AHAJIN3 TEHBI IEHA &g
pao.aH

W3YUEHUE TEHETUYECKOM NMPEJIPACIIOJIOXKEHHOCTHU

Onkosioruyeckne 3a001eBaHUSA \

Pak T0JICTOr0 KMIIEYHUKA, -ananm3 reHoB 11 ¢assr netokcukanuu: GSTT1,GSTM1, NAT2
JKeJYAKA M PaK MOYE€BOI0 14-21
Imy3bIpst 5200 GP-101 o
6 mapkepos
PHCK OHKOreMaToJIOrH4ecKuxX -ananm3 reqoB | u 11 dassl gerokcukanuu: CYP1AL, CYP2D6,
3260 1eBaHMIA GSTM1, NAT2, GSTT1, CYP2C9, CYP2C19, MTHFR 9000 cp-102 | 1421
12 mapkepoB P-A
Pak Jerkux -ananm3 TeHoB I u 11 ¢aser nerokcukanum: CYP1AL(3), 1421
11 mapkepoB CYP2D6(2), 4800 GP-103 o
GSTM1, NAT2(4), GSTT1 ’
Paxk M0J104HO Kene3bl U aHaJIM3 TEHOB PUCKa CEMEHHBIX (GOpPM (OITyXOJIEBBIX
SINYHNKOB cympeccopos): BRCAL, BRCA2, CHEK2 3800 GP-104 =14
7 MapKepoB P-A
Pak MOJI09HOI Kejie3bl U -aHAJIN3 TEHOB PUCKA CEMEHHBIX (hOpM (OIMyXOJIEBBIX
SANYHHUKOB cynpeccopoB): BRCA1(185delAG, T181G, 4153delA,
16 MapkepoB 5382insC, C61G, 2080delA, 3819del5, 3875del4), BRCA2
(695insC, 6174delT), CHEK2(1100delC), BLM(Q548X) 5000 GP-105 14-21
-aHaIIn3 reHa perentopa nporecrepona: PGR(rs1042838) p.I
-aHanu3 rera perentopa ESR1(rs2234693),
ESR2(rs4986938),
-aHanm3 resa MMP1
Pak npocrarbi -aHaJlu3 reHa penenTopa anaporeHos: AR
3 mapkepa -aHaJIn3 reHa nmapookcanaspl: PON1 2000 GP-106 14-21
-aranm3 reda | ¢aser netokcukamum: CYP17A1 p.A
AHTHOKCHIAHTHAA 3aIIUTA -aHaIu3 TeHOB cucteMbl aetokcukanun: GSTT1, GSTMI,
8 MmapkepoB NQO1
-aHaJIN3 TeHa cymepokcupaucmyTaza: MnSOD(rs4880)
-aHalM3 reHa rryraTnoHnepokcunasa: GPX1(rs1050450) 14-21
-aHau3 rera karanasa: CAT(rs1001179) 5200 GP-107 p.a
-aHAJIM3 TeHa TPAHCIIOPTEepa ACKOPOMHOBOM KHUCIIOTHI:
SLC22A1(rs33972313)
-aHanu3 rera Tpancnoprepa donaros: SLC19A1(rs1051266)
AHAJIM3 reHeTHYEeCKHX MapKepoB | -anamus renos I u Il daser nerokcukamuu: CYPLAL(3),
PHCKA OHKOJIOTHYECKHX CYP2C9(2), CYP2C19(3), CYP1A2, CYP2D6(2), GSTML1,
3260.IeBAHMI GSTT1, NAT2(4), MTHFR (2), CYP17Al, VKORC1, MDR1
36 MapKepoB -aHAJIN3 TeHa pelenTopa aHaAporeHos: AR
-aHAJIN3 TEHOB PUCKA CEMEHHBIX (HOPM paKa MOJIIOYHOM HKEJIe3bI 21-28
U SMYHUKOB (0ommyxoJeBbix cymnpeccopoB): BRCAL(4), BRCA2, 19000 | GP-108 p.a
CHEK?2
-aHaJIN3 T€HOB, KOHTPOJMPYIOUIMX JEJICHUE KISTKU
(orkorenoB): TP53 (P53)(3), MYCL1(LMYC), mEPOX(2),
PGR(PROG)
I'eHeTHYeCKHIT PHCK CYP17A1, CYP19A1(2), MDR1(ABCB1), BRCA1(7),
OHKOJIOTHYECKHX 3200.1eBaHMIi BRCA2(3),TP53, GSTM1, GSTT1, TPMT(3), TSHR, 20000 | Gp.109 | 3542
40 MapKepoB CHEK2(2), MUTYH(2), MLH1, PMS2, CYP1A1(3), - p.a
CYP2EL, PON1, AR, L-MYC(MYCL1), NAT2(4), CCAT2
Pak npencrarebHOM Kejle3bl -aHaM3 rera penentopa anaporeHos: AR, CCAT2
13 mapkepos -anaym3 reaos Casp8, TP53
-aHaJIN3 TEHOB PUCKA CEMEHHBIX (POpPM (OIMyXOJIEBBIX 8000 GP-110 21-28
cynpeccopos): BRCAL(7), BRCA2, CHEK?2 Loz
HHbIC 1 aYTOUMMYHHBIC 3a00.,1eBaHUS
Pak mUTOBUIHOM KeJie3bl -aHaJIM3 TeHa MPOBOCHIATUTEIRHOTO IuTOKHHA: TNFA(2)
-aHaAJIN3 TeHa PEleNTOPa TUPEOCTHMYIUPYIOIIET0 TOPMOHa
(tupeorponuHa): TSHR
. 14-21
-aHaJIN3 TeHa, KOHTPOJIMPYIOLIETO JICJICHHUE KIICTKH (OHKOTeHa): 4400 GP-601
TP53(P53) .




HNmemuyeckasi 00J1€3Hb cepALna
26 MapkepoB

-aHaJI3 TeHOB, OTBETCTBEHHBIX 32 0OMEH TOMOIIMCTEHHA!
MTHFR

-aHaAJIN3 TeHOB, PEryIUPYIONIHUX KpoBsiHoe naBienue: ACE,
NOS3, AGT, AGTR1, AGTR2, BDKRB2(BKR), REN
-aHaJu3 FeHOB, OTBETCTBEHHBIX 32 METa00IM3M JUIUAOB!
APOE, APOCIII, PON1

BoJie3ns ['peiiBca - -aHaJN3 TSHOB I'JJaBHOI0 KOMILIEKCA THCTOCOBMECTUMOCTH 11
AyTOMMMYHHBII THPEOUIUT knacca: DQAL, DQB1
-aHaJIM3 TCHOB TPOBOCHATUTEIBHBIX ITUTOKUHOB: IL4, IL4R,
TNFA 1421
-aHanm3 reaa T-miMQouT-acCOMUPOBaHHON CEPHHICTEPA3BL: 6700 GP-602 p.a
CTLA4
-aHaJM3 TeHa PEeHenTopa THPEOCTUMYINPYIOIIEro TOPMOHA
(tupeoTtpommHa): TSHR
BoJiesns bextepesa HLA-B27 2500 || cee 7I;1H4
AHAJIM3 T€HOB ONpPeIeISIIOIHX -aHaJIM3 perenTopa TMMQOIUTOB (XeMOKHHOBOTO PEIIENTOPA): 21-28
ycroiiuusocts kK BUY CCR5 1280 LS p.I

CepaeuHo-cocyaucrboie 3200/1eBAHUSA \

-aHaJIM3 TCHOB CHCTEMBI CBEPTHIBAHUS KPOBH M (PHOPHHOIN3A: 13800 B1max 14-21
F1(FGB), F2(FIl), F5(FV), F7(FVII), ITGB3(GPllla), PAI1 Lo
-aHaNmM3 reHoB f-aaperopenentopos: ADRB1, ADRB2
-aHAJM3 TeHa MAaTPUKCHON MeTaimonpoTeassl 3: MMP3
-aHAJM3 TeHa cymepokcumaaucmyTaza: MnSOD
-aHaJIM3 TeHa TiyTaTHoHIepokeuaaza: GPX1
-aHanu3 rena karanasa: CAT
I'eHeTHYecKHii PUCK -aHaJIM3 TeHOB, PErYIUPYIOMUX KpoBsHoe napieHune: ACE,
apTepHAILHOI I'HIEePTOHMH, NOS3, AGT, AGTR1, AGTR2, CYP11B2(rs1799998),
n0a60p AHTHIUIePTEeH3HBHBIX ADD1(rs4961) .
-aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 META00JIM3M JIUIIHIOB: 14-21
ernaparto
P APOE, APOCIII 9800 | GP-201 | "
15 mapkepoB
-aHaJM3 reHoB f-aapenoperentopo: ADRB1, ADRB2
-aHaJIu3 TeHOB cHCTeMbI JAeTokcukammu: CYP2C9(2),
CYP2D6(2)
ApTepuajbHasi THNEPTOHUSA -aHaAJIN3 T€HOB, PEryIUPYIONINX KpoBsiHoe JaBienue: ACE, 7-14
3 Ma NOS3 1100 B3min
pKepa p-I
ApTepuajbHasi THNEPTOHHUS -aHaAJIN3 T€HOB, PEryIUPYIONINX KpoBsiHoe JaBienue: ACE,
11 MapkepoB NOS3, AGT, AGTR1, AGTR2, BDKRB2(BKR), REN, 5500 | Bamax | 1917
CYP11B2, ADD1 .
ATepocKIepo3 a0pThI U -aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 0OMEH FOMOLIMCTEHHA:
KOPOHAPHBIX COCY0B MTHFR(2), MTRR, MTR, CBS
30 MmapkepoB -aHaNM3 reHa Tpancmoprepa gonaroB: SLC19A1
-aHaJIM3 TeHOB, PEryIUPYIOMUX KpoBsHoe napieHue: ACE,
NOS3, AGT, AGTR1, AGTR2, BDKRB2(BKR), REN,
-aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 META00JIM3M JIUIIHIOB: p-A
APOE, PON1, ApoAl, ApoC3, ApoA5(3)
-aHaJIN3 TeHOB CUCTEMBI CBEPTHIBAHUS KPOBU U (HHOpUHOIN3A:
F1(FGB), F2(FIl), F5(FV), F7(FVII), ITGB3(GPIlla),
ITGA2(GPIa), PAIL, F13A1(FXIII)
JIMNUIHBIA 00MeH -aHaJIN3 T€HOB, OTBETCTBEHHBIX 32 META00JIMU3M JIUITH/IOB:
11 mapkepoB APOE(2), APOCIII, ApoC, ApoA5(3), ApoAl 21.28
-aHaJIM3 TeHOB, BOBJICYEHHBIX B 0OMEH XOJIECTEPHHA U 5800 GP-203 1
okucnenue xupHeix kucior: PPARA, PPARD, PPARG P-
I'uneproMouncTenHEMUsI -aHAJIN3 TeHOB, OTBETCTBEHHBIX 32 OOMEH TOMOIIMCTEHNHA:
4 mapkepa MTHFR(2), MTRR, MTR 2300 | GP-204 51;1)10
Tpomooduust -aHaJIM3 TEHOB CHCTEMBI CBEPTHIBAHUS KPOBH M (DHOPHHOIN3A:
2 Mapkepa F2(FII), F5(FV)
1800 | GP-205 510

p.n




TpomoOopuins
12 mapkepoB

-aHaJlu3 rc¢Ha, OTBETCTBCHHOI'O 3a 06M€H TOMOIIUCTECHUHA.
MTHFR(2), MTRR, MTR

-aHaJIN3 TEHOB CUCTEMBI CBEPTHIBAHUS KPOBH B (HhHOpHHOIH3A:
F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla), PAIL, F7(FVII),
GPIa(ITGA2), F13AL(FXIII)

4000

GP-206

5-10
p.-A

Tpom0Ooduiust 1 MOAOOP
JIEKAPCTBEHHBIX MpPenapaToB
35 mapkepoB

-aHaJIM3 TeHa, OTBETCTBEHHOTO 32 0OMEH rOMOLUCTEHHA:
MTHFR(2), MTRR, MTR, CBS

-aHaNM3 re’a Tpancmoprepa gomaror: SLC19A1

-aHaJIM3 TeHOB CHCTEMBI CBEPTHIBAHUS KPOBH M (PHOPHHOIN3A:
F1(FGB), F2(FIIl), F5(FV), ITGB3(GPIlla), PAIL, F7(FVII),
F13, GPla ITGA2), GPlba, FGG, PROC (2), SERPIN, F8, F11,
F12, Gplab, PLAT

-aHaAJIN3 T€HOB, CBSI3aHHBIX C ITOJI00POM JIEKAPCTBEHHBIX
npenaparoB: CYP2C19(3),CYP2C9(2), CYP2D6(2),
VCORC1, CYP4F2, GGCX

-aHaAJIN3 TeHOB ruIepxoyiecrepuHeMun: APoE

15600

GP-207

21-28
p.n

I'eneTnyecknii pUCK CepAeYHO-
COCYTUCTBIX 3200J1eBaHUI
60 mapkepoB

-aHaJIN3 T€HOB, OTBETCTBEHHBIX 32 0OMEH rOMOILMCTEHHA:
MTHFR, MTRR, MTR, MTHFD, CBS

-aHaJIM3 reda Tpancnoprepa donaros: SLC19A1

-aHaJIM3 TeHOB, PeryIupyromux Kpopsaoe napneHue: ACE,
NOS3, AGT, AGTR1, AGTR2, CYP11B2, ADD1

-aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 META0O0JIM3M JIMITHIOB!
APOE, APOCIII, PON1, ApoC, ApoA5,

-aHaNM3 reHoB f-aaperopenentopos: ADRB1, ADRB2
-aHaJIM3 TCHOB, BOBJICYCHHBIX B OOMEH XOJICCTepHHA U
oxucnenne xupHbeix kuciot: PPARA, PPARD, PPARG,
UCP2, UCP3

-aHaJIN3 TeHa MaTPUKCHOM MeTaionporeassl 3: MMP3
-aHaJIM3 reHa cymepokcumpaucmyTaza: MnSOD

-aHaJIN3 TeHa TiIyTaTHoHnepokcuaaza: GPX1

-aHanu3 rena karanasa: CAT

-aHaAJIN3 TeHOB CUCTEMBI CBEPTHIBAHUS KPOBU M (hPHOpHUHOIN3A:
F1(FGB), F2(FIl), F5(FV), ITGB3(GPIlla), PAIL, F7(FVII),
GPla(ITGA2), F13A1, FGG, PROC(2), SERPIN, F8, F11, F12,
Gplab, GpVI, PLAT

-aHaJIM3 TCHOB, CBA3aHHBIX C II0I00POM JICKapCTBEHHBIX
npernaparoB: CYP2C19(3), CES1, CYP2C9(2), VCORCI1(3),
CYP4F2, GGCX, CYP2D6(2)

33000

GP-208

30-40
p.A

BponxmnanbHasi actMa
12 mapkepos

-aHanm3 reHoB 11 ¢assr gerokcukanun: GSTM1, GSTTI,
GSTP1, NAT2
-aHaJIM3 Te€Ha, OTBETCTBEHHOI'O 34 CHHTE3 OCHOBHOTO

boJie3un opra’os abIXaHusd |

2 Mmapkepa

KOMIIOHEeHTa OpoHxuanbHo1 xuakoctu: CC16 14-21
-aHaJIM3 TeHOB IPOBOCHAUTEIBHBIX ITUTOKUHOB: L4, IL4R, 5200 GP-301 p.a
TNFA
-aHallu3 reHa, KOAUpYroIiero HeiponanbHyo NO-cuHTasy 1
(o6meH oxcuaa azorta): NOS1

XpoHHYecKasi 00CTPYKTHBHAS -anaym3 resa I ¢aser nerokcukannm: GSTP1

00JIE3HD JIETKHX -aHaJIM3 TeHa MaTPUKCHOW MeTaimonpoTeassl 1: MMP1 2900 GP-302 1?’)’51

Caxapnblii 1uader I Tuna,
HHCYJIUHO3aBUCUMBbIH

aHaJIM3 TEHOB IJIaBHOTO KOMILIEKCa THCTOCOBMECTUMOCTH | 1
II kmacca: DQAL, DQB1, DRB1

aHanm3 reHa T-1MMQonuT-acCOMMPOBAaHHON CEPHHACTEPA3HI:
CTLA4(2)

aHanM3 reHa THpo3nH-(ocarazsr: PTPN22

aHau3 TeHa uHTeperknHa 6: 1L6

aHaJIN3 FeHa POBOCIAIUTEIBHOT0 IUTOKMHA: TNF-a

3200

JHAOKPHUHOJOTHYECKHE 3200/ 1€ BAHUA

GP-401

10-17 p.x

Caxapubrii nuader II Tuna u ero
OCJIOKHEHN S,

10A00pP CaXapOCHUKAKIINNX
NpenaparTos

12 mapkeposB

aHaJIN3 TeHa TPAaHCKPHUIIHMOHHOTO (akropa 7: TCF7L2
aHaJU3 TeHa MMPOBOCIAIHUTEIEHOTO TUTOKMHA: TNFA
aHaJIN3 TEHOB, BOBJICUCHHBIX B OOMEH XOJIECTCpUHA U
okucieHne xupHbix kucior: PRARA, PRARD, PPARG
ananm3 redoB: VEGFA(2), CTLA4, KCNQ1, SLC30AS8,
IGF2BP2, JAZF1

5800

GP-402

14-21 p.1




MeTa00113M CTEPONIHBIX
TOPMOHOB
15 mapkepos

aHaJIM3 TeHa perenTopa anaporeHon: AR

aHau3 TeHa perenrtopa scrporeroB: ESR1, ESR2
aHanu3 reHa apomarasel: CYP19A1

aHaau3 reHa (QOoIMKYICTUMYIHpPYyomiero ropmona: FSHR
aHaJIN3 TEHOB OTBETCTBEHHBIX 32 CHHTE3 CTEPOUIHBIX
ropmoHoB: CYP17A1, CYP21

6900

GP-404

14-21 p.;

T'unepanaporenust

-aHaJIM3 FeHa PELenTopa aHApOoreHoB: AR

1400

GP-407

7-14p.n

7KeHckoe 310poBbe
38 mapkepoB

boue3sns Kpona

-aHAJIA3 TEHOB PUCKAa CEMEHHBIX ()OPM (OITyXOJIEBBIX
cynpeccopoB): BRCA1(185delAG, T181G, 4153delA,
5382insC, C61G, 2080delA, 3819del5, 3875del4),
BRCAZ2(695insC, 6174delT, 9318del4, 1528del4),
CHEK2(1100delC), BLM(Q578X)

-aHaIM3 reHa perenropa nporecrepoHa: PROG

-aHaJIU3 TEeHOB IIAaBHOTO KOMIUIEKCAa THCTOCOBMeCTHMOCTH 11
kimacca: DQAL, DQB1

-aHAJIM3 TEHOB IPOBOCIIATIUTEIBHBIX IUTOKHHOB: L4, IL4R,
TNFA

-aHanm3 refa T-1uMQoIHT-acCOMUPOBAHHON CEPHHICTEPA3HI:
CTLA4

-aHaJIU3 TeHa-PelenTopa THPEOCTUMYIIUPYIOIIET0 TOPMOHA
(tupeorponuna): TSHR

-aHaJIM3 TeHa perenTopa anaporeHoB: AR

-aHaJIM3 reHa perenropa scrporenor: ESR1 ESR2

-aHanu3 rera apomarasel: CYP19A1

-aHaIM3 reHa (OJUKYICTUMYIUpYromero ropmona: FSHR
-aHAJIM3 TeHOB, OTBETCTBECHHBIX 32 CHHTE3 CTEPOUIHBIX
ropmonoB: CYP17, CYP21

aHaJIn3 reHa, OTBETCTBCHHOTI'O 3a METa00IH3M KaJblusa U

23000

3a00s1eBaHUA KeJTYJOUYHO-KUIIEYHOI0 TPAKTA

GP-405

21-28 p.n

-aHaJIn3 FeHOB, OTBETCTBEHHBIX 32 META0O0IM3M KalIbIUs U
munepansHbli 0oMeH: VDR, CALCR, GC
-aHaIM3 reHa perentopa actporeHoB: ESR1(ER)(2), CYP19A1

MuHepanbHoro oomena: VDR -
4 Mapepa aHAIIU3 TeHa PeleNToPa K MypaMIJIUIICITHY, KOMIIOHCHTY 4000 GP-501 1?,,51
OaktepuanbHoii Kietounoi creHkn: NOD2(3)
Hecnenuduyeckuii AHAITU3 TeHa POBOCTIANUTENHLHOTO nuToKuHa: TNFA(2)
SI3BeHHbII KOJIUT AHAJIM3 TeHa PELENTOoPa K MypaMIIIMIIENTH/Y, KOMIOHEHTY 2000 | cp-sop | 1421
5 MapKepoB GakTepranbHOi KietouHoi cteHkn: NOD2(3) p.a
Heauakus - QHAJTU3 TEHOB [NIABHOTO KOMILIEKCA THCTOCOBMECTHMOCTH:
IJII0TeHOBAast 50J1e3Hb HLA-DQ2.2(3), DQ2.5, DQ7, DQ8 LD || ElREl | S
JlakTa3Has HeZ0CTATOYHOCTD perynsitop skcnpeccun rera LCT: MCM6(rs4988235) 1400 GP-504 | 7-14p.n
BoJie3HN JKeJTy109HO-KHIIEYHOr0 | aHATU3 TEHOB IIABHOTO KOMILIEKCA THCTOCOBMECTHMOCTH!
Tpakra: HLA-DQAL, HLA-DQB1
[eanaxusi, JaKTa3Has HepoctatogyHOCTh: MCM6
JIakTa3Has HeIOCTATOYHOCTD, curzpom Kunsbepa: UGTIAL
Cunnpom JKuin6epa, remoxpomato3: HFE(3)
TeMoxpoMaTo3 TpaHcnoptep meau: ATP7B
J AHAITU3 T€Ha TPOBOCTIANUTENHHOTO nuToKuHa: TNFA(2)
bouiesnn Kpona, . . AHAIT3 T€HA PEIeNTopa K MyPaMIIIIUIICIITHLY, KOMITOHEHTY
Hecnennuieckuii si3BeHHbINH OaxkTepuanbHON KieTouHoi crenku: NOD2(3) 21-28
KOJIHT. aHaJIN3 Te€Ha, OTBETCTBEHHOI'O 32 META00IM3M KaJIbIUs U 13800 | GP-505 p.a
MuHepanbHoro oomena: VDR
aHanu3 reHoB nerokcukaun: CYP2C9(2), CYP2C19(3)
anayms3 renoB: PNPLA3, TM6SF2, CETP, SREBF2,
ADIPOQ(2), ApoAl, ApoA (3), LPL, LRP1
QHAITU3 TEHOB, OTBETCTBEHHBIX 38 META00IH3M JIUITHIOB:
APOE, APOCIII
AHAITN3 TEHOB, BOBJICYCHHBIX B 0OMEH XOJIECTEPHUHA H
okucieHue xupHbix kucior: PRARG, PPARA, PPARD
Bojae3nn MmeTa0011M3Ma KOCTHOM TKAHHU ‘
MeTa001M3M KOCTHOM TKAHU ®akTophl HAPYLICHHUS KAJIBI[HEBOT0 0OMEHa, THIIOBUTaMUHO32a D,
10 mapkepoB 0CTEO0IOPO3a U OCTEOIICHHIECKOTO CHHAPOMA.
-aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 (OPMHUPOBAHHE MaTPUKCA 1421
koctHOM Tkanu: COL1A1, COL1A2 5800 GP-506 ..




MeTa60aM3M KOCTHOM TKAHHA
3 mapkepa

DaKTOPHI HAPYIIEHUSI KATBIHEBOTO 0OMEHA, THIIOBUTAMHHO32
D, 0CTeo1opo3a 1 0CTEONEHNIECKOTO CHHAPOMA.

-aHaJIM3 TCHOB, OTBETCTBEHHBIX 332 (HOPMHUPOBAHNE MATPUKCA
kocrHOM Tkaau: COL1AL

-aHaJIN3 T€HOB, OTBETCTBEHHEIX 3a META00IN3M KaablUs U
muHepanbHb oomern: VDR, CALCR

4000

GP-507

14-21
p-I

IlcuxoHeBposIOrnYecKme 3a00/1eBaHNs \

MeauaTopHble HApyIIEHUs aHaI3 TeHOB NO0()aMHUHOBOTO PELENTOpa U e e 14-21
ceporornHOBOrO perentopa: HTR2A(2), COMT(2) p.a
OB G008, CD40, TNFRSF1a, HLA-DRB1 *Al *A2 14-21
Npeapacnoa0kKeHHOCTh 4600 GP-802 o
*FaHJ]OTl/lH — COYETAHUE I'CHOTUIIOB
Boaesnn AnbnreiiMepa, APOE :
2600 | cp-goz | 1O
NPeAPACHOJI0KEHHOCTH - I

I'EHETUYECKASA ITPEAPACITIOJIO)KEHHOCTB K AKYIIEPCKO-

I'MHEKOJIOI'MYECKHUM 3ABOJIEBAHUSAM,
PENTPOAYKTUBHOE 3/1I0POBBE U IINTAHNPOBAHUE BEPEMEHHOCTH

Pucku ropmMoHaabHOI
KOHTpanenuuu
16 mapkepoB

Puck pa3BuTHSI TPOMOO30B U TOPMOHO3aBUCHMBIX
HOBOOOpa3zoBaHuii Ha poHe mpuema OK u I'3T.

-aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 0OMEH TOMOIMCTENHA:
MTHFR(2), MTR, MTRR

-aHaJIM3 TCHOB CHCTEMBI CBEPTHIBAHMS KPOBH ¥ (HHOPHHOIN3A!
F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla), GPla, PAIL,
F7(FVII), F13AL1(FXIII)

-aHaJM3 TeHa penentopa nporecrepona: PROG

-aHanu3 rena penentopa: ESR1(2), ESR2(1)

5500

GP-
701

14-21
p-A

I'eHeTyecKkuM pUCK
NOJIMKHCTO32 SINYHHKOB
10 mapkepos

-aHaJM3 TeHa CHCTEMBI CBEPTHIBAHUS KPOBH U (DHOPHHOIN3A:
PAI1

-aHaJM3 TeHa PelenTopa aHaporeHos: AR

-aranm3 reHoB | u 11 dassr gerokcukanuu: CYP1A2, GSTMI,
GSTT1, GSTP1(2), NAT2(3)

6400

GP-703

14-21
p.A

IOHI0METPHO3
7 MapKepoB

-aHanm3 reHoB 11 ¢assr gerokcukanuu: GSTT1, GSTM1,
CYP19A1, NAT2(4)

4000

B1

14-21
p-A

IloaroroBka k 6GepeMeHHOCTH
15 mapkepoB

-aHaJIN3 T€HOB, OTBETCTBEHHBIX 32 0OMEH TOMOILMCTENHA:
MTHFR(2), MTRR, MTR

-aHaJIN3 TEHOB CUCTEMBI CBEPTHIBAHUS KPOBU M (PHOPUHOIN3A:
F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla), GPla, PAIL,
F7(FVII), FXIII

-aHaJIM3 TEHOB, PETYIMPYIOIIUX KpoBsiHOE naBienue: ACE
-aHaJIM3 TeHa perenTopa sctporenos: ESR1(ER)(2)

4600

B11

14-21
p-A

IToaroroBka k 6epeMeHHOCTH,
HEBbIHALIUBAHNE U OCJI0KHEHUS
OepeMeHHOCTH

30 mapkepoB

-aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 0OMEH rOMOIMCTEUHA:
MTHFR(2), MTRR, MTR, CBS(2)

-aHaJM3 reHa Tpancnoprepa gonaros: SLC19A1

-aHAJIM3 TeHOB CUCTEMBI CBEPTHIBAHUS KPOBU M (hPHOpUHOIN3A:
F1(FGB), F2(FIl), F5(FV), ITGB3(GPIlla), GPla, PAI1,
F7(FVII), EXI1II

-aHaJIM3 TeHOB, PEryIUpyromux KpossHoe napnenue: ACE,
NOS3, ADD1, CYP11B2

-aHaJIM3 TeHOB, cuHTe3upyomux komtaren: COL3AL

-aHaJIM3 TCHOB, CBSI3AHHBIX C OKCHIATHBHBIMM CTPECCOM U
CHW)KEHHUEM aHTHOKCUIaHTHOM 3ammTel; MNSOD, GPX1, CAT
-ananu3 reHoB Il ¢aser netokcukarmun: GSTM1, GSTT1,
GSTP1(2)

-aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 META0OIM3M CTEPOUITHBIX
ropmonoB: ESR1, ESR2, FSHR

13800

GP-704

21-28
p.A




TToaroroBka k KO

-aHaJIN3 reHa penenTopa scrporeHa: ESR1

21 mapkep -aHanu3 reHa apomatassl: CYP19AL
-aHaJIN3 TeHa pelenTopa GoIMKyICTUMYIUPYIOLIEro TOPMOHA!
FSHR
-aHAJIN3 TeHa PelenTopa JITEHHU3UPYIOIIEr0 TOPMOHa:
LHCGR
-aHaJIN3 TeHa aHTUMIOJIEPOBA TOPMOHA M €r0 PeLenTopa:
AMHR2, AMH 10300 | p-705 | 42t
-aHaJIN3 TeHa PEeleNTopa FTOPMOHA, CTUMYJIUPYIOIIETo I
HIMTOBHIHYO Xkene3y: TSHR
-aHayM3 resa pocra/muddepenurposku 9B: BMP15
-aHaJIN3 Yuciaa NoBTOpoB B reHe FMR1
-aHaJM3 TeHa aHTHOTeH3UHIpeBparatoniero pepmenta: ACE
-aHAJIN3 TeHa SHAOTEIHAILHOTO (akTopa pocTa COCy/I0B:
VEGFA
KoMmiekce -aHaAJIN3 T€HOB, OTBETCTBEHHBIX 32 OOMEH TOMOIIMCTENHA:
«CuacT/iuBasi 6epeMeHHOCThb MTHFR(2), MTRR, MTR, CBS(2)
I1anupoBaHue GepeMeHHOCTH, -aHAJIM3 TeHOB CUCTEMBI CBEPTHIBAHUS KPOBU M (HHOpUHOIN3A:
OCII0KHeHHe GepeMenHoCTH, F1(FGB), F2(FIl), F5(FV), ITGB3(GPllla), GPla, PAIL,
noaroroska Kk 9KO. SO, PR
-aHAJIM3 TeHOB, PErYIUPYIONINX KpoBsiHoe fAaBienue: ACE,
60 mapkepos NOS3(3), AGT, ADD1, CYP11B2
-ananu3 redoB 11 ¢assr nerokcukanuu: GSTM1, GSTT1,
GSTP1(2)
-aHaJIu3 TeHOB perentopa scTporeHa: ESR1(2), ESR2
-aHaAJIN3 TeHa PEelenTopa JITEHHU3UPYIOIIET0 TOPMOHA:
LHCGR(2) 33000 | GP-706 | <S040
-aHAIIM3 TeHa AaHTUMIOJLIEPOBA TOPMOHA H €T0 PEIENTopa: Lo
AMHR2(2), AMH
-anaim3 reaoB: GPX1, Col3Al, FSHR, VKORCL1, VEGFA(2),
CAT, MnSOD
-aHaJM3 Yucia MoBTOpoB B reHe FMR1
-aHaM3 yacTeiX MyTanuii B rene CFTR(12)
-aHaJM3 YacThIX MyTanuii B rene PAH(1)
-aHaJIM3 3HAYMMBIX MyTalui B reHe GJB2(2)
-aHaAJIN3 TeHOB INIABHOTO KOMIUIEKCA T’MCTOCOBMECTUMOCTH | 1
IT kmacca: DQA1, DQB1, DRB1
-aHaJIM3 Jlenennii 9k30H0B 7 1 8 B rene SMN1
My:xkckoe Gecruioane, -omnpeneneHne aenenny JJIokycoB AZFa, AZFb, AZFc,
azoocnepmust uccienoBanre reia SRY y nanueHToB ¢ HapyHIeHUSIMA 4000 GP-707 14-21
cmepMarorenesa: sY 84, sY86, sY127, sY134, sY254, sY255 p-A
My:xkckoe Gecruioane, -omnpezneneHne aenenny JJokycoB AZFa, AZFb, AZFc,
paciiMpeHHbIi uccienoBanre rera SRY y nanueHToB ¢ HapynIeHUSIMA
11 mapkepoB cniepmarorenesa sY 84, sY86, sY 127, sY134, sY254, sY255 8000 GP-708 14-21
-aHaJIN3 TeHa pelenTopa aHaAporeHos: AR p-a
-MykoBucIn103 (aHanmu3 myrtanuit delF-508, dell 507,
CFTRdel21kb B rere CFTR)
PenponykTuBHbIi -omnpeeneHue aenenuu JIokyco AZFa, AZFb, AZFc,
MY’KCKOM MOTEeHIHA ucciegoBanye reia SRY y MalMeHToB ¢ HapyIIEHUSIMU
40 MapKkepoB cnepmarorenesa sY 84, sY86, sY 127, sY134, sY254, sY255;
-aHaJIN3 TeHOB, ACCOLIMHPOBAHHBIX C PAKOM IIPEICTATEIbHON
HKEJe3bl: 30-40
-aHaJIM3 TeHa PelenTopa aHaporeHos: AR 38000 | GP-709 p.I
-ananu3 reHoB: BRCA1, BRCA2, CHEK2, TP53, CCAT?2,
L-MYC(MYCL1), DQA1, DQB1
-MyKOBHCIHIO03 (aHamm3 12 MyTarwii)
-aHaJM3 yacThix MmyTarmid B reHax PAH, SMN1, GJB2
Omnpenesienne reTepo3uroTHOCTH N0 reny pesyc-gaxropa (RhD) 6500 | GP-710 1:‘;-21
THCTOCOBMECTUMOCTD -aHaJIM3 T€HOB TJIaBHOT'O KOMIIJIEKCA THCTOCOBMECTUMOCTH 11 1421
kimacca: DQAL, DQB1, DRB1 8700 GP-711

caaercs nmapou

p.a




KommiiekcHbIe 00CIeI0BAHUA \

OBCJIEJOBAHME JOHOPOB-
MYXYHUH

1.Taprernas nanens «MoOHOTEHHBIC 3a00JIEBAHUS»
(uccenoBaHne KOAUPYIOMINX YIaCTKOB 66-TH reHOB,
CBSI3aHHBIX C 52-Ms HACIEICTBCHHBIMU CHHIPOMAMH H
3aboneBarmsiMu MetogoM NGS)(tpuitokenne 2).
2.ANpeHOTCHATANIEHBIA CHHAPOM: aHAINA3 3HAYAMBIX MYTaIHN
delA2, P30L(ex 1), i2splice(in 2), del8bp(ex 3), 1172N(ex 4),
V237E(ex 6), V281L(ex 7), Q318X (ex 8), R356W(ex 8),
P453S.

3.CnuHanpHasi MblnieyHas arpodus (6one3ns Bepaaura-
Todbdmana): ananus genermii 3k30HOB 7 1 8 B reHe SMN1.
4.0mpenenenue aenemmu JIokyco AZFa, AZFb, AZFc,
nccienoBanue rea SRY:sY84, sY86, sY127, sY134, sY254,
sY255.

33000

D-01

28-35
p-I

OBCJIEJOBAHUE JOHOPOB-
YKEHIIAH

1. TaprerHas manens «MOHOTEHHEIE 3200JICBAHUS
(uccenoBaHMe KOOUPYIONINX YIACTKOB 66-TH T'€HOB,
CBSI3aHHBIX C 52-MsI HACJICICTBCHHBIMU CHHAPOMAMH U
3aboneBarusiMu MetooM NGS) (mpumoxkenwe 2).
2.AnpeHOreHUTANbHBINA CHHAPOM: aHAITH3 3HAYMMBIX MyTalHi
delA2, P30L(ex 1), i2splice(in 2), del8bp(ex 3), 1172N(ex 4),
V237E(ex 6), V281L(ex 7), Q318X (ex 8), R356W (ex 8),
P453S.

3.CnuHanpHas MbledHas arpogust (0one3sub Bepaaura-
Toddmana): ananus nenenuii 5x30H0B 7 u 8 B rene SMN1.
4.Curgpom Mapruna-bemn: aranu3 moBtopoB CGG

B rene FMR1.

33000

D-02

28-35
p.A

PacuiupenHas maHeJb.
OBCJIIEJOBAHUE TOHOPOB-
MY>KYUH

1.Kapnorunuposanue no JuMdonuTam nepudepruaecKoi
KPOBH.

2. TaprerHast maHenb «MOHOTEHHBIE 3a00I€BAHUS»
(uccienoBaHre KOIUPYIOUINX YIaCTKOB 66-TH T€HOB,
CBSI3aHHBIX C 52-Ms HAaCJIEICTBEHHBIMU CUHIPOMAaMH U
3aboneBanusamMu MetogoM NGS) (mpunoxenue 2).
3.AZlpeHOTeHUTANBHBIN CUHAPOM (BPOXKICHHBIN Ne(UIUT
21- rupoKcHiIa3bl): aHaJIN3 3HAYUMbIX MyTarui delA2,
P30L(ex 1), i2splice(in 2), del8bp(ex 3), 1172N(ex 4),
V237E(ex 6), V281L(ex 7), Q318X (ex 8), R356W(ex 8),
P453S.

4.CriuHanbHasi Mplte4Has atpodus (6ose3nsr Bepaaura-
Toddmana): ananus nenenuit 5x30H08B 7 U 8 B rene SMN1.
5.0npenencune nenenun 1okycoB AZFa, AZFb, AZFc,
nccaegoanue rega SRY: sY84, sY86, Y127, sY134, sY254,
SY255.

39000

D-04

28-35
p-A

Pacnmpeﬂﬂaﬂ MaHeJb.
OBCJEJIOBAHUE JIOHOPOB-
JKEHIIAH

1. Kapuotunupoanue o JuMdonuTam rnepruepruaecKoi
KPOBH.

2. TaprerHasi maHenb «MOHOTEHHBIE 3a00JI€BAHUS»
(uccnenoBaHne KOJUPYIONINX YIaCTKOB 66-TH T€HOB,
CBSI3aHHBIX C 52-Ms HaCJIEJCTBEHHBIMU CUHIPOMaMH U
3aboneBanusamMu MetogoM NGS) (mpunoxenue 2).
3.AZpeHOTeHUTATIBHBIA CHHAPOM (BPOXKICHHBIN Aedumut 21-
THJPOKCHIIA3bI): aHAJIN3 3HAYMMBIX MyTanuii delA2,
P30L(ex 1), i2splice(in 2), del8b (ex 3), 1172N(ex 4),
V237E(ex 6), V281L(ex 7), Q318X(ex 8), R356W(ex 8),
P453S .

4.CrimHanbHast MbleuHas atpodust (6ose3nr Bepaaura-
Toddmana): anamus nenenuii 5x30H0B 7 u 8 B rene SMN1.
5.Cunapom Maptuna-bemt: ananmu3 nosropoe CGG B rene
FMR1

39000

D-05

28-35
p.a

Ba3oBoe remernueckoe
HCCiIe0BaHKe CYNIPYroB
«CeMBba»

1.KapuoTunupoBanue 000UX CynpyroB Mo JIAM(POIHUTAM
nepugepuIecKoil KpoBH (2 ged.).

2.HocurenbCTBO YacThIX MYTaIHii 11 HAaOoJIee YacThIX
HaCIIeICTBEHHBIX 3a00JI€BaHMUIl: aHAIN3 YaCTHIX MYTAaIHH B
rerax CFTR, R408W(PAH), SMN1, GJB2 (MykoBHCIINI03,
(dhenunkeTonypus, 6-ub Bepaaura-I'opdmana,
HEHPOCEHCOPHAs TYrOyXOCTh) (2 4e.).

30000

D-06

28-35
p.A




PacmmpenHoe reneTu4eckoe
HcC/IeJ0BAHUE CYIIPYTOB
«CeMbs»

1.KapuorunupoBanue 000MX Cypyros Mo JuMQoruram
nepudepraecKoi KpoBH (2 Jed.).

2. TapretHas naneiab «MOHOTCHHBIC 3a00IEBAHUS
(MccnenoBaHNe KOOUPYIONINX YIaCTKOB 06-TH T€HOB,
CBSI3aHHBIX C 52-Ms HACIEICTBCHHBIMU CHHIPOMAaMH 1
3aboneBanmsamMu MetooM NGS)(mprnoskenue 2 (2 4ei.)
3.AlpeHOTeHUTANBHBIN CUHAPOM (BPOXKIEHHBIN nedunut 21-
THAPOKCHIIA3bl): aHAIN3 3HAYUMBIX MyTalmii delA2, P30L(ex
1), i2splice(in 2), del8bp(ex 3), 1172N(ex 4),

V237E(ex 6), V281L(ex 7), Q318X (ex 8), R356W(ex 8),
P453S (2 gemn.).

4.CrimHanbHast MblieuHas atpodust (6osne3nr Bepaaura-
Tohdmana): amanus mesneruii 9k30H0B 7 u 8 B reHe SMN1

(2 gem.).

5.0npexnencune nenenun 1okycoB AZFa, AZFb, AZFc,
uccnenoBanne reaa SRY: sY84, sY86, sY127, sY134, sY254,
SY255 (muist My)KIHHBI).

Cuappom Maptura-bemn: anann3 mosropoB CGG B rene
FMR1 (st >KEeHIIMHEL).

67000

D-07

32-42
p-I

TapreTrHasi naHejb
"MouoreHnbie 3200, 1eBaHusa"
meroxom NGS

HccnenoBanue KOIUPYOIUX Y9aCTKOB 66-TH I€HOB,
CBSI3aHHBIX C 52-Ms HACJICICTBCHHBIMHA CHHIPOMAMHA 1
3a0oseBanusaMu metonoM NGS

IloaHbBIi CIHCOK I'eHOB M 3a00JIeBAHMH HAXOJAUTCS B
NPUJIOKEHUM 2.

20000

D-
03

21-28
p-I

KapuoTunupoBanue 0xHOro

(poOupKa ¢ remapuHOM, 3eTIeHAsT KPBIIIKA)

KAPUOTUIIMPOBAHUE \

(ARREY-CGH)

21-28
YyeJi0BeKa mo JumM@pounuTam 4700 E901 P
nepudepuuecKoi KpOBH
KapuoTunupoBanue oxHOro (mpobupKa ¢ TenapuHOM, 3eJIeHasE KPBIIIKA)
YyeJI0BeKa 10 JUMpouuTam 5900 E908 | 7-10p.n
nepudepudeckoii kpopu. CITO!
KapuorunupoBanue (mH,BT,Cp, 4T, B cTepHriIbHOM p-pe NaCl 0,9%) 21.28
a00pTHBHOI0 MaTepuaJia 1500p HeBo3BpaTHasi CyMMa IIPH HEBO3MOKHOCTH MPOBECTH | 4700 E911 )
(X0pHOH) aHan3 (HeKaueCTBEHHO B3SITHII MaTepHaJI) A
KapuotunupoBanue (1H,BT,Cp,UT, B cTepriibHOM p-pe NaCl 0,9%)
aGOPTHBHOTO 1500p HeBO3BpaTHAsi CyMMAa NIPH HEBO3MOKHOCTH MPOBECTH 5900 E909 7-10
maTtepuaia(xopuon).CITO! aHa/n3 (HeKa4YeCTBEHHO B3SAThIi MaTepua) p.I
MoJieKyJIsIpHO-TeHeTHYECKUH 100 simep B KaXKAOM HCCIEAYEMON TKaHU
AHAIN3 MEKKJICTOUYHOI O U Npo0HMpKa ¢ renapuHoOM, 3eJieHasi KPbIIIKA + 0yKKaJbHbIN

eI 28-35

MEKTKAHEBOT0 MO3anIH3MAa ST LT 7000 E902
II0JIOBBIX XPOMOCOM METOI0M Tpedyercsi pe3yibTaT KAPHOTHIIMPOBAHMS. p-A
FISH
NaenTndgukanns MapkepHoii IIpoOupKa ¢ remapuHoM, 3eJeHast KPbIIIKa .
xpomocombl MmeToxom FISH TpeOyercst pe3yJbTaT KAPHOTHIIUPOBAHUS. 7000 E903 o
YTouHeHHEe TOYEK pa3pbIBoOB npu | [Ipodupka ¢ remapunom, sejeHasi KpbIKa
TPAHCJIOKAIUAX, HHBEPCHUAX U Tpebyercs pesyIbTaT KAPHOTHIHPOBAHHSI. 6500 £904 28-35
JAPYIrUX XpOMOCOMHBIX p-I
nepecrtpoiikax meronom FISH
JAnarsocTuka lmeHa yka3zana 3a 1 KOHKpeTHBII cHHIpOM!
MHKpOueHeH“OHHb]X ﬂpOGI/IpKa C renapuHoM, 3€JiI€Hasl KpbIIIKAa

28-35
cuHapomos: Ilpaagepa-Buiiu, 5300 E905 DA
AHreabmana, {lu [xcopmxu u ap.
metTonom FISH
XpoMocoMHBIH C HCIONIB30BaHMEM MATPUILIBI CO CPEAHEH IIOTHOCTHIO 750
MHKPOMATPUYHbI aHAJIN3, ThIC. MapKepoB. Pa3pemaromias cmocodHocTs oT 150 ThIC. map 10-20
(XMA) CTAH/J APTHBIN HYKJIEOTHOB. 22350 E907 o
(ARREY-CGH) cupeHeBasi npodoupka ot 4 mi
XPpoMOCOMHBIH Pa3zpemaromas cnoco6HocTh 0T 50 THIC. AP HYKJICOTHIOB (B
M“KpOMan“qulﬁ aHaJIN3, OTACIBHBIX PETUOHAX OT 10000 H.H)
(XMA) PACIIMPEHBII cupeneBasi npoGupka, ot 4 m 45900 | E912 2‘;‘20




(metog NGS)

HennBa3uBHAsl NpeHATAJIbHAS
auarnoctuka, Prenetix nadop

Haromax, ¢ 10/41H.
IH, BT, Cp, 4T, 10 12:00.

XPpoMOoCOMHBIH C HCIO0JIb30BaHUEM MATPHUILIBI CO CPEIHEN MIOTHOCTHIO 750

MHUKPOMATPUYHBIN aHAIU3 IIE, RIEYPINEOI0E: 10-20

aGOPTHBHOTO MaTEPHAJIA (1H,BT,Cp,UT, B cTepruibHOM p-pe NaCl 0,9%) 16500 E910 -

(ARREY-CGH) 1500p HeBo3BpaTHAasi CyMMA IIPH HEBO3MOKHOCTH IIPOBECTH ’
aHaJu3 (HeKaYeCTBEHHO B3SIThIi MaTepua)

MouJiekyJisipHO€ (TH,BT,Cp,UT, B cTepribHOM p-pe NaCl 0,9%)

KAPHOTHIIHPOBAHHE 1500p HeBo3BpaTHasi CyMMa IIPH HEBO3MOKHOCTH IIPOBECTH R - 14-21

aGOPTHBHOI0 MATEPHAJIA aHaJu3 (HEKaYeCTBEHHO B3SIThIH MaTepuaJ) p.a

Prenetix

JomyckaeTcst JeTKU 3aBTpak

YCTAHOBJIEHUE OTLHOBCTBA, MATEPUHCTBA '

28000 MII1 14p.a
Tpeoyercst Y3U nuarnoctuka (KTP). BPEMEHHO HE
BBIINNOJHSAETCAA!
HeunnBa3uBHasi npeHaTaJbHAS IToTHOreHOMHBIH TECT Ha BCE XPOMOCOMBI
JHATHOCTHKA Brimonnsiercs copmectno ¢ HUM AT'uP um. 1.0. OTTa
Buimosausiercsi coBmectno ¢ HUM | Tpedyercst 3ano/iHeHue aHKEThI ¢ NPeI0CTABIEHHEM 23000 PD-102 14 p.n
AT'nP um. J1.0. OtTa AAHHBIX KOMOMHMPOBAHHO cKpUHUHTA (Y31 + 0/x)!
CITO! I1oIHOr€eHOMHBIN TECT HA BCE XPOMOCOMBI
HeunBa3uBHasi NpPeHATAIbHAS Brimonusiercst coemectHo ¢ HUW AT'wP um. J1.0. Otra
JAMATHOCTHKA TpebyeTcsi 3aM0JIHEHH e AHKETHI € MPeJ0CTABICHUEM 26000 | PD-100 7pa
BLINoJIHsieTcsi coBMecTHO ¢ HUM | AaHHBIX KOMOMHHPOBAHHO CKpHHMHTA (Y3H + 6/x)!
AT'uP um. J1.0. OtTa
HeunBa3zuBHasi npeHaTajabHas TapretHsiii Tect Ha 13, 18, 21, X, Y XpoMocoMBI
JHATHOCTHKA Bremomasiercs copmectHo ¢ HUM ATuP mm. J1.0. OTTa
Buinosnsiercsi copmectno ¢ HUM | Tpedyercst 3anojiHeHue AaHKETHI ¢ NPe10CTABICHHEM 21000 | PD-103 | 14p.xn
AT'nP um. J1.0. OtTa JAHHBIX KOMOHHHPOBAHHO CKpHHUHTA(Y3H + 06/x)!
CITO! TapretHsiit Tect Ha 13, 18, 21, X, Y XpoMocoMBI
Heunpa3uBHAasi NpeHATAIbHAS Bremomasiercs copmectHo ¢ HUM ATuP mm. J1.0. OTTa
JAMATHOCTHKA Tpedyercs 3amo/IHeHNe AaHKETHI C MPeJ0CTABICHHEM 24000 | PD-101 7p.a
BuinoJiHsiercsi coMecTHo ¢ HUM | A2HHBIX KOMOMHHPOBaHHO cKpuHUHTA(Y3H + 0/x)!
AT'uP um. JI.0. OT1Ta
Onpenenenne RH - gpakTopa ¢ 10/4aH
102 10 KPOBH MaTepPH, IIH, BT, P, 4T 10 12:00 7000 MII2 14 p.n

10-20

T'eHOMHAasi JTAKTHIOCKOIHS - TECT 15 cedst (OTell, MaTh, PeOEHOK). 11300 1-1101
BykasibHBIM 3nuTENN, BEHO3HAs! KPOBb p-a
I'eHOMHAsI TAKTHJIOCKONHUS - TeCT JUIsi cedsi (oTer/MaTh 1 peOEHOK). 11300 | 11102 | 10-20
BykanbHbli sniUTENNA, BEHO3HASI KPOBb p-a
Kaxaplii nocienyionmii peGeHok (IIpH yCJI0BHH eJHHOBPEMEHHOI claul 0MoMaTepuaina) | siog l-1103 | 10-20
p.A

Muxpoonom knmednnka (16s) (kar) 12000 | MB-101 | 14p.x
Muxpo61oM yporeHuTaabHOro rpakra (16s) (maszok) 12000 | MB-102 | 14p.n
MuKpoOHOM yporeHUTAJbHBII, KeHCKHil (16S cekBeHHpOBaHHeE)
HccnenoBanne Ma3ka U3 JByX JIOKallMi dKEHCKOTO YPOTCHUTAILHOTO TPAKTa Ha BBIOOD: 16000 | MB-109 | 14p.n
LIEpBUKAJIbHBIN KaHa, BIAraJInIIe, IeiiKa MaTKH, OMOIICHS] MAaTKH
Muxpo0uom kumeunnka. Mama + pedenox (kaur) 22000 | MB-105 | 21p.




PAPMAKOI'EHETHKA \

IIpenapaTrbl 1J151 Jie4eHUsI IICHX0-HEBPOJIOTrHYEeCKUX 3a001eBaHUM

IIpoTuBOCYAOp:KHBIE IPENApPAThI
(3¢ PpekTUBHOCTH, TOKCUYHOCTbD,
PUCKH HeKeJIaTeIbHBIX
JIEKAPCTBEHHBIX PeaKIIUii)

13 mapkepoB

CYP1AL, ABCB1, CYP2C19(3), CYP2C9(2), EPHX1(2),
GSTT1,GSM1, GSTP1(2)

6400

FG-
1202

AHTH/IENIPECCAHTHI
(AmuTpunTHINH, Beniiadpakcun,
HoxcenuHn, /lyiokceTun,
Nmvunpamun, Knomunpammumn,
ManporuiuH, MuaHcepuH,
MunHanunpas, MupTazanuH,
ITapokceTun, CepTpajiuH,
DJ1yBOKCAMMH,

dDayoxceruH, lluragonpam,
IcHUTaIONpPaM)

CYP2D6 (*1, *3, *4), CYP2C19 (*1,*2, *3, *17), CYP2C9
(*2, *3), HTR2A rs6313), COMT rs4680

*rarIoTUIl — COYETAHNUE TeHOTHIIOB

8000

G-1205

14-21
p-A

MenuaTopHbie HApyLUIEHHUS C
MoA00POM aHTHAENPECAHTOB U
HeHlpPoJIENTHKOB, AaHAJM3 F€HOB
10(aMHUHOBOIO peLenTopa

DRD2A (rs1799732, rs1800497), cepOTOHHHOBOTO pEIenTopa,
HTR2A (SR) 16313 157997012 COMT 156269 154680
CYP2D6 (*1, *3, *4), CYP2C19 (*1, *2, *3, *17),

CYP2C9 (*2, *3)

*rafuIoTUIl — COYETAHNE TeHOTHIIOB

8000

Bera-untepdepon HLA-DRB1

IIpenapatsl 1
AHTI/IFI/IHepTeHSI/IBHbIe

JICUCHUE paCCCIHHOr0 CKJIEpO3a

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

IIpenpacno/sio;KeHHOCTh K

ITo 3ampocy.

npenapartsl (0eTa-6J10KaTOPHI, CYP2D6(2)

HHruouTOpHl AIIM, 610KaTOPHI e FG- 14-21

peenTopoB AaHTMOTEH3HHA, 1210 p-A

JUYPETUKH),

10 mapkepoB

AHTHKOATYJISHTHI 1 CYP2C9(2), VKORC1(4) CYP4F2, HLA-DRB1, GP1BA,

AHTHATPEranThbl (ACIIHPHH, CYP2C19

BappapuH, o FG- 14-21

KJIONHMarpeJ, mpacypreJ, 1212 p.a

THKJIOAUTIHH),

10 mapkepoB

AHTHKOAryJSIHTHI (BapdapuH) -aHAJIN3 TeHOB cucTeMbl Jetokcukammun: CYP2C9(2), 2000 FG- 7-14
VKORC1(3) ,CYP4F2 1213 p.I

CraTtunbl SLCO1B1(rs4149056) , APOA5(rs662799) ,

(I noko/IeHne CHMBACTATHH, ABCG2( rs2231142), KIF6( rs20455), APOE( rs7412 )

NMPOBACTATHH, JIOBACTATHH;

IT moxosenue gryBacTaTnH; 4000 1':2?5 1?)'51

IIT aTtopBacTaTuH; :

IV posyBacraTuH,

NMHTOBACTATHH)

CraTtunbl SLCO1B1(rs4149056 ) 2300 FG- 7-14

aHu3u1, puMQpaMIUIAH, TATICOH)

3J10KAY€CTBEHHOI THIIePTepMHH, 19000 1':2% 14'21
46 mapkepoB P:
AHAJIN3 reHOB, BJIUSIOINX HA -aHaJ|3 TeHOB 10(aMUHOBOTO U CEPOTOHHHOBOTO PELEITOPOB:
dopmnposanne 3aBucnvoctn k| DRD2A, HTR2A(SR) 2900 1':2(21 16-24
AJIKOI0JII0 1 HAPKOTHKAM .
MeTa00J113M AJIKOTr0JI -aHaNu3 reHoB ankoroupaeruaporexasa: ADH1B (ADH?2),
-anpaeruaaeruaporesass:; ALDH2 2900 ey L
-reH I daser nerokcukanuu: CYP2EL 1222 p-It
IIpoTuBoOTYOEpPKYIE3HDbIE -ananus3 rena Il dassr netoxcuxanmm: NAT2(4)
npenaparbl (M30HHA3M]I, P- 1800 1':2%3 7{;1114




MIpenapaTsl INIATHHBI, CyTHHHO, TAKPOIHMYC,
tamokcudeH,reradyp, Gpropypar, nukiaohochamu,
TpacTy3yma0, [UCIIACTHH, IPJIOTHHHIO

