AHAJIN3 TEHBI LIEHA Ne Cpox
pa6.aH.
MN3YUYEHUE TEHETUYECKON MNPEJAPACIIOJOXEHHOCTHA

BoisiBiieHHe TeHeTHYeCKOM NnpeaApacnoIOKeHHOCTH K OHKOJOIrH41€CKUM 3200JIeBaHUSIM

Pak Jerkmx ananu3 renos | u I azer netokcukanum: CYP1A1(3), CYP2D6(2),
GSTM1, NAT2(3), GSTT1 4150 Al 21-28 p.n
[TiceMeHHas pa3BepHyTasi HHTEPIIpeTaIys

Pak rpyaun anamm3 reHos 11 ¢a3er getokcukamuu: GSTT1, GSTM1, GSTP1 u 2500 A2 21-28 p.n

aHaJM3 reHa penentopa nporecrepona: PROG

Pak MOJI04HOIi jKeJIe3bl M IMYHUKOB | Hacrmencrsennas (cemeiinas) Gpopma
aHaJIN3 FEHOB PUCKA CEMEHHBIX (hopM (omyxouneBbix cympeccopoB): BRCAL 3300 A3 21-28p.n

(185delAG, 3875del4, 3819del5, T300G, 4153delA, 5382insC,
2080delA(insA)), BRCA2 (6174delT)

Pak M0J104HOIi skes1e3bl M simuHNKoB | 8 Hacuencrsennas (cemeiinas) popma

nonumopdusmos B renax BRCA1, BRCA2, CHEK2 3200 A3a 21-28 p.n
B OTTo

Ocrpslii Jeiiko3 anamm3 resoB | u 11 passr netokcukanuu: CYP1A1, CYP2D6, GSTMI,
NAT2, GSTT1, CYP2C9, CYP2C19, MTHFR 6150 A4 21-28 p.1

IInceMeHHas pa3BepHyTast HHTEPIpETaIHs

Pak ToJicToro KHIICYHUKA, 2300 AS 21-28 I

JKeJIYAKA H PAK MOYEBOT0 Iy3bIpst anamm3 reHoB 11 ¢a3er getokcukammu: GSTT1, GSTM1, NAT2

Pak npocrarsl aHaNu3 reHa perenTopa anaporeHos: AR
aHaNM3 TeHa napookcanassl: PON1 1800 A6 21-28 p.n
aHanm3 rera | ¢assl netokcukarnmu: CYP17AL

AHAJIN3 BCeX reHeTHYEeCKUX ananu3 renos | u I azer netoxcukanuu: CYP1A1(3), CYP2C9(2),

MapKepOB PHCKA OHKOJIOIHYECKHX CYP2C19, CYP2D6(2), GSTM1, GSTT1, NAT2(3), MTHFR,
CYP17A1, CYP19, TPMT(6), VKORC1, MDR1

aHaJIM3 FeHa pelenTopa anaporeHon: AR

aHaJIM3 TeHOB PHCKa CEMEIHBIX (POPM paka MOJIIOYHOH Kee3bl ’
SIMYHUKOB (omyxoseBsIX cynpeccopoB): BRCA1, BRCA2, 20000 A7-1 [28-35p.x

3a0o0s1eBaHuii, 36 MapkepoB

aHaJM3 FeHOB, KOHTPOJIMPYIONIHX JICNICHUE KICTKH (OHKOreHOB): TP53
(P53), MYCL1 (LMYC)

IInceMeHHas pa3BepHyTas HHTEPIPETAIHs

AHAJIU3 reHeTHYeCKUX MapKepoB ananm3 reroB | u 11 passr netokcukanuu: CYP1A1(3), CYP1A2,
PHCKA OHKOJIOTHYECKHX CYP2A6(2), CYP2C9(2), CYP2C19, CYP2D6(2), CYP2EL, GSTMI,
GSTT1, NAT2(3), MTHFR, CYP17Al, CYP19, TPMT(6), EPHX1
(mEPHX) (2), VKORC1, MDR1

aHaJIW3 FeHa peuenTopa anaporeHon: AR

aHanM3 reHa mapookcanassl: PON1

aHaJM3 reHa penenTopa nporecrepona: PROG

aHaJIM3 TeHOB PHCKa CEMEHHBIX (GOpM paka MOJIOYHOH KeTe3bl H
SIMYHUKOB (omyxoueBbIx cynpeccopoB): BRCA1, BRCA2,

3a0oJsieBannii, 44 mapkepa

25000 A7-2 |28-35p.n

aHaJM3 FeHOB, KOHTPOJIMPYIOLIHX JIeNICHUE KICTKH (OHKOTeHOB): TP53
(P53), MYCL1 (LMYC)

[TucpMeHHas pa3BepHyTasi HHTEPIpEeTaIHs

BBISIBJEHUE TEHETUYECKOM MPEJPACIOJIO)KEHHOCTHU K TEPAIIEBTUUYECKUM 3ABOJIEBAHUSIM:

Cepe4Ho-cocyAucThIe 3260/ IeBaHNUA:

HNmemuyeckasi 00J1e3Hb ceplla, aHaJIM3 T€Ha, OTBETCTBEHHOTO 32 00MeH romonucrenna: MTHFR 21-28
MHUHHMAaJIbLHBI Ha0op, 4 MapKepa aHaJIM3 TeHOB, perynupyromux kpossaoe qapineaue: ACE, NOS3, 2100 B1lmin o1
AGTR1 :
HNmemuyeckasi 00J1e3Hb cepana, aHaJIu3 TeHOB, OTBETCTBEHHBIX 32 00MeH romorucrenHa: MTHFR,

cpeannii Hadop, 10 MmapkepoB MTRR
aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTa00M3M JuuaoB: APOE, 6000 Bl 21-28
APOCIII, PON1 p.I
aHaJN3 TeHOB CHCTEMBI CBEPTHIBAHMS KpOBH 1 pubpuHOomM3a: F1
(FGB), F2 (FII), F5 (FV), ITGB3 (GPllla), PAIL, F7 (FVII)
HNimeMmuueckas 00Jie3Hb cepaua, aHaJIu3 FeHOB, OTBETCTBEHHBIX 32 00MeH romorucrenHa: MTHFR,
MaKcHMMaJbHBIH Habop, 23 mapkepa | MTRR

aHaNM3 TeHOB, perynupyromux kpossiHoe naBinenue: ACE, NOS3,
AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJIN3 TeHOB, OTBETCTBEHHBIX 3a MeTabomm3M mumunos: APOE,
APOCIII, PON1 28-35
aHaJN3 TeHOB CHCTEMBI CBEpPThIBaHMs KpOBHU U pubpuHomm3a: F1 16150 blmax

(FGB), F2 (FII), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla), p-A
PAIL, PLAT

aHanm3 reHoB P-agperopenentopos: ADRB1, ADRB2
aHaJIM3 FeHa MaTPUKCHOM MeTautonpoTeass! 3: MMP3

