, CRYBB2, CRYBB3, CRYGB,
CRYGC, CRYGD, CRYGS, CSPP1, CST3, CTC1, CTDP1, CTNS, CTSD, CX3CR1, CYP1B1,
CYP4V2, DCN, DFNB31, DHDDS, DMD, DNA2, DPAGT1, DPM1, DRAM2, DTNBP1, EFEMP1,
ELOVL4, ELP4, EPHA2, ERCC1, ERCC2, ERCC3, ERCCS, ERCCG6, EYA1, EYS, FAM161A, FBLNS,
FBN1, FBN2, FGFR2, FLVCR1, FOXC1, FOXE3, FOXL2, FREM1, FRMD7, FSCNZ2, FTL, FYCO1,
FZD4, GALK1, GCNT2, GDF3, GDF6, GJA1, GJA3, GJAS8, GJB2, GNAT1, GNAT2, GNPTG, GPR143,
GPR179, GRK1, GRM6, GRN, GSN, GUCA1A, GUCA1B, GUCY2D, HARS, HCCS, HESX1, HGSNAT,
HK1, HLA-DRB1, HMCN1, HMGB3, HMX1, HPS1, HPS3, HPS4, HPS5, HPS6, HSF4, HTRA1, IDH3B,
IFT140, IFT172, IFT27, IGFBP7, IMPDH1, IMPG1, IMPG2, INPP5E, INVS, IQCB1, ITM2B, JAGT,
KCNJ13, KCNV2, KERA, KIAA0586, KIF11, KIF21A, KIF7, KIZ, KLHL7, KRIT1, KRT12, KRT3, LAMA1,
LAMB2, LAMP2, LCAS5, LIM2, LMX1B, LOXL1, LRAT, LRIT3, LRP2, LRP5, LRPAP1, LSS, LTBP2,
LYST, LZTFL1, MAB21L2, MAF, MAK, MC1R, MCOLN1, MERTK, MFN2, MFRP, MFSD8, MGAT?2,
MIP, MIR184, MITF, MKKS, MKS1, MMP19, MPDU1, MPI, MVK, MYO6, MYO7A, MYOC, NAA10,
NDP, NDUFS1, NEK2, NHS, NLRP1, NMNAT1, NPHP1, NPHP3, NPHP4, NR2E3, NR2F1, NRL,
NTF4, NYX, OAT, OCA2, OFD1, OPA1, OPA3, OPN1LW, OPN1MW, OPN1SW, OPTN, OTX2, P3H2,
PABPN1, PANK2, PAX2, PAX6, PCDH15, PCYT1A, PDEGA, PDEGB, PDEGC, PDEGD, PDEGG,
PDEGH, PDZD7, PEX1, PEX12, PEX2, PEX26, PEXS5, PEX6, PEX7, PGK1, PHOX2A, PHYH, PIGL,
PIKFYVE, PITPNM3, PITX2, PITX3, PLA2G5, PLK4, PLOD1, PMM2, PNPLAG, POC1B, POLG,
POLG2, POMT1, PPT1, PRCD, PRDM5, PRIMPOL, PROKR2, PROM1, PRPF3, PRPF31, PRPF4,
PRPF6, PRPF8, PRPH2, PRSS56, PXDN, RAB18, RAB28, RAB3GAP1, RAB3GAP2, RARB, RAX,
RAX2, RB1, RBP3, RBP4, RD3, RDH11, RDH12, RDH5, RFT1, RGR, RGS9, RGS9BP, RHO, RIMS1,
RLBP1, RNU4ATAC, ROM1, RP1, RP1L1, RP2, RP9, RPEG5, RPGR, RPGRIP1, RPGRIP1L, RRM2B,
RS1, SAG, SALL2, SBF2, SCN1A, SCO2, SDCCAGS8, SEMA3E, SEMA4A, SEPN1, SH3PXD2B, SHH,
SIL1, SIX6, SLC16A12, SLC19A2, SLC24A1, SLC24A5, SLC25A4, SLC25A46, SLC35A2, SLC38AS8,
SLC39A5, SLC45A2, SLC4A11, SLC7A14, SLITRK6, SMOC1, SNRNP200, SOX10, SOX2, SOX3,
SPATA7, SPG11, SPG7, SRD5A3, STRAG, STT3B, SYNE2, TACSTD2, TBC1D20, TCF4, TCTN1,
TCTN2, TCTN3, TDRD7, TEAD1, TENM3, TGFB1, TGFBI, TIMMS8A, TIMP3, TLR4, TMEM126A,
TMEM138, TMEM165, TMEM216, TMEM231, TMEM237, TMEM67, TMEM98, TOPORS, TPMS3,
TPP1, TRAF3IP1, TREX1, TRIM32, TRNT1, TRPM1, TSPAN12, TTC21B, TTCS8, TTLLS5, TTPA, TUB,
TUBB3, TUBGCP4, TUBGCP6, TULP1, TUSC3, TWIST1, TYMP, TYR, TYRP1, UBIAD1, UCHLA1,
UNC119, UNC45B, USH1C, USH1G, USH2A, VAX1, VCAN, VIM, VPS13B, VSX1, VSX2, WDPCP,
WDR19, WDR34, WDR36, WFS1, WRN, XYLT1, XYLT2, ZEB1, ZFHX4, ZNF408, ZNF423, ZNF469,
ZNF513, ZNF644
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ACE, ACTN4, ADAMTS13, AGT, AGTR1, AGXT, AHI1, ALG1, ALMS1, APOL1, AQP2, ARL13B,
ARLG6, ATP6VOA4, ATP6V1B1, AVP, AVPR2, BOD1, BO9D2, BBS1, BBS10, BBS12, BBS2, BBS4,
BBSS, BBS7, BBS9, BICC1, BMP4, BSND, C1QA, C1QB, C1QC, C3, C50rf42, CA2, CASR, CC2D2A,
CCDC28B, CD151, CD2AP, CD46, CEP290, CEP41, CFB, CFH, CFHR1, CFHR3, CFHRS, CFl,
CLCNS, CLCNKA, CLCNKB, CLDN16, CLDN19, COL4A3, COL4A4, COL4A5, COQ2, COQ6, CUBN,
CUL3, DCDC2, DMP1, ENPP1, EYA1, FAH, FGF20, FGF23, FOXC1, FRAS1, FREM1, FREMZ,
FXYD2, GATA2, GATA3, GDNF, GLIS2, GRHPR, GRIP1, HNF1B, HOGA1, HSD11B2, INF2, INVS,
IQCB1, ITGAS3, ITGB4, KCNJ1, KCNJ10, KIF7, KL, KLHL3, LAMB2, LMX1B,LZTFL1, MKKS, MKS1,
MUC1, MYH9, MYO1E, NEK8, NOTCH2, NPHP1, NPHP3, NPHP4, NPHS1, NPHS2, NR3C2, OCRL,
OFD1, PAX2, PDSS2, PHEX, PIGA, PKD1, PKD2, PKHD1, PLCE1, PMM2, PTPRO, REN, RET,
ROBO2, RPGRIP1L, SCARB2, SCNN1A, SCNN1B, SCNN1G, SDCCAGS, SIX1, SIX5, SLC12A1,
SLC12A3, SLC34A1, SLC34A3, SLC4A1, SLC4A4, SMARCAL1, SOX17, TCTN1, TCTN2, TFAP2A,
THBD, TMEM138, TMEM216, TMEMZ237, TMEMG67, TRIM32, TRPC6, TTC21B, TTC8, UMOD, VDR,
WDPCP, WDR19, WNK1, WNK4, WT1, XPNPEP3, ZMPSTE24