MHru6uTopsl NPOTOHOBBIX MOMN | -aHanu3 reos I gaser cucremer nerokcukanuu: CYP2C9, FG- 7-14
(OMeﬂpa:;on) CYP2C19 2900 1224 p.a
Hecrtepounanbie -ananm3 rena I daser cuctemsr netokcukanun CYP2C9
NMPOTHBOBOCHATUTECJIbHLIC
npenaparbl (IMKI0(eHaxK, 2900 FG- 7-14
noynpogen, NMPOKCHKAM), 1225 p-A
TOJIOyTAMUH
IToxGop 10361 MEPOPAIBLHBIX -aHaAJIN3 TeHa, OTBETCTBEHHOTO 32 META00JIN3M MEPOPaIbHBIX
CAXapPOCHMKAIOIIUX NPeNapaToB | CaXapOCHWKAIOMIUX MPerapaToB: TCF7L2 1200 1FZ(:;%0 7I;1H4
IIporuBoBupycHast Tepanus npu | IL28B 2 nokyca (C>T, T>G)
XpoHn4eckom renarure C FG- 7-14
(II2I'- UuTpOH, pUdaABEPHH, 2L 1226 p.a
TeJlanipeBHUP, OoLeNPeBH])
DapMaKoreHeTHKA -aHanm3 reHoB cucteMsl qerokcukanuu: CYP1AL, CYP2D6,
17 Mapkepos GSTM1, GSTT1, NAT2, CYP2C9, CYP2C19, TPMT, 12000 | FC: 14-21
MTHFR, VKORC1, MDR1 1227 1 pa
HpenapaTLI AJIH JICYCHHUHA OHKOJIOI'HYCCKRUX 3a00,1eBaHU I ‘
AJIKHJIMpYIOLIHe CPeACTBA - GSTP1(rs1695), SOD2 (rs4880),CYP19A1( rs4646 ) FG- 14-21
nukjogochamug 2900 1217 p-I
AJIKHJIMpYIOLIHe CPeACTBA - EGFR(rs121434568, rs121434568), MTHFR(rs1801133), FG- 14-21
KkapGomIaTHH ERCC1(rs11615). 4000 | 1518 b
AJIKHJIMPYIOIIHE CPEACTBA - XPC(rs2228001), MTHFR (rs1801133),
OKCaJ‘[H]‘[J‘]aTHH, Z[a]capﬁagp[].[’ ERCCl( r511615, r53212986), ACYPZ( r51872328), GSTMl, 5800 FG- 14-21
Tuorena, [ucniarun, Bycyasdan GSTP1 (rs1695, rs1138272). L A
IIpoTHBOONYyXO0./IeBbIe ABCB1(rs1045642), SLCO1B1( rs11045879), FG- 14-21
npenapaTel - MeToTpeKcar MTHFR(rs1801133), MTRR( rs1801394), GSTP1 3500 1220 .
ToJiepaHTHOCTD K YpoBenb nokazatenbHOCTH 1A, 1B, 2A, 2B
XHMHOTepanuu a3aTHONPHUH, aHAJOTH NHPUMHANHA, aHTPALIMKINHEL,
42 rena BUHKPHCTUH, FTeMIUTa0HH, TEHUTHHHO, TayHOPYyOHIIHH,
HMPUHOTEKAaH, KaleNTa0uH, KapOOoIUIacTHH, JEHKOBOPHH, 39000 FG- 30-37
METOTpPEKCaT, OKCATUIUIATHH, TTaJTUTaKCeN, 1221 p.I

MMAHEJIN «9CTETUKA» |

-aHamm3 rera SLC19A1 — tpancioprep dhomato

-aHANMM3 TeHoB QonarHoro mukina: BHMT, CBS, MTHFD,
MTHFR(2), MTR, MTRR — BuTamutb! rpymist B

-anamm3 reia VKORC1 — Buramua K

-ananm3 rera SLC22A1 — tpancnoprepa opraHHYeCcKUX
KaTHOHOB

I'eneTnyeckas nmanesb ITo 3anpocy s
«KocMmeToJiorus» 14300 | M-1300 .
17 mapkepoB
JleTokcHKanus M MeTa00IM3M ITo 3ampocy 31000 D-1 25-32
55 mapkepoB p.a
T'eHBLI BUTAMHHOB -aHaJIM3 TeHa Heceu(puIecKon menoaHon pochoTassr:
24 mapkepa NBPF3(ALPL) — Butamun B6
-aHanu3 resa anbda-1,2-gpykosunrpanchepaszsr: FUT2
— BuTamuH B12
-aHaJNM3 reHa 6era-KapoTuH MOHOOKcHuaa3sl: BCMO1(2) —
HapyIIeHHe CHHTE3a BUTAaMHUHA A U3 OeTa-KapOTHHA
-aHanu3 rena: APOA5(3), SCARB1 —sutamun E
-aHaJIu3 reHa ackopOuHoBoit kuciotsl: SLC23AL -Butamue C | 11500 | m-1316 | 14721
-ananm3 reHoB: NADSYNI, GC, VDR(3) -Buramun D p-It




Hyrpuorenomuka
TEHETUYECKAS IMETA
37 mapkepoB

-ananm3 rena I gaser netokcukamuu: CYP1A1

-ananm3 reHoB II ¢aser netokcukarmum: GSTM1, GSTT]1,
GSTP1, NAT2

-aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 META00IH3M JHITHAAOB:
APOE, APOCIII, PON1, NOS3

-aHaJM3 TeHOB, PEryIupyomuX KpossHoe nasineHue: ACE,
AGT, AGTR1, AGTR2, BDKRB2(BKR)

-aHaJIN3 TeHa cucTeMsbl puopuHomm3a: PAIL

-aHaAJIN3 T€HOB, OTBETCTBEHHBIX 32 0OMEH TOMOIIMCTENHA:
MTHFR, MTRR

-aHaJIN3 TeHOB OTBETCTBEHHBIX 38 META00JIU3M aIpCHAIINHA:
ADRB2, ADRB1

-aHaJIM3 TeHOB OTBETCTBEHHBIX 32 (DOPMUPOBAHHE MATPHKCA
koctHo# Tkauu: COL1A1, BGP(BGLAP)

-aHaJIM3 TeHOB OTBETCTBEHHBIX 32 META0OIN3M KaJBIHS U
muHepansHbIi 0omen: VDR, CALCR

-aHam3 TeHa-perenTopa sctporeHos: ESR1(ER)

-aHanm3 reHa T-TuMQOIuT- acCOMMPOBAaHHON CEPHHICTEPA3HI:

CTLA4

-aHaJIn3 rCHOB Z(O(l)aMI/IHOBOFO U CCPOTOHUHOBOTO PCUCIITOPOB:

DRD2A, HTR2A(SR) ananu3 reHoB, BOBJICYEHHBIX B 0OMEH
XOJIECTepUHA U OKUCIIeHUE XUPHBIX kucaoT: PPARA; PPARD
-aHaJIu3 TeHOB anmkoronbaeruaporeHasa ADH1B(ADH2),
-ampperunaerunporerassl ALDH2, u ren | ¢a3sr
-nerokcukanun: CYP2E1 (MeTaboim3m aiKkoroJs)

26500

M-4

35-42
p-A

MeTa0onyecKnii CHHAPOM H
OKHpEeHHe
20 mapkep

-aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 META00IH3M JHITHAAOB:
APOE, APOCIII

-aHaJIM3 TeHOB, PeryIMpyomux kpossHoe naBieHue: ACE,
AGT, AGTR1, AGTR2

-aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 META00IM3M aJ[peHaIHHA!
ADRB2, ADRB1

-aHaJIU3 FeHa IVIaBHOr0 KOMILIEKCa TUCTOcoBMecTUMOCTH 11
kiacca: DQBI

-aHaJIM3 reHa MpoBocnaauTeabHoro nutokuHa: TNFA
-aHaJIM3 TeHOB, BOBJICUYCHHBIX B OOMEH XOJIECTEPIHA U
okucienue xupHeIx kuciaot: PPARA, PPARD, PRARG,
UCP2, UCP3

-aHaJIM3 TeHOB JO(PaMHHOBOTO H CEPOTOHHHOBOTO
penenrropoB: DRD2A, HTR2A(2)

-aHaJM3 TeHa, aCCOIMUPOBAHHOTO ¢ oxkupenuem: FTO(2)

18400

GP-403

21-28
p-A

KOJ 310POBbs1
75 mapkepoB

CKIIOHHOCTB K H30BITOYHOMY BECY.

CKIIOHHOCTB K TIepPEeCIaHIIO U3-32 TIO3THETO MOSIBIICHHS
YYBCTBAa HACBINICHUA BO BpEMs €/1bI. CKJIIOHHOCTE K
MOBBIIIEHHOMY MOTPEOICHNIO claakoro. CKIOHHOCTD K
MOBBINIEHHOMY HOTpeOIIeHHIO )XUPOB. CKIOHHOCTD K
nepeKycaM U3-3a NPeXAeBPEMEHHOT0 BOSHUKHOBEHUS
CHUJIbHOT'O YYBCTBA rojioJia MEXXa1y OCHOBHbBIMHU IIpUEMaMU
nui. CKIOHHOCTB K «3aeaHHI0» CTpecca B OTCYTCTBHE
YyBCTBA TOJI0JIa, ICUXOTEHHOE Iepeeaanue. Brroop
ONTUMAITFHOW JAWETHI ISl CHIOKEHUS Beca: HIU3KOKUPOBas,
HHU3KOYTJICBOHAS, OETIKOBAs, CPEAN3EMHOMOPCKAsL.
Pa3rpy3ouHble THU WM PABHOMEPHBIN THIT ITATAHUSL.
Heo0x0anMoCTh BBICOKOMHTEHCHBHBIX (DU3NUECKHX HArpy30K
JUISI CHUKCHHUS BECa. CTpaTeFI/ISI CHH>KCHUS BECa: 1UETA NN
cropt? BeIpakeHHOCTh Ho-Ho-3¢)(hekTa — 0OpaTHOro Habopa
Beca 1oclie 3aBepuIeHust AueThl. CKIOHHOCTh K MOCTEIIEHHOMY
Habopy N30BITOYHOTO Beca IPU OTCYTCTBHH PETYISIPHBIX
(mznueckux Harpy3ok. Heo6xomMMocCTh OrpaHUYUBATh
HOTpe6HeHI/Ie HACBIIICHHBIX JXUPHBIX KUCJIOT IJIA
HOpMAaITU3AIHH JIMITHIHOTO POt KpoBu. [oBbIIeHHAs
noTpeOHOCTh B OMera-3 KUPHBIX KUCIToTaX. [IoBEImIeHHAS
MOTPEOHOCTh B MOHOHEHACHIIIICHHBIX JKUPHBIX KHCIOTAX.
Puck cepaeyHocoCyIMCTHIX 3a00I€BaHAN MIPH YIOTPEOICHUN
Kode. PUCK XpOHHUECKOT0 BOCTIATICHUS KUIICYHUKA TIPH
YIIOTpEOJICHUN MTPOIYKTOB, COAEPIKAIIUX JIaKT03Yy (OeTIoK
[EIFHOTO MOJIOKa). PHCK XpOHNYECKOTO BOCTIAJICHAS
KAIICYHNUKA MIPH YIIOTPEOICHUN TPOTYKTOB, CONEPIKAIINX
TITFOTEH (OEIJIOK 371aKOBBIX). PHCK TOKCUYIECKUX PEAKITHH MpH
YHOTPEOICHUH ATKOTOJIS (QTKOTOJIEHOE IMMOPAKEHUE TTIEUCHH ).
Puck HakormeHus xemne3a (TeMOXpOMaTo3).

34500

M-1301

30-37
p.A




Prck naTosornyeckoro OTI0KEHHUS )KUPa BOKPYT BHYTPEHHHX
opraHoB. PHck colb-4yBCTBUTEIBHON apTEPUAILHOM
runepToHrH. CKIOHHOCTH K ITOBBIIICHHIO YPOBHS XOJIECTEPHHA
B KpoBU. CKIIOHHOCTP K MOBHIIICHUIO YPOBHSI TPHUTIIUIICPHIOB B
KpoBH. Prck caxapHoro amabeTa 2 Tuma. PUCK HEAIKOTOJILHOTO
JKHPOBOTO Trenaro3a. Puck modpokadecTBeHHOH
runepourpyonHemun (cuaapom Kunpoepa). Puck
THIIEPTOMOLIMCTENHEMUH U CBS3aHHOM C HEH cepAevyHo-
cocynucTol matojoruu. [lotpeOHOCTh B BUTaMuHe A, B2, B6,
B9,B12,C, D, E.

_________ TAHEIMCIOPT,

MuHMMaJIbHBIN CIIOPTUBHBIN BrlsicHeHNE HHAMBHIYaIbHOW T€HETHYECKON
nacnopr IPEIPacHoNoKEHHOCTH K Pa3IMYHBIM BUIAM CIIOPTa U
9 reHOB 0COOEHHOCTAM TPEHUPOBOYHOTO IIPOIIEcca.

-aHAJM3 TeHOB, PETyINPYIOMUX KpoBsiHOe naBieHne: ACE
-aHaJIN3 TCHOB, BOBJICYCHHBIX B OOMEH XOJIECTEPHHA U
okucienne xkupHeix kuciaot: PPARA, PPARD, PRARG
-aHaJIN3 TeHa KOAKTUBATOPA TPAHCKPHIIIIMOHHBIX ()aKTOPOB
PPARa, PPARY, o u B perenTopoB scTporeHa u 14-21
muHepaiokoptukonnos: PPARGCIA(PGC- 1a) 6800 M-1305 I
-aHaJM3 TeHa, OTBETCTBEHHOTO 33 YHEPTreTHYECKHUH
METa0O0JIM3M CKEJIETHBIX MBIIII BO BPEMSI MBIIICYHON
nearenpHOocTH: AMPD1

-aHAJIN3 TeHA, OTPEIEIISIOMETO THIT MBIIICYHBIX BOJIOKOH:
ACTN3

-aHaAJIN3 TeHOB J0(aMUHOBOTO M CEPOTOHMHOBOTO
peuentopoB: DRD2A, HTR2A(SR)

OnTuManbHbIA CHOPTHBHBIH BrrsicHeHue MHAMBUYaIbHOW T€HETUYECKOM
nacmnopT MPEAPacIOIOKEHHOCTH K Pa3INdHbIM BUJAM CIIOPTa U
21 ren 0COOEHHOCTSIM TPEHHPOBOYHOTO TIpoIIecca.

-aHaJIM3 TeHOB 10(aMHHOBOTO M CEPOTOHHHOBOTO
peuentopoB: DRD2A, HTR2A(SR)

-aHaJIM3 TeHOB, PEryIUPYIOMUX KpoBsHoe napieHune: ACE,
AGT, AGTR1,AGTR2, BDKRB2(BKR), REN

-aHaJIi3 TeHOB, OTBETCTBEHHBIX 32 METa00IM3M a/ipeHalIMHA!
ADRB2, ADRB1

-aHaJIu3 TeHa, OTBETCTBEHHOTO 32 METabO0IM3M KalbIHs 1
MUHEpaJbHBII 00MeH: VDR

- QaHaJIM3 TeHa PelenTopa aHaporeHos: AR

- aHaJIu3 TE€HOB, BOBJICUEHHBIX B OOMEH XOJIECTEpPUHA U 22300 M-1306 Ao
okucienne xupHbIx kuciaot: PPARA, PPARD, PRARG, A
UCP2, UCP3

-aHAJIN3 TeHa KOAKTUBATOPA TPAHCKPHIIIIMOHHBIX (haKTOPOB
PPARa, PPARY, o 1 B peenTopoB 3cTporeHa u
munepanokoptukonioB: PPARGC1A(PGC-1a)

-aHaJIN3 Te€Ha, OTBETCTBEHHOT'O 32 POCT MHOKap/a:
PPP3R1(CnB)

-aHaJIM3 Te€Ha, OTBETCTBEHHOTO 33 YHEPTreTHYECKHUH
METa0O0JIM3M CKEJIETHBIX MBIIII BO BPEMSI MBIIIEYHON
nesrensHocTH: AMPDI1

-aHaJIN3 TeHA, ONPEIEIIFONIET0 TUI MBIIIEYHBIX BOJIOKOH:
ACTN3




IlosHBIA CHOPTHBHBINA ACTOPT
34 rena

BrisicHeHne HHIUBHUYabHOM FEHETUYECKOM
MPEAPACTIONI0KEHHOCTH K Pa3IMIHBIM BHIAM CIIOPTA U
0COOEHHOCTSIM TPEHHPOBOYHOTO TpOIIecca.

-ananm3 reHoB I, I u III ¢a3sr gerokcukammm: CYP2C9,
CYP2D6, MDR1

-aHaJIU3 FeHa perenTopa anaporeHoB: AR

-aHaJIN3 TCHOB, OTBETCTBEHHBIX 32 OOMEH T'OMOIIMCTEHHA:
MTHFR

-aHaJIN3 TeHOB, PEryIupyromux kpossHoe aasienue: ACE,
NOS3, AGT, AGTR1, AGTR2, BDKRB2(BKR), REN

- aHaJIM3 TE€HOB CHCTEMBI CBEPTHIBAHUS KPOBU M (OPUHOIN3A!
F1(FGB), F2(FIl), F5(FV), ITGB3(GPIlla), PAI1

-aHaNm3 reHoB f-aaperopernentopos: ADRB1, ADRB2
-aHaJIM3 TeHOB, BOBJICUYCHHBIX B OOMEH XOJIECTEPHHA U
oxucnenne XupHbIx kuciotr: PPARA, PPARD, PRARG,
UCP2, UCP3

-aHaJIM3 TeHa KOAKTHBATOPa TPAHCKPHUIIINOHHBIX (paKTOpOB
PPARa, PPARY, o u B perieniTtopoB 3cTporeHa u
muHepasokopTukonno: PPARGCIA(PGC-1a)

-aHaJIN3 TeHa, OTBETCTBEHHOTO 32 SHEPTEeTUIECKUH
MeTaGOHH3M CKCJICTHBIX MbILII] BO BPpEM MBIIIEYHOMN
nestenbHocTH: AMPD1

-aHaJIN3 TeHa, OTPEIEIISIONIETO THIT MBIIICYHBIX BOJIOKOH:
ACTN3

-aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 ()OPMUPOBAHNE MAaTPHUKCA
koctHOU TkaHu: COL1A1

-aHaJIHM3 TeHOB, OTBETCTBEHHBIX 32 META0OIM3M KaJIbIIHs U
MUHEpaibHBIH 00MeH: VDR

-aHaJM3 TeHOB JO(PaMHHOBOTO H CEPOTOHHHOBOTO
petienitopoB: DRD2A, HTR2A(SR)

-aHaJlu3 reHa npoBocnaiuTeasHoro nutokuHa: TNFA

29000

M-1307

28-35
p-I

IToHBIH reHeTHYEeCKU NACOPT
310POBbsI
96 MmapkepoB

-aranm3 reHoB I, 11 u 111 ¢a3er qeroxcuKamm:

CYP1A1, CYP1A2, CYP1B1, CYP2C9, CYP2C19, CYP2D6,
CYP2E1l, GSTM1, GSTT1,GSTP1,NAT2,CYP17A1, CYP19,
TPMT, EPHX1(mEPHX), VKORC1, MDR1

raHaJIN3 TeHa pelenTopa aHaAporeHoB: AR

raHasM3 reHa nmapookcanassl: PON1

-aHaJlu3 TeHa pernentopa nporectepoa: PROG

-aHaJIU3 TEHOB PHCKA CEMEHWHBIX ()OPM paKa MOJIOYHOM JKeJIe3bI
n smuankoB: BRCAL, BRCA2, CHEK?2

-aHaJIM3 FeHa PeLenTopa THPEOCTUMYIHUPYIOIIEro TOPMOHA
tupeotponura): TSHR

raHaJIN3 TEHOB, KOHTPOJIHUPYIOUINX JICICHUE KIICTKH
onkorenoB): TP53(P53), MYCL1(LMYC)

raHaJIN3 TEHOB, OTBETCTBEHHBIX 32 0OMEH rOMOIIMCTEHHA!
MTHFR, MTRR

raHaJIN3 TEHOB, perymupyomux kpossHoe naBieHue: ACE,
NOS3, AGT, AGTR1, AGTR2, BDKRB2(BKR), REN
raHaAJIM3 TEHOB, OTBETCTBEHHBIX 32 META0OIU3M JIUITHIOB:
APOE, APOCIII, CETP, LPL

raHanu3 redoB pubpuronusa: F1(FGB), F2(FII), F5(FV),
F7(FVII), ITGB3(GPIlla), ITGA2(GPla), PAIL, PLAT
raHamu3 reHoB B-agpeHopenentopos: ADRB1, ADRB2, ADRB
raHaJIN3 TEHOB 0OMEHA XOJIEeCTEepUHA U OKHCICHUE )KAPHBIX
kuciot: PPARA, PPARD, PRARG, UCP2, UCP3

raHaJIN3 TeHa KOAKTUBATOPAa TPAHCKPHUIITHOHHBIX (DaKTOPOB
PPARa, PPARY, o 1 B perentopoB acTporesa u
munepanokopTukonnioB: PPARGCIA (PGC- 1a)

FaHaJIM3 T€HOB, BOBJICYEHHBIX B KOHTpOJb Beca: FABP2, PLIN
FaHaJN3 TeHa, OTBETCTBEHHOTO 32 POCT MUOKapAa:
PPP3R1(CnB)

- aHaJIM3 TeHa, OTBETCTBEHHOTO 33 YHEPTeTHYECKUIA METa00IH3M
CKEJIETHBIX MBIIII] BO BpeMs MBIIeYHOH nestensHoctr: AMPD1

56000

I'EHETUYECKHUE ITACIIOPTA 310POBbS \

M10

30-37
p-A




OnTuMAaJBLHBIA FeHeTHYEeCKUI
NMacnopT 310POBbS
39 mapkepoB

-anaym3 redos I, 11 u 111 da3br nerokcukanmu:

CYP1A1l, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1,
NAT2, VKORC1, MDR1

-aHaJM3 TeHOB, peryIupyromux kpossHoe nasieHue: ACE,
NOS3,AGT, AGTR1, AGTR2, BDKRB2(BKR), REN
-aHanm3 reqa P2-anpenopenentopa: ADRB2

-aHaJIM3 TCHOB CUCTEMbI CBEPThIBAHUSA KPOBU U (1)I/I6pI/IHOJ'II/I3aI

F1(FGB), F2(FIl), F5(FV), ITGB3(GPIlla), PAIL, F7(FVII)
-aHaJIu3 T€HOB, KOHTPOJIMPYIOIIUX JIEJICHHUE KIETKU
(onkorenoB): TP53 (P53)

-aHaJIN3 TCHOB, OTBETCTBEHHEIX 32 METa0O0IM3M JIUIIH/IOB:
APOE,APOCIII

- aHAJIM3 TEHOB, BOBJIICYCHHBIX B 0OMEH XOJIeCTepHHA H
OKHCcIIeHHen XupHbIX Kucior: PRARG, UCP2

-aHaJIM3 TeHa, OMPEEIISIONIETO THII MBIIIEYHBIX BOJIOKOH:
ACTN3

- aHAJIM3 TEHOB MPOBOCIIAJMTENBHBIX IUTOKHHOB: L4, IL4R,
TNFA

-aHaJau3 F'eHOB KoMILIekca ructocopMmectumoctH I u I kimacca:
DQA1, DQB1

- aHAJIA3 TCHOB, OTBETCTBEHHBIX 32 ()OPMHUPOBAHHE MATPUKCA
koctHol Tkauu: COL1A1

-aHaJIM3 T€HOB, OTBETCTBEHHEIX 32 META00IN3M KabIUs U
MUHEpasbHBIH 00MeH: VDR

-aHaIM3 reHa perentopa actporeHos: ESR1(ER)

-aHaJM3 TeHOB TO(aMHHOBOTO W CEPOTOHHHOBOTO
peuenropos: DRD2A, HTR2A(SR)

23000

M11

20-30
p.-A

Baszosbiii TEHETUUECKHUI
ITACIIOPT 3n0poBbsi
25 mapkepoB

-aranm3 reHoB 1, I u 11 ¢a3er gerokcukamun: CYP1AL,
CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1, NAT2
-aHaJM3 TeHOB, PEryIMpYyIomMuX KpoBsiHOe naBieHue: ACE,
NOS3

- dHAJIN3 I'CHOB CUCTCMbI CBEPTHIBAHUA KPOBU U (1)1/16pI/IHOJ'II/I3aZ

F1(FGB), F2(FIl), F5(FV), ITGB3(GPlIlla), PAI1, F7(FVII)
-aHaJIM3 TeHOB, KOHTPOJIUPYIOIIUX JeIeHHE KISTKH
(oukorenoB): TP53(P53)

-aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 METa00IM3M JHUIIHAOB!
APOE, APOCIII

--aHaJIN3 TEHOB, BOBJICYEHHBIX B 00MEH X0JeCTepHUHa U
okucieHne xKUpHbIX kucaot: PRARG, UCP2

-aHaJIM3 TeHa, OMPECIIAIONIETO THIT MBIIICYHBIX BOJOKOH:
ACTN3

-aHaJIu3 F€HOB NMPOBOCHAIMTENbHBIX HUTOKUHOB: TNFA
-aHaJM3 TeHOB, OTBETCTBEHHBIX 32 META00IM3M KaJIbIIHs U
MUHEpaJbHBII 00MeH: VDR

-aHaJU3 T€HOB J10()aMHUHOBOTO M CEPOTOHHMHOBOTO
perienitopos: DRD2A, HTR2A(SR)

14400

M12

25-35
p-A

Kannngecknii reHeTHYeCKHH
nacmnopT
NpeapacnoIo:KeHHOCTel

200 mapkepos

ITo 3ampocy

55000

M1310

40-47
5

Kananyecknii reHeTHYeCKUH
MACIHOPT MOHOTEHHASI MaTOJI0TUsA
+ NpeApacnoJIoKeHHOCTh

ITo 3ampocy

78000

M1320

60-67
p.a




-ananm3 redoB |, 1 u 111 dhaser neroxcukanuu: CYP1A2, CYP1B1, CYP2019 CYP2E1, GSTM1,
GSTT1, CYP17A1, CYP19, VKORC1, MDR1

* aHAJIM3 T€HA PELenTopa aHAporeHoB: AR

* aHAJIN3 TeHa mapookcanassl: PON1

* aHAJIM3 Te€Ha perenrtopa nporecrepona: PROG

* aHAJIM3 T€Ha PeLeNnTopa THPEOCTUMYJIMPYIOLIEro ropMona (tupeotponunaa): TSHR

* aHAJIM3 T€HOB, KOHTPOJIMPYIOIIKX JesieHne kieTku (oukoreHoB): MYCL (LMY C)

* aHaJIM3 T€HOB, OTBETCTBEHHBIX 32 00MeH romonuctenHa: MTHFR, MTRR, MTR

* aHAJIM3 TEHOB, peryiupyroniux kpossHoe nasienue: ACE, NOS3, AGT, AGTR1, AGTR2, REN, BKR
(9ins)85014

* aHAJIM3 T€HOB, OTBETCTBEHHBIX 3a MeTabomm3M aununoB: APOE, APOCIII, CETP, LPL

* aHAJIN3 TEHOB CHUCTEMEI CBepThIBaHMS KpoBu 1 ¢pudpunonmsa: F1(FGB), F2 (FII), F5 (FV), F7 (FVID),
ITGB3 (GPIlla), ITGA2 (GPla), PAIL1, PLAT

* aHaiM3 TeHOoB B-ampeHopenentopoB: ADRB1, ADRB3

* aHAJIN3 TEHOB, BOBJIICYCHHBIX B 0OMEH XOJIECTEpHHA M OKHCIeHHE )XUPHBIX Kuciot: PPARA, PPARD,
PRARG, UCP2, UCP3

* aHAJIN3 TeHA KOAKTUBATOPA TPAHCKPUIITHOHHBIX (hakTopoB: PPARa, PPARY, a u  penenrropoB
scTporeHa u MuHepanokoptukongos: PPARGCIA (PGC-1a)

* aHaJIN3 T€HOB, BOBJIICYCHHBIX B KOHTPOJb Beca: FABP2, PLIN

* aHAJIU3 T€Ha, OTBETCTBEHHOT O 3a pocT Muokapaa: PPP3R1 (CnB)

* aHAJIM3 T€Ha, OTBETCTBEHHOT'O 32 SHEPTEeTUYECKU METa0O0JIM3M CKEJIETHBIX MBIIII] BO BPEMS MBIIICUHOH
nestenbHOCTH: AMPD1

* aHAJIN3 T€HA, OTIPEAEISIONIETO THI MBIETHBIX BOJIOKOH: ACTN3

* QaHAJIM3 T€Ha, OTBETCTBEHHOT'O 34 CHHTE3 OCHOBHOTO KOMIIOHEHTa OpoHXHanbHOM xuakoctu: CC16

* aHAJIN3 TEHOB MPOBOCIATHTENEHBIX NUTOKHHOB: L4, IL4R, IL1B, ILIRN

* aHAJIM3 T€HA, KoAupyromero HeliporanpHyo NO-cuHTa3y 1 (00MeH okcuaa azora): NOS1

* aHaJU3 T€HOB MaTpUKCHOU MeTaionporeas 1 u 3: MMP1 u MMP3

* aHaiK3 TeHa T-muM¢onnT-acconnupoBanHo# cepuHicTepassl: CTLA4

* aHaJIM3 T€HOB, OTBETCTBEHHBIX 3a (hopmMHupoBaHue Marpukca koctHor Tkanu: COL1A1, BGP (BGLAP)
* aHAJIM3 T€HOB, OTBETCTBEHHBIX 32 META00JIM3M Kalblus U MUHepalbHbIi ooMeH: VDR, CALCR

* aHAJIM3 TEHOB J0()aMHUHOBOTO U CEPOTOHMHOBOTO penentopoB: DRD2A, HTR2A (SR)

* aHAJIM3 TeHa perentopa GouTHKyI-cTuMyupyromiero ropmona (©CT'): FSHR

* aHAJIU3 pelenTopa JIUMGONUTOB (XeMOKHHOBOTO perentopa): CCRS

* aHAJIN3 TeHOB ajKoroibaeruaporeHasa: ADHIB (ADH2)

* aHaJMU3 TeHOB anpiaeruaaeruaporenassl: ALDH2

* aHaNIK3 TeHa kaTtexoi-O-mermitparchepassr: COMT

850

T'en 1

14-21
p.