IInceMenHas pa3BepHyTas HHTEPIPETAIHs




ApTepuajibHas runepTronus, Max

Habop, 13 mapkepoB

aHaJIM3 T'eHOB, OTBETCTBEHHBIX 32 00MeH romorucrenHa: MTHFR,
MTRR

aHaJIM3 FeHOB, peryaupyonmx kpossHoe qasiaenue: ACE, NOS3,
AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTa0omm3M unuaoB: APOE, 15100 B2 28-35
APOCIII e
aHanm3 reHoB P-agpenopernentopos: ADRB1, ADRB2
IInceMeHHas pa3BepHyTas HHTePIpeTaIs
ApTtepuajibHasi THIIEPTOHMS, 2 aHaJM3 ['eHOB, PeryJupyromux kpossaoe gapiaenue: ACE, NOS3 950 B3min 14-21
MapKepa p.I
ApTepuajibHasi THIIEPTOHMS, 7 aHaJIM3 TeHOB, peryiupyonmx kpossaoe qasiaenue: ACE, NOS3,
MapKepoB AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN 3800 B3max 21-28
p.x
ATepockJjiepo3 aopThl U aHaJIi3 TeHOB, OTBETCTBEHHBIX 32 00MeH romoructenHa: MTHFR,
KOPOHAPHBIX COCY/10B MTRR
aHaIM3 [eHOB, peryaupyromux kpossHoe gasiaenue: ACE, NOS3,
AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTa00M3M JunuaoB: APOE, 28-35
APOCIII, PON1 16250 b4
aHaJIM3 TeHOB CUCTEMBI CBEPTHIBaHUS KPOBHU U (pubpuHommsa: F1 p-A
(FGB), F2 (FII), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla),
PAIL, PLAT
ITucpMeHHas pa3BepHyTasi HHTEPIpPEeTaIys
Puck BHe3amHOI cMepTH aHanM3 reHa cucteMsl cBepThiBanus Kpou: ITGB3 (GPIlla) 2000 B5 14-21
p.A
l'uneproMouucTenHeMusi, ®dakTOophI prCcKa HapylIeHHs1 0OMeHa (HOJIMEeBOI KUCIOT U BUTAMHHOB
MHHHMAJbHBIHA HA00P B6, BI12. 1800 520 21-28
aHAJIM3 TCHOB, OTBETCTBEHHBIX 32 00MeH romouucrenna: MTHFR(2), p-I
MTRR, MTR
TpomOopuus 1 BApUKO3HOE aHaJIM3 FCHOB CUCTEMBI CBEPThIBaHUs KpoBHU u (pubdpunonmsa: F2 (FII), 1500 56 14-21
c
pacuiMpenue BeH, 2 MapKepa F5 (FV) p.1
TpomOopuIus U BAPHKO3HOE aHaJU3 TeHa, OTBETCTBEHHOTO 3a 0OMeH romonucrenna: MTHFR(2) 21-28
paclIupeHne BeH, 7 MapKepoB aHaJNN3 TeHOB CHCTEMBI CBEPTHIBAHMS KpOBU U pubpuHOmmM3a: F1 3300 B6a o1
(FGB), F2 (FII), F5 (FV), ITGB3 (GPllla), PAIL, F7(FVII) )
Tpom6éoduaus u BapuKo3Hoe aHaJIM3 I'eHa, OTBETCTBEHHOTo 3a oOMeH romonucrenHa: MTHFR (2
paciuupenue BeH, 12 MapkepoB myraiun), MTRR, MTR 14-21
aHaJIM3 TeHOB CUCTEMBI CBEPTHIBaHUS KPOBHU 1 (pubpuHomm3a: F1 4500 B6b
(FGB), F2 (FII), F5 (FV), ITGB3 (GPllla), PAIL, FVII, GPla(ITGA2), P2
F13Al
AHAJIN3 MapKepoOB CepAeYHO- aHaJIM3 T€HOB, OTBETCTBEHHEIX 3a 00MeH romoructenda: MTHFR,
cocyaucroii naroioruu, 31 mapkep | MTRR, MTR
aHaJIM3 TeHOB, perynmpyomux kpossHoe qapineaue: ACE, NOS3,
AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHaJu3 T€HOB, OTBETCTBEHHEIX 3a MeTabomm3M ymnuaos: APOE,
APOCIII, PON1
aHaJNN3 TeHOB CHCTEMBI CBEpPTHIBAaHMS KPOBH U pubpuHomu3a: F1 28-35
(FGB), F2 (FII), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla), 23200 B7
PAIL, PLAT pA
aHanm3 reHoB P-agperopenentopos: ADRB1, ADRB2
aHaJIM3 TeHOB, BOBJICUYCHHBIX B OOMEH XOJIECTEpHUHA M OKHCIICHHE
kupHBIX kucnot: PPARA, PPARD, PPARG, UCP2, UCP3
aHaJIM3 FeHa MaTPUKCHOM MeTayutonpoTeassl 3: MMP3
ITucbMeHHas pa3BepHyTask HHTEpPIpeTalys
bBoJie3Hn OpraHoB AbIXaHMS:
BponxuajibHas acTMa ananu3 renos 11 ¢aser netokcukarmu: GSTM1, GSTT1, GSTP1, NAT2
aHAJIN3 TeHOB MPOBOCTIANUTENBHBIX IUTOKWHOB: L4, ILAR, TNFA
aHaJlu3 TeHa, KOJUPYIOIIEro Heliponanbayro NO-cunTasy 1 (o6men 5000 B8 14-21
okcuya azora): NOS1 p-a
Xponnyeckasi 00CTPYKTUBHAasI ananu3 rena I daser neroxcukarun: GSTP1 2500 59 14-21

00J1€3Hb JIETKHX

aHaJIM3 ['eHa MaTPUKCHOI MeTasutonpoTeassl 1: MMP1

p.A




JHIOKPHHOJIOTHYECKHUE 3200/1€BAHUA:

Caxapubiii guader I tuna (CI1)

aHaJI3 T€HOB TJIABHOT'0 KOMILIekca ructocoBMectumoctu I u Il kmacca:

ananu3 resa T-numdonuT-accornpoBanHoii cepundcrepassl: CTLA4
Caxapﬂblﬁ nuader II Tuna aHaJIN3 T'eHa TJIABHOI'0 KOMILIEKca THCTocoBMecTHMOCTH 11 Kiacca:
DQB1
aHaJIM3 FeHa PEHUH-aHTMOTEH3UHOBOW CHCTEMBI (PETyIISIIUSA KPOBSIHOTO
nasienus): ACE 4000 | Bl11 21-28 p.n
aHaJIM3 FeHa IPOBOCTIAIMTENbHOTO IUTOKNHA: TNFA
aHaJIM3 T'eHOB, BOBJICYCHHBIX B OOMEH XOJIECTEpUHA U OKUCIICHHE
skupHbIX KucioT: PRARA, PRARD
Junadernyeckas HepponaTusi npu aHaJIu3 T'eHOB, perynupyromux kpossiHoe nasienue: ACE, NOS3 1800 B2 21 pa
CI1
IMoadop 10361 MePOPaTBLHBIX aHaJM3 F'eHa, OTBETCTBEHHOTO 32 METa00JIN3M MEPOPATEHBIX 1000
. b19 21 p.n
caxapocﬂumammnx HpenapaTOB CaxapOCHMKAIOIIUX MPETIapaToB: TCF7L2
3a0oseBaHus JKeJIyJOYHO-KHIIEYHOr0 TPAKTA:
Boae3un Kpona aHaJIM3 T'eHa, OTBETCTBEHHOTO 32 META00IM3M KaJIbIUS U
MHHepaibHOro oomeHa: VDR 2000 B13 14-21
aHaJM3 reHa-perenTopa K MypaMIIIUIICTITHLY, KOMIOHCHTY p.-I
OakTepruabHON KileTouHOU cTeHKH: NOD2(3)
Hecnenuduyeckuii A3BeHHbIIH AHAIIM3 TeHA MPOBOCIATUTENILHOTO [TOKKHHA: TNFA (2) 14-21
KOJINT aHaJIN3 reHa-pelenTopa K MypaMIIIUICTITUY, KOMIOHEHTY 2300 bl14
OakTepranbHON KiIeTouHOH cTeHKu: NOD2 (3) P-4
JlakTasHasg HEIOCTATOYHOCTH LCT (T-13910C) 1200 01 1;1)-51
Heanakus - rI0TeHOBas 00J1e3Hb aHaJIM3 TeHOB TJIABHOTO KOMILIeKca ructocoBMectumoctd HLA DQ2.2 4000 E22 14-21
(3), DQ2.5, DQ7, DQ8 p-a
Bose3nn MeTa001M3Ma KOCTHOI TKAHM:
Ocreonopo3s - MeTadoJIM3M KOCTHOM | (PaKTOphl HAPYIIEHHS KAIBIMEBOTO OOMEHa, THIIOBUTaMUHO3a D,
TKAaHU 0CTEOIOPO3a H OCTEONCHUIECKOT0 CHHAPOMA
aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 (HOPMHUpPOBaHIE MaTPUKCA KOCTHOM 21-28
tkanu: COL1A1, COL1A2, BGP (BGLAP) 4500 b16
aHaJIM3 FeHOB, OTBETCTBCHHBIX 32 META00JIM3M KaIbIHS U p-A
MmuHepanbHbIi o0MeH: VDR, CALCR
a”anu3 resa-perentopa scrporenos: ESR1 (ER) (2), CYP19A1
NMMyHHBIE H AyTOMMMYHHbIE 3200/1eBaHUs
Pak IMTOBMIHOM KejTe3bl aHaJIM3 TeHa IpoBocnanuTeNbHOTo UToKuHA: TNFA (2)
aHaJM3 reHa-perenTopa THPEOCTUMYIIUPYIOIIEr0 TOPMOHA 21-28
(tupeotponuna): TSHR 3800 b17
aHaJM3 reHa, KOHTPOJIMPYIOWIETO JeJIeHue KieTkh (oHKoreHa): TP53 A
(P53)
BoJje3nn I‘peﬁgca, ayTonMMyHl-lblifl aHaJIM3 TeHOB TJIABHOT'O KOMILIEKca ructocoBmectumoctu 11 knacca:
THIOTHPEOHTNT DQAL, DQB1
aHaJIN3 TeHOB MPOBOCIIANUTENBHBIX IUTOKWHOB: L4, ILAR, TNFA 21-28
N 5800 b18
aHanu3 rera T-mumdonur-acconurpoBanHoit cepunactepassl: CTLA4 p.a
aHaJIM3 TeHa-perenTopa THPEOCTUMYIHPYIOIIEr0 TOPMOHA
(tTupeotponuna): TSHR
Bouesnb BexrepeBa HLA-B27 2500 538 21-28
p.a
IIcuxoneBpoJioruyeckue 3a00J1eBaHUS
MeauaropHblie HAPYUIEHHSI aHanm3 reHoB JodamuHOBOTO penentopa DRD2A (rs1799732, 14-21
rs1800497) u ceporonunosoro perenrtopa , HTR2A (SR) rs6313 3800 523
HTRIA rs 6295 COMT Rs4680 P
boae3nb Anbureiivep — APOE
14-21
NpeapacioI0KeHHOCTh 2500 b24 o




T'opMoHaIbHAS KOHTpANENIIAS

Puck pa3Butus TpoMO030B U TOPMOHO3aBHCUMBIX HOBOOOpa30BaHUH Ha
tdhone npuema OK u I'3T
aHaJIM3 'eHa, OTBETCTBEHHOTO 3a 00MeH romonuctenna: MTHFR,