ABCC9, ABCG5, ABCGS8, ACTA1, ACTA2, ACTC1, ACTN2, ACVR1, ACVR2B, AKAP9Y, AKT3,
ALMS1, ANK2, ANO5, APOAS, APOB, APOC2, APOE, ATP2A2, BAG3, BIN1, BMPR2, BRAF,
CACNA1C, CACNA1D, CACNB2, CALM1, CALR3, CASQ2, CAV3, CBL, CBS, CETP, CFC1, CFLZ2,
CHD7, CITEDZ, CNTN1, COL3A1, COL5A1, COL5A2, COX15, CRELD1, CRYAB,CSRP3, CTNNA3,
DES, DMD, DNAJC19, DNM2, DOLK, DPP6, DSC2, DSG2, DSP, DTNA, DYSF, EFEMPZ2, ELN, EMD,
EYA4, FBN1, FBN2, FHL1, FKRP, FKTN, FLNA, FLNC, FOXC1, FXN, GAA, GATA4, GATAG,
GATAD1, GCKR, GDF1, GJA1, GJA5, GLA, GNAI2, GNE, GPD1L, GPIHBP1, HADHA, HCN4, HFE,
HRAS, HSPBS, ISCU, JAG1, JPH2, JUP, KBTBD13, KCNA5, KCND3, KCNE1, KCNE2, KCNES,
KCNH2, KCNJ2, KCNJ5, KCNQ1, KRAS, LAMA2, LAMA4, LAMP2, LDB3, LDLR, LDLRAP1, LEFTY2,
LMF1, LMNA, LPL, LTBP2, MAMLD1, MAP2K1, MAP2K2, MATR3, MED13L, MEGF10, MSTN, MTM1,
MYBPC1, MYBPC3, MYF6, MYH11, MYH2, MYH6, MYH7, MYL2, MYL3, MYLK, MYLK2, MYQOG,
MYOT, MYOZ2, MYPN, NEB, NEXN, NF1, NKX2-5, NKX2-6, NODAL, NOTCH1, NOTCH2, NPPA,
NRAS, PABPN1, PCSK9, PIK3CA, PIK3R2, PITX2, PKP2, PLEC, PLN, PRKAG2,PRKAR1A, PSEN1,
PSENZ2, PTPN11, RAF1, RASA1, RBM10, RBM20, RYR1, RYR2, SALL4, SCN10A, SCN1B, SCN2B,
SCN3B, SCN4B, SCN5A, SCO2, SDHA, SEMA3E, SEPN1, SGCB, SGCD, SGCG, SHOC2, SLC25A4,
SLC2A10, SMAD3, SMAD4, SMADG6, SNTA1, SOS1, SPRED1, TAB2, TAZ, TBX1, TBX20, TBX3,
TBX5, TCAP, TFAP2B, TGFB2, TGFB3, TGFBR1, TGFBR2, TLL1, TMEM43, TMPO, TNNC1, TNNI3,
TNNT1, TNNT2, TPM1, TPM2, TPM3, TRDN, TRPM4, TTN, TTR, VCL, VCP, ZFPM2, ZIC3

AARS2, AKAP9, ALMS1, AMHR2, ANK2, ANXAS5, AR, ARL6, AURKC, BBS1, BBS10, BBS12, BBS2,
BBS4, BBS5, BBS7, BBS9, BMP15, BRCA1, CALM1, CATSPER1, CAV3, CCDC103, CCDC28B,
CCDC39, CCDC40, Cbh46, CEP290, CFTR, CHD7, CYP11B1, CYP17A1, CYP21A2, DAZL, DIAPH2,
DNAAF1, DNAAF2, DNAAF3, DNAH11, DNAHS, DNAI1, DNAI2, DNAL1, DPY19L2, DYNC2H1, F2,
F5, FGA, FGB, FGF8, FGFR1, FGFR3, FGG, FIGLA, FMR1, FOXL2, FSHB, FSHR, GNRH1, GNRHR,
HESX1, HFE, HSD3B2, HYDIN, JAK2, KCNE1, KCNE2, KCNH2, KCNJ5, KCNQ1, KHDC3L, KISS1,
KISS1R, KLHL10, LHB, LHCGR, LRRC6, LZTFL1, MKKS, MKS1, NLRP7, NME8, NOBOX, NR5A1,
POF1B, POR, POU1F1, PROK2, PROKR2, PSMC3IP, RSPH4A, RSPH9, SCN4B, SCN5A,
SDCCAGS8, SEMA3A, SEPT12, SNTA1, SPATA16, SRD5A2, SRY, STAR, SYCP3, TAC3, TACRS,
TRIM32, TTC8, UBE2B, USP9Y, VEGFA
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ABCA1, ABCB11, ABCB4, ABCC2, ACADM, ACADVL, ACOX1, ACVR2B, ACVRL1, ADA, ADAM17,
AGA, AGL, AIRE, AKR1D1, ALDOB, ALG1, ALG13, ALMS1, AMACR, APC, APOA1, APOB, ARSB,
ASAH1, ATG16L1, ATM, ATP7B, ATP8B1, AXIN2, BAAT, BLM, BMPR1A, BRCA1, BRCAZ2, BTK,
CASP10, CD3D, CD3E, CD40LG, CDH1, CDKN1C, CDKN2A, CFTR, CHEK2, CHRM3, CIITA, CLMP,
COG4, COL3A1, COL4AG, COL7A1, COX4l12, CPOX, CPS1, CPT1A, CPT2, CTRC, CYBA, CYBB,
CYP7B1, DCLRE1C, DGUOK, DPM1, ECE1, EDN3, EDNRB, ENG, EPCAM, EPHX1, FAH, FBP1,
FECH, FGA, FGFR2, FUCA1, G6PC, G6PD, GAA, GALE, GALNS, GALT, GBA, GDNF, GLB1, GLI3,
GNE, GNMT, GNPTAB, GNS, GUSB, HADHA, HADHB, HAMP, HFE, HGSNAT, HMBS, HMGCL,
HSD3B7, ICOS, IDS, IL10RA, IL10RB, IL23R, IL2RG, IL7R, IRGM, ITCH, ITGAG, ITK, JAG1, JAKS,
KIT, KRT18, KRT8, LBR, LCT, LIPA, LYST, LYZ, MAN2B1, MEFV, MITF, MLH1, MOGS, MPI, MPV17,
MSH2, MSH6, MTTP, MUTYH, MYO5B, NAGLU, NCF1, NCF2, NEU1, NEUROG3, NOD2, NPC1,
NPC2, NRG1, NRTN, PALB2, PAX3, PDGFRA, PDX1, PEX1, PEX12, PEX2, PEX5, PEX6, PHKAZ2,
PHKB, PHKG2, PHOX2B, PMM2, PMS2, POLD1, POLG, PPOX, PRF1, PRKCSH, PRSS1, PSAP,
PTEN, PTF1A, PTPRC, PYGL, RAG1, RAG2, RET, RFX5, RFXANK, RFXAP, SALL1, SBDS, SDHB,
SDHC, SEC63, SERPINA1, SGSH, SH2D1A, SI, SKIV2L, SLC10A2, SLC17A5, SLC22A5, SLC26A3,
SLC2A2, SLC37A4, SLC39A4, SLC5A1, SLC7A7, SLCO1B3, SMAD4, SMPD1, SOX10, SPINK1,
SPINT2, STK11, SUMF1, TCF4, TEK, TJP2, TMEM165, TMPRSS15, TNFRSF13B, TP53, TRIM37,
TRMU, TTC37, UGT1A1, VHL, VIPAS39, ZAP70, ZEB2, ZIC3