Awnanus renos: CETP(2), EFEMP1, ZBTB38, HHIP,

LCORL, LIN28B, PLAG1,ADAMTSL3(2), GDF5,

ZNF462, CDH13, JAZF1, IGFBP3, IGF1R ,GHSR,

CDK6, CABLES, ESR2, IFNG, VDR3, TNFRSF11A,

NEGR1, SH2B1, BDNF,FTO, MC4R, LEPR, GHR,

GHRL, TNF-a, LPIN1, ESR1, NRXN3, MSRA,

TFAP2B, ANGPTL3, GCKR, AKR1D1, CEL,

Fads2/s3, CYP7ALl, APOA1-2, LIPC, ABCAL,

CILP2, APOB, ABCG5, NPC1L1, SCARB1,LIPE, PPARG (2)

1200

Ten 2

14-21
p.-A

AHAJIU3 I'eHOB!
* anamms reHoB |, 11 u 111 daser getoxcukanuu: CYP2C9, CYP2D6, GSTP1, NAT2, EPHX1(mEPHX)
* QaHAJIM3 T€HOB, KOHTPOJIMPYIONIMX JeJIeHne KIeTKN (oHKoreHoB): TP53(P53)
* aHaJM3 TeHoB B-axpeHopenentopos: ADRB2
* aHaJM3 T€HOB POBOCHAIUTENbHBIX HUTOKUHOB: TNFA
* aHanu3 reHa peuenropa sctporeHoB: ESR1(ER)
* QaHAJIM3 T€Ha BHYTPUKJIETOYHOTO PELENTOpa K MPOIyKTaM XHU3HEAESTEIbHOCTH OaKTepHii
(accommmupoas ¢ 0ose3HpI0 KpoHa): NOD2
aHaJIU3 IEHOB IJIaBHOTO KoMIiekca ructocoBMectumoctu I u Il kiacca:
DQA1, DQB1, DRB1

1300

T'en 3

14-21
p.a




JIMATHOCTHUKA TSIKEJIBIX BPOJKJIEHHBIX ITATOJIOT Ui, TPYTIIIA 1

-aHam3 JacThix MyTanuii B reHax: CFTR, R408W(PAH),

HocureabcTBO YaCTHIX MyTALMA

rs376910645

0151 HanGoJiee YacThIX SMN1, GJB2 (MykoBHCIHI03, (PEHUIKEHETYPHUS, O-Hb 11500 MP- 28-35
HACJIEICTBEHHbIX 3200.J1eBaHmii Bepauura-I'oddmana, HeHpOCEHCOPHAs TYTOyXOCTb) 1600 p-A
Xopesi 'enTMHITOHA -ananu3 yncna CAG-nosropos B rene IT1S5 (HTT) 4500 MP- 28-35
1601 p-I
AJIpeHOTeHUTATbHBIH CHHAPOM len CYP21A2: delA2, P30L(ex 1), i2splice(in 2),
(Bpome}[]{b]ﬁ Ile(bHHHT 21- delep(ex 3), 1172N(CX 4), V237E(CX 6), V281L(EX 7), 21-28
THAPOKCHIA3BI) Q318X(ex 8), R356W(ex 8), P453S 6900 MP- .
1602 :
AHAJIU3 3HAYUMBbIX MyTalluH
AJZIpeHOreHUTATbHBIH CUHAPOM Cexsenupopanue MetogoM NGS rena CYP21A2
i - C BepuUKaIuen )
(BpoxneHHblil nepunur 21 pud 0T MP 60 poa
THAPOKCHJIA3bI) 1603
MyxkoBucuuno3 (20 MmyTamnuii) -aHanu3 3HaYuMbIX Mytanuii delF-508, dell 507,
CFTRdel21kb, 2143delT, 2184insA, 2113delA, 2118del4, e 28.35
2141insA, delE672, 2176insC, 2183AA-G, 2183delAA, 5200 160;1 )
2184delA, 2184insA, 394delTT, R334W, R347P, G542x, L
G551d, R553x
MykoBuCIHI03 (MaKOPHbIE) -ananu3 mytanuii delF-508, dell 507, CFTRdel21kb 2000 MP- 21-28
1605 p.I
MyxkoBucunao3 (35 myranuii) PacumimpeHHbIi BapuaHT IMarHOCTUKA MYKOBUCIH1032 9200 MP- 28-35
1606 p-I
MyxkoBucunao3 CekBunupoBaHue 3k30H0B reHa CFTR metomom NGS .
¢ BepudeKarmei. 28700 1607 60 p.n
DeHNJIKETORYPHS -aHaJIN3 MaXOpHBIX MyTaiuii R408W, R261Q, R252W, R261X 3700 MP- 21-28
1608 p-A
DeHUITKETOHYPUSE -aHaJIn3 MaxopHbIX MyTanui R408W, R261Q, R261X, MP 2835
R252W, IVS10-11G>A, IVS12+1G>A , IVS4+5G>T, R158Q 5200 . i
1609 p-I
u P281L
DeHUITKETOHYPHUSE -aHaJIu3 MaxopHo MyTanuii R408W 1500 MP- 21-28
1610 p-I
Mbimeynas qnucTpodust -TIOMCK Jienenuii B rene auctpodura DMD meromom MLPA S MP- 21-28
Jromenna/bekkepa 1613 p.a
Mpbieynasi AUCTpOpus -TIOUCK JIeNIeNii B TeHe auctpoduaa DMD 4600 MP- 28-35
Jromenna/bekkepa (TOJIBKO 151 MY:K4HH) 1612 p.a
Muotonnyeckasi 1ucTpodus -a"anu3 noBTopoB B reie DMPK (1 gen.) 4000 MP- 28-35
1614 p.a
Cunapom MapTuna-besn -aranm3 moBTopoB CGG B rere FMR1 3500 MP- 28-35
1615 p.a
CnuHaJbHasi MbIIIEYHAs -aHanu3 genenuid 7 u 8 ok30H0B B rene SMNI
MP- 28-35
arpo¢us (6os1e3Hb Bepanura- 4600 1616 g
I'odppmana) ’
CnuHaJIbLHAS MbIIIEYHAS -oIlpeieNieHne KoaudecTBa konuil rena SMN2
MP- 28-35
arpo¢us (0os1e3Hb BepaHura- 8000 1617 g
TI'opdmana) ’
I'emopunusa A Koceennas JIHK-nuarnoctuka ceMbH 3 4eoBeKa 6900 MP- 28-35
(+14uen=1500) 1618 p.I
I'emodunusa b Kocennas JIHK-quarnoctika ceMby 3 yenoBeka 6900 MP- 28-35
(+19en=1500) 1619 p.I
HeijipoceHncopHas Tyroyxoctb -ananu3 myrtanuii 30delG, 167delT B rene GIB2 s MP- 21-28
1620 p-I
HeiipoceHncopHas TyroyxocThb CexBennposanne rera GJB2 meromom NGS
¢ BepudeKauei. 6900 I'12a 21p.n?
I'anakrozemus -ananu3 myTtauii Q188R, K285N MP- 21-28
3500 1621 DA
I'anakro3zemus -ananm3 mytanui Q188R, K285N, N314D, 940A>G 4500 MP- 21-28
1622 p-I
Cunapom Kuaboepa -ucclieioBanre MpoMoTopHOH oboctu reHa UGT1A1 2900 MP- 10-14
1623 p.-I
BoJae3ns Buincona-KonoBajsiosa -aHaNu3 5 HanboJiee YacThIX MyTaruii B rene ATP7B: e e
rs137853287, rs76151636, rs137853281, rs781266802, 4500 1624-1 p'H




BoJiesns Buiieopanaa - 7 yacTeIx MyTtanuii B rene VW (5 i\gi 60 pux
Jleiikodnnedanonarus c -TIOUCK YacThIX MyTanuii B reHe DARS?2, ananu3 3x30H0B 3 u 5 e 14-21
Nnopa:keHueM CTBOJIAa MO3ra U 4600 163:_3 p’ﬂ
NMOBBIIICHHBIM YPOBHEM JIAKTATA
I'emoxpomaro3 3 gactele MmyTanun B rene HFE: rs1800730, rs1799945, MP 14-21
rs1800562 3200 - -
1625 p-I
Ilepuoguyeckas 6ojie3HbL CexsenupoBanue reia MEFV meronom NGS
¢ BepudeKanueii 23000 MP- 28-36
P : 1642 .1
AHAQAU3 CAYHAUHOU/HECAYHAMHOU MHAKTUBALUU X-XPOMOCOMbI
5700 | 22189 | 142
p.1

IMOJIHBI TEHOM CexsennpoBanne NGS mMeTo10M co cpefHeil KpaTHOCThIO
MP- 90-120
BuoundopMaTuyeckuii anaanuz mokpeITus OT 30X Oe3 Bepudukanmu no CrHrepy 115000 1701 e
Tpedyercsi KIMHUYECKUI INUKPU3
MOJIHBIU TEHOM ¢ CekpenupoBanre NGS MeTo10M €O CpeiHel KpaTHOCTHIO
T nokphbITHs 0T 30x 6e3 Bepudukamuu no CaHrepy 150000 MP- 90-120
> Tpedyercsi KIMHUYECKUI IMUKPU3 1702 p-A
HHTepnpeTanueil Bpaya
MOJIHBIN DK30M: CexksennpoBanre NGS MeTonoM co cpeaHeii KpaTHOCTBIO
MP- 90-120
BoJee 20000 renon moKpeITHS OT 70X Oe3 Bepudukanmu no CrHrepy 61000 1703 n
Tpebyercs KIHMHNYECKUI dIUKPH3
MOJIHBIN DK30M: CeksernnpoBanre NGS MeTonoM co cpeaHeii KpaTHOCTBIO
Boaee 20000 renos HOKpbITHA 0T 70X 6e3 Bepudukanuu no CaHrepy 78000 MP- 45-50
CITO! TpeOyercst KIMHUYECKHI IMUKPHU3 1700 p-a
KJIUMHUYECKHUN DK30M. CexsennpoBanne NGS mMeTo10M o cpefHeil KpaTHOCTHIO
Manens "THnepHHCYINHI3M 1 HokpeITUs 0T 70X Ge3 Bepudukaimu 1o CoHrepy 40000 MP- 90-120
MODY" Tpedyercst KINHUYECKHI SMUKPH3 1706 p.A
KJIUHUYECKWUMN YK30M: CexBenupoBanne NGS mMeTo10M co cpeHeit KpaTHOCThIO
MoJieKyJISipHAsi OHKOJIOTHS NOKpBITHA 0T 200X (aHATM3 KPOBH M OIYXOJIU MauueHTa (He 90000 MP- 90-120
CTEKJIa) 1710 p.I
Tpebdyercsi KIMHUYECKUH IMUKPHU3
KJIUHUYECKUM DK30M: CeksennpoBanne NGS MeTonoM co cpeaHei KpaTHOCTHIO
MoJieKyasipHasi OHKOJIOTHS MOKpbITUs OT 200X (aHAIN3 KPOBH U OMYXOJIH TalueHTa(He 150000 MP- 30-40
CITO! CTEKIJIa) 1709 p.I
TpeOyercst KJIMHUYECKHI JMUKPHU3
CPOYHBIN KJIMHUYECKHMM | Cexpenuporanne NGS MeTon0M cO cpeHeii KpaTHOCTBIO
MP- 30-40
AK30M OKpeITHS OT 70X 1 6e3 Bepudukarmu o CaHrepy 47000 1708 pn
TpeOyercsi KJIMHUYECKHMI JMUKPHU3 U YKa3aTh KaKOil 9K30M
KJIUHUYECKUM DK30M: Oxo0.10 4000 KJIMHUYECKH 3HAYMMBIX T€HOB —
OlIeHKA HACJIEeICTBEHHbIX CexBennpoBanne NGS mMeTon0M co cpeaHei KpaTHOCTHIO - 90-120
TSIKEJIBIX PeleCCHBHBIX HoKpbITHs OT 70X 0e3 Beva/I(bI/IKauHI/I o CaHrepy 40000 1707 s
3200MeB ARl Tpedyercst KINHUYECKHI SNUKPH3
KJIMHAYECKHNHU 9K30M: CexsennpoBanne NGS mMeTo/10M co cpefiHeit KpaTHOCThIO
Manens "HacaeacTBeHHblIe HOKphITHs 0T 70X 6e3 Bepudukarmu o CaHrepy 40000 MP- 90-120
snujiencun'’ Crrcok reHoB cM. Tpriokerne Ne 1 k mpaiic-ucTy 1711 p-a
Tpebdyercsi KIMHMYECKUH INMUKPU3
KIIMHUYECKHUU 5K30M: CexsennpoBanne NGS mMeTo10M co cpenHeil KpaTHOCTBIO
IManess "HaciaeacTBeHHbIe noKpeITHS OT 70X 6e3 Bepudukarmu no CoHrepy MP- 90-120
HApyIIeHHus1 00MeHa BellecTB" CIHUCOK TeHOB cM. puioxkenue Ne 1 k mpaiic-nucty 40000 1712 p.a
Tpebdyercsi KIMHUYECKUH INMUKPU3
KJIUHUYECKUM DK30M: CexsennpoBanne NGS mMeTo10M co cpefiHeit KpaTHOCThIO
Tlaneas ""32001eBAHUS MOKpEITHSA OT 70X 6e3 Bepudukanmu no CaHrepy MP- 90-120
COeIMHUTEIbHOM TKAHN'" Criucok TeHoB cM. nputoxkeHune Ne | k mpaic-ImcTy 40000 1713 p.I
Tpebdyercsi KIMHUYECKUH INMUKPH3
KJIMHUYECKHUM DK30M: CexBennpoBanre NGS MeTo10M CO CpeaHE KPaTHOCTHIO
Ianeas "HacjiencTBeHHbIE moKpeITHS OT 70X 6e3 Bepudukanmu no CaHrepy MP- 90-120
OIyX0JIeBbIe CHHAPOMBI" Crrcok reHoB cM. npuioxenue No 1 k mpaic-nucTy 40000 1714 p.a

Tpebdyercsi KIMHUYECKUH IMUKPH3




KJIMHUYECKHU DK30M:

CekeenupoBanne NGS MeTo0M CO CpeiHel KPaTHOCTBIO

IManenrs "HacjiencTBeHHAN moKpeITHS OT 70X 6e3 Bepudukanmu no CaHrepy MP- 90-120

Tyroyxocts" Crrcok reHoB cM. prioxenue No 1 k mpaic-nucTy 40000 1715 p.a
Tpedyercsi KIMHUYECKUH INMUKPH3

KJIMHUYECKHUM DK30M: CeksennpoBanre NGS MeTo10M CO CpeaHE KPaTHOCTHIO

Ilaneas "JKeHnckue mokpeITHs OT 70X 6e3 Bepudukanmu no CaHrepy MP- 90-120

HACJIEACTBEHHbIE OMyX01H" Crrcok reHoB cM. Tipriiokenne Ne 1 k mpaiic-amucTy 40000 1716 p.a
TpeOyercst KJIMHMYECKHMII IMUKPHU3

KJIMHUYECKHU YK30M: CexksennpoBanne NGS mMeTonoM co cpemHeii KpaTHOCTHIO

Ilaneasb "PakoMaTo3bl U moKpeITHs OT 70X 6e3 Bepudukanmu no CaHrepy MP- 90-120

HACJIEACTBEHHBI paK" Crircok reHoB cM. Tpriiokenne Ne 1 k mpaiic-aucTy 40000 1717 p.a
TpeOyercst KJIMHMYECKHI JTUKPU3

KJIMHUYECKHU YK30M: CexksernnpoBanne NGS MeTonoMm co cpemHeii KpaTHOCTHIO

Manens "HacaexcTBeHHbII pak moKpeITHs OT 70X 6e3 Bepudukanmu no CaHrepy MP- 90-120

MOJIOYHOI sKeTe3nr" Crucok reHoB cM. npuioxxenue Ne 1 k npaiic-aucty 40000 1718 p.a
TpeOyercst KJIMHMYECKHI IMTUKPHU3

KJIMHUYECKHU YK30M: CexksernnpoBanne NGS mMeTonom co cpeaHeii KpaTHOCTHIO

Manens "HacaexcTBeHHbII pak moKpeITHs OT 70X 6e3 Bepudukanmu no CaHrepy MP- 90-120

TOJXCTON KumKn" Crnucok reHoB cM. npuioxkeHue Ne 1 k mpaic-Iucty 40000 1719 p.I
TpeOyercsi KIIMHMYECKHI IMTUKPU3

KJINHNYECKHAU 9K30M: CexsennpoBaane NGS meTonom co cpemHeil KpaTHOCTBIO

Ilanens "IlepBuunbIii TIOKpEITHS OT 70X 6e3 Bepudukammu mo CoHTEpy mp- | 90120

HMMYHOAePHIHUT U Crucok reHoB cM. puioxeHue Ne 1 k mpaiic-nucTy 40000 1720 p.A

HacJieCTBeHHbIe aHeMuu' Tpedyercsi KIIMHHYECKHIT dMUKPU3

KJINHNYECKHAU 9K30M: CexsennpoBaane NGS meTonom co cpemHeil KpaTHOCTBIO

ITanens "YMcTBeHHAsT HOKphITHS 0T 70x 6e3 Bepudukamuu no CaHrepy MP- 90-120

OTCTAJIOCTh H PAcCTPONCTBA Cnucok reHoB cM. npuiioxenue Ne 1 k npaiic-aucty 40000 1721 p.A

AyTHCTHYECKOro crnekrpa' Tpedyercsi KIIMHHYECKHIT MUKPH3

KJIUHUYECKUM DK30M: CeksennpoBanne NGS MeTonoM co cpeaHeit KpaTHOCTHIO

Ianenas "HepBHO-MbIIIEYHbIE moKpeITHS OT 70X Oe3 Bepudukanmu no CrHrepy MP- 90-120

3a6oeBanus" Criucok reHoB cM. npuiokerue Ne 1 k mpaiic-ucty 40000 1722 p.o
Tpedyercsi KIMHMYECKHI IMUKPHU3

KJINHNYECKHAU SK30M: CexsennpoBaane NGS meTonom co cpemHeii KpaTHOCTBIO

Hanenn noKpeITUst T 70X Ge3 Bepudukanmu o CoHrepy MP- 90-120

"HeiiponereHepaTuBHbIE Cnucok reHoB cM. npuiioxenue Ne 1 k npaiic-aucty 40000 1723 p.I

3a00J1eBaHus" Tpedyercsi KIIMHHYECKHIT dMUKPU3

KJIUHUYECKUM DK30M: CeksennpoBanne NGS MeTonoM co cpeaHei KpaTHOCTHIO

IManens "HacJjieacTBeHHbIE MOKpEITHS OT 70X Oe3 Bepudukanmu no CaHrepy MP- 90-120

33260MCBARNS Ta3" CIHCOK I'€HOB CM. IpUIOKEHHE Ne 1 k npaiic-ucTy 40000 1724 .
TpebyeTcsi KIMHUYECKHIl IMUKPHU3

KJIUHUYECKUUN YK30M: CexBennpoBanne NGS mMeTo10M co cpeiHeit KpaTHOCThIO

IHanenn "HaCJIeZICTBeHHI)Ie TMOKPBITUA OT 70x 6e3 BepI/I(bI/IKaI_II/II/I 1o CaHrepy

32601eBAHUSI OYeK" Criucok reHoB cM. npuioxkerne Ne 1 k mpaiic-IucTy 40000 MP- 90-120
Tpedyercs KIMHUYECKHI JMUKPU3 1725 p-A

KJIUHUYECKUUN DK30M: CexBennpoBanne NGS mMeTo/10M co cpeiHeit KpaTHOCThIO

ITanean "HaCJIeZICTBeHHbIe TMOKPBITUA OT 70x 6e3 BepI/I(bI/IKaI_II/II/I 1o CaHrepy

3a6o/1eBanus cepaua" Criucok reHoB cM. npuioxkerne Ne 1 k mpaiic-ucTy 40000 MP- 90-120
Tpedyercs KIMHUYECKHIA JMUKPU3 1726 p-A

KJIAHNYECKUU SK30M: CekBenupoBanre NGS MeTo10M CO CpeHE KPaTHOCTHIO

Maneas "HacaencTBeHHbIE MOKpBITHS OT 70X 6e3 Bepudukauu mo CoHrepy

HAPYIIEHHS PenpPOLyKTHBHOI Crnucok reHoB cM. npuitoxkeHue Ne 1 k mpaiic-IucTy 40000 iv7H2)7 90-120

crcreMbr" Tpebyercs KIUHNYECKUNH dMUKPHU3 It

KJIMHUYECKHU YK30M: CexsennpoBanne NGS mMeTo10M co cpenHeil KpaTHOCTBIO

Maneas "HacencTBeHHbIE OKpeITHS OT 70X Oe3 Bepudukanuu no CaHrepy

3260/1eBAHHS JKeJTy10UHO- Cnucok reHoB cM. npuitoxkeHue Ne 1 k mpaiic-JIucTy 40000 MP- 90-120

KHIIeYHOTo TpaKTa" Tpedyercsi KIMHAYECKHIA STUKPH3 1728 p-A

KJIMHUYECKHU DK30M. CexsennpoBanne NGS mMeTo10M co cpenHeil KpaTHOCTHIO

IIaHeJ b IeHeTHYEeCKOM MOKpeITHS OT 70X Oe3 Bepudukanmu no CaHrepy

NpeaPACcIoI0KeHHOCTH K CHuCOK TeHOB CM. TPAIOKEHHE Ne 1 k npaiic-nucty . MP- 90‘11120

Pa3BHTHIO HACJIEACTBEHHBIX TpebyeTcst KIMHUYECKHIT IMUKPHU3 1729 D

KAPANOMHONIATHIA

CexBennponanue JjokycoB HLA | Merox NGS S MP- 14-21

BbICOKOT0 paclIUpPeHust 1731 p.a




BEPUPUKALIUSA 110 COHI'EPY ITOCJIE NGS

ITouck BBISIBICHHON B JAHHOW CEMbE OJHOW MYTAllMH Y POJACTBEHHUKA MP- 14-28
(mociie NGS B Hamelt 1abopatopun) = 1801 p.a
TTouck BBIABIEHHOMN B JAHHON CEMbE OJTHOM MyTallUH Y POJICTBEHHUKA
9 MP- 28-35

(mociie NGS B Hamelt 1abopatopun) 1700 1802
JomnonauTenbHo K yeiryre MP-1801 3a kak0ro Ciieayromero 4eioBeKa p-A
ITouck BBISIBIIEHHOM B JAHHOM CEMbE MYTALIMH Y POACTBEHHUKA e MP- 28-35
(mocite NGS maHHBIE U3 T1000# J1a00paTOpHH) 1803 p.a
ITouck BBIBIIEHHOM B JAHHOW CEMbE OTHOM MYTallUH Y POACTBEHHUKA

o MP- 28-35
(mocme NGS, nanHbIe U3 TH0001 Ta00PATOPHH) 2800 1804
JomnonauTenbHo K yeiyre MP-1803 3a kakI0ro CIIeIyIoMIero YeioBeKa P&
IIpenaransHas JJHK-nuarnoctuka 1 myTamuu e MP- 14-28
(mocnie NGS B Hamrelt tabopatopun) 1-3 yer. 1805 p.a
IIpenaransHas JJHK-nuarnoctuka 1 myramuu

. MP- 28-35
(mocie NGS nannble u3 m000ii tadoparopun) 1-3 uert. 9200 1801 -

BUOUH®OPMATHYECKUIN AHAJIN3 JIAHHBIX IABOPATOPUEN

KJIUMHUYECKOH BUOMH®OPMATHUKH ClinBio MOJ PYKOBOJACTBOM ®EJIOPA
KOHOBAJIOBA

OKCHEePTHBIN aHAU3 JaHHBIX CEKBEHUPOBAHUS MOJIHOTO 3K30Ma, KIMHUYECKOTO 9K30Ma
WY reHHOM naHenu Jlaboparopueii knnHu4deckoi ononHpopmarrku ClinBio, moa
pykoBozcTBom Denopa Konopanosa. 9100 MP- 14-21
s uccnemoBanus HeoOXoauMbI naHHbIC B (hopmate FASTQ, a Takxke 00e3mmueHHAS 1807 p-A
KIMHUYECKast HHpOpManys. AHAIN3 Ka4eCTBA JaHHBIX BKIIOYCH.

[Manens «KnuHUYeCcKkuii 3K30M» ¢ OHOMH(POPMATHIESCKOM 00paOOTKOW TaHHBIX CEKBEHUPOBAHUS
SKCIepTHOTO ypoBHs JlabopaTopuei kimmHnIeckoi ononHpopmaruku ClinBio, mox pykoBoacTBOM 41000 MP- 90-120
®enopa Konopanosa. 1808 p-a

BUONHPOPMATHUKA U KIMHUYECKASA UHTEPIIPETALIUA JTAHHBIX
CEKBEHMUPOBAHUA

Bronndopmarnueckas 00paboTKa M KIMHUYECKass HHTEPIPETAIHS JaHHBIX

cexsernpopannss KIMHUYECKOI'O wia IIOJHOI'O 3K30MA & dpopmare FASTQ, 8600 MP- 21-35
nonyueHHbx MeTogamu MPS (NGS). 1809 p.A
Knuanueckast naTepnperanus gaHHbIX cekBeHupoBanuss KIIMHUYECKOI'O U

MOJHOI'O 9K30MA nocne 6rnonH(pOopMaTHIECKOH 00paOb0TKK BpauoM KIMHHYECKUM 6300 MP- 10-14
FEHETHKOM 1810 pP-A
Pabora OuonHpopMaTHKa: 0TOOP TOYEK U3 MEPBUYHBIX JAHHBIX MTOJHOT'O T€HOMA JJIs MP- 10-14
JlajJbHENIe HHTEPIPETALIMU BPauOM F€HETUKOM . 1811 p.I
Bronndopmarnueckas 00paboTKa U KIMHNYECKAst HHTEPIPETaIus

nmanHbIX cekBernupoBanus [IOJIHOT'O TEHOMA B popmate FASTQ, 17000 e 21-35

nostyaeHHbIx Metogamu MPS (NGS) B npyrux ma6opatopusx 1820 P

IMNCBMEHHAS PASBEPHYTAS UHTEPIIPETALIUA

1-7 renos 1550 | oo | l4pa
8-20 renos 5700 109((3)2 14p.n
21-40 renos 8250 1%%3 14 p.n
41-60 reHoB 10900 109((3)4 14 p.n
Beipesenne IHK u3 kpoBn 1200 P2001 3-7p.a
Boinenenne JJHK u3 cyxoro nsiTHa KpoBH, CJIOHBI, 0YKKAJIBHOI0 INMUTEINA 1300 P2002 | 3-7 p.n
Boigenenne THK u3 Kj1€TOK ¢ THCTOJOTHYECKUX CTEKOJ U Mapa@MHOBBIX 0JI0KOB 3250 P2003 714 p.x
Beinesnenne /IHK n3 BopcHH XOpHOHA, BOPCHH IJIAIEHThI, AMHHOTHYECKOM KIIKOCTH 1600 P2004 | 7-14 p.n
Beinesaenne /IHK u3 npeHaTanbHOro 1 a00pTHBHOI0 MATEepUAaIa 15600 P2005 | 7-14 p.n




INPEMMIIVIAHTAIIMOHHOE TECTUPOBAHUE O9OMBPUOHOB

IpenMmIaHTAMOHHOE reHeTHYECKOe TECTHPOBAHUE PD- 1421
XxpoMocoMHbIX aHomaiuit metogom NGS (VeriSeq PGS, Illumina) 23000 | 4003 .
IpeuMILIAHTAIIMOHHOE TeHEeTHYECKOe TECTHPOBAHUE PD- 14-21
XPOMOCOMHBIX aHoMasTHii Mmetoaom array-CGH (Agilent) 2L 1003 p.a
IpeuMILIAHTAIIMOHHOE TeHEeTHYECKOe TECTHPOBAHUE PD-
XPOMOCOMHBIX aHoMaiui Metogom array-CGH (Agilent) CITO! ALY 1003 | 0P




JIMATHOCTUKA TSIKEJIBIX BPOJKJIEHHBIX ITATOJIOTWIA, TPYTIIIA 3-IIMT

Aapckora-CkoTTa CHHAPOM

Iouck wmyrarwmii B rene FGD1 36500 74.4 33-25
Abnorpodus ceryarku, Tun OpaHyecKeTTH

[Nonck Hambornee yacThix myTanuii B reHe ABCA4 10000 181 1?)_;1
Ailikapau-I'yTbepeca CHHAPOM

IMownck gacteix myTanuii B rerax TREX1, RNASEH2B, ADAR 12500 72.35 21p.n
AKpOJepMATHT 3JHTEPONATHYeCKH I