MTR, MTRR 21-28
5000 B7
aHaJM3 TeHOB CUCTEMBI CBEPTHIBaHUS KpoBH U pubpuHOIM3a: F1 p.I
(FGB), F2 (FII), F5 (FV), ITGB3 (GPIlla), GPla, PAIL, F7 (FVII)
aHaJM3 reHa penenTopa nporecrepona: PROG, ananus rena penentopa
ESR1, ESR2
T1oJIMKHCTO3 AIMYHUKOB - aHaJIM3 I'eHa CHCTEMbI CBEPTHIBAHUS KpOBH U puopuHOoImM3a: PAIL
rHIIepaHIPOreH st aHaIM3 TeHa PellenTopa aHaAporeHos: AR 3400 BS 21-28
anamm3 reHoB | u 11 ¢passr nerokcukanun: CYP1A2, GSTM1, GSTTI1, p-I
GSTP1 (2), NAT2 (3)
JHI0METPHO3 anamm3 reHoB 1 ¢a3er gerokcukamuu: GSTT1, GSTM1, CYP19, NAT2 3500 BI 21-28
p.a
IMoaroroBka K 6epeMEHHOCTH - anamm3 reHoB 11 da3er gerokcukammm: GSTM1, GSTT1, GSTP1 (2),
HeBbIHAIIMBAHNE M OCJI0MKHEHUS aHaJIu3 T€HOB, OTBETCTBEHHBIX 32 00MeH romorucrenda: MTHFR, 4500 Bomi 21-28
min
GepeMeHHOCTH MTRR p-A
[TuceMeHHas pa3BepHyTasi HHTEPIPETaIHs
IMoaroroBka K 6epeMEHHOCTH - anamm3 reHoB 11 ¢a3er gerokcukammm: GSTM1, GSTT1, GSTP1 (2),
HeBBLIHALIUBAHUE M OCJI0KHCHUSA aHAaJIU3 T€HOB, OTBETCTBEHHEIX 3a 00MeH romorucrensa: MTHFR,
0epeMEeHHOCTH paclIMpeHHbIH MTRR, MTR
aHaJIM3 I'CHOB CUCTEMBI CBEPThIBaHUS KPOBHU 1 (ubpuHonm3a: F1 21-28
(FGB), F2 (FII), F5 (FV), ITGB3 (GPllla), GPla, PAIL, FVII 11900 B2max
aHaJIN3 TCHOB TJIABHOT'0 KOMILIeKca ructocoBMectTumocTH I u Il kiacca: p-A
DQAL, DQB1
aHaJM3 TeHOB, Peryupynmux kpossaoe gapiaenue: ACE, NOS3
ITuceMeHHas pa3BepHyTasi HHTEPIPETaIHs
Azoocnepmusi (AZF nokycnl, SRY Onpenenenue nenenuu gokycoB AZFa, AZFb, AZFc (sY84, sY 86, 21-28
TeH) sY127,sY134, sY254, sY255), uccnenoBanue resa SRY y manueHTos 3500 XKl .
C HapyIICHHUSMH CIIEpMaTOreHe3a )
Kenckoe 6ecmiioaue aHaJIu3 T'€HOB, OTBETCTBEHHEIX 3a 00MeH romorucrenna: MTHFR,
MTRR, MTR
aHaJIM3 I'CHOB CUCTEMBI CBEPThIBaHUS KPOBHU 1 (ubpuHonm3a: F1 21-28
(FGB), F2 (FII), F5 (FV), ITGB3 (GPIlla), GPla, PAIL, FVII 6200 Bl11
aHaJIM3 TeHOB, PErYIUPYIOINX KpoBsHOe AapicHue: ACE A
aHanm3 reHa-penenTopa scrporeHoB: ESR1 (ER) (2)
Mykosuciui03 (ananu3 myranuii delF-508, dell 507, CFTRdel21kb)
My:xkckoe Gecniioaue Onpenenenue aeneiun JokycoB AZFa, AZFb, AZFc (sY84, sY86,
sY127,sY134, sY254, sY255), uccnenoBanue rena SRY y nmauueHToB
C HapyIICHUSAMH CIIEpMaTOreHEe3a 21-28
aHaJIM3 T'eHa perenTopa anaporeHoB: AR 7000 B12
aHaJIN3 TEHOB TJIAaBHOT'0 KOMILIeKca ructocoBMectTumocTH I u Il kinacca: p-A
DQA1, DQB1
Myxosucimo3 (anann3 mytanuii delF-508, dell 507, CFTRdel21kb)
OmnpenesieHue reTepo3UroTHOCTH 1O reHy peszyc-pakropa (RhD) 1421
7500 PD2
p-A
I'mcrtocoBMeCTUMOCTH DQAL, DQB1
(aHaJIM3 TeHOB IJIABHOT0 KOMILJIEKca 3000 31a 14-21
rucrocopmecTumoctu Il kiaacca p-I
I'mcrtocoBMeCTUMOCTH DQAL, DQB1
(aHaJIM3 TeHOB IJIABHOT0 KOMILJIeKca 5900 32 14-21
rucrocopmectumoctn Il kiacca p.a
ciaeTcsl napou
I'HeTOCOBMECTHMOCTD DRB1, DQA1L, DQB1
(aHaJIM3 TeHOB IJIABHOI0 KOMILJIeKca 9200 32a 28-35
rucrocopmectumoctn Il kiacca p.a

ciaeTcsl napou

B OTTo




GOAPMAKOI'EHETUKA. AHAJIN3 TEHETUYECKUX MAPKEPOB /103 IEKAPCTBEHHBIX IIPEITAPATOB

AHanu3 JIEKAPCTBEHHBIX NMpenapaToB A/ JIeYeHHUS IICUX0-HEBPOJOIrN1€CKUX 3a00JIeBaHUI

IIpoTuBOCY/10pOKHBIE MPenapaThbI

CYP1A1, ABCB1, CYP2C19 (3), CYP2C9 (2), EPHX1 (2), GSTTL,

OouenpesBup)

' MHUKPOBHUOM ' ' '

Microbiome (gut) Mmukpoéuom kumeunuka (16s) (kau)

9900

(3 (heKTHBHOCTH, TOKCHYHOCTb, GSM1, GSTP1 (2) 5500 I 14-21
PHCKH HeKeJlaTeIbHbIX p-
JIEKAPCTBEHHBIX peaKIuii
Anruaenpecantsl ( AMurpunrusmn, | ) CYP2D6 (*1, *3, *4), CYP2C19 (*1, *2, *3, *17), CYP2C9 (*2, *3),
Bennadakcnn, Jlokcenun, HTR2A rs6313)
Hdynokcerun, MMunpamus,
Kaomunpamun, ManpoTuin, 14-21
Muancepun, MuiaHanunpasx, 5000 12 o
Mupraszanus, Ilapokcerus, '
Ceprpannn, ®1yBOKCAMHH,
®ayokceruH, Huragonpam,
DcuuTanonpam)
AHaJIH3 103 JIEKAPCTBEHHBIX NPENAPATOB NPH JeYeHHH CePIAeTHO-COCYTHCThIX 3200/1eBaHMIi:
AHTHKOAryJISIHTHI (BapdapuH u aHaJM3 TeHoB cucTeMsl JeTokcukauu: CYP2C9, VKORCI
apyrue) 2600 15 21-28
p-n
AHaJIN3 YYBCTBUTEJILHOCTH K SLCO1B1 meronom RT-IILP
14-21
CraTunam 3000 13
p.A
AHAJIH3 103 JIEKAPCTBEHHBIX NPENApaTOB NpPH Je4eHHH APYTruX 3a60.1eBaHuii:
IIporuBoTy0epKyJie3HbIE ananus rena Il ¢asel neroxcuxanuu NAT2 (3)
npenapartbl (M30HUA3M], P-aHU3H], 21-28
1600 J6
puMdaMnMUMH, JATICOH) p.a
HNHruoMTopbl NPOTOHOBBIX MOMII ananus renos I ¢assl cucremsl nerokcukamun: CYP2C9, CYP2C19 21-28
(omenpa3zo.n) 2600 9 o
Hecrepouanbie ananus resa I gassl cuctemsl aeroxkcukanuu CYP2C9
NPOTHBOBOCHATUTEIbHbIC
npenaparsl (IMK/I0(eHak, 21-28
2600 12
udynpogeH, NUPOKCUKAM), p.a
TOJIOYyTAMUMH
IIpoTuBOBUpYCHAS Tepanus Npu IL28B 2 nokyca (C>T, T>G)
xponuyeckom renature C (II2I'-
21-28
HNHTpOH, pubaBepuH, TeJanpeBup, 2000 1121 pt

MB-101

14 p.n

Microbiome (genital) Mukpo6uom yporenutasibHoro Tpakra (16s) (ma3ox)