ABCC9, ABCG5, ABCGS8, ACTC1, ACTN2, AKAP9, ANK2, ANKRD1, APOA1, APOAS5, APOB, APOC2,
APOC3, APOE, BAG3, BRAF, CACNA1C, CACNA2D1, CACNB2, CALM1, CALM2, CASQ2, CAVS3,
CETP, CRYAB, CSRP3, CTNNA3, DES, DMD, DSC2, DSG2, DSP, DTNA, EMD, FKTN, FLNC,
GATAD1, GLA, GPD1L, HCN4, JPH2, JUP, KCND3, KCNE1, KCNE2, KCNE3, KCNH2, KCNJ2,
KCNJ5, KCNJ8, KCNQ1, KRAS, LAMA4, LAMP2, LDB3, LDLR, LDLRAP1, LMNA, LPL, MYBPC-3,
MYH6, MYH7, MYL2, MYL3, MYOZ2, MYPN, NEXN, PCSK9, PKP2, PLN, PRKAG2, PSEN1, PSEN2,
PTPN11, RAF1, RBM20, RYR2, SCN1B, SCN3B, SCN4B, SCN5A, SGCD, SLCO1B1, SNTA1, SOS1,
SOS2, TAZ, TCAP, TGFB3, TMEM43, TNNC1, TNNI3, TNNT2, TPM1, TRDN, TTN, TTR, VCL, FBN1.

I ——

ABCD1 ApnpeHonenkoguctpodus

ACADM HepocTtaTo4HOCTb cpeaHeLenoYevYHon aueTun-koa-gernaporeHassol
ACADVL Hepoctato4yHOCTb OYeHb ANMHOLENOYEeYHOWN aLeTun-koa-gerngporeHassbi
ASL ApruHnHo-aHTapHasa aumgypus

ATM ATakcusa-TeneaHrnaKkTasus

ATP7B bonesHb BunbcoHa

BCKDHA BbonesHb kneHosoro cupona IA

BCKDHB bonesHb kneHoBoro cupona IB

BRCA1 Pak rpyam n andHnkoB, aHemust DaHKOHU

BRCA2 Pak rpyam n asmyHmMkoB, aHeMmns GaHKOHU

BTD BbrnotnHnoasHas HegoCTaTOYHOCTb

CBS "omouucTuHypus (B6-3aBucrmMble 1 HEBOCNPUUMYMBBIE TUMbI)
CFTR MykoBucungo3s

CYP11B1 ALpeHoreHnTanbHbI CUHOPOM

CYP21 AgpeHoreHuTanbHbI CUHAPOM




DBT

bonesHb kneHosoro cupona |l

DHCR7 CuHagpom CmuTta-Jlemnn-Onutua

DMD Mwoguctpodusa JoweHHa-bekkepa

F8 remocbunna A

F9 remodununa B

FAH TuposnHemus |

GAA BonesHb MNomne (rnukoreHos Il)

GALC BonesHb Kpabbe

GALT "anakrtosemus

GBA BornesHb [Nowe

GCDH myTtapoBas aungypus |

GJB2 myxoTa

GLA BonesHb ®abpu

GLB1 Gm1-ranrnno3ungo3s, mnc VB

HBA1 Tanaccemus anbga

HBA2 Tanaccemus anbga

HBB Tanaccemus 6eta

HEXA GM2-raHrnnosnpos, Tea-Cakca

HEXB GM2-ranrnno3ngos, CaHaxodda

IDS Mykononucaxapugos 2-ro Tuna

IDUA Mykononucaxapuaos 1-ro tuna

L1CAM Mapouedeuanuna, cnigpom Masa

MEFV CemeniHasa cpeam3eMHOMOpPCKas nuxopaaka
MUT MeTunmanoHoBasi aungypuvs

NAGS HepoctatoyHocTb N-aueTtunrinyramaTCuHTasbl
NPCA1 HumanHa-nuka C1, D

TC HepoctaTto4yHOCTb OPHUTUH TpaHCcKapbamunasbl
PAH DeHUNKeToHypua

PC HepoctaTto4yHOCTb NMpyBaTKkapbokcmnasbl
PCCA MponnoHukaunaemus

PCCB MponnoHukaungemus

PEX1 HapyLweHunsa buoreHe3sa NnepoKCMCOM

PEX10 HapyweHus 6ruoreHesa NnepoKkcucom
PEX11B HapyLweHunsa buoreHe3a NepoKC1COM

PEX12 HapyweHus 6ruoreHesa NnepoKkcucom

PEX13 HapyLweHunsa buoreHesa NnepoKCMCcoOM

PEX2 HapyLweHunsa buoreHe3sa NnepoKCMCOM

PEX3 HapyweHus 6ruoreHesa NnepoKcMcom

PEX5 HapyLweHunsa buoreHe3sa NnepoKCUCOM

PEX6 HapyLweHunsa 6uoreHe3a NnepoKCUCOM

PEX7 HapyweHuns buoreHesa NnepoKCUCOM

PEX7 HapyLwweHuns 6uoreHe3a NepoKCMCOM

PKHD1 [MonukncTos noyek

PPT1 LlepongHbin nunodycumnHos |

SLC26A2 [Awnactpodunyeckaa gucnnasuns, axoHgporeHes
SLC26A4 myxota, cuHgpom lNeHgpeaa