Ionck mytanmii B reae SLC39A4 21800 82.9 21p.n
AkceHpenbaa-Purepa cunapom

[Monck myTammii B rene PITX2 20 500 76.22 21p.n
ITouck mytanuii B rene FOXCl1 15500 72.37 21p.n
[ouck BBISIBICHHOW B JAHHON CEMbE MyTaLlMH Y POJICTBEHHHKA 9600 3.125 21p.n
ANbOMHU3M IJ1a30KO0KHbIH

ITouck myranuii B ree TYR 17000 77.4 21p.n
[Towck BEISIBICHHBIX B JAHHOW CEMbE MYyTaIlMid y POACTBEHHHKA 9600 4.2 21p.n
AJbeTpeMa CHHIPOM

[Momck myTaruii B "ropsanx” yaactkax rera ALMS1 14500 72.31 21p.n
[Towck BEISIBICHHBIX B JAHHOW CEMbE MYTaIlid y POACTBEHHHKA 9600 4.59 21p.n
AHJepceHa CHHAPOM

IMonck mytaruii B rere KCNJ2 15800 73.5.1 21p.n
[Touck BBISBJICHHOHN B JaHHOM CeMbe MyTalllH Y POJCTBEHHHKA 9600 3.64 21p.n
Anemus [laiimonaa-biexdena

ITouck myranwuii B rene RPS19 17100 77.14 21p.n
[Touck BBHISBICHHOHN B JaHHOM CeMbe MyTalllH Y POJICTBEHHHKA 9600 3.1 21p.n

AHTau-Bukciepa cuHapom
[MTouck myrauuii B 3x30He 9 rena FGFR2 10000 75.19 21 p.n

Armnepa CHHIPOM

ITouck Hanbomnee gacTeix MyTanuii B reie FGFR2 13000 15 14 p.n
Apra cHHApPOM

[onck mytarnuii B reae PRPS1 20400 76.8.2 21p.n
[Touck BBISIBJICHHOM B JAHHOM CeMbe MyTalllH Y POJICTBEHHHKA 9600 3.65 21 p.n

ApTporpumno3 Aucraabubiii (cuaapom @pumena-Illeanona)
[Touck yacTeix MyTanuii B rere MYH3 13000 79.34 21 p.n

[Towck BEISIBIICHHOH B TaHHOM ceMbe MyTallld Y POJCTBCHHUKA 9600 3.4 21p.n

Atakcus @puapeiixa

[Nonck Hanbonee yacTeix MyTauuii B rene FXN 13000 1.22 1;‘;-21
ITouck myrtauuit B rene FXN 17100 77.13 21p.n
ATakcusi, Xopesi, CyI0pOry 1 JeMeHIust

IMownck gacteix myTanuii B reae ATN1 9500 2.52 1;‘;-21
ATpodus 3puTesibHOro HepBa Jledepa

TTouck 4-x HanbOoJIee YacThIX MyTallHii Py aTpoduu 3puTesIbHOrO HepBa Jlebepa 9500 2.43 1?)_51
ITouck 12-tu yacTbix MyTanuii Muroxonapuansaoi JHK 15500 72.28 21p.n
ATpodusi 3puTeILHOT0 HEPBA € IJIYyXO0TOit

ITouck mytanuii B «ropsunx» ydactkax resa OPA1 13000 79.26 21p.n
AyTOUMMMYHHBIH JTUM(ponponpepaTUBHbIH CHHAPOM

ITouck myTtanuii B «ropsuux» ydactkax rena FAS 10000 75.15 21p.n
ITouck myrtauuii B rene FAS 21800 82.6 21p.n

TTovck BBISIBIICHHOM B TaHHON CEMbE MyTallMU Y POJACTBCHHUKA 9600 3.7 2l p.n




AyYTOUMMMYHHBIH OJTHIHIOKPUHHBINA CHHIAPOM

ITouck myrtauuii B rene AIRE 35500 74.6 30p.x
ITouck BBISIBIEHHBIX B JAHHOU CEMbe MYyTallUi y POACTBEHHHUKA 11600 4.82 21 p.n
Adazus nepBUYHas NPOrpeccUpyoLIas
[Mouck myranuii B rene GRN 18300 88.11 21p.n
[Towck BEISIBICHHOH B TaHHOM ceMbe MyTallll Y POJICTBCHHUKA 9600 3.8 21p.n
AXoHpoIazus
[Nonck Hambomnee yacTeix myTanuii B reHe FGFR3 13000 1.18.1 1?)_;1
Basnepa-I'epoibaa cunapom
ITouck mytanuit B rene RECQL4 30200 84.27.2 21p.n
[Touck BBISIBICHHBIX B IAaHHOW CEMbEe MYyTallMi Y POACTBEHHUKA 11600 4.80 21p.n
Bbanasau-Paiinu-PyBaabkada cHHIApOM
[Nouck myranuii B rene PTEN 24000 81.6.3 21p.n
[Towck BEISIBICEHHOH B TaHHOHM ceMbe MyTallid Y POJICTBCHHHKA 9600 3.66 21p.n
Bapra cuaapom
IMonck mytarmii B rene TAZ 18300 88.1.2 21p.n
[Towck BEISIBICHHOH B TaHHOM ceMbEe MyTallll Y POJICTBCHHUKA 9600 3.67 21p.n
Becra 0os1e3Hb
[Monck mytarmii B rere BEST1 26000 83.10.1 21p.n
Bbépra-Xora-/Ip006a cuHapom
IMonck mytammii B rene FLCN 30200 84.13.2 21p.n
[Touck BBISBICHHOHN B JaHHOM CeMbe MyTalllH y POJICTBEHHHKA 9600 3.68 21p.n
Baedapodumos, 00paTHBII GNUKAHT U ITO3
[Monck mytarnuii B rere FOXL2 13000 79.38 21p.n
ITouck BBISIBJICHHBIX B IAHHOW CEMbE MYyTaluil y pPOJCTBEHHHUKA 9600 3.145 21p.n
Baoxa-Cyabndeprepa cHHIpOM
IMowuck wacTeix myTaiuii B rene IKBKG 9500 2.47 1?)_51
N 14-21
Jlaitorm3anus X-XpOMOCOMEI y JIEBOYEK 10800 10.1 oA
Bayma cunapom
. 14-21
[Mouck yacteix mytanuii B rere RECQL3 9500 2.48 e
BoxoBoii amuorpoduyecKkuii CKiIepo3
ITouck myramwmii B rene SODI 17100 77.27 21 p.n
[Mownck gacteix mytanuii B reae COORF72 13000 1.23 1§_§1
[Nowck BEISIBIICHHBIX B JAHHOW CEMbE MYTAIHid y POACTBEHHHKA 11600 4.6 21p.n
Boysna-Konpaau cunapom
Iouck myrtanuii B rene EMG1 16000 73.23 21 p.n
ITouck BBISIBJIEHHOM B 1aHHOI CEMbE MyTallUU y POJICTBEHHUKA 11600 4.37 21p.n
Bpaxupakruiaus
ITouck mytauuit B rene HOXD13 16000 73.14.2 21p.n
ITouck mytauuit B 3x30Hax 8 u 9 rena ROR2 14500 729 21pa
ITouck myrtauuit B rene NOG 10000 75.32 2 21p.a
[Nownck BbISIBICHHON B JAHHOH CEMbE MyTaLlH Y POJICTBEHHHUKA 9600 317 21 pa
BbrépHcTaga cunapom
ITouck myrtanuii B rene BCS1L 16000 73.15.1 21 poa
Tlouck BBISIBICHHBIX B IaHHOW CEMbE MYTAllUH Y POJCTBEHHHUKA
11600 4.38 21p.n




Baapaenoypra cuHapom

ITouck myrtauuii B rene PAX3 21800 82.1.1 21 p.n
IMowuck kpymHBIX nenenuii / gyrmukaiuii B renax PAX3, MITF, SOX10 15000 5.30 21p.n
TTovck BBISIBIICHHOM B TAaHHON CEMbE MyTallMU Y POJACTBCHHUKA 9600 3.70 21 p.o
Baapaenoypra-Illaxa cuaapom

Ionck mytarmii B rene EDNRB 20 500 76.4.1 2l p.1
ITouck BBISIBIEHHBIX B JAHHOW CeMbe MYyTalluil y pPOACTBEHHHUKA 11600 4.39 21 p.n
Ban gep Byaa cunapom

Ionck mytammii B rene IRF6 24000 81.111 2l p.1
ITouck BbISIBIEHHOH B TaHHOHN ceMbe MyTallud Y POJCTBCHHHUKA 9600 3.71 21 p.n
BenokapanodanuaibHblii CHHIPOM

[Nouck neneunii B pernone 22011 15000 58.1 21 p.n
Buascona-KonoBanosa 60Jie3Hb

Iowuck 12-tu Haubomnee yacThix MyTanuii B reie ATP7B 13000 1.4 1;‘;-§1
ITouck BBIABICHHBIX B JaHHON ceMbe MyTalllil y pPOACTBEHHHUKA 11600 4.7 21 p.n
BuibsiMca cuHApPOM

IMownck nenmenwmii B peruore 7q11 15000 5.9 2l p.1
Buckorra-Oaapuya CHHAPOM

Ionck mytaruii B rene WAS 20500 76.6.1 2l p.1
[Touck BBHISBICHHOHN B JaHHOM CeMbe MyTalllH Y POJICTBEHHHKA 9600 3.72 21 p.n
Bpo:xaeHHasi HEeUYBCTBUTEIbHOCTb K 00JIM ¢ aHTHAPO30M( BPO:KAEeHHASI CEHCOPHAS

Heiiponatus ¢ anruaposom, HSAN4, CIPA)

IMonck mytarmii B rene NTRK 1 30200 84.10.1 2l p.1
ITouck BBIABICHHBIX B JaHHOH CeMbe MyTalluil y pOoJICTBEHHHKA 11600 4.10 21 p.n
Bpo:xaeHHOH HeHTPaIbHON THIOBEHTHJISIMN CHHAPOM

IMowuck wacTeix MyTaruii B rene PHOX2B 9500 2.42 1?)_51
[MTouck myrauuii B rene PHOX2B 16000 73.32 21 p.n
TanuepBopaena-Illnarna 6oj1e3Hb

[Tonck Hanboiee yacThix MmyTtanuii B reHe PANK2 10000 75.8 2l p.1
T'eneopusznueckas aucniaazus

[Monck mytaruii B rene ADAMTSL2 43500 85.10 30 p.1
ITouck BBIABICHHBIX B JaHHOH CeMbe MyTalluil y pOJICTBEHHHKA 11600 4.11 2l p.1
Temodnaus

[Nouck PK30HHBIX JeCNUi 1 YaCcThIX HHBEpCHi B rere F8 mpu remodummmu A 16000 5.25 2lp.n
ITouck myrarmii B rene F9 npu remodunrm B 20500 76.2 2lp.n
[Touck BBISIBIEHHOH B TaHHOM ceMbe TOUKOBOI MyTallH Y pOJACTBEHHUKOB 9600 3.19 2lp.n
I'enuTOnaTe/UIsIpHBII CHHIPOM

[Touck myrtanuit B 3x30He 18 rena KAT6B 16000 73.30.2 21p.n
Ilouck BBISIBIEHHOH B JaHHOM CEMbE MyTalluU y POJCTBEHHUKA 9600 3.144 2lp.n
I'epmanckn-Ilyanaka cuaapom

[Touck vacteix mytauuit B rene HPS1 13000 79.32 21 p.n
I'epctmanna-LlTpeycciaepa-1lleiinkepa 60/1e3Hb

[Houck myrtanuit B rene PRNP 15500 72.11.1 21 p.n
IMouck BhISIBICHHOH B JAHHOHN CeMbe MyTalllK Y POJICTBEHHUKA 9600 3.11 21 p.n
T'uppouedanusi, 00yCJI0BIEHHASI BPOKIEHHHBIM cTeH030M CHiIbBHEBa BOAONIPOBO/Ia

[Mouck myrtanuit B rene L1ICAM 43500 85.13.2 2l p.a
ITonck BBIABICHHOH B JAHHOM CeMbe MyTaIlMH Y POJCTBEHHUKA 9600 3.127 21 p.1
I'unep-IgD cungpom

ITouck myTanmii B "ropsianx" ygactkax reaa MVK 13000 79.25 21 p.o
[Touck myrtanuit B rene MVK 26 000 83.11.2 21 p.n
ITowcK BBISIBICHHBIX B JaHHOW CEMbE MyTallUi Y POJCTBCHHHUKA 11600 4,12 21 p.o




l'unep-IgM cunapom

[Houck myrtanuit B rene CD40LG 17100 77.3 21 p.n
ITouck BBISIBICHHOH B JaHHOM ceMbe MyTallUU Y POJCTBEHHUKA 9600 3.20 21 p.n
l'unepxannemMuyeckuii nepuoaNYecKii mapajauy

ITouck mytanmii B 3x30Hax 13 u 24 rena SCN4A 16 000 73.24 21 p.n
T'uneprpoduyeckasi KApAHOMHONATHSI

ITouck mytanuii B rene TNNT2 30200 84.4.1 21 p.n
[Touck BEIABICHHOH B TaHHOM CEMBbE MyTalllH Y POJCTBEHHUKA 9600 3.23 2l p.1
T'unepdennnanannaeMusi ¢ 1e(pUUATOM TETPArHAPOSHONTEPHHA

IMoxck MyTanuii B rene PTS 17100 77.8 21 p.n
IMowuck myranwmii B rene QDPR 20500 76.9 21 p.n
[Mouck myrarmii B rene GCH1 18500 88.22.2 2l p.1
I'unoxajneMu4ecKHii NePHOIMYECKHUI TAPAIHY

[Touck myranuit B 3x30Hax 12, 18, 19 rena SCN4A 14500 72.24 2l p.n
I'unodocharemuyeckuii paxur

[Mowuck myrammii B rene PHEX 46500 90.10 30 p.1
[Mouck myrauuii B rene FGF23 14500 72.44.1 21 p.n
[ouck BEIABICHHOH B TAHHOM ceMbEe MyTallll Y POJICTBCHHUKA 9600 3.24 21 p.1
I'unoxonaponJiasusi

[Nouck nambomnee yacTeix MyTanuii B reie FGFR3 12700 1.18.2 1?)_;1
I'mnneasi-JIlunaay cuHapom

ITouck myrarmmii B rene VHL 14500 72.7.1 21 p.n
Amnanu3 uncna konuii resa VHL 15000 5.5 21 p.n
[Nowuck BHIABICHHOH B JAHHOH cCeMbE TOYKOBOW MYTallH Y POJCTBCHHHUKA 9600 3.89 21 p.1
I'na3zo-3y00-najabueBoii CHHIPOM

[Mownck myrammii B rere GJA1 14500 72.38.1 2l p.1
[Tounck BBISBICHHOM B JAHHOM CeMbe MyTalllH Y POJICTBEHHUKA 9600 3.132 21 p.n
I'nayxoma BpoxxaeHHasi

[Mouck myrammii B rere CYP1B1 16000 73.7.1 2l p.1
FnayKOMa IOBCHUWIbHAasl OTKPBITOYIOJIbHAA

[owuck myrarmwmii B rene CYPIB1 16000 73.7.2 2l p.1
rJ'lOMepyOHP[T03 MOYEK r'MIoInJIacTH4YeCKOro TUIia

[Mowuck myrarnwmii B rene HNF1B 24000 81.5 2l p.1
[Tounck BBISBICHHOH B JAHHOM CeMbe MyTalllH Y POJICTBEHHUKA 9600 3.26 21 p.n
I'peiira cunapom

[owuck myrammii B rere GLI3 46 000 85.2.1 30 p.1
[Tonck BEIABICHHOH B JAHHOM CeMbe MyTaIlMH Y POJCTBEHHUKA 9600 3.114 2l p.1
I'pucuennu cuagpom

[Touck myranuii B rene RAB27A 17100 77.10 2lp.n
[Touck BBISABIEHHBIX B JAHHOW CeMbe MyTallMii Y POJCTBEHHHKA 11600 4.60 21p.n
Jenenun xpomocombl 1p36 cuaapom

I[Mouck nenennii B pernone 1p36 15000 5.10 21p.n
Jeduuut ropmona runogusa, KOMOUHHPOBAHHBIH

[Touck myranuii B rene PROP1 14500 72.42 2lp.n
[Nownck BBISBIICHHBIX B JAHHOW CEMbE MYTAaIMi y POJICTBECHHUKA 11600 4.86 2lp.n
Jepuuut HNMMYHOr100yJIHHA A

IMouck mytanuit B rene TNFRSF13B 17100 77.25 21lp.n
[ownck BBISBICHHBIX B JAHHOW CEMbE MYTAaIMi y POJCTBECHHUKA 11600 4.66 2lp.n
JedunuT KApHUTHHA CUCTEMHBII NePBUYHBIH

ITouck myrauuii B rene SLC22A5 26000 83.14 21p.n
ITouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POJICTBEHHHUKA 11600 4.15 21p.n




Hedpunut paxropa F12

IMouck myranmii B rese F12 21800 82.17.2 21p.n
Iouck BBISBIEHHOH B JaHHOU ceMbE MYyTallUU Y POJCTBEHHUKA 11600 4.88 21p.n
Jxexcona-Beiicca cunapom

[Touck myrauuit B ax30He 9 rena FGFR2 u sk3one 7A rena FGFR1 13500 79.19 21lp.n
Ju JIxopaKu CHHAPOM

INouck nenenuii B peruone 22ql1 15000 582 21p.n
Juacrpoduyeckas JHCIIIAZUS

IMouck mytarmii B rere SLC26A2 18500 88.16.1 21p.n
ITouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 11600 4.16 21p.n
Jucnnasus e as Llaneas: (Atesiocreorenes)

[Mownck myrtanuii B rene SLC26A2 18500 88.16.4 21lp.n
IMouck BBISIBICHHOH B IJAHHON CeMbE MYTALlUH Y POJICTBEHHHKA 11600 4.4 21p.n
JucTanbHasi MOTOpHAs HeiiponaTust

ITouck myrauuii B rene BSCL2 20500 76.18.1 21lp.n
IMouck MyTarmii B ropsiaux ydactkax resa TRPV4 14500 72.30.2 21p.n
[Mouck BBISBICHHO! B TaHHOH CeMbe MyTAaIlH Y POACTBEHHHKA 9600 329 21 pa
JucTanbHas CHMHAIbHASA aMHOTPOGHs BPOAKIEHHAS ¢ APATN4OM JuadparmMul

[Mowuck mytanuii B rene IGHMBP2 37500 89.1 30p.n
[Touck BBISIBIEHHBIX B IaHHOM C€MbE MyTallUil y POJCTBEHHUKA 11600 4.78 21pa
JucraabHasi cCHMHAJIbHASE aMHOTPO(]HS, BPOXKAEHHAs1, HENPOrPecCHPYIoIas

IMownck MyTtanmii B «ropsanx» ydactkax rena TRPV4 15500 72.30 21p.n
Jucxonapocreo3 Jlepu-Beiiais

[Mowuck mytanuii B rere SHOX/SHOXY 16000 73.29.1 21lp.n
Awnanu3 uncia xonuii rena SHOX/SHOXY 15000 5.21.1 21p.n
IMouck BBISIBICHHBIX B JaHHOM CEMbE TOUKOBOW MyTalnil y POJCTBEHHHKA 9600 3.141 21p.n
Joppmana-YanapuHa cuHAPOM

[Nownck myramuii B reae ABHDS 20500 76.24 2lp.n
IMouck BBISIBICHHBIX B JaHHOH CEMbE MyTallMil y POJICTBCHHHUKA 11600 4.85 21p.n
Kyo6ep cunapom

Awnanns uncna konuii rena NPHP1 15000 5.14.2 21lp.n
HuBepcus noJa 46 XX

Anamns nannaus SRY rena 9500 2.11.2 1]‘;'51
[Nownck myrammii B rene SRY 11000 75.7.2 2lp.n
Onpexenenne yncna xomuit rera SOX9 16000 5.20.1 2lp.n
HNuBepcus noaa 46 XY

Ananu3 Hanmnuus SRY rena 9500 211 lﬁ-il
[Touck myranuii B rene SRY 11000 75.7 2lp.n
[Mownck myramuii B rene NRSA1 18500 88.26 2lp.n
[Touck myranuii B rene NROB1 14500 72.41 2lp.n
[Touck BBISBICHHOH B JAaHHOM CeMbe MyTallMH Y POJICTBEHHUKA 9600 3.124 lﬁ-il
HxTHO3 0y/151e3HBIH

[Mouck myranuit B rene KRT2 20500 76.13 2lp.n
[ownck BBISBIEHHO B JaHHOH ceMbe MYTalllU Y POJCTBEHHUKA 9600 3.33 2lp.n
HxTHO3 BpOKAeHHBI ayTOCOMHO-PeleCCHBHbII

[Nownck myranuii B rene ALOX12B 26000 83.2 2lp.n
IMouck myrauwii B rene TGM1 26000 83.1.1 21p.n
[Touck myraunii B rene ALOXE3 36500 89.4 30p.x
ITonck BBISIBJICHHBIX B IAHHOH CEMbe MyTallUil Y POJCTBEHHHKA 11600 457 21 pa




HxTHO3 ByJIbrapHbIi

[ouck vacteix myTtanuii B reae FLG

13500 79.29 2lp.n
MxTHO3, cIacTHYeCKAasi KBA/IPUILIErHsl H YMCTBEHHAsl OTCTAJIOCTD
IMouck myrauwii B rene ELOVLA4 18500 88.28 21p.n
Iouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallUi y pOJCTBEHHUKA 11600 4.69 21p.n
Kamnomennyeckas qucniiasus
[Touck myrauuii B rene SOX9 18000 77.26.1 21lp.n
IMouck BBISIBICHHOH B JaHHON CEMbE MYTALlUH Y POJCTBEHHHKA 9600 3.139 21p.n
Kapnenrepa cunipom
[Touck myrauumii B rene RAB23 20500 76.14.1 21lp.n
IMouck BBISIBICHHBIX B JaHHOM CEMbe MyTalllil y POICTBEHHHUKA 11600 441 21p.n
KepaTnTa-uxTHo3a-Tyroyxoctu CHHIPOM
IMouck myrarmii B rene GIB2 13500 79.10.2 21p.n
Kiannneasi-@eiins cHHAPOM
[Touck myrauuii B rene GDF6 15500 72.26.1 21lp.n
Koxkkeiina cuHaIpoM
IMownck myrtammii B reie ERCC6 46200 90.1.1 30 p.n
IMouck BBISIBICHHOH B JaHHON CeMbEe MYTAIlMH Y POACTBEHHHUKA 11600 3.73 21p.n
KomOunupoBanHnblii gepunut BuTaMud K-3aBucuMbIX (paKTOPOB CBepThIBAHUSI KPOBU
IMouck mytarmii B reie VKORC1 15500 72.9.2 21p.n
KocoaanocTs BpoxkaeHHast ¢ WiIH 0e3 JepHIuTa JIMHHBIX KOCTEH H/WJIN 3ePKAIbHO NOJNIAKTHINEH
IMowuck mytarnuii B rene PITX1 16000 73.31 2lp.n
IMouck BBISIBICHHON B JaHHON CEMbEe MYTAIlMH Y POACTBEHHHUKA 9600 3.146 21p.n
Kocrenno cunapom
IMouck mytarmii B kogonax 12, 13 rena HRAS 10600 75.24 21p.n
KocTtHas rereponia3usi nporpeccupyomas
IMouck myrtaumii B rene GNAS 24500 81.9.3 21p.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MyTallld Y POJCTBEHHHKA 11600 3.35 2lp.n
Koynena 6o1e3nb
[Nownck myranuii B rene PTEN 25500 81.6.1 2lp.n
[Touck BBISBIEHHOI B JaHHOH ceMbe MyTallud Y POJCTBEHHUKA 11600 3.12 21p.n
Kodduna-Jloypu cunapom
[Mownck myraruii B rene RPS6KA3 47 000 90.9.1 30p.x
IMouck BBISIBICHHO B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 11600 3.75 21p.n
Komaubero riiaza CHHAPOM
[Touck nynnuxanuii B peruone 22q11 16000 583 21pa
Kpannomeradguszapnas quciiiasus
[Touck myTanui B «ropsaunx» yqactkax reHa ANKH 13500 79.33 21p.n
[Mownck myramuii B rene GJA1 15500 72.38.2 2lp.n
[Mownck myrarmii B rere ANKH 26000 84.19.1 2lp.n
I[Touck BBISBICHHOH B JAaHHOM CeMbe MyTallMH Y POJICTBEHHUKA 9600 3.36 2lp.n
Kpannocunocrtos
[Touck myranuii B rene MSX2 14500 79.13.2 2lp.n
[Mownck myrarmii B rere TWIST1 15500 72.29.1 2lp.n
KpannopauuaabHoii 1ucMop¢uu-TyroyXocTH-YIbHAPHOH JeBHALMM KHCTelH CHHAPOM
[Touck myranuii B rere PAX3 22 500 82.1.2 21lp.n
[ownck BBISBIEHHO B JaHHOH CeMbE MYTAllUH Y POJICTBEHHHKA 11600 3.76 2lp.n
KpeiiTudeanaa-sIxoda 601e3Hb
ITouck myrauunii B rene PRNP 15500 72.11.2 21p.n
[Touck BbISIBIEHHOH B JaHHOM CEMbE MYTallMH Y POICTBEHHHUKA 9800 313 21pa




Kpurnepa-Haiiapa cunapom

IMouck myranmii B rere UGT1A1 18000 77.2 21p.n
Ionck BBIABIECHHBIX B JAHHOW CEMbe MyTallUi y pOJCTBEHHUKA 11600 4.43 21p.n
Kpy3oHa ¢ YepHbIM aKaHTO30M CHHIPOM

[Touck myrauuit B ax30He 10 rena FGFR3 1100 75.13 21lp.n
Kpy3ona cuaapom

[Touck myrauuii B 3x30Hax 7 u 9 rena FGFR2 14500 79.12 21lp.n
Jlepmurt-Jlykiioc 60Jie3Hb

IMouck myrtanuii B rene PTEN 24500 81.6.2 21p.n
ITouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 9800 3.14 21p.n
Jlunoaucrpodusi ceMelHasi YaCTUYHAsI

INouck myTtanuii B «ropsauux» ydactkax rera LMNA 11600 75.10 21p.n
IMouck myranwii B rere LMNA 26000 83.6.2 21p.n
IMouck BBISIBICHHOH B JaHHON CeMbEe MYTALlMH Y POACTBEHHHUKA 9600 3.130 21p.n
Maxna-Yajica CHHAPOM

IMouck mytarmii B reae NLRP3 31000 84.14.3 21p.n
IMouck BBISBICHHO! B TaHHOH CeMbe MyTAaIlH Y POACTBEHHHKA 9600 3.77 21p.n
MakJ1eo1a CHHAPOM

[Touck myraumii B rene XK 16000 73.22 2lp.n
Manau0yJioakpajbHasi AUCILVIA3ZKS € JIMIOAMCTPOpUeH

IMouck myTanmii B 3x30Hax 8, 9 rena LMNA 11600 75.12 21p.n
Mapunecky-Illerpena cunapom

IMouck mytarmii B rere SIL1 26000 83.18 21p.n
ITouck BBIABIEHHBIX B JAaHHOW CeMbe MyTallli y pPOJCTBEHHHKA 11600 4.74 21p.n
Mapmajia-CMUTa CHHIPOM

IMouck mytanmii B rere NFIX 26000 83.17.1 21p.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 9600 3.123 li_il
MeBaJjioHOBasi alMAYPUS

IMowuck myTaruii B rene MVK 26000 83.11.1 21lp.n
[Nownck BBISBICHHBIX B TAHHOW CEMbE MYTaIlid y POJCTBECHHUKA 11600 4.19 2lp.n
Me3somenndeckas qucmiasus Jlanrepa

[Nownck myramuii B rere SHOX/SHOXY 16000 73.29.2 2lp.n
[Nownck uncna konmit rera SHOX/SHOXY 15000 5.21.2 2lp.n
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTalMil y POJICTBCHHHUKA 11600 4.83 21p.n
MeTtremMor106uHeMHust

[Nownck Hanbonee gacTrix MyTanuii B rene CYB5R3 12600 2.25 l;;_;l
[Mownck myramuii B reHe CYBSR3 22500 82.8 2lp.n
ITouck BBISABIEHHBIX B JAHHON CeMbe MyTallui y pOJICTBEHHHKA 11600 4.20 21p.n
MeTHITIYyTAKOHOBAs ALMAYPHUS

[Mownck myramuii B rene OPA3 13000 79.30.2 2lp.n
MuxkpodTaibM H30,IMPOBAHHBIN

[Mownck myramuii B rere GDF6 16500 72.26.2 2lp.n
Muxkpo(dTaibM ¢ KATapaKTOi

[Mownck myranuii B rene CRYBA4 19500 88.6 2lp.n
I[Touck BBISBICHHOH B JAaHHOM CeMbe MyTallMH Y POJICTBEHHUKA 9600 3.39 2lp.n
Muxkpouedaany ¢ KAMWUISIPHBIMH MaIb()OPMALUAMU CHHIPOM