7600

MB-102

I'EHETUYECKHUE MAPKEPBI KOPPEKIIUN OBPA3A )KU3HU

14 p.n

CYP2E1

AHAJIN3 TeHOB, ONPeaeSTIOIHX aHanm3 penentopa TMMGOIHUTOB (XeMOKHHOBOTO penentopa): CCRS 1200 K1 14-21
yeroitunBocth K BUY — nundexunu p.I
AHAJIN3 TeHOB, BJUAIOIINX Ha aHanm3 reHoB nopamuHOBOTO (DRD2A) 1M ceporornHoBoro (HTR2A — 1491
(QopMHUpOBaHHE 3aBHCHMOCTH K (SR) penenrropos: DRD2A, HTR2A (SR) 2700 K2 p'H
AJIKOT0JII0 1 HAPKOTHKAM '
AHaJIU3 reHOB, XapaKTepPU3yIUIUX aHanm3 reHoB ankoronpaeruaporenaza ADH1B (ADH2),

’ K3 14-21
MeTal0JIM3M AJIKOr0JIS anmpaerugaeruaporenassl ALDH2, u ren | ¢a3sl neTokcukamum: 2500 o




KAPUOTHUIIMPOBAHUE

HeunBa3zuBnas npeHaTtajbHasi

Haromax ¢ 10/4au

INPEHATAJIBHASA JUATI'HOCTHUKA

KapuorunupoBanne oqHoro (mpobupKa ¢ renapuHOM, 3ej1eHast KphIIKa) 21-28

4YeJI0BeKa Mo JUMponuTam 4200 El

nepudepuvecKoil KPOBH A

KapuorunupoBanue o1Horo (mpobupka ¢ renapuHOM, 3eJIeHast KPBIIIKA)

4YeJI0BeKa 1o JuMponuram 6200 E8 7-10 p.n

nepudepnyeckoii kposu.CPOUYHO

KapuorunupoBanue aGoOpTUBHOIO (mn,cp,ar ¢ 9.30-12.00 B crepriabsHoM p-pe NaCl 0,9%) (1500p

MaTepua/Ia(XopHoH) HEBO3BpAaTHAas CyMMa IPH HEBO3MOKHOCTH IIPOBECTH aHAJIN3 - 4000 Ela 2lp.n
HEKaueCTBEHHO B3ATHII MaTepuan)

KapuorunupoBanue aGopTHUBHOI0 (mm,cp,ut ¢ 9.30-12.00 B crepmsHOM p-pe NaCl 0,9%) (1500p 7

matepuaia(xopuon).CPOYHO HEBO3BpaTHas CyMMa IIPH HEBO3MOKHOCTH IIPOBECTH aHAJIU3 - 5500 E8a P
HEKaueCTBEHHO B3ATHII MaTepuan)

MoJieKyJISIpHO-TeHeTHY eCKUii (100 simep B KaX10# HcCIeayeMOi TKaH) MPOOHUPKA C TEIAPHHOM,

AHAJIN3 MEeKKIETOYHOT0 U 3eJieHast KPBIIIKa + OyKKaTbHOMY SITHTENHIO

MEKTKAHEBOTO0 MO3AHIN3MA Tpebyercst pe3yabTaT KapHOTHINPOBAHUS. 5100 - 28-35

MoJI0BBIX XpomocoMm Metonom FISH p-A

no auMdonnTam nepudepmndeckoi

KpPOBH

NaenTudukanus MapKepHOii (poGupKa ¢ TenapuHOM, 3eJIeHast KPBIIIKa) 7700 E3 28-35

xpomocombl Merogom FISH Tpebyercs pe3ynabTaT KapHOTHIUPOBAHUS. p.a

YTouHeHHe TOYEK Pa3pbIBOB NPHU (mpoGupKa ¢ TenapuHOM, 3eJIeHast KPBIIIKA)

TPAHCI0KAUMAX, HHBEPCUAX H TpeOyercst pesyIbTaT KapHOTHITHPOBAHMUS. 7700 E4 28-35

APYTUX XPOMOCOMHBIX p.a

nepecrpoiikax meroaom FISH

JunarnocTrnka MuKkpoae1euoOHHbIX (ueHa yka3zaHa 3a 1 KOHKPETHBIH CHHIPOM)

cunzipomsi Ipanepa-Buian, (mpobupKa ¢ rernapuHOM 3eJIeHas KPBIIIKa) 6700 Es 28-35

AHnrenbmana, In Jxopaxu u ap. p.a

meroaom FISH

XpoMOCOMHBI MUKPOMATPHYHBIH C ucrnonp30BaHUEM MATPULBI CO CPEIHEH MIIOTHOCTEIO 750 ThIC. 28-35

anamns (arrey-CGH) MapkepoB. Paspernatommas ciocooHocTs oT 110 ThIC. ap HYKJICOTH/IOB. 29900 E7 I
st MadbimeBoii (cupereBasi npodupka ot 4 ml). )

XpoMOCOMHBIH MHKPOMATPHYHBI (m,cp,ut ¢ 9.30-12.00 B crepunsHOM p-pe NaCl 0,9%) (1500p 14-21

aHaun3. AGOPTHBHOIO MaTepHaIa HEBO3BpaTHas CyMMa IIPU HEBO3MOXKHOCTH IIPOBECTHU aHAJU3 - 16000 E7a

(arrey-CGH) HEKa4eCTBEHHO B3AThIN MaTepHan). p-A

aMarfocruka Prenetix IH, BT, cp, 4T, 10 12:00 Tpebyerca Y3 nuarnoctuka (KTP). 28000 M1 14p.n
Onpenenenne RH - pakropa mioga | ¢ 10/4xm
110 KPOBH MaTepH TIH, BT, ¢p, 9T 10 12:00 7000 MIT2 14 p.n

Prenetix JlomyckaeTcst 1eTkuii 3aBTpax

YCTAHOBJIEHI/IE OTHOBCTBA, MATEPUHCTBA
I'eHOMHas JaAKTUIOCKOMUSI-- TECT A ceGsl  OTell, MaTh, peOCHOK. bykanbHbII snuTennii, BEHO3HAs KPOBb 18000 n3 1?)_51
I'eHOMHasi TAKTHJIOCKOMHUS - TeCT /s ceds1 oTer(MaTh) U peOeHOK. byKanbHbII SUTeNNii, BEHO3HAsT KPOBb 20000 n4 1;1;_}:211
Kaxnaprii mociaenyroumii pedeHoK (IpH YCJI0BUY eTNHOBPEMEHHO# c1aun GuomMaTepuaia) 9500




ITAHEJIA «3CTETHKA»

H3ydenue mpeapacmoiokeHHOCTH K | ananus renos I dasbl netokcuxanuu: CYP1A1, CYP1A2, CYP2CY,
CKOPOCTH CTAPEHHS KOXKH U CYP2C19, CYP2D6, CYP2EL, CYP19 14000 M2 28-35
anamu3 reHos Il ¢a3er netokcukanuu: GSTM1, GSTT1, GSTP1, p.-I

NAT2, EPHX1 (mEPHX)
H3yuyenune npeapacmnoio;keHHOCTH K ananm3 resoB | aser neroxcukamun: CYP1A1, CYP1A2, CYP2CY,

0COOCHHOCTH ee pereHepanun

JIepMaTHTaM, YIPeBOii ChIIH CYP2C19, CYP2D6, CYP2EL, CYP19
aHamm3 reHos 11 ¢a3er getokcukamuu: GSTM1, GSTT1, GSTP1, 28-35
NAT2, EPHX1 (mEPHX) 15500 M3
aHaJIM3 F'eHOB MIPOBOCHATHMTENbHBIX TUTOKHHOB: 114, IL4R, TNFA A
aHaNM3 reHa, Koaupyronero HeliponansHyo NO-cuHTa3y (o6MeH
okcuja azora): NOS1
HyTtpuorenoMuka («reHerudeckasn» | anamus rena I daser netoxcuxanun: CYP1A1
AHeTa) ananu3 renos I daszer neroxcukanun: GSTM1, GSTT1, GSTP1, NAT2
aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTabomm3M unuaoB: APOE,
APOCIII, PON1, NOS3
aHaIM3 [eHOB, peryaupyromux kpossHoe gasiaenue: ACE, AGT,
AGTR1, AGTR2, BDKRB2 (BKR)
aHaNM3 reHa cucteMsl puopuHomm3za: PAIL
aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a 00MeH romonucrendHa: MTHFR,
MTRR
aHaJM3 F'eHOB, OTBETCTBEHHBIX 3a MeTabosu3M afapeHamuHa: ADRB2,
ADRB1
aHaNN3 TeHOB, OTBETCTBEHHBIX 332 ()OPMHPOBAHIE MATPHKCA KOCTHOM 28-35
txanmn: COL1A1, BGP (BGLAP) 22900 M4 o

aHaJN3 TeHOB, OTBETCTBEHHBIX 32 META0O0IM3M KaJIbLIUs U
MmuHepanbHbI ooMeH: VDR, CALCR

aHanu3 resa-perentopa scrporenos: ESR1 (ER)

aHanu3 resa T-mumdonuT-accorunpoBaHHol cepunactepassl: CTLA4
aHanm3 reHoB fogamuHoBoro (DRD2A) u ceporornnoBoro (HTR2A —
(SR) peuenropor: DRD2A, HTR2A (SR)

aHa/IN3 TeHOB, BOBJICYCHHBIX B OOMEH XOJIECTEpPHHA 1 OKHUCIICHUE
kupHBIX kucinot: PPARA, PPARD

aHanm3 reHoB ankorousaeruaporesaza ADHIB (ADH2),
anpaerugaeruaporenassl ALDH2, u ren | da3sl neTokcukanum:
CYP2E!1 (MeTabonu3M ankoroJs)