SLC6A19 BonesHb XapTHyna, runepriamunuHypus
SMN1 CnnHanbHasa MbllleyHasa aTpodus

SMN2 CnnHanbHasa MblwevHasa atpodus

TPP1 LleponaHbii nunodgycunHo3s Il, cnnHouepebennapHas atakcus
USH2A CuHagpom Ywepa 2A




M-1310 KnuHun4yeckum reHeTU4ECKMIK NAcNOpPT NpeapacnonoXxXeHHocTb, 200 mapkepoB)

ABCB1 rs1045642 ,ABO rs8176719,ACE rs4646994, ACTN3 rs1815739 ,ADD1 rs4961, ADH1B
rs1229984, ADIPOQ rs266729 ,ADIPOQ rs6444175, ADRB1 rs1801253, ADRB2 rs1042713, ADRB2
rs1042714, ADRB3 rs4994 ,AGT rs699, AGTR1 rs5186 ,ALDH2 rs671, ALPL rs4654748, AMPD1
rs17602729, ApoA1 rs670 ,APOA2 rs5082 ,ApoA5 rs3135506 ,ApoAS rs662799, ApoAS rs964184,
ApoC3 rs2854117, ApoE rs429358, rs7412, AR ,POL_,GF _, ATP7B rs28942074, BCMO1
rs12934922, BCMO1 rs7501331, BDNF rs6265 ,BDNF -AS rs925946, BHMT rs3733890, BMP2
rs15705, BRCA1 rs28897672, BRCA1 rs80357711, BRCA2 rs80359550 ,CACNA2D3 rs1375515,
CALCR rs1801197, CAT rs1001179 ,CBS POL_GF_11 CCR5 rs333, CD36 rs1761667 ,CDKAL1
rs7451008 ,CDKN2B(9p21) rs1333049, CEPT rs5882, CLOCK rs11932595, COL1a1 rs1800012,
COL5A1 rs12722 ,COMT rs4680 ,COMT rs6269 ,COX2 rs20417 ,CTLA4 rs231775, CYP11A
POL_GF_15,CYP11B2 rs1799998, CYP17A1 rs743572, CYP19A1 rs2470152 ,CYP1A1 rs4646903
,CYP1A2 rs2069514, CYP1A2 rs762551 ,CYP1B1 rs1056836, CYP2C19 rs4986893 ,CYP2C19
rs12248560 ,CYP2C19 rs4244285, CYP2C9 rs1057910 ,CYP2C9 rs1799853, CYP2D6 rs35742686
,CYP2D6 rs3892097 ,CYP3A5 rs776746 ,DBH rs1611115, DBH rs6271, DIO2 -AS1 rs12885300,
DMD rs939787,DRD2 rs1799732, DRD2/ANKK1 rs1800497, DRD4 rs1800955, EDN1 rs5370, ESR1
rs2234693 ,ESR2 rs4986938, FABP2 rs1799883, FADS2 rs174548, FADS2 rs66698963, FDPS
rs2297480, FGB rs1800790, FGG rs2066865, Fll rs1799963 ,FIl rs5896 ,FIX rs6048 ,FLG
rs558269137, FLG rs138726443, FSHR Rs6166, FTO rs9939609, FUT2 rs602662, FV rs6025, FVII
rs6046 ,FVIII rs1800291, FXI rs2289252 ,FXIl rs1801020, FXIII rs5985, GC rs2282679, GHRL
rs4684677 ,GLUT2 rs5400, GLYAT rs2507838, GNB3 rs5443 ,GP1ba POL_GF_28, Gpla rs1126643,
Gplllars5918 ,GpVI rs1613662 ,GPX1 rs1050450,GSTM POL_GF_29 ,GSTP1 rs1138272 ,GSTP1
rs1695 ,GSTT POL_GF_30, hANP rs5065, HFE rs1799945,HFE rs1800562, HHEX rs11187140
,HIF1A rs11549465, HLA - B POL_GF_40, HLA -DQA1 ,POL_GF_77, HLA -DQA1 POL_GF 78 ,HLA
-DQB1 POL_GF_79 ,HLA -DQB1 POL_GF_80 ,HTR2A rs6313 IGF2BP2 ,rs4402961L10, rs1800896
IL-13, rs20541, IL1a rs1800587, IL1Ra POL_GF 48 ,IL.-1Ra rs4251961, IL1B rs1143634 ,IL1(3
rs16944, IL4 POL_GF _49 ,IL4 rs2243250, IL6 rs1800795 ,IL6 rs1800796, IL8 rs4073, INFG
rs2430561, INS rs689, INSIG2 rs7566605 ,JAZF1 rs1635852, KCNJ11 rs5219, KCNQ1 rs231360,
LAMC1 rs10911193, LCT rs4988235, LDLR rs6511720 ,LEPR rs1137101, LHCGR rs2293275,
LPAR1 rs10980705, LPL rs328, LRP1 rs1799986 ,MC4R rs17782313, MCP1 rs1024611 ,MMP1
rs1799750, MMP12 rs2276109, MMP9 rs3918242, MnSOD rs4880, MTHFD rs2236225, MTHFR
rs1801133, MTR rs1805087, MTRR rs1801394, NADSYN1 rs3829251, NAT2 rs1799930 ,NAT2
rs1799931, NAT2 rs1801280 ,NOS3 rs891512, NOS3(e) rs1799983 ,NPFFR2 rs11940196, NPY2R
rs17376826, OPRM1 rs1799971 p53, rs1042522, PAI1 rs1799889 ,Per2 rs2304672 ,PGR rs1042838
,PHACTR1 rs9349379, PLAT rs2020918, PLEKHA1 rs2292626, PPARA rs4253778 ,PPARA
rs135549 ,PPARG rs1801282 ,PROC rs2069915, SCARB1 rs11057830 ,SERPINC1 rs2227589,
SHMT rs1979277, SLC19A1 rs1051266 ,SLC23A1 rs33972313, SLC6A4 ,POL_GF_83, SLCO1B1
rs4149056 ,SULT1A1 rs9282861, TAS2R19 rs10772420, TAS2R38 rs713598, TAS2R38 rs1726866,
TAS2R5 rs2227264, TCF7L2 rs7903146, TCF7L2 rs12255372 ,TGF-b rs1800469, TNF-a rs1800629
,TNFAIP3 rs6920220 ,UCP2 rs660339, UCP3 rs1800849, UGT1A1 rs8175347, VDR rs1544410

, VDR rs2228570, VEGFA rs2010963, VKORC1 rs9934438.