[Nownck myramuii B rere STAMBP 26000 83.20 2lp.n
ITouck BBISIBICHHOH B JaHHON CEMbE MYTALlUK Y POJCTBEHHHKA 11600 4.87 21p.n
Mnunnepa-/lukepa cHHAPOM

[Nouck nenenuii B peruone 17p13 16000 512 2 pa




[Touck myranuii B rene PAFAH1BI1

36000 84.22 21 p.n
[Touck BbIAIBIEHHON B JaHHOM CEMbE MYTallMH Y POICTBEHHHUKA 9600 3.120 21 pa
Mupost 60o1e3Hb (inMpeaema HacaeICTBEHHAS)
IMouck mytarmii B rene FLT4 52000 911 30 p.o
Ilouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 11600 3.15 21p.n
MuoOKIOHHUYECKAS TUCTOHUS
[Touck myrauuii B rene SGCE 31000 84.18.1 21lp.n
IMouck BBISIBICHHOH B JaHHON CEMbE MYTAllUH Y POJCTBEHHHKA 11600 3.40 21p.n
MuonaTusi Muommn
IMouck uacteix mytarmii B rerax CAPN, FKRP, ANO5, SGCA 14700 1.25.2 1i_§1
IMouck BBISIBICHHOH B JaHHON CeMbe MYTALMH Y POACTBEHHHUKA 11600 4.67 21 p.o
MuonaTus ¢ AUCHPONOPIHEH TUIIOB MbIIIEYHBIX BOJTOKOH
IMouck myrarmii B rere ACTAL 19500 88.32.2 21p.n
MuoToHnyeckasi JUCTPOpus
IMouck Hanboee yacThix MyTanuii B rene DMPK 11600 2.7 1?)_51
IMouck Hanbosee yacThix MyTanuii B rene ZNF9 9600 2.32 1?)_;1
Muotonnsi Tomcena/bexkepa
IMouck wacteix mytarmii B reie CLCN1 13700 1.17 1?)_;1
ITouck BBIABIEHHBIX B JAaHHOW CeMbe MyTallli y pPOJCTBEHHHKA 11600 4.22 21p.n
MHo:xecTBeHHOW YHIOKPHHHON HeonJiaznu BToporo Tuna (MOH2) cunapom
IMounck Hanbosee yacThIx MyTanuii B 9k30Hax 10, 11 rena RET npu MOH2A 15700 79.4 21p.n
IMounck Hanbomee yacTeix Mmytanuii rera RET npu MOH2B 10600 2.28 1?)_51
ITouck myranuii B 3x30Hax 13, 14 rena RET npu MOH2A 13700 79.24 21p.n
MHokecTBEHHbIe BLIBUXH CYyCTaBOB, 331€P5KKA POCTA, YepelHO-IHIeBble AHOMAJIHMH U
BPOKIEHHBIE MOPOKH Cepaua
[Nownck myramuii B reHe B3GAT3 18000 77.22 2lp.n
[Touck BBISBIEHHBIX B JAaHHOW CeMbe MyTallli y pPOJCTBEHHHKA 11600 4.64 21p.n
MHokeCTBEeHHbIX ITEPUTHYMOB CUHAPOM
[Nownck myramuit B reie CHRNG 22500 82.5.2 2lp.n
MHO0keCTBEHHBIX CHHOCTO30B CHHIPOM
[Nownck myranuii B reHe NOG 11600 75.32.1 2lp.n
Moyar-BHJIBCOH CHHAPOM
[Nownck myranuii B rene ZEB2 37500 89.12.1 30p.x
MbiueyHasi JMCTPO(dHsl BPOKAEHHAS
[Touck HanGosee yacteix mytanuii B rene FKRP 11600 75.9.1 21lp.n
[Mownck myrammii B ree FKRP 16500 72.10.1 21p.n
Mbplmeynas ).Il/ICTpO(l)I/lﬂ NMOSICHOKOHCYHOCTHAA
IMouck wacteix Mytanuii B renax CAPN3, FKRP, ANO5, SGCA 13700 1.25 lﬁ-il
ITouck myranuii B rene FKRP 15500 72.10.2 2lp.n
[Mownck mytarmii B reHe SGCA 19500 88.25 2lp.n
[Touck myranuii B rene SGCB 19500 88.24 21p.n
[Mouck kpynHbIX Aenenuii / gymivkanuii B renax SGCA, SGCB, SGCG, SGCD, FKRP 16000 5.29.1 2lp.n
Mpimeynas gucrpodus tun Oykysama
[Mouck myranuit B rene FKTN 32000 84.9.3 21lp.n
MbenueyHnas auctpodust Imepu-Jpeiipyca
[Touck myranuii B rere EMD 16600 72.4.2 21lp.n
[Touck myrauunii B rene LMNA 27000 83.6.3 21p.n
[Touck myraunii B rene FHL1 22500 82.13.1 21p.n
IMouck BBISIBICHHOH B JaHHON CEMbE MYTALlMH Y POACTBEHHHUKA 11600 3.42 21p.n




MioHke CHHAPOM

IMouck vacteix myTtarmii B reie FGFR3 11600 75.31 21p.n
Haxomiennsi HeHTpaabHBIX JIMIHI0B ¢ MUONIATHEH (00/1€3Hb

IMouck myranmii B rere PNPLA2 19500 88.29 21p.n
ITouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallUi y pOJACTBEHHUKA 11600 4.84 21p.n
Hanuzm MULIBREY

ITouck myTanuii B «ropsguux» ydactkax resa TRIM37 13500 79.14 21p.n
Hacneacreennas MOTOPHO-ceHcopHasi HeiiponaTus (6o.1e3ub Illapko-Mapu-TyTta) Tan I

[Mownck mymukanuit Ha xpomocome 17 B obactu reHa PMP22 11600 2.1 1;‘;_51
IMouck myrauuii B reae GJB1 (Cx32) 13500 79.9 21p.n
IMouck mytarwii B reie MPZ 17000 73.3 21p.n
[Mownck myranuii B reae PMP22 17000 73.4.1 21lp.n
IMouck myranuii B rene EGR2 17000 73.9 21p.n
IMouck vacTeIX peneccuBHbIX MyTanuii B renax FGD4, SH3TC2, FIG4, GDAP1 13700 1.15 1;:_;1
IMownck yacTeIX MyTanuii pIraHCKOro MpoucxoxaeHus B reHax NDRGI1 u SH3TC2 11600 2.39 1?)_;1
HacneacTBenHast MOTOPHO-ceHCOpHasi HeiiponaTus (6os1e3ub Lllapko-Mapu-Tyta) Tan 11

IMouck Hanbosee yacThix MyTanuii B rene MFN2 11600 2.26 1?)_51
IMTonck myranuii B rere GDAP1 19500 88.2 2lp.n
HaciencTBeHHasi HeHpONATHS € MOABEP;KEHHOCTHIO MAPAIHYY OT CAaBJIEHHS

Awnanu3 dncia komuii rena PMP22 17000 54 21p.n
ITouck myrauumii B rene PMP22 19000 73.4.2 2lp.n
HacueacrBeHHbIii aMHI04/103

IMouck mytarmii B reie TTR 17000 73.35 21p.n
[Mownck BBISIBICHHOH B TaHHOHM CeMbe MyTalliM Y POACTBEHHHKA 9600 3.149 21p.n
IMouck Hanbomee yacTbix MyTtanuii B rene TTR 7000 32.25 1?)_?'
HacneacTBeHHbIH AaHTHOHEBPOTHYECKHIH 0TEK

[Nownck myramuii B rene CINH 21500 76.10 2lp.n
IMowuck kpynmHBIX Aenenuit /mymmukanuii B reae C1NH 16000 5.17 21lp.n
[Nownck gacTeix MyTtanwii B reHax F12 u PLG 10500 2.55 2lp.n
[Nownck BBISBIEHHOI B JaHHOH ceMbe MyTallld Y POJCTBEHHHKA 9600 3.45 2lp.n
IMouck mytarmii B 3x30Hax 8-9 rena F12 10600 75.33 21p.n
He3apamenne poqHH4KOB

[Touck myrauumii B rene ALX4 17000 73.12 21lp.n
HeiipoMHOTOHUS U aKCOHAIbHAS HeliponaTus

[Nownck gacteix myTtanuii B reae HIINT1 11600 251 li_il
[Mownck myrarmii B rere HINT1 16500 72.45 2lp.n
HeiipocencopHas HecuHApOMaIbHas TYroyxocTb

IMownck wacterx MyTtarmii B rene GJB2 (Cx26) n kpynHbIx generuii B 1okyce DFNB1 11600 2.54 lf;_il
IMouck myrtauuii B rene GJB2 (Cx26) 13500 79.39 21p.n
[Mouck yactbix MyTtauuii B renax STRC, USH2A, SLC26A4, CLICS5 (Tonbko npu OTCYTCTBUH ABYX MYTAaI[Hid 11600 257 14-21
B reie GJB2 (Cx26) ' p-A
[Nownck xpymHBIX nenennii / gymmukanuii B rene STRC 17000 5.27 2lp.n
[Mouck kpymHBIX Aeserui / ayrminkanuii B rene SLC26A4 17000 5.28.1 2lp.n
[Nownck xpymHBIX nenennii / gymmukanuii B rene USH2A 20500 88.31.1 2lp.n
HeiiTponenus Ts:xé/1as1 BPOKIEHHASA

[Touck myranuii B rene ELANE 17000 77.12 21lp.n
Iouck BBISBIEHHOH B JaHHOU ceMbe MyTalluU Y POJCTBEHHUKA 9600 3.46 21p.n
HekoMNakTHOI O J1€BOr0 KeIy104Ka CHHIPOM

[Touck myrauuii B rene TAZ 19500 88.1.3 21p.n




ITouck BBISIBICHHOH B JaHHON CEMbE MYTALlUH Y POJCTBEHHHKA 9600 3.79 21p.n
HemanunoBasi MuonaTus

[Mownck myranuii B rene ACTAL 19500 88.32.1 21p.n
Hedponodrus

Amnanus unciaa xonwnii rena NPHP1 17000 5141 21lp.n
Hedporuyeckuii cMHAPOM

[Touck myrauuit B rene NPHS2 22500 82.15.1 21lp.n
[Touck myraunii B rene NPHS1 44000 85.9 30p.n
IMouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POICTBEHHHUKA 11600 4.28 21p.n
HuiimMeren cuHapoM

IMounck Hanbomee yacThIx MyTanuii B reie NBN 10600 25 1;‘;_51
Horreii-HagK01eHHMKA CHHIPOM

IMouck mytarmii B rere LMX1B 21500 76.21 21p.n
Ilouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 9600 3.116 21p.n
Hopmoxanuemuyeckuii nepuogu4ecKui napainy

IMouck mytarmii B 3x30He 13 rera SCN4A 11600 75.5 21p.n
Hoppu 60s1e30b

IMouck mytarmii B reae NDP 13500 79.2.1 21p.n
[owuck BBISBICHHOH B JaHHOH ceMbe MYTAIlUU Y POJCTBCHHUKA 9600 3.16 2lp.n
OxkyJioapuHreanbHasi MbILIEYHAsH TUCTPOdus

IMouck Hanbosee yacThix MyTanuii B rene PABPN1 11600 2.14 1?)_51
Onunua GBBB cunapom

IMouck mytarwmii B rese MID1 32000 84.26 21p.n
IMouck BBISIBICHHO B TaHHOHM CeMbe MyTallM Y POACTBEHHHKA 9600 3.138 21p.n
Ociiepa-Pennio-Bedepa cunaipom

ITouck myrauuii B rene ENG 24500 81.14 21lp.n
[Nownck BBISBIEHHOI B JTaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 9600 3.115 2lp.n
OcTeou3 KapnoTap3ajbHblii, MyJIbTHIEHTPHYECKU

IMowuck myrarnuit B rene MAFB 13500 79.36 21lp.n
OcTeoneTpo3 peneccuBHbIi (MpaMopHasi 60J1e3Hb KocTeit)

[Nownck Hanbonee gacteix Mytanuii B reae TCIRG1 11600 2.20 li_il
[Nownck myramuii B rene TCIRG1 32000 84.15 2lp.n
[Touck BBISBIEHHBIX B JAaHHOW CeMbe MyTallli y pPOJCTBEHHHKA 11600 4.29 21p.n
Oxno cungpom, SBBYSS Bapnant

[Nownck myranwuii B 3x30He 18 rena KAT6B 16000 73.30.1 2lp.n
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTallMil y POJICTBEHHHUKA 9600 3.143 21p.n
Mannucrepa cuHaApOM

[Touck myranuii B reae TBX3 21500 76.1 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYyTalllU Y POJCTBEHHHKA 9600 3.80 2lp.n
Mannucrepa-Xomnna cuHAPOM

[Touck myranuii B rene GLI3 43000 85.2.2 30p.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbe MYTalllU Y POJCTBEHHHKA 11600 3.81 2lp.n
ITaxnoHMXHSI BPOKIeHHAS

[Mownck myranuii B rene KRT6B 19000 88.13 2lp.n
IMouck Mytanuii B rene KRT6A 21000 76.26.2 21p.n
[Touck BBISIBIEHHOW B JAHHOM CeMbe MyTallMM y POJCTBEHHHUKA 9600 3.49 2lp.n
Ieiitua-Erepca cunapom

[ouck myranuii B rene STK11 24500 81.17 21pa
INownck BBISBICHHO B JaHHOH CeMbe MyTallM Y POACTBEHHHKA 11600 3142 21 pa




IlepBuynas runeprpoduyeckas ocreoaprponaTus (IaXuAepMoIeprHocTo3)

IMouck myranuii B rere HPGD 22500 76.11 21p.n
Ionck BBIABIECHHBIX B JAHHOW CEMbe MyTallUi y pOJCTBEHHUKA 11600 4.58 21p.n
IlepBuyHast iero4Hasi rUNepPTeH3Hs

[Touck myrauuit B rene BMPR2 36500 89.8 30p.n
IMouck BBISIBICHHOH B JaHHON CEMbEe MYTAILlMH Y POACTBEHHHUKA 11600 3.50 21p.n
I[lepunoguyeckasi 60.1e3Hb

IMouck vacTeix MyTanuii B 3x30ue 10 rena MEFV 14700 1.7 1§-§1
IMouck myranuii B rene MEFV 27000 834 21p.n
IMurmMeHTHAsI AeTeHepanus CeTYATKU

IMouck mytanuii B reae RP2 18000 77.6 21p.n
[Touck myrauumii B rene RHO 17000 73.27.1 21lp.n
IInxknoausocro3

[Touck myrauuii B rene CTSK 19500 88.19 21lp.n
ITouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallUi y pOJACTBEHHUKA 11600 4.30 21p.n
ITHeBMOTOpAKC NEePBUYHbIN CIOHTAHHBIN

[Mowuck mytanuii B rene FLCN 31000 84.13.1 2lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbE MYTalllU Y POJCTBEHHHKA 11600 3.52 2lp.n
IMoakoeHHOTO NTEPUTHyMa CHHAPOM

IMouck myranwii B rere IRF6 25500 81.11.2 21p.n
IMouck BBISIBICHHON B JaHHON CeMbEe MYTAIlMH Y POACTBEHHHUKA 11600 3.82 21p.n
IoauxakTHIusa

IMouck myTarwmii B peryastopaom 3aemente ZRS rena SHH 14500 79.28 21p.n
IMownck myrtammii B rene GLI3 44000 85.2.4 30 p.o
IMouck BBISIBICHHON B JaHHON CeMbe MYTAIlMH Y POACTBEHHHUKA 11600 3.53 21p.n
IHonTOonepede/IsipHAs THIIONIA3USA

IMowuck mytaruii B rene VRK1 27000 83.16 21lp.n
IMowuck yacTeix MyTaruii B rene TSEN54 12600 2.58 1?)_51
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTallMil y POJICTBEHHHUKA 11600 4.63 21p.n
oTouxku-JIyncku cHHAPOM

IMouck nymnmkanuii B peruone 17p11.2 16000 5.16.2 21p.n
IMoyeunas anuia3ust/THNONIA3US

IMouck mytarmii B rene UPK3A 19500 88.23 21p.n
[Mouck myrauuii B ax3onax 10, 11, 13, 14, 15 rena RET 18000 77.11.3 21lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 11600 3.54 2lp.n
IIporepust XaTunncona-I'niadopaa

[Mownck myramuit B reHe LMNA 27000 83.6.5 2lp.n
IlceBaoaxonaponasus

ITouck Hanbonee yacTeix MyTaruii B rede COMP 11600 2221 1?)_;1
IlceBaokcanTOMa 3JIacTHYECKAS

[Mouck yactbix MyTanuii B rene ABCC6 11600 75.23 2lp.n
[Nownck BBISBICHHBIX B JAHHOW CEMbE MYTaIlMi y POJCTBCHHUKA 11600 4.32 2lp.n
[ aiidpepa cunapom

[Mownck myramuii B a3x30Hax 7, 9 rena FGFR2 u sx30ne 7A rena FGFR1 16500 72.16 2lp.n
Padaommo/iu3 (MHOII00MHYpUS)

[Mownck myranuii B rene LPIN1 48000 90.4 30p.x
[Nownck BBISBICHHBIX B JAHHOW CEMbE MYTaIMid y POACTBEHHUKA 11600 4.33 2lp.n
Perunomm3suc

[Touck myrauuii B rene RS1 19500 88.15 21p.n
[Touck BbISIBIEHHON B JaHHOM CEMbE MYTallMK Y POJICTBEHHHUKA 9600 3.57 21pa




Perta cunapom

[Touck myraruii B rene MECP2

19000 77.21 2lp.n
TTouck penenuii rena MECP2 16000 511 21pa
PoOunoBa cunapom
[Touck myrauumii B rene ROR2 32000 84.23 21lp.n
IMouck BBISIBICHHBIX B JaHHOM CEMbe MyTalllil y POICTBEHHHKA 11600 4.65 21p.n
Pormynpna-Tomcena cuHapom
IMouck myranwii B rene RECQL4 32000 84.27.1 21p.n
ITouck BBIBIEHHBIX B JAHHOW CEeMbe MyTalli y pOJCTBEHHUKA 11600 4.79 21p.n
Pyonnmreiina-Teii0n cuHapoM
IMowuck geneunii B peruone 16p13 17000 5.13 21p.n
CemeiiHasi nepHOANYECKAs] JTHXOPAIKA
IMouck myranuii B rere TNFRSFIA 19500 88.14 21p.n
Ilouck BBIABIEHHOH B JaHHOU ceMbe MyTallUd Y POJCTBEHHUKA 9600 3.59 21p.n
Cemeiinblii remogaronuTapHbii TUMGpOrucTHONNTO3
IMouck Hanbosee yacTpix Mytanuii B rene UNC13D 10600 2.33 11‘;_;1
IMouck myranmii B rere UNC13D 45000 85.6 30p.x
IMouck myranuii B reae PRF1 18000 77.9 21p.n
ITouck myraumii B rene STX11 16500 72.15 2lp.n
IMouck mytanwii B reae STXBP2 31000 84.12 21p.n
ITouck BBIABIEHHBIX B JAaHHOW CeMbe MyTallli y pPOJCTBEHHHKA 11600 4.34 21p.n
CeMeiiHblif MeAyJISIPHBII PaK IMTOBUIHOM KeJIe3bl
IMouck mytarmii B 3x30Hax 10, 11, 13, 14, 15 rera RET 19000 77.11.1 21p.n
ITouck peaxux myranuii B 9k30Hax 5, 8§ reHa RET 13500 79.27 21p.n
CeMeliHbII X0J1010BOi ayTOBOCNAINTENbHbIH CHHIPOM
ITouck myraumii B rene NLRP3 31000 84.14.2 21lp.n
[Nownck BBISBIEHHOI B JaHHOH ceMbE MYyTalllH Y POJCTBEHHHKA 11600 3.60 2lp.n
Cennopa-Jlokena cuHapom
Ananus unciaa xormii reda NIHP1 16000 5.14.3 2lp.n
CeHcopHasi IoJMHeponaTust (BPOKAeHHAs HeYyBCTBUTEJIbHOCTD K 00JIH)
IMouck myranwii B rene NGF 17000 73.6 21p.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTalllH Y POJCTBEHHHKA 11600 3.61 2lp.n
Cenro-onTnyeckasi AUCILIA3HS
[Nownck myramuii B rene HESX1 16500 72.34 2lp.n
IMouck BBISIBIEHHOI B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 9600 3.119 21p.n
Cetpe-HoT3eHa CHHAPOM
[Nownck myrarmii B ree TWIST1 15500 72.29.2 2lp.n
[Touck yacteix myTanuii B rene FGFR3 11600 75.31.2 2lp.n
Cumncona-I'onadu-bemean cuaapom
[Touck myranuii B rere GPC3 24500 82.12 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYTalllU Y POJCTBEHHHKA 11600 3.83 2lp.n
Cunapom CINCA
[Touck myranuii B rere NLRP3 32000 84.14.1 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYyTallUU Y POJCTBEHHHKA 11600 3.62 2lp.n
Cunapom CRASH
[Nownck myranuii B rene L1ICAM 44000 85.13.1 2lp.n
ITouck BHISIBICHHON B JaHHOM CeMbe MyTallMH y POACTBCHHUKA 11600 3.126 21lp.n
Cunapom ESC
[Touck myrauuii B rene NR2E3 19500 88.4.1 21p.n
ITouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POJICTBEHHHUKA 11600 4.35 21p.n




Cunapom MASA

[Houck myrauuii B rene LICAM 45000 85.13.3 21p.n
Iouck BBISBIEHHOH B JaHHOU ceMbe MyTallUU Y POJCTBEHHUKA 11600 3.129 2lp.n
Cunapom RAPADILINO

[Touck myrauuii B rene RECQL4 32000 84.27.3 21lp.n
IMouck BBISIBICHHBIX B JaHHOM CEMbe MyTalllil y POICTBEHHHKA 11600 4.81 21p.n
Cunapom TAR

IMouck mytaruii B reie RBM8A, BKit04ast KpyIHBIE [eICIUH 19500 88.20 21p.n
IMouck BBISIBICHHBIX B JaHHOM CEMbe MyTalllil y POICTBEHHHUKA 11600 4.36 21p.n
CkamyJionepoHeaabHasi MAONATHS

IMouck mytarmii B rese FHL1 22500 82.13.2 21p.n
CMmur-MareHuc CHHAPOM

IMouck genennii B peruone 17pl1.2 17000 5.16.1 21p.n
CmuTta-Jlemau-Onuna cuHApOM

IMownck myrtammii B rene DHCR7 26500 81.4 21p.n
IMouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POICTBEHHHKA 11600 4.46 21p.n
CnunansHas amuoTpodpus tunsi I, IL I, IV

[Mowuck nenenuii B rere SMN1 (ToJIbKO 17151 OOJIBHOTO) 14700 1.2 1?)_51
Omnpenenenne yrcna konuii renoB SMN1, SMN2 16000 5.24 1?)_;1
AHanm3 HOCUTENILCTBA CIIMHAIBHON aMUTpOo(uI 16000 5.3 1?)_51
AHasu3 HOCUTENbCTBA CIMHAIBHON aMUTPOGHU sl CYIPY)KECKO#t mapsI (2 uen) 22000 77.15 1?)_;1
IMouck mytarwmii B rere SMN1 (TOIbKO [PU HATMYHUHU OJHOM KOMUH TeHa) 24500 82.14 21p.n
CnunanbHas u 0yabn0apHas amuorpopusi Kennenu

IMounck Hanbosee yacThIX MyTanuii B rene AR 11600 2.8 1?)_?'
CrnnHouepede/sIsIpHasi aTAKCHS

[Nownck Hanbonee yacteix MyTtanuii B reHax ATXN1, ATXN2, ATXN3 14700 1.14 l?)_il
IMouck Hanbosee yacTbix Mytanuii B rene CACNATA 10600 2.38 1]‘;_51
[Nownck Hanbonee yacTeix MyTanuii B rene ATXN7 10600 244 l?)_il
[Touck Haubonee yactoix MyTanuit B rene ATXN8 10600 241 1]‘;_51
[Nownck wacTeix MyTtanuii B rene PPP2R2B 10600 2.50 l?)_il
IMouck yacteix MyTanuii B rene TPB 10600 2.53.1 1?)_51
Cnonrnogopmuasi JHnedasonaTus ¢ HeHPONCUXHYECKHMH NPOSIBIEHHSIMH

[Mownck myraruii B reHe PRNP 15500 72.11.3 2lp.n
CnoHAHJI0KOCTANLHBIH TH30CT03

[Mownck myranuii B rene DLL3 21500 76.16 2lp.n
[Toyck BBISABIEHHBIX B JaHHON CeMbe MyTallui y pOJICTBEHHHKA 11600 4.52 21p.n
Crnonauiaoanuduzapnas qucniaasus (SEDT)

IMownck myranmii B rere TRAPPC2 npu X-crieruienHoit popme 16000 73.11 2lp.n
[Touck BHISBICHHON B JaHHOM CeMbe MyTalLlUH y POACTBEHHUKA 9600 3.117 2lp.n
CynepakTuBHOCTH (ocdopudosuanupodochaT CHHTETA3bI

[Mouck mytanuit B rene PRPS1 21500 76.8.3 2lp.n
[ownck BBISBIIEHHO B JaHHOH ceMbE MYTallUH Y POJCTBEHHHUKA 9600 3.94 2lp.n
TecTUKyIAPHOH (heMHUHU3ALMU CHHIPOM

IMouck mytarmii B rere AR 27000 83.7 21p.n
Iouck BBISBIEHHOH B JaHHOU ceMbe MyTallUU Y POJCTBEHHUKA 9600 3.86 21p.n

Topcnom{aﬂ AUCTOHUSA




IMouck myrarmii B rere TOR1A 18000 77.19 21p.n
TpuxopuHo(panaHreaJbHbI CHHAPOM

[Touck myrauuii B rene TRPS1 27000 83.12 21p.n
IMouck BBISIBICHHOH B TaHHON CEMbE MYTALlMH Y POACTBEHHHKA 11600 3.96 21p.n
Tpuuep Koanunza-OpandyecKkeTTH CHHAPOM

IMouck myranwii B rene TCOF1 47000 90.2 30 p.o
Ilouck BBISBIEHHOH B JaHHOU ceMbe MyTalluU Y POJCTBEHHUKA 11600 3.87 21p.n
TpoMOOUNTONEHUST BPOKIEHHAS

IMouck mytarmii B rere MPL 22500 82.11 21p.n
Iouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallli y pOJCTBEHHHUKA 11600 4.53 21p.n
YHdeppuxrta-JIynaoopra 60J1e3Hb

IMouck Hanbosee yacToix MyTanuii B rene CSTB 11600 2.10 1;:_;1
IMouck myranuii B rene CSTB 16500 72.8 21p.n
Yokepa-Bapoypr cunapom

[Touck myrauuii B rene FKRP 16500 72.10.3 21lp.n
[Nownck BBISBICHHBIX B JAHHOW CEMbE MYTaIllid y POJCTBEHHUKA 11600 4.61 2lp.n
Yuepa cunapom

IMouck KpymHBIX qeneruii/nymnkanuii B rene USH2A 19000 88.32.2 21p.n
datajbHas ceMeiiHasi HHCOMHUS

IMouck mytanuii B reae PRNP 15500 72114 21p.n
IMouck BBISIBICHHON B JaHHON CeMbEe MYTAIlMH Y POACTBEHHHUKA 9600 3.98 21p.n
Duopoaucniazus occupUIUPYIOIAas Nporpeccupyomas

IMouck myTarmii B «ropsanx» yuactkax rena ACVR1 16000 73.21 21p.n
[ouck myranuii B rene ACVR1, kxpoMe «rops4ux» y4acTKOB 21500 76.19 21p.n
IMouck BBISIBICHHON B JaHHON CeMbe MYTAIlMH Y POACTBEHHHUKA 11600 3.99 21p.n
®okajabHas koxkHasA runomniasus (Iopauna-I'onsna cungpom)

IMowuck mytaruit B reie PORCN 24500 81.16 21lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MyTallld Y POJCTBEHHHKA 11600 3.140 2lp.n
X-cHensieHHasi araMMarJio0y THHeMHst

[Nownck myramuii B rene BTK 44000 85.3.1 30p.x
[Touck BBISBIEHHOI B JaHHOH ceMbe MyTallud Y POJCTBEHHUKA 11600 3.104 21p.n
X-cuemyieHHbId JuMbonpoandepaTuBHbINA cHHAPOM (00J1e3Hb JyHKkaHa, cuaapom IlypTuino)

[Nownck myramuii B rere SH2D1A 16000 73.2 2lp.n
[Touck myrauuii B rene XIAP 22500 82.2 21lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 9600 3.106 2lp.n
X-cuenieHHbIif MOTOPHBII HUCTATM

[Nownck myraruii B reie FRMD7 31000 84.11 2lp.n
[Touck BHISIBICHHON B JaHHOM C€Mbe MyTalLlUH y POACTBEHHUKA 11600 3.107 21lp.n
X-cuenJieHHbI# TAKeJIblii KOMOMHUPOBAHHBIH HMMYHOAE(PUIUT