ITAHEJIA «CITIOPT»

MuHMMAILHBIA CIIOPTHBHbBIH BelsicHeHHe HHIMBUAYaTBHOM FeHETHYECKON TIPEAPacIIOIOKEHHOCTH K

nacnopr 9 reHo Pa3IMYHBIM BUJIaM CIIOPTa U OCOOEHHOCTSIM TPEHHPOBOYHOTO IpoLecca
(c uHTEpIIpETaIIHEiT)

aHaJM3 TeHOB, PETYIUPYIOMIX KpoBsHOe napieHue: ACE

aHaNN3 TeHOB, BOBJICYCHHBIX B OOMEH XOJIECTepHHA U OKHCIICHNE
*kupHBIX kucnot: PPARA, PPARD, PRARG

aHaNM3 reHa KOaKTHBAaTOpa TPaHCKPUIIMOHHEIX (akTopoB PPARa, 6000 M5 min 21-28
PPARY, o u B peientopoB 3cTporeHa 1 MHHEPaJIOKOPTHKOHIOB! p.a
PPARGCI1A (PGC-1a)

aHaJIM3 FeHa, OTBETCTBEHHOT'O 3a SHEPreTHYECKUil MeTabonu3M
CKEJIETHBIX MBIIII] BO BpEeMs MBILIIEUHOU AestenbHocTH: AMPDI1
aHaJIM3 T'eHa, OTPEEIITIONIETO TUIT MBIIICYHBIX BOJIOKOH: ACTN3
aHanm3 reHoB qopamuHOoBOT0 (DRD2A) 1 ceporornHoBoro (HTR2A —
(SR) peunenropor: DRD2A, HTR2A (SR)

OnTHMAaIBHBIN CIIOPTHBHBIH BeIsicHeHHe HHIMBUAYaTBHOM FeHETHYECKON PEAPacIoIOKEHHOCTH K
nacnopr 21 ren Pa3IMYHBIM BU/IaM CIIOPTa U OCOOEHHOCTSIM TPEHHPOBOYHOTO IpoLecca
(c nHTEpIIpETaLHeil)

aHanm3 reHoB nopamuHoBOr0 (DRD2A) 11 ceporornHoBoro (HTR2A —
(SR) penenrropos: DRD2A, HTR2A (SR)

aHaNM3 TeHOB, perymupylomux kpossiHoe nasnenne: ACE, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTa00M3M aapeHanuna: ADRB2,

ADRB1
aHaJIM3 TeHa, OTBETCTBEHHOI'O 32 META00JIN3M KAJIBIIUSA U MUHEPAJIbHBIH 28-35
oomen: VDR 19500 M5 a1

aHaJM3 reHa-perenTopa aHaporeHoB: AR

aHaJIM3 TeHOB, BOBJICUCHHBIX B OOMEH XOJIECTEpUHA U OKUCIICHHE
*kupHBIX kucnot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJIM3 F'eHa KOAKTHBATOpa TPaHCKPUIIMOHHBIX (akTopoB PPARa,
PPARY, o u § peLienTopoB 3cTporeHa 1 MUHEPaIOKOPTHKOHIOB!
PPARGCI1A (PGC-1a)

aHaJM3 ['eHa, OTBETCTBEHHOTO 3a pocT Muokapaa: PPP3R1 (CnB)
aHaJIN3 T'eHa, OTBETCTBEHHOTO 32 SHEPreTHUECKUN MEeTa00I13M
CKEJIETHBIX MBIIII] BO BpeMs MbIIeuHoM festensHocT: AMPDI1
aHaJIM3 'eHa, OTPEEIISIONIET0 THI MBINIEYHBIX BOIOKOH: ACTN3




IMonHbIH cIOPTUBHBIH MacnopT 34
reHa

BrrsicHenne nHAMBHIYaIbHON TeHETHYECKOH IIPEPaCION0OKEHHOCTH K
Pa3IMYHBIM BU/IAM CIIOPTA H OCOOEHHOCTSIM TPEHHPOBOYHOTO IIpoIiecca
ananu3 renos I, II u 11T dazer neroxcukanuun: CYP2C9, CYP2D6,
MDR1

aHaNu3 reHa perenTopa anaporeHos: AR

aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 00MeH romorucrerHa: MTHFR
aHaIM3 [eHOB, peryaupyromux kpossHoe gasiaenue: ACE, NOS3,
AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJN3 TeHOB CHCTEMBI CBEpPTHIBAHMS KpOBH U pubpuHOomM3a: F1
(FGB), F2 (FII), F5 (FV), ITGB3 (GPllla), PAI1

aHanm3 reHoB B-agperopenentopos: ADRB1, ADRB2

aHaNN3 TEHOB, BOBJICYECHHBIX B 0OMEH XOJIECTEpPUHA 1 OKUCIICHUE
kupHbIX kucinot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJIM3 F'eHa KOAKTHBATOpa TPaHCKPUILIUOHHBIX (akTopoB PPARG,
PPARY, o u B perientopoB 3¢TporeHa 1 MUHEPaJIOKOPTHKOUIOB:
PPARGCI1A (PGC-1a)

aHaNN3 TeHa, OTBETCTBEHHOTO 33 SHEPTreTHIECKUil MeTaboIn3M
CKEJICTHBIX MBIIII] BO BpeMs MbIIIEUHOHU AesTensHocTd: AMPD1
aHaIM3 [eHAa, ONPEJEIIAIOIIEr0 TUI MBIIIEYHBIX BOIOKOH: ACTN3
QHAJIM3 TCHOB, OTBETCTBEHHBIX 32 (POPMHUPOBAaHUE MATPUKCA KOCTHOM
tkaHu: COL1ALl

aHaNU3 TEHOB, OTBETCTBEHHBIX 32 META0O0IH3M KalbLUs U
MHUHepaJbHbIA 00MeH: VDR

ananu3 reros podamuHoBoro (DRD2A) 1 ceporonnnosoro (HTR2A —
(SR) peuenropos: DRD2A, HTR2A (SR)

aHaJIM3 I'eHa NpoBocnaauTeabHoro muroknHa: TNFA

26000

M5 max

28-35
p.n

Hyrpuorenomnka + copruBHast
reHeTHKa

aHanm3 rena | ¢assl netoxcukanuu: CYP1A1

anamm3 reno 11 ¢aser netokcukamuu: GSTM1, GSTT1, GSTP1, NAT2
aHaJIu3 T'€HOB, OTBETCTBEHHEIX 3a MeTabom3M ymmuaos: APOE,
APOCIII, PON1, NOS3

aHaJM3 T'eHOB, peryimpyoomux kpossaoe gapieaue: ACE, AGT,
AGTR1, AGTR2, BDKRB2 (BKR)

aHaM3 reHa cucTeMsl pubdpunommsa: PAIL

aHaJIu3 TeHOB, OTBETCTBEHHEIX 3a 00MeH romoructenna: MTHFR,
MTRR

aHaJNn3 TeHOB, OTBETCTBEHHBIX 3a MeTabomm3M agpeHanmaa: ADRB2,
ADRB1

aHaJIM3 FeHOB, OTBETCTBCHHBIX 32 META00JIM3M KaIbIHS U
MuHepanbpHbed o0MeH: VDR, CALCR

aHanm3 reHa-penenTopa sctporeHoB: ESR1 (ER)

aHanm3 reHoB nopamuHOoBOr0 (DRD2A) 1 ceporornHoBoro (HTR2A —
(SR) peuenrropor: DRD2A, HTR2A (SR)

aHaIM3 reHoB ankorospaeruaporesaza ADH1B (ADH2),
anpaeruaaeruaporenassi ALDH2, u ren | da3sl neToxcukamum:
CYP2EI1 (MeTabonu3M ankoroJs)

aHaJIM3 TeHa-pelenTopa anaporeHon: AR

aHaJIM3 TeHOB, BOBJICUYCHHBIX B 0OMEH XOJIECTEpHUHA U OKUCIICHHE
*kupHBIX kucnot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJM3 T'eHa, OTBETCTBEHHOTO 3a pocT Muokapaa: PPP3R1 (CnB)
aHaJIM3 TeHa, OTBETCTBEHHOTO 32 SHEPTETHIECKUIT METa00IN3M
CKEJIETHBIX MBIIII] BO BpEeMS MbIlIeuHO AestenbHocTi: AMPDI
aHaJIU3 T'eHa, OTPEIENSIOIIEr0 TUIT MbIlIeuHbIX BOJOKOH: ACTN3
[MuceMeHHas pa3BepHyTast HHTEPIPETAIHS