M-1320 KnuHn4yecknm reHeTM4YeCKUM nNacnopTt (MOHOreHHasa naronoruvsa +
npeapacnonoxeHHocTb 200 MapkepoB)

ABCB1 rs1045642, ABO rs8176719, ACE rs4646994, ACTN3 rs1815739, ADD1 rs4961, ADH1B
rs1229984, ADIPOQ rs266729, ADIPOQ rs6444175, ADRB1 rs1801253, ADRB2 rs1042713, ADRB2
rs1042714, ADRB3 rs4994, AGT rs699, AGTR1 rs5186, ALDH2 rs671, ALPL rs4654748, AMPD1
rs17602729, ApoA1 rs670 ,APOA2 rs5082 ,ApoA5 rs3135506, ApoA5 rs662799, ApoA5 rs964184,
ApoC3 rs2854117 ,ApoE rs429358, rs7412, AR POL_GF_01, ATP7B rs28942074, BCMO1
rs12934922 BCMO1 rs7501331 BDNF rs6265 BDNF -AS rs925946 BHMT rs3733890 BMP2 rs15705
BRCA1 rs28897672 BRCA1 rs80357711 BRCA2 rs80359550 CACNA2D3 rs1375515 CALCR
rs1801197 CAT rs1001179 CBS POL_GF 11 CCR5 rs333 CD36 rs1761667 CDKAL1 rs7451008
CDKN2B(9p21) rs1333049 CEPT rs5882 CLOCK rs11932595 COL1a1 rs1800012 COL5A1 rs12722
COMT rs4680 COMT rs6269 COX2 rs20417 CTLA4 rs231775 CYP11A POL_GF_15 CYP11B2
rs1799998 CYP17A1 rs743572 CYP19A1 rs2470152 CYP1A1 rs4646903 CYP1A2 rs2069514
CYP1A2 rs762551 CYP1B1 rs1056836 CYP2C19 rs4986893 CYP2C19 rs12248560 CYP2C19



rs4244285 CYP2C9 rs1057910 CYP2C9 rs1799853 CYP2D6 rs35742686 CYP2D6 rs3892097
CYP3A5 rs776746 DBH rs1611115 DBH rs6271 DIO2 -AS1 rs12885300 DMD rs939787 DRD2
rs1799732 DRD2/ANKK1 rs1800497 DRD4 rs1800955 EDN1 rs5370 ESR1 rs2234693 ESR2
rs4986938 FABP2 rs1799883 FADS2 rs174548 FADS2 rs66698963 FDPS rs2297480 FGB
rs1800790 FGG rs2066865 Fll rs1799963 Fll rs5896 FIX rs6048 FLG rs558269137FLG
rs138726443 FSHR Rs6166 FTO rs9939609 FUT2 rs602662 FV rs6025 FVII rs6046 FVIII rs1800291
FXI rs2289252 FXII rs1801020 FXIII rs5985 GC rs2282679 GHRL rs4684677 GLUT2 rs5400 GLYAT
rs2507838 GNB3 rs5443 GP1ba POL_GF_28 Gpla rs1126643 Gplila rs5918 GpVI rs1613662 GPX1
rs1050450 GSTM POL_GF_29 GSTP1 rs1138272 GSTP1 rs1695 GSTT POL_GF_30 hANP rs5065
HFE rs1799945 HFE rs1800562 HHEX rs11187140 HIF1A rs11549465 HLA - B POL_GF_40 HLA -
DQA1 POL_GF_77 HLA -DQA1 POL_GF_78 HLA -DQB1 POL_GF_79 HLA -DQB1 POL_GF_80
HTR2A rs6313 IGF2BP2 rs4402960 IL10 rs1800896 IL -13 rs20541 IL1a rs1800587 IL1Ra
POL_GF_48 IL -1Ra rs4251961 IL1B rs1143634 IL1B rs16944 IL4 POL_GF_49 IL4 rs2243250 IL6
rs1800795 IL6 rs1800796 IL8 rs4073 INFG rs2430561 INS rs689 INSIG2 rs7566605 JAZF1
rs1635852 KCNJ11 rs5219 KCNQ1 rs231360 LAMC1 rs10911193 LCT rs4988235 LDLR rs6511720
LEPR rs1137101 LHCGR rs2293275 LPAR1 rs10980705 LPL rs328LRP1 rs1799986 MC4R
rs17782313 MCP1 rs1024611 MMP1 rs1799750 MMP12 rs2276109 MMP9 rs3918242 MnSOD
rs4880 MTHFD rs2236225 MTHFR rs1801133 MTR rs1805087 MTRR rs1801394 NADSYN1
rs3829251 NAT2 rs1799930 NAT2 rs1799931 NAT2 rs1801280 NOS3 rs891512 NOS3(e)
rs1799983 NPFFR2 rs11940196 NPY2R rs17376826 OPRM1 rs1799971 p53 rs1042522 PAI1
rs1799889 Per2 rs2304672 PGR rs1042838 PHACTR1 rs9349379 PLAT rs2020918 PLEKHA1
rs2292626 PPARA rs4253778 PPARA rs135549 PPARG rs1801282 PROC rs2069915 SCARB1
rs11057830 SERPINC1 rs2227589 SHMT rs1979277 SLC19A1 rs1051266 SLC23A1 rs33972313
SLC6A4 POL_GF_83 SLCO1B1 rs4149056 SULT1A1 rs9282861 TAS2R19 rs10772420 TAS2R38
rs713598 TAS2R38 rs1726866 TAS2R5 rs2227264 TCF7L2 rs7903146 TCF7L2 rs12255372 TGF-b
rs1800469 TNF-a rs1800629 TNFAIP3 rs6920220 UCP2 rs660339 UCP3 rs1800849 UGT1A1
rs8175347 VDR rs1544410 VDR rs2228570 VEGFA rs2010963 VKORC1 rs9934438