[Mownck myranwuii B rene IL2RG 17000 73.1 2lp.n
I[Touck BBISBICHHOH B JAHHOH CeMbe MyTallMH Y POJICTBEHHUKA 9600 3.108 2lp.n
Xaiiny-YeiiHu CHHAPOM

[Mouck mytanwuii B 9x30He 34 rena NOTCH2 15500 72.43 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbe MYyTallUU Y POJCTBEHHHKA 9600 3.150 2lp.n
Xonapoaucniaazusa Meradpusapuas Tun Mak-Kblocuka

[Touck myranuii B rere RMRP 11600 75.22 21lp.n
Xonapoaucniaazus toyeyass Konpaau-Xionepmana

[Touck myrauuii B rene EBP 16000 73.19 21lp.n
X0HApPOKATBIHHO3

IMouck myranmii B rere ANKH 32000 84.19.2 21p.n
IMouck BBISIBICHHOH B JaHHON CEMbE MYTALlMH Y POACTBEHHHUKA 11600 3.101 21p.n




XopeoaTeToa, THIIOTHPEOUINU3M M HEOHATAJIbHAsA AbIXaTe/JIbHasl HEJ0CTATOYHOCTDH

IMouck mytarmii B rere NKX2-1 17000 73.26.2 21p.n
Iouck BBISBIEHHOH B JaHHOU ceMbe MyTallUU Y POJCTBEHHUKA 9600 3.131 21p.n
Xopest 100pokayecTBeHHAas HACIEACTBEHHAsN

[Mownck myrtanuii B reHe NKX2-1 17600 73.26.1 21lp.n
IMouck BBISIBICHHOH B JaHHON CEMbEe MYTAILlMH Y POACTBEHHHKA 9600 3.128 21p.n
Xopest 'eHTUHITOHA

IMouck vacTeix MyTanuii B reae TPB 10600 2.53.2 1i_§1
Xopouaepmust

[ouck myrauuii B rene CHM 37500 89.5 30p.n
IMouck BBISIBICHHOH B JaHHON CeMbe MYTAILH Y POACTBEHHHUKA 11600 3.102 21p.n
XpoHuvecKasi TpaHy/1eMaTo3Hast 00JIe3Hb

IMouck mytanuii B rere CYBB 31000 84.7 21p.n
Ilouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 11600 3.103 21p.n
[enTpoHyK/JeapHasi MHOIATHS

IMouck BBISIBICHOW B JaHHOU ceMbe MyTanuu B rene MTM1 10800 3.152 21p.n
Lepedpooky.iodpanuockeneTHbIH CHHAPOM

IMouck mytarmii B reie ERCC6 48000 90.1.2 30 p.o
IMouck BBISIBICHHBIX B JaHHOH CEMbE MyTallMil y POJICTBCHHHUKA 11600 4.55 21p.n
MucTHO3 HeponaTHYECKH I

IMouck mytarmii B rere CTNS 26000 83.19 21p.n
ITouck BBIABIEHHBIX B JAHHOM CeMbe MyTallil y POACTBEHHUKA 11600 4.77 21p.n
IIBaxmana-/laiiMoH1a CHHAPOM

[Mowuck yacThix MyTaruii B reae SBDS 12600 75.29 2lp.n
IMouck mytanwii B reae SBDS 19000 77.20 21p.n
ITouck BBIABIEHHBIX B JAaHHON CeMbe MyTallli y pOJCTBEHHHKA 11600 4.48 21p.n
Ilerpena-Jlapccona cunapom

[Nownck myramuii B rene ALDH3A2 32000 84.24 2lp.n
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTallMil y POJICTBEHHHUKA 11600 4.68 21p.n
HInpuntuena-Tonasa6epra cuHIpoM

[Mowuck mytaruii B reHe SKI 21500 76.23 2lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 9600 3.135 2lp.n
IITaprapara 6o.ie3Hb

[Nownck Hanbonee yacTeix MyTanuii B ree ABCA4 13700 182 li_il
IK30CTO3bI MHOKECTBEHHBIE

IMowuck mytaruii B rene EXT1 32000 84.8 21lp.n
[Mownck myranuii B rene EXT2 37500 89.3 30p.x
[Mouck kpymHBIX Aereruii / aymnnkanuii B renax EXT1/ EXT2 16000 5.23 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYyTallUU Y POJCTBEHHHKA 11600 3.110 2lp.n
JKccy1aTHBHAsI BUTPEOXOPEOPEeTHHAIbHAS TUCTPOD U

[Touck myranuit B rene NDP 13500 79.2.2 2lp.n
JKTONEpMATIbHAS AUCIIA3HSA

[Mouck mytanuit B rene EDA 23500 82.3 2lp.n
ITouck penenwmii B renax EDA, EDAR, EDARADD 17000 5.15 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYyTallUU Y POJCTBEHHHKA 11600 3.111 2lp.n
ITouck myranuii B rene GJB6 13500 7972 21pa
Jjepca-/anio cHHIPOM

[Touck myranuii B rene FKBP14 17000 7336 21pa
IMouck gacteix MyTtarmii B rese PLOD1 13700 1.9 14-21

p.A




dnujiencus nporpeccupyroiiasi MUOKJIOHHYECKasd

14-21

[Mownck HanbGonee yactix Mytanuii B reae CSTB 10600 2.10.2 e

[Touck myrauuii B rene CSTB 17500 72.8.2 2lp.n
IMouck mytarmii B rene GS27 19500 88.30 21p.n
[Mownck myranuii B reae KCTD7 17000 73.28 21lp.n
IMouck BBISIBICHHOH B JaHHON CEMbE MYTALH Y POACTBEHHHUKA 11600 4.76 21p.n

OnuduzapHas JucIIIa3usA, MHOKeCTBEHHAsI

IMouck mytarmii B rere SLC26A2 19500 88.16.3 21p.n
IMounck Hanbomee yacToix MyTtanuii B rene COMP 10600 2.22.2 1?)_;1
ITouck BBISBIEHHBIX B JAHHOW CEMbe MyTallUi y pPOJCTBEHHHUKA 11600 4.56 21p.n
DpHTpPOKePATOAEPMHUs

[Touck myrauuii B rene GJB3 13500 79.6.2 21lp.n
IMouck mytarmii B rene GIB4 13500 79.11 21p.n

OpUTPOLUTO3 penecCUBHbII

14-21

IMounck Hanbomee yacThIx MyTanuii B rene VHL 10600 231 .
[Nownck myranuii B rene VHL 16500 72.7.2 2lp.n
Ickobapa cHHAPOM

[Nownck myranuii B rene CHRNG 23500 82.5 2lp.n
ITouck BBIABIEHHBIX B JAaHHOW CeMbe MyTallli y pPOJCTBEHHHUKA 11600 4.49 21p.n

‘ IIpuioxenune Ne 1 k npaiic-aucry

KJIMHUYECKHUHA DK30M. anean "HacieacTrBeHHbIe dnuiencun’

AARS, ABCCS8, ABCD1, ACADM, ACADS, ACTB, ACTG1, ACY1, ADAR, ADCK3, ADGRG1, ADGRV1,
ADNP, ADSL, AFG3L2, AGA, AHI1, AIMP1, AKT3, ALDH4A1, ALDH5A1, ALDH7A1, ALG1, ALG11,
ALG12, ALG13, ALG2, ALG3, ALG6, ALGS8, ALGY, AMACR, AMT, ANK3, AP1S2, APOC3, APOPT1,
APTX, ARFGEF2, ARG1, ARHGEF9, ARL13B, ARSA, ARSB, ARX, ASAH1, ASL, ASPA, ASPM, ASS1,
ATIC, ATN1, ATP1A2, ATP1A3, ATP2A2, ATP5AL, ATP6AP2, ATP7A, ATR, ATRX, BSGALNT?,
B4GALT1, BAGAT1, BCKDHA, BCKDHB, BCS1L, BRAF, BRAT1, BTD, BUB1B, C120rf57, C50rf42,
CACNAIA, CACNAI1H, CACNB4, CASCS5, CASK, CASR, CC2D2A, CCDC88C, CCND2, CDK5RAPZ,
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, COGB, COGT7, COGS8, COL18AL, COL4AL, COL4A2, COQ2, COQ4, COQS,
C0OQ9, COX10, COX14, COX15, COX20, COX6B1, CPAG, CPS1, CPT1A, CPT2, CREBBP, CSPP1, CSTB,
CTSA, CTSD, CTSF, CUL4B, DARS, DBT, DCHS1, DCX, DDOST, DEPDCS5, DGUOK, DHCR24, DHCRY,
DLD, DLG3, DNA2, DNAJC5, DNM1, DOCKY7, DOCKS, DOLK, DPAGT1, DPM1, DPM2, DPM3, DPYD,
DYNC1H1, DYRK1A, EARS2, EEF1A2, EFHCL, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EMX2,
EPM2A, ETFA, ETFB, ETFDH, ETHEL, EXOSC3, EZH2, FA2H, FAM126A, FASTKD2, FAT4, FGD1,
FGFR3, 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,
GLIZ, GLI3, GLRAL, GLRB, GMPPB, GNAQO1, GNE, GNPTAB, GNPTG, GNS, GOSR2, GPC3, GPHN,
GRIA3, GRIN1, GRIN2A, GRIN2B, GRN, GUSB, HADH, HCFC1, HCN1, HDAC8, HEPACAM, HERC?2,
HEXA, HEXB, HGSNAT, HPD, HSD17B10, HSPD1, HYAL1, IDS, IDUA, IER3IP1, IFIH1, ILIRAPL1,
INPPSE, INS, IQSEC2, ISPD, IVD, KCNA1, KCNA2, KCNB1, KCNJ1, KCNJ10, KCNJ11, KCNK18,
KCNMAL, KCNQ2, KCNQ3, KCNT1, KCTD7, KDM5C, KDM6A, KIAA2022, KIF2A, KIF4A, KIF5C, KIF7,
KIRRELS3, KMT2D, KPTN, KRIT1, LZHGDH, LAMA2, LAMB1, LAMC3, LARGE, LGI1, MAN1B1,
MAP2K1, MAP2K2, MBD5, 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, NDUFADJ,
NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFB3, 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, PAKS, PANK2, PC, PCBD1, PCCA,
PCCB, PCDH19, PCNT, PDE6D, PDHAL, PDHX, PDP1, PDSS1, PDSS2, PET100, PEX1, PEX10, PEX11B,




PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEXS3, 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, PRRTZ2, 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, SLC17A5, SLC19A3, SLC1A3, SLC25A15, SLC25A19,
SLC25A20, SLC25A22, SLC2A1, SLC33A1, SLC35A1, SLC35A2, SLC35C1, SLC46A1, SLC6AS, SLC6AS,
SLC9A6, SMARCA2, SMARCB1, SMC1A, SMC3, SMPD1, SMS, SNAP29, SOX10, SPTAN1, SRD5A3,
SRPX2, SSR4, ST3GALS, ST3GALS5, STAMBP, STIL, STT3A, STT3B, STX1B, STXBP1, SUCLA2, SUMF1,
SUOX, SURF1, SYN1, SYNGAP1, SYP, SZT2, TACO1, TBC1D24, TBCE, TBP, TBX1, TCF4, TCTN]1,
TCTN2, TCTN3, TGIF1, TMEM138, TMEM165, TMEM216, TMEM231, TMEMZ237, TMEMS5, TMEMG67,
TMEM70, TPP1, TRAPPCY, TREX1, TSC1, TSC2, TSEN2, TSEN34, TSEN54, TSFM, TTC21B, TUBA1A,
TUBAS, TUBB, TUBB2A, TUBB2B, TUBB3, TUBB4A, TUBG1, TUSCS, UBE2A, UBE3A, UQCC2, VLDLR,
VPS13A, VPS13B, VRK1, WDR45, WDR62, WFS1, WWOX, ZEB2, ZIC2, ZNF335, ZNF423

KJIMHUYECKHUM DK30M. Ianens "Hac/ieacTBeHHbIe HAPYLIEHUsI 00MeHA BelecTB"

AARS2, AASS, ABAT, ABCA1, ABCB6, ABCB7, ABCC8, ABCD1, ABCD3, ABCD4, ABCG5, ABCGS,
ABHD5, ACACA, ACADS, ACAD9, ACADM, ACADS, ACADSB, ACADVL, ACAT1, ACAT2, ACO2,
ACOX1, ACSF3, ACSL4, ADAMTSL2, ADCK3, AFG3L2, AGA, AGK, AGL, AGXT, AIFM1, AIMP1, AK2,
AKT2, ALAS2, ALDH18A1, ALDH2, ALDH3A2, ALDH4A1, ALDH5A1, ALDH6A1, ALDH7AL, ALDOA,
ALG1, ALG11, ALG12, ALG13, ALG2, ALG3, ALG6, ALGS8, ALGY9, AMACR, AMPD1, AMT, ANTXR2,
APOA1, APOA5, APOB, APOC2, APOC3, APOE, APTX, ARG1, ARSA, ARSB, ASAH1, ASL, ASPA, ASS1,
ATIC, ATL1, ATP13A2, ATP5E, ATP7B, ATPAF2, ATXNZ2, AUH, BAGALT1, BAX, BCAT2, BCKDHA,
BCKDHB, BCL2, BCS1L, BEST1, BLK, BOLA3, BRIP1, BTD, C100rf2, C120rf65, CACNALS, CASP8, CAT,
CD320, CEL, CETP, CHKB, CISD2, CLDN16, CLDN19, CLN3, CLN5, CLN6, CLN8, CNNM2, COAS5, COGl,
COG4, COG5, COG6, COG7, COGS, COL11A2, COL2A1, COMT, COQ2, COQ4, COQ6, COQY, COX10,
COX14, COX15, COX4l12, COX6B1, CPOX, CPS1, CPT1A, CPT2, CRBN, CSF1R, CTNS, CTSA, CTSC,
CTSD, CTSK, CUL3, CYB5A, CYB5R3, CYCS, CYP11A1, CYP11B1, CYP11B2, CYP24A1,CYP27A1,
CYP27B1, D2HGDH, DARS2, DBT, DDOST, DGUOK, DHCR24, DHCR7, DHODH, DIABLO, DLAT, DLD,
DMGDH, DMPK, DNAJC19, DNAJCS5, DNM1L, DOLK, DPAGT1, DPM1, DPM3, DYM, EARS2, EGF,
EIF2AKS, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELAC2, ENO3, EPHX2, ERCCG6, ETFA, ETFB,
ETFDH, ETHEL, FA2H, FAM126A, FARS2, FASTKDZ2, FBP1, FECH, FH, FKBP10, FOXP3, FOXRED1,
FTH1, FUCAL, 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,
GLRX5, 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,
HOGAL, 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, KRT5, 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, MGAT2, 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, NDUFAL, NDUFA10, NDUFA11, NDUFA12, NDUFA13, NDUFA2, NDUFA9, 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, OPAL, OPA3, OTC, OXCT1, PAH,
PANK2, PARK2, PARKY7, PAX4, PC, PCBD1, PCCA, PCCB, PCK2, PCSK9, PDHA1, PDHB, PDHX, PDP1,
PDSS1, PDSS2, PDX1, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26,
PEX3, PEXS, PEX6, PEX7, PFKM, PGAMZ2, PGK1, PGM1, PHKA1L, 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, SLC6AS,
SLCY9A6, SLCO1B1, SMPD1, SNAP29, SOD1, SOD2, SOX10, SPAST, SPG20, SPG7, SPR, SPTLC2,
SRD5AS, 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, WNKA4,
WWOX, XPNPEP3, YARS2, ZFP57

KJIAHUYECKHU DK30M. IManeas "3a60/1eBaHust COTMHUTEIbHOM TKAHN'"

AAGAB, ABCA12, ABCB6, ABCC6, ABCC9, ABHDS5, ACP5, ACTA2, ACVR2B, ACVRL1, ADAM10,
ADAMTS2, ADAMTSL2, ADAR, AGPS, AKT1, AKT3, ALDH18A1, ALDH3A2, ALMS1, ALOX12B,
ALOXE3, ALPL, ALX4, AMER1, ANKH, ANO5, AP1S1, AP2S1, AP3B1, APCDD1, AQP5, ARSB, ARSE,
ATM, ATP2A2, ATP2C1, ATP6VOA2, ATP7A, ATR, AXIN2, B3GALT6, BAGALT7, BANF1, BCSIL,
BHLHA9, BLM, BLOC1S3, BLOC1S6, BMP1, BMP2, BMPER, BMPR1B, BRAF, C100rfl11, CA2, CANTL,
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, COL3AL, COL4A1, COL5A1, COL5A2, COL7AL,
COL9A1, COL9A2, COL9A3, COMP, CREBBP, CRELD1, CRTAP, CSTA, CTC1, CTSC, CTSK, CULY,
CYLD, CYP27B1, CYP2R1, CYP4F22, DDB2, DDR2, DHCR24, DHCR7, DKC1, DLL3, DLX3, DMP1,
DNAZ2, DOKY7, 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, ERCCS, ERF, ESCO2, EVC, EVC2, EXPH5, FAM111A, FAM20C, FAMS58A, FAT4, FBLN1,
FBLNS5, FBN1, FBN2, FERMT1, FGF10, FGF16, FGF23, FGF9, FGFR1, FGFR2, FGFR3, FKBP10, FKBP14,
FLCN, FLG, FLNA, FLNB, FLT4, FOXC2, FOXN1, FREM1, GALNS, GATAZ2, GDF1, GDF2, GDF3, GDF5,
GDF6, GJAL, 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, ITGAS, ITGAG, ITGB4, JUP, KIF11, KIF22, KIT, KITLG,
KRAS, KRIT1, KRT1, KRT10, KRT14, KRT16, KRT17, KRT2, KRT5, KRT6A, KRT6B, KRT6C, KRT74,
KRT81, KRT83, KRT86, KRT9, LAMAS, LAMB3, LAMC2, LARP7, LBR, LEFTY2, LEMDS, LIFR, LIPH,
LIPN, LMBR1, LMNA, LMX1B, LOR, LPARG, LRP4, LRP5, LTBP4, LYST, MAP2K1, MAP2K2, MATNS,
MBTPS2, MC1R, MEGF8, MEOX1, MFAP5, MGP, MITF, MLH1, MLPH, MMP1, MMP13, MMP9, MPLKIP,
MSH2, MSH6, MSX2, MTAP, MYBPC1, MYH11, MYH3, MYH8, MYLK, MYO5A, 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, PLOD?2,
PLOD3, PLS3, PMS2, PNPLAL, POC1A, POFUT1, POGLUT], POLD1, POLH, POMP, POR, PORCN, POT1,
PPIB, PRDM5, PRKAR1A, PRKG1, PTCH1, PTDSS1, PTEN, PTH1R, PTHLH, PTPN11, PYCR1, RAB23,
RAB27A, RAB33B, RAF1, RAPSN, RASA1L, RBBP8, 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, SLCI9A3R1, SLCO2A1, SLURP1, SMADS3,
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, TGM5, TINF2,
TMEMS38B, 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, WNTT7A,
WRAPS3, WRN, XPA, XPC, XYLT1, ZIC3, ZMPSTE24, ZNF469, ZSWIM6

KJINHUYECKHNHN DK30M. Mauear "HaciiencTBeHHbIE onmyxoJieBbie CHHAPOMBI''

APC, BMPR1A, BRCAL, BRCA2, CDH1, CDKN1B, CDKN2A, EPCAM, FH, MEN1, MET, MLH1, MSH2,
MSH6, MUTYH, NTHL1, PMS2, PTCH1, PTEN, RADS51C, RET, SMAD4, STK11, SUFU, TP53, VHL

KJIUHUYECKHAM DK30M. Manexas "HacleacTBeHHAs TYTOYX0CTh"

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, COL4AG6, COL9A1L, COL9A2,
COL9AS, CRYM, DFENA5, DFNB31, DFNB59, DIABLO, DIAPH1, DIAPH3, DLX5, DNAAF1, DNAAF2,
DNAAF3, DNAH11, DNAHS5, DNAI1, DNAI2, DNAL1, DSPP, EDN3, EDNRB, ESPN, ESRRB, EYAL,
EYA4, FGF3, FOXI1, GATAS, GIPC3, GJB1, GJB2, GJB3, GJB4, GJB6, GPSM2, GRHL2, GRXCR1, HGF,




HYDIN, ILDR1, JAG1, KARS, KCNE1, KCNJ10, KCNQ1, KCNQ4, LHFPLS5, LHX3, LOXHD1, LRRCES,
LRTOMT, MANBA, MARVELDZ2, MIR96, MITF, MSRB3, MTAP, MYH14, MYH9, MYO15A, MYQO3A,
MYO6, MYOT7A, NDP, NLRP3, NME8, NR2F1, OTOA, OTOF, PAX3, PCDH15, PDZD7, PMP22, POLR1C,
POLR1D, POU3F4, POU4F3, PRPS1, PTPRQ, RDX, RSPH4A, RSPH9, SEMASE, SERPINBG, SIX1, SIX5,
SLC12A1, SLC17A8, SLC19A2, SLC26A4, SLC26A5, SMPX, SNAI2, SOX10, SOX2, SPINKS, STRC,
TCOF1, TECTA, TFAP2A, TIMMSA, TJP2, TMC1, TMIE, TMPRSS3, TNC, TPRN, TRIOBP, TYR, USH1C,
USH1G, USH2A, WFS1

KJIWHAYECKHAM SK30M. Manens "7Kenckue Hac/aeAcTBEHHbIE OMyX0/au""

ATM, BRCA1, BRCAZ2, BRIP1, CDH1, CHEK2, EPCAM, MLH1, MSH2, MSHG6, PALB2, PMS2, PTEN,
RAD51C, RAD51D, STK11, TP53.

KJINHUYECKHUN DK30M. [aneis "®akoMaTo3bl H HACIEICTBEHHbII pak"

ABL1, AKT1, ALK, APC, AR, ARID1A, ASXL1, ATM, ATR, AXIN2, BAP1, BARD1, BLM, BMPR1A,
BRAF, BRCA1, BRCAZ2, BRIP1, BTNL2,CD82, CDC73, CDH1, CDK4, CDKN1B, CDKN2A, CEBPA,
CHEKZ2, CTNNB1, CYLD, DDB2, DDR2, DICER1, EGFR, ELAC2, EFCAM,ERBB2, ERCC1, ERCC?2,
ERCC3, ERCC4, ERCCS5, EXTL1, 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, PALB2, PALLD, PAXS5,
PDGFRA, PDGFRB,PHOX2B, PIK3CA, PIK3R1, PMS2, POLD1, POLE, POLH, POT1, PRKAR1A, PRSSI,
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

KJIUMHUYECKHUM DK30M. IManens "HacieacTBeHHbII PaxK MOJIOYHOI Keyie3bl"

ATM, BRCA1, BRCAZ2, CDH1, CHEK?2, PALB2, PTEN, STK11, TP53.

KJINHUYECKHUHN DK30M. Mauearp "HaciencTBeHHbI PaK TOJICTOM KHUIIKHA'"

APC, BMPR1A, CHEK2, EPCAM, MLH1, MSH2, MSH6, MUTYH, PMS2, PTEN, SMAD4, STK11, TP53.

KJIWHAYECKHM YK30M. Maunens "TlepBuunblii HMMYHOIe(HIUT H HACIEICTBEHHbIE AHEMHHU "




ACP5, ACTB, ADA, ADAMTS13, ADAR, AGA, AICDA, AIRE, AK2, ALG13, AMN, ANK1, ANKRD26,
AP3B1, APOL1, ATM, BLM, BLNK, BLOC1S3, BLOC1S6, BRCAZ2, BRIP1, BTK, C1QA, C1QB, C1QC,
CIR, C1S, C2, C3, C4A, C4B, Cs5, C6, C7, C8A,C8B, C9, CARD14, CARD9, CASP10, CASP8, CCDC103,
CCDC39, CCDC40, CD19, CD247, CD27, CD3D, CD3E, CD3G, CD40, CD40LG, CD46, CD55, CD59,
CD79A, CD79B, CD81, CD8A, CDAN1, CEBPA, CEBPE, CFB, CFD, CFH, CFHR1, CFHR3, CFHRS, CFl,
CFP, CHDY7, CIITA, CLEC7A, COLEC11, CORO1A, COX412, CR2, CREBBP, CSF3R, CTC1, CTSC, CUBN,
CXCR4, CYBA, CYBB, CYCS, DCLREILC, DHFR, DKC1, DNAAF1, DNAAF2, DNAAF3, DNAH11,
DNAHS, DNAIL, 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,
FERMTS3, FGA, FGB, FGF10, FGFR2, FGG, FOXN1, FOXP3, G6PC, G6PC3, G6PD, GATAL, GATAZ2, 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, IL1IRN, IL2, IL21, IL21R, IL2RA, IL2RG, IL36RN, IL7R, INSR, IRAK4, IRF8,
ITCH, ITGA2B, ITGB2, ITGB3, ITK, JAK2, JAKS, KLF1, KMT2D, KRAS, LAMTOR?Z2, LIG1, LIG4, LPINZ2,
LRRC6, LRRCS8A, LYST, MAGT1, MAN2B1, MANBA, MASP1, MASP2, MASTL, MBL2, MC2R, MCM4,
MEFV, MLPH, MPL, MPO, MRE11A, MS4A1, MTHFD1, MVK, MYD88, MYH9, MYO5A, NBN, NCF1,
NCF2, NCF4, NCSTN, NFKBIA, NHEJ1, NHP2, NKX2-5, NLRP12, NLRP3, NMES, 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, RAC2, RAD51C,
RAG1, RAG2, RASGRP2, RBM8A, RECQL4, RFX5, RFXANK, RFXAP, RMRP, RNASEH2A, RNASEH2B,
RNASEH2C, RNF168, RPL11, RPL35A, RPLS5, RPS10, RPS17, RPS19, RPS24, RPS26, RPS7, RSPH4A,
RSPH9, RUNX1, RUNX2, SAMHD1, SBDS, SEC23B, SEMA3E, SERPINC1, SERPINE1, SERPING1, SH2B3,
SH2D1A, SH3BP2, SKIVZL, SLC29A3, SLC35A1, SLC35C1, SLC37A4, SLC39A4, SLC46A1, SLC4A1,
SLX4, SMARCAL1, SP110, SPINKS5, 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, TMC8, TNFRSF11A, TNFRSF13B, TNFRSF13C, TNFRSF1A,
TNFRSF4, TRAF3, TRAF3IP2, TREX1, TTC37, TYK2, UNC119, UNC13D, UNC93B1, UNG, USB1, VHL,
VPS13B, VWF, WAS, WIPF1, WRAPS3, XIAP, ZAP70, ZBTB24

KJIUHUYECKHM DK30M. Ianeis "YMcTBeHHAS 0TCTAJI0CTh H PACCTPOHCTBA AyTHCTHYECKOTO
cinekrpa'

ABCD1, ACSL4, ADAT3, ADNP, ADSL, AFF2, AHDC1, AHI1, ANK3, ANKRD11, AP1S2, ARHGEF®6,
ARHGEF9, ARID1A, ARID1B, ARX, ATP2A2, ATP6AP2, ATP7A, ATR, ATRX, AUTS2, 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, DLGS3, DMD, DNA2, DOCKS8, DYNC1H1, DYRK1A, EHMT1, EPB41L1,
ERCC6, ERCCS8, FANCB, FBX031, FGD1, FLNA, FMR1, FOLR1, FOXG1, FOXP1, FOXP2, FTSJ1,
GABRB3, GDI1, GK, GPC3, GRIA3, GRIK2, GRIN1, GRIN2B, HCCS, HCFC1, HDACS8, HERC2, HOXAL1,
HPRT1, HRAS, HSD17B10, HSPG2, HUWEL, IDS, IGBP1, IL1IRAPL1, 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, PAK3, PANK2, PCDH19, PDESB,
PDHA1, PGAP1, PGK1, PHF6, PHF8, PIEZO2, PIGV, PLP1, PNKP, PORCN, PQBP1, PRPS1, PRSS12,
PTCHD1, PTEN, PTPN11, PURA, RAB39B, RAD21, RAI1, RBBP8, RELN, ROR2, RPL10, RPS6KAS,
SATB2, SCN1A, SCN2A, SERPINI1, SETBP1, SETD5, SHANK2, SHANK3, SHROOM4, SLC16A2, SLC2A1,
SLC6A4, SLC6AS8, SLCIAGL, SLCIA9, SMARCA4, SMARCB1, SMC1A, SMC3, SMS, SNRPN, SOX11,
SOX3, SOX5, SPAST, SPECCI1L, SRCAP, SRPX2, ST3GAL3, SYN1, SYNGAPL, SYP, TAF2, TBX1, TCF4,
TECR, TIMMSBA, TMLHE, TRAPPC9, TSC1, TSC2, TSPAN7, TTI2, TUSC3, UBE2A, UBE3A, UBR1,
UPF3B, USP9X, VPS13B, WNT5A, ZDHHC15, ZDHHCY, ZEB2, ZMYND11, ZNF711, ZNF81