25500

M4+M5

28-35
p.-A




I'EHETUYECKHUE ITACIIOPTA 3IOPOBbS

Hoanslii TEHETUYECKHUM IMTACIIOPT 310poBbsi (AHAIN3 BCeX reHeTHYeCKHX MapKepoB) 72 u3
94 renos

ananu3 renos I, II u 11T ¢azer neroxcukauun: CYP1AL, CYP1A2, CYP1BI1, CYP2C9, CYP2C19, CYP2D6, CYP2EL,
GSTM1, GSTT1, GSTP1, NAT2, MTHFR, CYP17Al, CYP19, TPMT, EPHX1 (mEPHX), VKORC1, MDR1
aHaJIU3 FeHa perenTopa anaporeHos: AR

aHanu3 reHa napookcanassl: PON1

aHaNyM3 re”Ha perenTopa nporecrepona: PROG

aHaJIN3 TeHOB PUCKa CeMEIHEIX (OopM paka MoJIOYHOH skene3sl U ssmaHukoB: BRCA1, BRCA2,

aHaJIM3 FeHa-perenTopa THPEOCTUMYIUPYIOIEro ropMona (TupeotponuHa): TSHR

aHaJIM3 ['CHOB, KOHTPOJIUPYIOUIHNX AeneHue kietku (onkorenos): TP53 (P53), MYCL1 (LMYC)

aHaJIM3 T€HOB, OTBETCTBEHHBIX 3a 00MeH romoructenda: MTHFR, MTRR

aHaJM3 I'eHOB, perynupyoomux kpossHoe gasienue: ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTabonu3m nunuaoB: APOE, APOCIIIL, CETP, LPL

ananu3 renoB ¢ubpunonusza: F1 (FGB), F2 (FII), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla), PAIL, PLAT
a”anm3 reHos f-agpenopenentopos: ADRB1, ADRB2

aHaJIM3 TeHOB,00MEH XOJIECTEpUHA U OKUCIICHHE )KUPHBIX KuciioT: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJIM3 reHa KOaKTHBaTOpa TPaHCKPUIIMOHHEIX (akTopoB PPARa, PPARY, o u B penentopoB scTporeHa n
MuHepanokoptukonaos: PPARGCIA (PGC-1a) 50000 M10 28-35
aHaJIM3 T'eHOB, BOBJICYCHHBIX B KOHTpoub Beca: FABP2, PLIN p-A
aHaJM3 T'eHa, OTBETCTBEHHOTO 3a pocT Muokapaa: PPP3R1 (CnB)

aHaJIM3 FeHa, METa00JIM3M CKEJIETHBIX MBIIII BO BPEeMs MBIIICYHOI nesTenpHOoCcTH: AMPD1

aHaJIM3 I'eHa, OTPEIEIIAIONICTO TUIT MBIIICYHBIX BOIOKOH: ACTN3

aHaJIM3 TCHOB MPOBOCHAIMTENBHBIX IUTOKMHOB: L4, IL4R, IL1B, ILIRN, TNFA

aHaJM3 reHa, Koaupyromero HeiipoHanbHyto NO-cunTasy 1 (0OMen okcupa azora): NOS1

aHaJIU3 TeHOB MaTPUKCHOM MetayutonpoTteas 1 u 3: MMP1 u MMP3

aHaJIM3 TeHOB IIaBHOTO KoMiuiekca rucrocoBmectuMoctH | u 1l kmacca: MICA, DQAL, DQB1

aHanu3 rera T-mumdonuT-accoruupoBaHnoii cepundcrepassr: CTLAS

AHAJIM3 TCHOB, OTBETCTBEHHBIX 32 (hopMHUpoBaHUe MaTpukca kocTHoi Tkann: COL1AL, BGP (BGLAP)

aHaJN3 TCHOB, OTBETCTBEHHBIX 3a METabO0IM3M KalubLust U MuHepanbhbiii oomeH: VDR, CALCR

aHanu3 reHa-penenTopa scrporeHos: ESR1 (ER)

a”anu3 rena jgakrassl LCT

aHanu3 reHoB godamuaosoro (DRD2A) u ceporonnnosoro (HTR2A —(SR) peuentopos: DRD2A, HTR2A (SR)
aHanm3 perentopa TuM@oIuToB (XeMoKHHOBOTO perentopa): CCR5

aHaIM3 TeHOB ankoroipaeruaporenasa ADH1B (ADH2), anbaerumneruaporenasst ALDH2

aHanm3 reHa karexon-O-merunrpancdepasst COMT

aHanu3 rexa (accoruuposan ¢ 6ose3npio Kpona): NOD2

TTucbMeHHas pa3BepHyTasi HHTEPIIPETalHs

TEHETUYECKHI MACIIOPT 310poBbs OnTumanbhsiii - 39 Fenon

anamu3 renos I, 11 u 111 dassr netokcukamuu: CYP1A1, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1, NAT2,
MTHFR, VKORC1, MDR1

aHaNM3 reHoB, perymupyromux kpossaoe nasnenne: ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHanm3 reHa f2-aapeHopenentopa: ADRB2

aHaJIM3 TeHOB CHUCTEMBI CBEepThIBaHUs KpoBHU  ¢pubpunommsa: F1 (FGB), F2 (FII), F5 (FV), ITGB3 (GPIIla), PAIl, F7

(FVI)

aHaJIM3 TCHOB, KOHTPOJIUPYIONIHX JelicHue KIeTKH (oHKoreHoB): TP53 (P53)

aHajM3 T'€HOB, OTBETCTBEHHEIX 3a MeTaboym3M Jmnuaos: APOE, APOCIII 28-35
25000 Ml11

aHaJN3 TeHOB, BOBJICYEHHBIX B OOMEH XOJIeCTepHHA 1 OKUCIIEHUE )XUPHBIX kucioT: PRARG, UCP2 p.a

aHaJIM3 T'eHAa, OTPEEINIIONIETO THUIT MBIIIEYHBIX BOJIOKOH: ACTN3

aHaJIM3 TeHOB MTPOBOCHATIHMTENHFHBIX TUTOKIHOB: 1L4, ILAR, TNFA

aHaJIM3 TEeHOB TJIaBHOTO KoMIulekca ructocoBmectumocty I u 11 kmacca: DQA1, DQBI1

aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a ()opMHUpOBaHKE MaTpukca koctHoU TkaHn: COL1A1

aHaJIM3 TCHOB, OTBETCTBEHHBIX 38 META0O0JIM3M KaJbIIMs U MUHEpaIbHbI 00MeH: VDR

aHanM3 reHa-penenTopa sctporeHoB: ESR1 (ER)

ananu3 renos godamuzoBoro (DRD2A) u ceporonunoBoro (HTR2A —(SR) peuentopo: DRD2A, HTR2A (SR)
[TucbMeHHas pa3BepHyTas HHTEpIpeTalus

TEHETUYECKWHN MACIIOPT 3n0poBbst MuHH - 25 T'eHOB

anamm3 reHos 1, 11 u 111 ¢assr netokcukanuu: CYP1A1, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1, NAT2,
MTHFR

aHaJn3 TEHOB, PEryIUpyromuxX kposiHoe AaBinenue: ACE, NOS3

aHaJM3 TeHOB CUCTEMbI CBepThIBaHUs KpoBH U pudpunomusa: F1 (FGB), F2 (FII), FS (FV), ITGB3 (GPIlla), PAIL, F7
(FVII)

AHAJIM3 TEHOB, KOHTPOJMPYIONIHX JieJieHne KieTkd (onkorenos): TP53 (P53) 15000 M12
aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTa0om3M aunuaoB: APOE, APOCIII

aHaJIN3 TeHOB, BOBJICYEHHBIX B OOMEH XOJIEeCTepHHA M OKUCIIeHHUE XUPHBIX kucioT: PRARG, UCP2

aHaJIN3 TeHa, OMPEJISIIIONIEro THIT MBIIeYHbIX BosokoH: ACTN3

aHaJIU3 TeHOB MPOBOCMIANUTENBHBIX TUTOKUHOB: TNFA

aHaJIM3 FeHOB, OTBETCTBCHHBIX 32 META00JIN3M KalblMs M MUHEpaIbHbIH oOMeH: VDR

aHamu3 reros nopamunosoro (DRD2A) u ceporonnnoBoro (HTR2A —(SR) peuenropos: DRD2A, HTR2A (SR)

28-35
p.A




I'EHBI BUTAMHUHOB

aHanu3 reHa Hecnenuduueckoii menoynor gocporassr: NBPF3 (ALPL) - puck cCHkeHUS! KOHI[GHTpalui BUTaMUHA

B6

aHanu3 rexa rexa anbda-1,2-dpykosmnrpanchepassi: FUT2 - puck cHmkeHHs1 ypOBHs BcackiBaHus BuTamuHa B12 )
28-35

aHanM3 reHa Oeta-kapoTuH MOHOOKcuaa3el: BCMO 1Hapyiienuii cuaTe3a BUTaMruHa A 13 OeTa-KapoTHHA 4000 M16 p.I

anamu3 rera: APOAS - ypoens anbda-Toxodepona (Butamuna E)

ITucemeHHas pa3BEpHYTAst HHTEPIIPETALHS

AHAJIA3 OTAEJBHBIX 'TEHOB, IEHA YKA3AHA 3A 1 T'EH

ananu3 redoB I, I1 u 111 ¢a3wr neroxcuxanuu: CYP1A2, CYP1B1, CYP2C19, CYP2EL, GSTML1, GSTT1,
CYP17A1, CYP19, VKORC1, MDR1

aHAJIN3 IeHa penenTopa aHaporenos: AR

aHaJIM3 reHa napookcanaspi: PON1

aHAJIN3 IeHa penenTopa nporecrepona: PROG

aHAJIM3 FeHa-pelenTopa THPEOCTHMYIHPYIOIIero ropmMona (Tupeorpornuna): TSHR

aHAJIN3 TeHOB, KOHTPOJIMPYIOLIHUX JejieHue KieTku (onkorenos): MYCLL (LMYC)