ABCD1 AgpeHonenkoanctpodpus ACADM HepocTtatouHocTb cpeagHeuenodye4yHonACADVL
HepoctaTo4yHOCTb OYEHb ANMHOLENOYEYHON aueTun-koa aermaporeHasbl ASL ApruHUMHO-AHTapHas
aumaypus ATM Atakcusa-teneaHrmnakrasna ATP7B bonesHb BunbcoHa BCKDHA BonesHb kKneHoBoro
cupona |IA BCKDHB BonesHb kneHosoro cupona IB BRCA1 Pak rpyam n an4HmMkoB, aHeMnsa GaHKoHM
BRCAZ2 Pak rpyaun un asmyHukoB, aHemna ®aHkoHn BTD buotuHmaasHaa HegoctaTovHocTb CBS
FromoumncTuHypusa (B6- 3aBucumble n Hesocnpunmumeble Tunbl) CFTR Mykoucumaos CYP11B1
AppeHoreHunTanbHbi cuHapom CYP21A2 AgpeHoreHuTanbHbi cuHgpom DBT BonesHb kneHosoro
cupona Il DHCR7 CuHgpom Cmuta-Jlemnun Onutua DMD Muoanctpodus OdioweHa-bekepa F8
remodpunua A F9 Nemodpunua B FAH TupoanHemus | GAA BonesHb MNMomne (rnukoreHos ) GALC
BonesHb Kpabbe GALT Manaktosemnsa GBA BonesHb Nowe GCDH MyTtaposas aungypus | GJB2
HenpoceHcopHas Tyroyxoctb GLA BonesHb ®abpu GLB1 GM1-ranrnmosngos, MIMNC IVB HBA1
Tanaccemus anbda HBA2 Tanaccemus anbca HBB Tanaccemna 6eta HEXA GM2-raHrnno3sngos,
Tea Cakca HEXB GM2-raHrnnoaungos, Cangxodgpda IDS Mykononucaxapmgos 2- ro tuna IDUA
Mykononucaxapngo3s 1- ro Tuna L1CAM Mmagpodeuanua, cuiapom MasaMEFV CemenHas
cpegusemHomopckada nuxopagka MUT MetunmanoHoBas aumaypust NAGS HepoctaTouHOCTb

N auetunrnytamatcmHtasbl NPC1 HumanHa-nnka C1, D OTC HegoctaTtoyHOCTb OPHUTUMH
TpaHckapbamunasbl PAH ®enunketoHypua PC HegoctaTouHocTb nnpyBaTkapbokcunassl PCCA
MponuoHukaungemms PCCB lMponvonukaungemus PEX1 HapyweHnusa 6uoreHesa nepokcucom
PEX10 HapyweHus 6uoreHesa nepokcucom PEX11B HapyweHnsa buoreHesa nepokcncom PEX12
HapyweHus 6uoreHesa nepokcucom PEX13 HapyweHus 6rnoreHesa nepokcmcom PEX2 HapylwieHns
BuoreHesa nepokcncomPEX3 HapyweHuns 6uoreHesa nepokcncom PEXS HapyweHnsa buoreHesa
nepokcmcom PEX6 HapyweHust GnoreHesa nepokcncom PEX7 HapyweHnsa buoreHesa nepokcucom
PEX7 HapyweHusa 6uoreHesa nepokcucom PKHD1 Monnknctos nodek PPT1 LieponaHbin
nunogycunHos | SLC26A2 nactpoduyeckasn gucnnasms, axoHgporeHes SLC26A4 myxoTa,
cnHgpoMm Mengpena SLC6A19 bonesHb XapTHyna, runeprnnumHypus TPP1 LlepongHobin
nunogycunHo3s Il, cnuHouepebennapHasa atakens USH2A CuHgpom Ywepa 2A, NMMrMEeHTHbIN
pPETUHUT

M1305 MuHManbHbIM CNOPTUBHBLIA NacnopT 9 reHoB



ACE1160-396G>C (rs4253778), DRD-2A (ANKK1) -87C>T (rs2016520), SR (HTR2A) 34C>G,
Pro12Ala (rs1801282), PPARA, PPARD, PPARG, PGC-1A (PPARGC1A), 1444G>A, Gly482Ser
(rs8192678), ACTN31729C>T, Arg577Ter (rs1815739), AMPD1133C>T, GIn45Ter (rs17602729).

M1306 OnTnmManbHbIN CNOPTMBHBIN NacnopT 21 rex

ACE NM_000789.4 rs1799752 I/D, intron 16 ACTN3 NM_001104.4 rs1815739 ¢.1729T> C (
p.Ter577Arg) AMPD1 NM_000036.2 rs17602729 ¢.133C> T (p.GIn45 *) UCP2 NM_003355.2
rs660339 c.164C> T (p.Ala55Val) UCP3 NM_022803.2 rs1800849 C-238C> T AR (CAG) (6-40), X
ADRB1 NM_000684.2 rs1801253 1165G>C (Arg/Gly) ADRB2 NM_000024.5 46A>G rs1042713
(Gly16Arg) ADRB2 NM_000024.5 rs1042714 79C>G, (GIn27Glu), VDR NM_001017535.1 rs731236
c.1056T> C (p.lle352lle), SR (HTR2A) NM_000621.4 rs6311 C-998G> DRD-2A (ANKK1)
NM_178510.1 rs1800497 ¢.2137G> (p.Glu713Lys), PPARA NM_001362872.1 rs4253778 ¢.1160-
396G> C PPARD NM_006238.5 rs2016520 C-87C> T PPARG NM_015869.4 rs1801282 ¢.34C> G
(p.Pro12Ala) PGC-1A (PPARGC 1A) NM_013261.5 rs8192678 1444G>A (Gly482Ser), AGT
NM_000029.4 rs699 803T>C, (Met268Thr) AGTR1 NM_031850.3 rs5186 *86A>C, n/a AGTR2
NM_000686.5 rs11091046 3123 C>A, X xpomocoma PPP3R1 (CNB1) 5I/5D REN (ETNK2)
NM_000537.4 rs2368564 1059+83G>A.