KJIWHUYECKHN YK30M. Iaunens "HepeHo-MbllIeuHbIe 32601eBaHus"




AARS, ABCC9, ABHD12, ABHD5, ACAD9, ACADM, ACADS, ACADVL, ACTA1, ACTC1, ACTNZ,
ACVR1, ADCY6, AGL, AGRN, AIFM1, AKAP9, ALDOA, ALG13, ALG14, ALG2, ALS2, AMPD1, ANG,
ANK2, ANO5, ARHGEF10, ASAH1, ATL1, ATL3, ATP2A1, ATP2A2, ATP7A, ATXN2, BSGALNT2,
B4GAT1, BAGS, BICD2, BIN1, BMPR2, BSCL2, C100rf2, C120rf65, C9orf72, CACNA1C, CACNALD,
CACNB2, CALRS, CAPN3, CASQ1, CASQ2, CAV3, CCDCT78, CCT5, CFL2, CHAT, CHCHD10, CHKB,
CHMP2B, CHRNA1, CHRNB1, CHRND, CHRNE, CHRNG, CHST14, CLCN1, CNTN1, CNTNAP1,
COL12A1, COL4AL, COL6AL, 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, EXOSCS, EXOSCS, EYA4, FAM134B, FBLNS5, FBN1, FBN2, FBXO38, FGD4, FHL1, FIG4,
FKBP10, FKBP14, FKRP, FKTN, FLNC, FUS, FXN, G6PC, GAA, GAN, GARS, GBE1, GDAP1, GFPT1,
GJA1L, 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, HSPB8, IGHMBP2, IKBKAP, INF2, ISCU, ISPD, ITGA7, JPH1, JPH2, JUP, KARS,
KBTBD13, KCNA5, KCND3, KCNE1, KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNQ1, KIF1A, KIF1B,
KIFSA, KLHL40, KLHL41, LAMA2, LAMA4, LAMB2, LAMP2, LARGE, LDB3, LDHA, LITAF, LMNA,
LMOD3, LPIN1, LRP4, LRSAM1, MAMLD1, MARS, MATRS3, MED25, MEGF10, MFN2, MPZ, MSTN,
MTM1, MTMR14, MTMR2, MUSK, MYBPC1, MYBPC3, MYF6, MYH14, MYH2, MYH3, MYH6, MYH7,
MYHS8, MYL2, MYL3, MYLK2, MYOT, MYOZ2, MYPN, NALCN, NDRG1, NEB, NEFH, NEFL, NEXN,
NGF, NPPA, NTRK1, OPA1, OPA3, OPTN, ORAI1, PABPN1, PDHAL, PDK3, PFKM, PFN1, PGAM2, PGK1,
PGM1, PHKAL, PHKAZ2, PHKB, PHKGZ2, PIEZO2, PIPSK1C, PKP2, PLEC, PLEKHGS5, PLN, PLOD2, PMP22,
PNPLAZ2, POLG, POLG2, POMGNT1, POMGNTZ2, 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, SCNYA, SCO2, SEPN1, SEPT9, SETX, SGCA, SGCB, SGCD, SGCE, SGCG, SH3TC2, SIGMARLI,
SIL1, SLC12A6, SLC16A1, SLC22A5, SLC25A20, SLC37A4, SLC5A7, SMCHD1, SMN1, SMN2, SNAP25,
SNTA1, SOD1, SOX10, SPEG, SPG11, SPTLC1, SPTLC2, SQSTM1, STACS, STIM1, SUCLAZ2, SURF1,
SYNE1, SYNE2, SYT2, TARDBP, TAZ, TBK1, TCAP, TDP1, TFG, TGFB3, TIAl, TK2, TMEMA43, TMEMS,
TMPO, TNNC1, TNNIZ, TNNI3, TNNT1, TNNT2, TNNT3, TNPOS, TPM1, TPM2, TPM3, TRAPPC11,
TRDN, TRIM2, TRIM32, TRPAL, TRPM4, TRPV4, TTN, TTR, TUBA4A, TYMP, UBAL, UBQLNZ2, VAPB,
VCL, VCP, VMAZ21, VRK1, WNK1, YARS, YARS2, ZBTB42, ZC4H2

KJIUHUYECKHUM DK30M. Ianens "HeiiponerenepaTusubie 3a601eBanus"




AARS, AARS2, ABCB7, ABCD1, ABHD12, ACAD9, ACADM, ACADS, ACADVL, ACO2, ACTB, ACTGI,
ADAMTSL2, ADAR, ADCK3, ADCY5, ADGRG1, AFG3L2, AGA, AGK, AHI1, AIFM1, AIMP1, AIRE,
AKT3, ALAS2, ALDH18A1, ALDH3A2, ALG1, ALG11, ALG12, ALG3, ALGG6, ALGS8, ALS2, AMACR,
AMPD1, AMPD2, ANG, ANO10, ANO3, ANTXR2, AP1S2, AP4B1, APAE1, APAM1, AP4S1, AP5Z1, APOE,
APP, APTX, ARFGEF2, ARG1, ARL13B, ARL6IP1, ARSA, ARSB, ARX, ASAH1, ASCL1, ASPA, ASPM,
ATCAY, ATL1, ATM, ATN1, ATP13A2, ATP1AS3, ATP5E, ATP6AP2, ATP7A, ATP7B, ATP8A2, ATPAF2,
ATR, ATRX, ATXN1, ATXN10, ATXN2, ATXN3, ATXN7, AUH, BSGALNT2, BAGALNT1, B4GAT1, B9D1,
B9D2, BCAP31, BCS1L, BDNF, BEAN1, BEST1, BICD2, BOLA3, BRAF, BSCL2, BTD, BUB1B, C100rf2,
C12o0rf65, 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, CLCNZ2, CLN3, CLN5, CLN6, CLN8, COAS5, COASY,
COL11A2, COL18A1, COL2A1, COL4Al, COL6A3, COMT, COQ2, COQ6, COQY, COX10, COX14, COX15,
COX20, COX412, COX6B1, CP, CPT1A, CPT1C, CPT2, CRAT, CSF1R, CSPP1, CSTB, CTNS, CTSA, CTSC,
CTSD, CTSF, CTSK, CYP27Al, CYP2U1, CYP/B1, D2HGDH, DARS, DARS2, DCAF17, DCHS1, DCTN1,
DCX, DDB2, DDHD1, DDHD2, DGUOK, DHCR24, DHCR7, DLAT, DLD, DNAJB2, DNAJC19, DNAJCS,
DNAJC6, DNM1L, DNMT1, DPAGTL, DYM, DYNC1H1, DYRK1A, EARS2, ECE1L, EDN3, EEF2, EFTUDZ,
EIF2AKS, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2BS, EIFAG1, ELOVL4, ELOVLS, EMX2, ENTPD1,
EPM2A, ERBB4, ERCC2, ERCC3, ERCC4, ERCCS5, ERCC6, ERCCS8, ERLINZ, ETFA, ETFB, ETFDH,
ETHE1, EXOSC3, EZH2, FA2H, FAM126A, FAM134B, FARS2, FASTKDZ2, FAT4, FBXO038, FBXO7, FGF14,
FGF8, FGFR3, FH, FIG4, FKRP, FKTN, FLNA, FLVCR1, FOLR1, FOXRED], FTL, FUCAL, FUS, FXN,
GAA, GAD1, GALC, GALNS, GAN, GARS, GATA3, GBA, GBA2, GBE1, GCDH, GCH1, GCLC, GDAP1,
GDNF, GFAP, GFER, GFM1, GJB1, GJC2, GLA, GLB1, GLI2, GLI3, GM2A, GMPPB, GNAL, GNAQ, GNE,
GNPTAB, GNPTG, GNS, GOSR2, GPC3, GRID2, GRN, GUSB, HADH, HARS2, HEPACAM, HEXA, HEXB,
HGSNAT, HNRNPAL, HNRNPA2B1, HPRT1, HRAS, HSD17B4, HSPB1, HSPB3, HSPB8, HSPD1, HTRAL,
HTRAZ2, HTT, HYALL, IBA57, IDS,IDUA, IER3IP1, IFIH1, IGHMBP2, INPP5E, ISCU, ISPD, ITM2B, ITPR1,
JPH3, KANK1, KARS, KCNAL, KCNC3, KCND3, KCNJ10, KCNMA1, KCTD17, KCTD7, KIAA0196, KIF11,
KIF1A, KIF1C, KIF2A, KIF5A, KIF5C, KIF7, KMT2D, KRIT1, L1CAM, L2HGDH, LAMA2, 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, MGAT?2,
MGME]1, 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, NIPAL, NKX2-1, NOP56, NOTCH3, NPC1, NPC2,
NPHP1, NPHP3, NSD1, NT5C2, NUBPL, OCLN, OFD1, OPA1, OPA3, OPHN1, OPTN, PAFAH1B1, PANK2,
PARK2, PARKY, PAX6, PC, PCNT, PDCD10, PDGFB, PDGFRB, PDHA1, PDHB, PDHX, PDP1, PDSSI,
PDSS2, PDYN, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEXS,
PEX6, PEX7, PFN1, PGAP1, PHOX2A, PHOX2B, PHYH, PIGA, PIGN, PIK3CA, PIK3R2, PIK3RS5, PINK1,
PLA2G6, PLEKHGS5, PLP1, PMM2, PNKD, PNKP, PNPLAG, PNPT1, POLG, POLG2, POLH, POLR3A,
POLR3B, POMGNT1, POMGNTZ2, 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, SCQO1, SCO2, SCP2, SDHA, SDHAF1, SDHAF2, SDHB, SDHC, SDHD,
SEPSECS, SERACL, SETX, SGCE, SGSH, SHH, SIGMAR1, SIL1, SIX3, SLC16A2, SLC17A5, SLC19A2,
SLC19A3, SLC1AS, 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, SPTBNZ2,
SQSTM1, SRD5A3, SRPX2, STAMBP, STIL, STUB1, SUCLA2, SUCLG1, SUMF1, SURF1, SYNEL, SYNJ1,
SYT14, TACO1, TAF1, TARDBP, TAZ, TBC1D20, TBP, TCF4, TCTN1, TCTNZ2, TDP1, TECPR2, TFG,
TGIF1, TGM6, TH, THAPL, TIMMSA, TK2, TMEM126A, TMEM138, TMEM165, TMEM216, TMEM231,
TMEM237, TMEM5, TMEM67, TMEM70, TOR1A, TPK1, TPP1, TREMZ2, TREX1, TRMU, TRPV4, TSC1,
TSC2, TSEN2, TSEN34, TSEN54, TSFM, TTBK2, TTC19, TTC21B, TTPA, TUBA1A, TUBAS, TUBB2B,
TUBB3, TUBB4A, TUBG1, TUBGCP6, TUFM, TUSC3, TYMP, TYROBP, UBA1, UBE3A, UBQLN?2,
UQCRB, UQCRC2, UQCRQ, VAMP1, VAPB, VCP, VEGFA, VLDLR, VPS13A, VPS13B, VPS35, VPS37A,
VRK1, WDR45, WDR62, WFS1, WWOX, XK, XPA, XPC, XPNPEP3, YARS2, ZEB2, ZFYVEZ26, ZFYVE27,
Z1C2, ZNF335, ZNF423

KJIUHUYECKHUN DK30M. Maneas "HaciencrBennbie 3a601eBanus rias"




ABCA4, ABCB6, ABCC6, ABHD12, ACO2, ACTA1, ACVR1, ADAM9, ADAMTS10, ADAMTS17,
ADAMTS18, ADAMTSL4, ADGRV1, AGBL1, AGK, AHI1, AIPL1, ALDH1A3, ALDH3A2, ALG1, ALG11,
ALG12, ALG3, ALG6, ALGS8, ALMS1, AP3B1, APOE, ARL13B, ARL2BP, ARL6, ARMS2, ASB10, ATF6,
ATOHY7, ATP1A3, ATXN7, AUH, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BCOR,
BEST1, BFSP1, BFSP2, BLOC1S3, BLOC1S6, BMP4, C10orf11, C100rf2, C120rf65, C1QTNF5, C2, C20rf71,
C3, C5orf42, C8orf37, C9, CA4, CABP4, CACNA1LF, CACNA2D4, CANT1, CAPN5, CC2D2A, CCDC28B,
CDH23, CDH3, CDHR1, CEP164, CEP290, CEP41, CEP83, CERKL, CFB, CFH, CFHR1, CFHRS, CFI, CHD?7,
CHM, CHMP4B, CHRDL1, CHSTS6, CIB2, CISD2, CLN3, CLN5, CLN6, CLRN1, CNGA1, CNGA3, CNGB1,
CNGB3, CNNM4, COL11A1, COL11A2, COL17A1, COL18A1, COL25A1, COL2A1, COL4Al, COL4AS,
COLA4AS5, COL8AZ, COL9AL, COL9AZ, COQ2, CRB1, CRX, CRYAA, CRYAB, CRYBAL, 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, ERCCS5, ERCC6, EYAL,
EYS, FAM161A, FBLNS, FBN1, FBN2, FGFR2, FLVCR1, FOXC1, FOXE3, FOXL2, FREM1, FRMD?7,
FSCN2, FTL, FYCOL, FZD4, GALK1, GCNT2, GDF3, GDF6, GJAL, GJA3, GJA8, 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,
HTRAL, IDH3B, IFT140, IFT172, IFT27, IGFBP7, IMPDH1, IMPG1, IMPG2, INPP5E, INVS, IQCB1, ITM2B,
JAG1, KCNJ13, KCNV2, KERA, KIAA0586, KIF11, KIF21A, KIF7, KIZ, KLHL7, KRIT1, KRT12, KRT3,
LAMA1L, LAMB2, LAMP2, LCAS, LIM2, LMX1B, LOXL1, LRAT, LRIT3, LRP2, LRPS5, LRPAP1, LSS,
LTBP2, LYST, LZTFL1, MAB21L2, MAF, MAK, MC1R, MCOLN1, MERTK, MFN2, MFRP, MFSD8,
MGATZ2, 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, OPN1IMW, OPN1SW, OPTN, OTX2, P3H2,
PABPN1, PANK2, PAX2, PAX6, PCDH15, PCYT1A, PDE6A, PDE6B, PDEGC, PDE6D, PDE6G, PDEGH,
PDZD7, PEX1, PEX12, PEX2, PEX26, PEXS5, PEX6, PEX7, PGK1, PHOX2A, PHYH, PIGL, PIKFYVE,
PITPNM3, PITX2, PITX3, PLA2GS5, PLK4, PLOD1, PMM2, PNPLAG, POC1B, POLG, POLG2, POMT1,
PPT1, PRCD, PRDMS5, PRIMPOL, PROKRZ2, 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, RPE65, RPGR, RPGRIP1, RPGRIP1L, RRM2B, RS1, SAG, SALL2, SBF2, SCN1A, SCO2,
SDCCAGS8, SEMAS3E, SEMA4A, SEPN1, SH3PXD2B, SHH, SIL1, SIX6, SLC16A12, SLC19A2, SLC24A1,
SLC24A5, SLC25A4, SLC25A46, SLC35A2, SLC38A8, SLC39A5, SLC45A2, SLC4A11, SLC7A14, SLITRKG,
SMOC1, SNRNP200, SOX10, SOX2, SOX3, SPATA7, SPG11, SPG7, SRD5A3, STRAG, STT3B, SYNEZ2,
TACSTD2, TBC1D20, TCF4, TCTN1, TCTN2, TCTN3, TDRD7, TEAD1, TENM3, TGFB1, TGFBI, TIMMSA,
TIMP3, TLR4, TMEM126A, TMEM138, TMEM165, TMEM216, TMEMZ231, TMEM237, TMEMG67, TMEM®98,
TOPORS, TPM3, TPP1, TRAF3IP1, TREX1, TRIM32, TRNT1, TRPM1, TSPAN12, TTC21B, TTC8, TTLLS5,
TTPA, TUB, TUBB3, TUBGCP4, TUBGCP6, TULP1, TUSCS, TWIST1, TYMP, TYR, TYRP1, UBIAD1,
UCHL1, 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

KJIMHUYECKHHN DK30M. [anean "HacaeacTBeHHbIE 3260/1eBaHUsI T0YEK"

ACE, ACTN4, ADAMTS13, AGT, AGTR1, AGXT, AHI1, ALG1, ALMS1, APOL1, AQP2, ARL13B, ARLSG,
ATP6VOA4, ATP6V1B1, AVP, AVPR2, B9D1, BOD2, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7,
BBS9, BICC1, BMP4, BSND, C1QA, C1QB, C1QC, C3, C5orf42, CA2, CASR, CC2D2A, CCDC28B, CD151,
CD2AP, CD46, CEP290, CEP41, CFB, CFH, CFHR1, CFHR3, CFHR5, CFIl, CLCNS5, CLCNKA, CLCNKAB,
CLDN16, CLDN19, COL4A3, COL4A4, COL4AS5, COQ2, COQ6, CUBN, CUL3, DCDC2, DMP1, ENPP1,
EYAL, FAH, FGF20, FGF23, FOXC1, FRAS1, FREM1, FREM2, FXYD2, GATA2, GATA3, GDNF, GLIS2,
GRHPR, GRIP1, HNF1B, HOGAL, HSD11B2, INF2, INVS, IQCB1, ITGA3, 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, SLC4AL, SLC4A4, SMARCAL1L, SOX17,
TCTN1, TCTN2, TFAP2A, THBD, TMEM138, TMEMZ216, TMEM237, TMEMG67, TRIM32, TRPC6, TTC21B,
TTC8, UMOD, VDR, WDPCP, WDR19, WNK1, WNK4, WT1, XPNPEP3, ZMPSTE24

KJIMHUYECKHUU YK30M. Maneas "HaciiencrBeHHbIe 32001€BAHAS cepaua"




ABCC9, ABCG5, ABCGS8, ACTAL, ACTA2, ACTC1, ACTN2, ACVR1, ACVR2B, AKAP9, AKT3, ALMSI,
ANK2, ANO5, APOAS, APOB, APOC2, APOE, ATP2A2, BAG3, BIN1, BMPR2, BRAF, CACNAIC,
CACNAI1D, CACNB2, CALM1, CALRS, CASQ2, CAV3, CBL, CBS, CETP, CFC1, CFL2, CHD7, CITEDZ2,
CNTN1, COL3A1, COL5A1, COL5A2, COX15, CRELD1, CRYAB,CSRP3, CTNNAS3, DES, DMD, DNAJC19,
DNM2, DOLK, DPP6, DSC2, DSG2, DSP, DTNA, DYSF, EFEMP2, ELN, EMD, EYA4, FBN1, FBN2, FHL1,
FKRP, FKTN, FLNA, FLNC, FOXC1, FXN, GAA, GATA4, GATAG6, GATAD1, GCKR, GDF1, GJA1, GJA5,
GLA, GNAI2, GNE, GPD1L, GPIHBP1, HADHA, HCN4, HFE, HRAS, HSPBS, ISCU, JAG1, JPH2, JUP,
KBTBD13, KCNA5, KCND3, KCNE1, KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNQ1, KRAS, LAMAZ,
LAMA4, LAMP2, LDB3, LDLR, LDLRAP1, LEFTY?2, LMF1, LMNA, LPL, LTBP2, MAMLD1, MAP2K1,
MAP2K2, MATRS3, MED13L, MEGF10, MSTN, MTM1, MYBPC1, MYBPC3, MYF6, MYH11, MYH2,
MYH6, MYH7, MYL2, MYL3, MYLK, MYLK2, MYO6, 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, PSEN2, PTPN11, RAF1, RASAl, RBM10, RBM20, RYR1, RYRZ2,
SALL4, SCN10A, SCN1B, SCN2B, SCN3B, SCN4B, SCN5A, SCO2, SDHA, SEMASE, SEPN1, SGCB,
SGCD, SGCG, SHOC2, SLC25A4, SLC2A10, SMAD3, SMAD4, SMADG6, SNTA1, SOS1, SPRED1, TABZ,
TAZ, TBX1, TBX20, TBX3, TBX5, TCAP, TFAP2B, TGFB2, TGFB3, TGFBR1, TGFBR2, TLL1, TMEMA43,
TMPO, TNNC1, TNNI3, TNNT1, TNNT2, TPM1, TPM2, TPM3, TRDN, TRPM4, TTN, TTR, VCL, VCP,
ZFPM2, ZIC3

KJIWHUYECKHM YK30M. Ianexns "HacieacTBeHHbIe HAPYLICHUSI PeNPOIyKTHBHOI cHCTeMbI"

AARS2, AKAP9, ALMS1, AMHR2, ANK2, ANXA5, AR, ARL6, AURKC, BBS1, BBS10, BBS12, BBS2,
BBS4, BBS5, BBS7, BBS9, BMP15, BRCA1, CALM1, CATSPER1, CAV3, CCDC103, CCDC28B, CCDC39,
CCDC40, CD46, CEP290, CFTR, CHD7, CYP11B1, CYP17A1, CYP21A2, DAZL, DIAPH2, DNAAF1,
DNAAF2, DNAAF3, DNAH11, DNAHS, DNAIL, DNAIZ, DNAL1, DPY19L2, DYNC2H1, F2, F5, FGA, FGB,
FGF8, FGFR1, FGFRS3, FGG, FIGLA, FMR1, FOXL2, FSHB, FSHR, GNRH1, GNRHR, HESX1, HFE,
HSD3B2, HYDIN, JAK2, KCNE1, KCNE2, KCNH2, KCNJ5, KCNQ1, KHDC3L, KISS1, KISS1R, KLHL10,
LHB, LHCGR, LRRCG6, LZTFL1, MKKS, MKS1, NLRP7, NMES, NOBOX, NR5A1, POF1B, POR, POU1F1,
PROK2, PROKR2, PSMC3IP, RSPH4A, RSPH9, SCN4B, SCN5A, SDCCAGS, SEMASA, SEPT12, SNTAL,
SPATAL6, SRD5A2, SRY, STAR, SYCP3, TAC3, TACRS3, TRIM32, TTCS8, UBE2B, USP9Y, VEGFA

KJIMHUYECKHNM DK30M. IManeas "HacaeacTBeHHbIe 32001eBaHNs ke TyI0YHO-KHIIEYHOT0 TPaKTa'"

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, BRCAZ, BTK,
CASP10, CD3D, CD3E, CD40LG, CDH1, CDKN1C, CDKNZ2A, CFTR, CHEK2, CHRM3, CIITA, CLMP,
COG4, COL3AL, COL4AG, COL7AL, COX412, CPOX, CPS1, CPT1A, CPT2, CTRC, CYBA, CYBB, CYP/B1,
DCLRE1C, DGUOK, DPM1, ECE1, EDN3, EDNRB, ENG, EPCAM, EPHX1, FAH, FBP1, FECH, FGA,
FGFR2, FUCAL, 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, JAK3, KIT, KRT18, KRTS, 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, PHKA2, 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, SERPINAL, SGSH, SH2D1A, SI,
SKIV2L, SLC10A2, SLC17A5, SLC22A5, SLC26A3, SLC2A2, SLC37A4, SLC39A4, SLC5A1, SLCT7AY,
SLCO1B3, SMAD4, SMPD1, SOX10, SPINK1, SPINT2, STK11, SUMF1, TCF4, TEK, TJP2, TMEM165,
TMPRSS15, TNFRSF13B, TP53, TRIM37, TRMU, TTC37, UGT1A1, VHL, VIPAS39, ZAP70, ZEB2, ZIC3

KJIMHUYECKHAM DK30M. aneas "T'eHeTndeckoii MPEAPACIOJI0KEHHOCTH K Pa3BUTHIO
HACJIeACTBEHHBIX KapauoMuonaTuu'




ABCC9, ABCG5, ABCGS8, ACTC1, ACTN2, AKAP9, ANK2, ANKRD1, APOA1, APOAS, APOB, APOC?2,
APOC3, APOE, BAG3, BRAF, CACNAILC, CACNA2D1, CACNB2, CALM1, CALM2, CASQ2, CAV3, CETP,
CRYAB, CSRP3, CTNNAS, DES, DMD, DSC2, DSG2, DSP, DTNA, EMD, FKTN, FLNC, GATAD1, GLA,
GPD1L, HCN4, JPH2, JUP, KCND3, KCNE1, KCNE2, KCNES3, 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, RYRZ2,
SCN1B, SCN3B, SCN4B, SCN5A, SGCD, SLCO1B1, SNTA1, SOS1, SOS2, TAZ, TCAP, TGFB3, TMEM43,
TNNC1, TNNI3, TNNT2, TPM1, TRDN, TTN, TTR, VCL, FBN1.

KJIMHUYECKHUM SK30M. Maneas "I'unepuncyanansm u MODY"

HNF1A, GCK, HNF4A, HNF1B, PDX1, NEUROD1, KLF11, CEL, PAX4, INS, BLK, EIF2AKS, RFX6, WFS1,
ZFP57, FOXP3, KCNJ11, ABCC8, GLUD1, HADH (SCHAD), SCL16A1, UCP2, INSR, AKT2, GCG, GCGR,
PPARG, PTF1A

Ipuio:xkenne Ne 2 Kk npaiic-JIucTy ‘

ABCD1 Anpenoneikoguctpodus

ACADM HemocTaTouHOCTh CpeTHeeTOYeYHON alleTHI-KOoa-1eTHPOreHa3bl
ACADVL HenocrarouyHOCTh OYEHBb IIIMHOLENIOYEYHON alleTHII-KOA-AETUAPOreHa3bl
ASL ApPrUHUHO-SIHTapHAs alluypus

ATM ATakcHs-TeNeaHT UIKTa3Us

ATP/B bonesns Bunbscona

BCKDHA Bonesnp kiaeHoBoro cupona [IA

BCKDHB Bonesns kneHoBoro cupona IB

BRCA1 Pak rpyau u sugHNKoB, anHeMuss GaHKOHU
BRCAZ2 Pak rpyau u suuHuKoB, aHeMuss DaHKOHU
BTD BruornHna3zHas HEIOCTATOYHOCTD

CBS I'omomnuctunypus (B6-3aBucuMbie 1 HEBOCTIPUUMYKBBIE THIIHI)
CFTR MyxkoBuCIINI03

CYP11B1 AIpEHOTEHUTAIBHBINA CUHIPOM

CYP21 ApeHOTeHUTAIbHBINA CUHIPOM

DBT bonesns knenosoro cupona II

DHCR7 Cungpom Cmura-Jlemnu-Onuria

DMD Muoauctpodus Jromenna-bexkepa

F8 I'emodumus A

F9 I'emoduus B

FAH Tupozunemus [

GAA bonesns [lomne (raukorenos 1)

GALC bonesnr Kpaboe

GALT lNanakTozemus

GBA Bbonesns Nomie

GCDH I'nmyrapoBas auunypus [

GJB2 I'myxora

GLA Bbonesnr ®abpu

GLB1 Gm1l-raarmmo3unos, mic [IVB

HBA1 Tamaccemus anbha

HBA?2 Tanaccemus anbda

HBB Tanaccemus Gera

HEXA GM2-raurnuo3unos, Tes-Caxca

HEXB GM2-raarnmuo3unnos, Canaxodda

IDS Myxkononucaxapuao3 2-ro THIa

IDUA Myxkononucaxapuao3 1-ro tuna

L1CAM IMuaponedenanus, cuaapom Masa

MEFV CewmeiiHas cpeilM3eMHOMOpPCKast JINXOpaiKa




MUT

MeTtunmManaoHOBast aluaypust

NAGS Henocratounocts N-arieTunriayraMaTcHHTA3bI
NPC1 Humanna-nuka C1, D

TC HemoctatouHOCTh OpHUTHH TpaHCKapOaMUIa3bl
PAH DEeHUIKETOHYpUs

PC Henocratounocts mupyBaTkapOOKCHIIa3hI
PCCA [TponmmonuKanuIeMust

PCCB [TponmoHMKaIUAEMES

PEX1 Hapymenust Ouorenesa nepokCucom

PEX10 Hapymenust 6uorenesa nepokcrucomM

PEX11B Hapymenust Ouorenesa nepokCucom

PEX12 Hapymenust 6uorenesa nepokcrucomM

PEX13 Hapymienust 6uorenesa nepokcrucom

PEX2 Hapymienust Ouorenesa nepokCucom

PEX3 Hapymenust 6uorenesa nepokcrucom

PEX5 Hapymenust Guorenesa nepokcucom

PEX6 Hapymenust 6uorenesa nepokcrucomM

PEX7 Hapymenust Guorenesa nepokcucom

PEXT7 Hapymenust Guorenesa nepokcucom

PKHD1 [TonukucTo3 moyek

PPT1 Lepouansiii munodycunnos I

SLC26A2 Jnactpoduueckas TMCIUIa3us, aXOHIPOTEHE3
SLC26A4 I'myxota, cunapom [lenapena

SLC6A19 Bosiesnp XapTHyna, THIIEPriIHIUHYPHSI

SMN1 CrimHanpHast MbIeYHas aTpopus

SMN2 CrnuHanbpHas MblIIeyHast aTpodust

TPP1 Hepounansiii tunodycunnos 11, cnuHonepedeuisipHas atakcus
USH2A Cungpom Yiepa 2A