AHAJIN3 TeHOB, 0TBETCTBEHHBIX 32 06MeH romouucrenna: MTHFR, MTRR,MTR (5-7pa6. nuei, jensb moctaHoBKH
Bt.)

aHAJIN3 TeHOB, peryJupyriux kpossnoe 1asiaenune: ACE, NOS3, AGT, AGTR1, AGTR2, REN,BKR (9ins)
AHAJIN3 FeHOB, 0TBETCTBEHHBIX 32 MeTadom3M gunugos: APOE, APOCIII, CETP, LPL

AHAJIN3 TeHOB CHCTEMbI CBepThIBaHus KpoBu U pudpunoausza: F1 (FGB), F2 (FII), F5 (FV), F7 (FVII), ITGB3
(GPllla), ITGA2 (GPla), PAIL, PLAT

aHaJu3 reHoB f-agpenopenentopos: ADRB1

AHAJIW3 T€HOB, BOBJICYEHHBIX B 00MEH X0JIeCTEPHHA H OKHCJIeHne KUPHbIX kucaotT: PPARA, PPARD, PRARG,
UCP2, UCP3

AHAJIU3 FeHa KOAKTHBATOPA TPAaHCKPHNIMOHHBIX ¢pakTopoB PPARa, PPARY, a u  penentopoB 3cTporena u
MuHepaiaokopTukounaos: PPARGC1A (PGC-1a)

aHAJIN3 TeHOB, BOBJIEYEHHBIX B KOHTPO.JIb Beca: FABP2, PLIN

AHAJIN3 reHa, OTBETCTBEHHOro 32 pocT Muokapaa: PPP3R1 (CnB)

aHAJIU3 FeHa, YHepreTHYecKuii MeTafoIu3M CKeJeTHBIX MbIIIL BO BpeMsl MbllIe4YHO# aesaTeabHocTH: AMPD1
aHAJIM3 TeHa, ONpeesIIOero THI MbIIeYHbIX BoJokon: ACTN3

AHAJIU3 T€HOB MPOBOCHAIMTENLHBIX HHTOKHHOB: L4, IL4R, IL13, ILIRN

aHAJIN3 reHa, KoAupylouiero Heiiponaasnyio NO-cunTasy 1 (o6men okcnaa azora): NOS1

aHAJIU3 FeHOB MAaTPUKCHOI MeTaionporeas 1 u 3: MMP1 u MMP3

anaymu3 rena T-1umouuT-accouunpoBanHoii cepunidcrepasbi: CTLA4

AHAJIN3 IeHOB, OTBETCTBEHHBIX 32 (popMUpoBaHue MaTpuKca KocTHOI Tkann: COL1AL, BGP (BGLAP)
aHAJIM3 FeHOB, 0TBETCTBEHHBIX 32 MeTa00JU3M KaJIbIUs U MUHepanbHblii oomen: VDR, CALCR

aHaau3 reHos 1opamuHoBoro (DRD2A) u ceporonunoBoro (HTR2A —(SR) peuenropos: DRD2A, HTR2A (SR)
AHAJIN3 reHa penenTopa (GpoJTHKyI-cTHMYIHpYIomiero ropmona (®CI): FSHR A1961G (Asn680Ser)

aHaJIM3 penenTopa JuMGonuTOB (XeMOKHHOBOTO penentopa): CCR5

aHaJIN3 FeHOB alKoroJbaernaporesasa ADH1B (ADH?2)

aapaeruagernaporenasst ALDH2

aHaIu3 reHa karexoJj-O-metuarpadcdepassl COMT

anaan3 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, 1200 Ten2 | 14-21p.x
TFAP2B, ANGPTL3, GCKR, AKR1D1, CEL, Fad s2/s3, CYP7A1l, APOA1-A2, LIPC, ABCA1, CILP2, APOB,
ABCG5, NPC1L1, SCARBLI, LIPE, PPARG (2)

anaym3 resoB L, IT u IIT da3sel neroxcuxamun: CYP2C9, CYP2D6, GSTP1, NAT2, EPHX1 (mEPHX)

aHAJIN3 TeHOB, KOHTPOJIHPYIOINHUX JejeHne KiaeTku (oHKkorenos): TP53 (P53)

aHaIU3 reHoB B-agpeHopeuentopos: ADRB2

AHAJIW3 TeHOB MPOBOCHAINTEILHBIX HHTOKHHOB. TNFA

aHaJIu3 reHa-penentopa 3crporenos: ESR1 (ER)

aHAJIM3 FeHa BHYTPHKJIETOYHOT0 PelenTopa K MPOAyKTaM JKH3HeIesATeJIbHOCTH 0aKTepHii (acCCOMHPOBAH ¢
done3nbio Kpona): NOD2

AHAJIN3 TeHOB IJIaBHOro komiuiekca rucrocomectumoctu I m 11 kaacca: DQA1 u DQBI1

IUCHbMEHHASI PA3BEPHYTASI UHTEPIIPETAIIMSI CHELIMAJIMCTA B OBJIACTH MEJIULIMHCKOM TEHETUKH

800 Ten 1 14-21 p.

1500 Ten3 | 14-21p.n

1-7 renoB 1500 01 14 p.n
8-20 renoB 5500 03 14 p.n
21-40 renos 8000 04 14 p.n
>4(0 reHoB 10500 05 14 p.n
T e ovor ey
Brigenenne /ITHK u3 kpou 1100 I11 14 p.n

Beinenenue JJHK u3 natHa kpoBu 1200 112 14p.n




JIAATHOCTHUKA TSKEJBIX BPOXKJIEHHBIX ITATOJIOT MM, T'PYIIIA 1

Xopesi [eHTHUHITOHA anamm3 grcia CAG-mosropos B rere IT15 (HTT) 4000 1 2?)-25
AIPEeHOTeHUTAIBHBINA CHHAPOM CYP21A2: delA2, P30L (ex 1), i2splice (in 2), del8bp (ex 3), 172N (ex
= - 4), V237E (ex 6), V281L (ex 7), Q318X (ex 8), R356W (ex 8), P453S _
(BpoxneHHbIi gepuout 21 6000 m 28-35
THAPOKCHJIA3bI) p.a
AHAJIN3 3HAYUMBbIX MyTal.ll/lﬁ
Myxkosucuuao3 (20 myranuii) aHanu3 3HaunMbIX MyTtanuii delF-508, dell 507, CFTRdel21kb, 2143delT,
2184insA, 2113delA, 2118del4, 2141insA, delE672, 2176insC, 2183AA- 4700 3 28-35
G, 2183delAA, 2184delA, 2184insA, 394delTT, R334W, R347P, G542, p.a
G551d, R553x
MyxkoBuCIHHI03 (MasKOPHbIE) ananu3 mytaiui delF-508, dell 507, CFTRdel21kb 1800 4 2;.58
MyxkoBucuuao3s (35 myranmii) PacumpeHHblii BApUAHT IMArHOCTHKU MYKOBHUCIH03a 6700 I4a 2?).25
DeHNIIKETOHYPHUS Amnanu3 MaxxopHbix MyTtaiuii R408W, R261Q, R252W, R261X 3500 Isa 2;.58
DeHUIKETOHYPUS Awnanun3 Mmaxopusix mytauuii R408W, R261Q, R261X, R252W, 1VS10- 4500 I's6 28-35
11G>A, IVS12+1G>A , IVS4+5G>T, R158Q u P281L p.I
DeHNIIKETOHYPHUS Amnanu3 MakopHOH MyTaruii R408W 1500 I'Sa 2;[)-58
Mbieynast aucrpodus [ouck nenenuii n xyrmkanuii B rene qucrpodpuna DMD meronom 21-28
Momenna/bexkepa MLPA 12000 7 p.I
Ha nanpaBnennu nometuTs, 4to 11 Kucenesa . §
Muotonuyeckasi fuctpodusi Anamus noBTopos B rere DMPK (1 gen.) 3700 s 2§_§5
Cunapom Mapruna-beJ aHanu3 noBTOpoB B rene FMR1 6200 o zg_’;s
CnuHaJbHas MbIIIeYHas aTpodus Amnanus aeneuni B rene SMNI 4000 o 28-35
(0030 Bepauura-I'ogpdmana) p.x
CrnuHaJIbHAasI MbIILICYHAST anO(l)Hﬂ onpeneneHne KonuuecTsa konuit SMN2 rena 6200 I'10a 28-35
(60Je3ub Bepauura-I'ogpdmana) p.A
- + = -
Temopuins A Kocsennas JJHK-muarnoctuka cembu 3 yesnobeka (+1uen=1500) 6000 ri1 23 25
T'emodpunus b Kocsennas IHK-nuarnoctuka ceMb 3 genoseka (+1uen=1500) 6000 Illa 2?)-’;‘5
HeiipoceHcopHasi TYyroyxocrb Tonck vacteix Myrauuii B rese GJB2 3000 I 2;-1218
TajakTo3zeMus ananmm3 myranuii Q188R, K285N 3000 s 2$-§8
TajnaxkTo3zeMus ananu3 mytaiuid Q188R, K285N, N314D (Asn314Asp, 940A>G) 3900 I'3a 21-28
p.A
HocuTeanCcTBO YaCThIX MYTAIMIA JJIsI | AHAJIH3 YaCThIX myranuii B reHax CFTR, R408W(PAH), SMN1, GJB2
HaHOO0.Iee YACThIX HACIEICTBEHHbIX (MykoBHCIIN103, DeHnNKeHeTypus, 0-Hb Bepauura-T'oddmana, 10000 r657 28-35
O PN P —— HEHpPOCEHCOpHAas TYTOYXOCTb) p-1
KommiekcHoe o0ciie1oBaHue Ha MyxkoBucimno3. Ananus myranuu deltaF508, Dell507, Del21kb B rene
HOCUTEJIbCTBO HanGoJiee YacThIX CFTR; .
P Fpp—"— DernnkeToHypHst. AHAMN3 MakopHoi MmyTaru R408W B rene PAH; 28-35
a Tanakro3emus tur 1. Yacteie myrauuu B rene GALT; 12000 658
(TOILKO MAKOPHBIE MYTALMH) CrunanbHas amuotpodust Tursl I, 11, 111, Ananus menenuit B rene SMN1; p-A
AnpeHoreHuTaNbHBIN cuHApOoM. MccnenoBanue 9 myTtanuii B TeHe
CYP21A2
Cunapom Kuabbepa Ananus yucia nosTopos B rene UGT1A1 3300 ri4 1?)_;4
HXTHO3 BpPOKIEHHBIH, X- Howck nenenmit rena STS 14-21
i 7 Beimonasercs B ['540 3000 16
CHECNJICHHBIN PEelIeCCUBHBIN p.a