M-1300 "'eHeTuuecknin naHenb «Kocmetonorus», 17 mapkepoB

CAT Karanasa rs1001179 GPX1 NyTtatmnoH nepokcugasa rs1050450 MnSOD MuTtoxoHapuanbHas
cynepokcuancmyTasa rs4880, IL6 NHTepnenkuH - 6 rs1800795 TNFa dakTtop Hekposa onyxonen a
rs1800629 L4 NHTepnenkuH-4 rs2243250, GSTM IMioTtatnoH S TpaHcdepasa - mio POL_GF 48
GSTT MtoTtatnoH S TpaHcgepasa - Teta POL_GF 49, AR lNeuentop k aHgporeHam POL_GF_1,
COL1a1 Anbdpa-1 uenb 6enka konnareHa 1 Tuna rs1800012 MMP1 Matrix metallopeptidase 1
rs1799750 MMP3 MaTtpukcHasa meTtannonpoTtenHasa 3 rs3025058, BCMO1 beta-

KapoTuH MoHookcureHasa rs7501331, IRF4 NHTepdepoH perynatopHbin haktop 4 rs12203592,
TYP TuposunHa3za rs1393350, GLUT2 lMNepeHocuuk rntoko3bl rs5400, TCF7K2 TpaHCKpUNUNOHHbIN
dakTop 7 rs7903146.

D-1 JeTtokcukaumnsa n metabonuam, 55 mapkepos

CYP1A1 NM_001319217.2: c.1382C>A; rs1799814; (p.Thr461lle) NM_001319217.2: c.1384A> G;
rs1048943; (p.lle462Val) NM_001319217.2: ¢.*1189T>C; rs4646903 CYP1A2 NM_000761.5;
rs762551; intron 1 -164 C>A (*1A>*1F) CYP2D6 NM_000106.6: c.100C> T; rs1065852; (p.Pro34Ser)
NM_000106.6: ¢.506-1G>A; rs3892097 CYP2C9 NM_000771.4: c.430C> T; rs1799853; (Arg144Cys)
NM_000771.4: c.1075A> C; rs1057910; (lle359Leu) CYP2C19 NM_000769.4; rs4244285; c.681G>A,;
(Pro227Pro) NM_000769.4; rs4986893; c.636G> A; (p.Trp212 *) NM_000769.4; rs28399504; c.1A>
G; (p-Met1?) CYP2E1 NM_000773.4; rs2070676; ¢.1156-118G>C CYP17A1 NM_000102.4;
rs743572; c-34T>C, n/a (A1>A2) PON1 NM_000446.6; rs854560; c.163T>A; (p. Leu55Met), GSTT1
(0/0) del/n, (+) wt GSTM1 (0/0) del/n, (+) wt NAT2 NM_000015.3; rs1801280; 341T>C; (p.lle114Thr)
NM_000015.3; rs1799929; c.481C>T; (p.Leu161Leu) NM_000015.3; rs1799930; c.590G>A;
(p-Arg197GIn) NM_000015.3; rs1799931; c.857G>A; (p.Gly286GIu) TPMT NM_000367 .4;
rs1800462; c.238G> C; (Ala80Pro) NM_000367.4; rs1800460; c.460G> A; (Ala154Thr)
NM_000367.4; rs1142345; c.719A> G; (Tyr240Cys) mEPHX (EPHX1) NM_000120.3; rs1051740; c.
337T>C; (Tyr113His) NM_000120.3; rs2234922; c.415A>G; (His139Arg), MDR1 (ABCB1)
NM_001348945.1; rs1045642; c.3645T>; (p.lle1215lle), NOS3(e) NM_000603.5; rs1799983;
c.894T> G; (p.Asp298GIlu) ACE NM_000789.4; rs1799752; I/D, intron 16 MTHFR1 NM_005957 .4;
rs1801133; c.665C> T; (p.Ala222Val) MTHFR2 NM_005957 .4; rs1801131; c.1286A> C;
(p.Glu429Ala) MTRR NM_002454.2; rs1801394; c.66A> G; (p.lle22Met) MTR NM_000254.2;
rs1805087; c.2756A> G; (p.Asp919Gly), VKORC1 (PRSS53) NM_024006.4: c.-1639G>A; rs9923231
BCMO1 NM_017429.3; rs7501331; ¢.1136C> T; (p.Ala379Val) ApoA5 NM_052968.4; rs3135506;



¢.56C> T; (p.Ser19Trp) SLC23A1 NM_005847.5; rs33972313; ¢.790G>; (p.Val264Met) SLC19A1
NM_194255.4; rs1051266; T>C; (p.His27Arg), TNF-a NM_000594.3; rs1800629; G-308A Promotor
TGF-B1 NM_000660.6; rs1800469; G>A, NQO1 NM_000903.3; rs1800566; ¢.559C> T;
(p.Pro187Ser) CAT NM_001752.4; rs1001179; C-330C> T GPX1 NM_000581.4; rs1050450;
¢.599C> T; (p.Pro200Leu) MnSOD NM_000636.4; rs4880; c.47T> C; (p.Val16Ala), PPARA
NM_001362872.1; rs4253778; ¢.1160-396G> C PPARD NM_006238.5; rs2016520; C-87C> T;
PPARG NM_015869.4; rs1801282; ¢.34C> G; (p.Pro12Ala), ApoE NM_000041.4; rs429358; c.388T>
C; (p.Cys130Arg), NM_000041.4; rs7412; ¢.526C> T; (p.Arg176Cys) UCP2 NM_003355.2;
rs660339; ¢.164C> T; (p.Ala55Val) UCP3 NM_022803.2; rs1800849; C-238C> T LEPR
NM_002303.5 rs1137101; c.668A> G; (p.GIn223Arg) FTO 46-43098T>C, n/a (rs1421085), COMT
NM_000754.3: c.472G>A (p.Val158Met), rs4680 SR (HTR2A) NM_000621.4: ¢.102C>T (p.Ser34=),
rs6313 DRD-2A (ANKK1) NM_178510.1; rs1800497; ¢.2137G>; (p.Glu713Lys).

D-4 NGS naHenb «MoHoreHHble 3abonesaHunsa» Carrier Screening BGI

ABCC4, ABCC6, ABCC8, ABCD4, ABCG2, ABCG5, ABCGS8, ACAA1, ACAA2, ACADS8, ACADM,
ACADS, ACADSB, ACADVL, ACAT1, ACE, ACSF3, ADA, ADD1, ADK, ADRB1, AGA, AGTR1,
AHCY, AHI1, ALDH2, ALDH3A2, ALDOB, ALPL, AMT, ANKK1, ANTXR2, AOX1, AP2A2, APOE,
ARG1, ARSA, ARSB, ASL, ASPA, ASS1, ATIC, ATM, ATPSE, ATP7B, ATP9A, ATPAF2, AUH,
BCAT1, BCAT2, BCKDHA, BCKDHB, BCL11A, BDKRBZ2, BLM, BRSK2, BTBD12, BTD, C100rf11,
C11orf21, C110rf65, C120rf29, C150rf34, C160rf35, C180rf8, C3orf24, C50rf33, C5orf42, CAPN3,
CARS, CBS, CC2D2A, CEP290, CEPS5, CFTR, CHIA, CHID1, CHRNA10, CLCN1, CLN3, CLNS5,
CLN6, COL17A1, COL22A1, COL4A3, COL4A4, COL7A1, COMT, COQ2, CPS1, CPT1A, CPT2,
CRHR1, CTNS, CTSD, CYP1A2, CYP24A1, CYP2C19,CYP2C8, CYP2C9, CYP4A11, CYP4F2,
DBT, DHCR?7, DLD, DLG4, DNAH3, DNAJC19, DNMT3B, DYSF, EPHX1, EPM2A, ERCC4, ERCCG,
ETFA, ETFB, ETFDH, ETHE1, EVC2, FAH, FANCA, FANCC, FANCD2, FANCG, FANCI, FKBPS,
FRAG1, FRAP1, G6PC, GAA, GALC, GALK1, GALNS, GALT, GBA, GBE1, GCDH, GCH1, GCSH,
GJB2, GLB1, GLDC, GLP1R, GNMT, GNS, GP1BA, GSTP1, HACL1, HADH, HADHA, HADHB, HAL,
HBA1, HBA2, HBM, HBQ1, HBS1L, HBZ, HEXA, HFE2, HGSNAT, HLCS, HMGCL, HMGCR,
HMGCS2, HPD, HPS1, HPS3, HTR2A, ICOS, IDUA, IGF2, IGF2AS, IKBKAP, IL28B, INS-IGF2,
ITFG3, ITPA, IVD, KCNE1, KCNJ1, KCNJ11, KCNQ1, KCNQ10T1, KIF6, KLF1, KLRD1, KNG1,
LAMAS, LAMB2, LAMB3, LAMCZ2, LIPT1, LMBRD1, LRP1B, LRP5, LUC7L, MAN2B1, MAT1A,
MCCC1, MCCC2, MCEE, MCOLN1, MED23, MEFV, MFSD8, MLC1, MLYCD, MMAA, MMAB,
MMACHC, MMADHC, MOCS1, MPG, MRPL23, MTHFR, MTR, MTRR, MUC5AC, MUC5B, MUCS6,
MUT, MYB, MYEF2, NAGLU, NAGS, NAP1L4, NAT2, NCRNA0OO119, NEB, NEDD4L, NICN1,
NOS1AP, NOS3, NPC1, NPC2, NPHP3, NPHS1, NUDT15, NUP98, OAT, OCA2, OPA3, OPRD1,
OPRM1, OR11G2, OR1L1, OR51B2, OR51B4, OR51S1, OR51V1, OR52A4, OR52A5, OSBPLS5,
PAH, PCBD1, PCCA, PCCB, PDDC1, PEX1, PEX11A, PGBD3, PKD1L1, PKHD1, PLA2G6, PMM2,
POLG, POLR3K, PON1, PPT1, PRF1, PRKCA, PTS, QDPR, RAD51C, RAG1, RAG2, RGS11,
RHBDF1, RNF10, RRM1, SACS, SCN1A, SCN2A, SERAC1, SERPINA1, SERPINBS, SFXN4,
SGCA, SGCG, SGSH, SLC12A3, SLC12A6, SLC22A1, SLC22A18, SLC22A5, SLC24A5,
SLC25A13, SLC25A15, SLC25A20, SLC26A1, SLC26A4, SLC37A4, SLC45A2, SLC47A2,
SLCO1B1, SMN1, SMPD1, SNRNP25, SOD1, SPG11, SPINKS5, SQSTM1, STIM1, STX11, STXBP2,
SUCLAZ2, SYCEZ2, TAT, TCIRG1, TGM1, TH, TJP2, TMEM216, TMEM67, TMEM70, TMPPE,
TOLLIP, TPMT, TPP1,TRPMS, TSNARE1, TSPAN3, TTC37, TYR, TYRP1, UGT2B15, UNC13D,
USPL1, VDR, VKORC1, WFS1, WSCD1, ZNF27.

M4 HytpuoreHomunka «T[EHETUYECKAA OUETA»

CYP1A1 *947+242T>C, n/a (rs4646903), 1384A>G, lle462Val (rs1048943), 1382C>A,Thr461Asn
(rs1799814) CYP2E1 9896C>G, n/a (rs2070676), ADH1B (ADH2) 143A>G, His48Arg (rs1229984)
ALDH2 1510G>A, Glu504Lys (rs671) PON1 163T>A, Leu/Met (rs854560), GSTT1 (0/0) del/n, (+) wt
GSTM1 (0/0) del/n, (+) wt GSTP1 313A>G, lle105Val (rs1695), 341C>T, Ala114Val (rs1138272)
NAT2 341T>C *4(wt), 481C>T *5, 590G>A *6, 857G>A *7. S1, S2, S3 (*5, *6, *7) rs1801280,
rs1799929, rs1799930, rs1799931, ApoE 388T>C, Cys130Arg (rs429358), 526C>T, Arg176Cys
(rs7412). E2, E3, E4 ApoClIl 3238 C>G (rs5128) NOS3 4/5, 6 (4, 5, 6 repeats 27 bp, intron 4), AGT



803T>C, Met268Thr (rs699) ACE 2306-119_2306- 118insATACAGTCACTTTTTTTTTTTTTTTGAG
ACGGAGTCTCGCTCTGTCGCCC, I/D AGTR1 *86A>C, n/a (rs5186) AGTR2 3123 C>A, X
xpomocoma (rs11091046), PAI-1 -675 5G>4G, MTHFR 665C>T, Ala222Val (rs1801133) MTRR
66A>G, lle22Met (rs1801394), ADRB1 1165G>C, Arg/Gly (rs1801253) ADRB2 46A>G, Gly16Arg
(rs1042713), 79C>G, GIn27Glu (rs1042714), VDR 1056T>C (rs731236) COL1A1 104-441G>T, n/a
(rs1800012) CALCR (CTR) 463 C>T ESR1 (ER) 453-351A>G, n/a (rs9340799), 453- 397T>C, n/a
(rs2234693) BGLAP (BGP) -198 C/T, CTLA4 49 A>G, DRD-2A (ANKK1) 2137G>A, Glu713Lys
A1(A)/A2(G) rs1800497 SR (HTR2A) T>C (rs6311), PPARA 1160-396G>C (rs4253778) PPARD -
87C>T (rs2016520).