JIAMATHOCTHUKA TSXKEJIBIX BPOKIEHHBIX ITATOJIOT Ui

I'PYIIIIA 2 NGS CEKBEHUPOBAHUE

IMAHEJIA: KJIVHUYECKHH DK30M

Tpedyercsi KIMHUYECKHUIT INMUKPU3

KJIMHUYECKHU DK30M. CEKBEHUPOBAHUE CO CPEIHEH KPaTHOCTBIO MOKPHITHUS OT 70X U 45-60

Manens "T'unepuHCyJIMHA3M H Bepuukanueii no Conrepy 29900 C12 i

MODY" TpeOyercsi KIMHUYECKUIH INUKPU3 p-A

KJIMHUYECKHAU DK30M: CEKBEHHPOBAHME CO CpelHel KpaTHOCTBIO MOKPHITUS oT 200X (aHamms3 45-60

MoJieKyasipHAsi OHKOJIOTHSI KPOBH U OITyXOJIM HAI[UeHTA) 150000 Cléa o
Tpedyercsi KIMHUYECKUI DTHKPU3 )

KJIMHUYECKHUH DK30M: CEKBEHUPOBAHHUE CO CPEAHEN KpPaTHOCTBIO MOKPHITHs 0T 200X (aHamu3 80-100

Moﬂekyﬂﬂpnaﬂ OHKOJIOTUSA KpPOBHU U OITYXOJIA Ha]_H/IeHTa) 90000 C16b p.a
Tpebdyercsi KIMHMYECKHIi INHKPH3 )

KJIUHUYECKUHN DK30M: Bce nanenu- ceKBEHHPOBAaHUE CO CPEAHEN KPATHOCTBIO MOKPBITHUS OT 45-60
70x u 6e3 Bepudukayu mo Canrepy 29900 C17
Tpedyercsi KIMHUYECKHUI INTUKPU3 -1

KJIMHUYECKHUU DK30M: OIICHKA HACIICICTBEHHBIX TSKENBIX PEIIECCUBHBIX 3a00JIeBaHmiA OoJiee
4000 KIMHUYECKH 3HAYUMBIX TE€HOB 29900 Cl7a 45-60
CEKBEHHPOBAHHUE CO CPeAHEH KPaTHOCTEIO MOKPHITHS 0T 70X p.I
Tpedyercsi KIMHUYECKHI SMUKPU3

KJII/[HI/]I{ECKI/IFI K30M: OIIEHKa HACJIEICTBEHHBIX TSKENBIX PELIECCUBHBIX 3a00seBaHuii Ooee
4000 KIMHUYECKU 3HAYUMBIX T€HOB — 45-60
CEKBEHHPOBAHHUE CO CPeIHEeN KPaTHOCTEIO MOKPHITHS OoT 70X ¢ 29900 Cl17b
Bepudukanueii mo Cenrepy A
Tpedyercsi KIMHUYECKHUI INMUKPU3

KJUHUYECKHWUU SK30M: CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U

Manens "Haciencreenubie Bepuukarueii mo Courepy 29900 cl7d | 4560

ymuaencun" Criucok reHoB cM. npuioxxenue Ne 1 k npaiic-nucty p-a
Tpebyercsi KIIMHUYECKUI ITHUKPU3

KJIUHUYECKUHA DK30M: CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U

Manens "Hacaeacrsennble Beprdukammei o Conrepy 29900 | c17e | 4560

HapylIeHusi 0GMeHa BeulecTB" Crmcok reHoB cM. puinokenue Ne 1 k mpaiic-mmcty p.I
TpeOyercsi KIMHUYECKUI INMUKPU3

KJIMHUYECKHU YK30M: CEKBEHUPOBAHUE CO CPEIHEH KPaTHOCTBIO MOKPHITHS OT 70X 1

Mauean "3a6oeBanust Bepudukareii o Courepy 29900 cir | 4560

COeTMHUTENbHOM TKAHK" Criucok reHoB cM. npuiiokenue Ne 1 k mpaiic-nmucty p-a
Tpedyercsi KIMHUYECKHI IMUKPU3

KJIUHUYECKHU YK30M: CEKBEHUPOBAHUE CO CPEIHEN KPATHOCTBIO MOKPHITHS OT 70X 1

IManens "HaciiencTBeHHbIE Bepudukanueit no Canrepy 29900 Cl7g 45-60

OIyX0JIeBbIe CHHAPOMBI" Criucok reHoB cM. npuiioxxenue Ne 1 k npaiic-nucry p-a
Tpedyercsi KIMHUYECKHUI INMUKPU3

KJIUHUYECKHUHU DK30M: CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO TIOKPHITHS OT 70X U

Manean "Haciencrsennas Bepuukarueii mo Conrepy 29900 ci7h | 4960

Tyroyxocrn" Crucok reHoB cM. npuiioxenue Ne 1 k mpaiic-aucty p.I
Tpedyercsi KIMHUYECKHUI IMUKPU3

KJIMHUYECKHUU DK30M: CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MIOKPHITUS OT 70X U

Manens "JKenckue HaciencTBeHnble | Bepuduraimeii no Conrepy 29900 ci7i | 4560

onyxouu" Criucok TeHoB cM. Tipritoxkenue Ne 1 k mpaiic-mucTy p.a
TpeOyercsi KIMHUYECKUI INMUKPU3

KJIUHUYECKHU YK30M: CEKBEHUPOBAHUE CO CPEIHEN KPaTHOCTBIO MOKPHITHS OT 70X 1

Manean "®akoMaTo3bl H Bepudukareii o Conrepy 29000 | c17k | 49780

HACJEICTBEHHbII paK" Crnucok reHoB cM. npuitoskenue Ne 1 k mpaiic-nucty p-I
Tpebyercst KIIMHUYECKUI ITHUKPU3

KJ’[I/IHI/IIIECKI/Iﬁ DK30M: CEeKBEHUPOBAHUE CO CPEIHEN KPaTHOCTHIO MOKPHITHUS OT 70X U

Maneas "HacieacTBenuslii pak Bepudukarueii no Canrepy 29900 C17L 45-60

MOJIOYHOIA sKkeTe3n" Crucok TeHoB cM. npuiioxenue Ne 1 k mpafic-nucty p-a
TpebyeTcsi KIMHUYECKUii SNHKPH3

KJIMHAYECKHUU YK30M: CEeKBEHUPOBAHUE CO CPEIHEN KPAaTHOCTBIO MOKPHITHS OT 70X U

IManens "HacaeacTBennblii pak Bepudukaumeit no Conrepy 29900 Clim | 4560

TOJXCTOM KUK Cnmcok reHoB cM. npritoxkenue Ne 1 k mpaic-nmucty p-a
TpebyeTcsi KIIMHUYECKUIi SNUKPH3

K‘HI/IHI/I'I'{ECKHH SF?’OM: CEKBEHHPOBAHHE CO CpeIHEN KPaTHOCTHIO MOKPHITHS OT 70X 1

Hanens "IlepBuuHbIi Bepuukaumeii mo Courepy 29900 C17n 45-60

MMMYHOIe(HUHUT U HACTENCTBEHHBIE | Crucok reHoB cM. mpuiioxkenue Ne | k mpaifc-micTy p-It

aHemuu" Tpebyercst KIANMHUYECKHIl YNUKPH3

KIMHUYECKHHA IK30M: CEKBEHHPOBAHHE CO CpeHEN KPaTHOCTBIO MOKPHITHS OT 70X 1

Manenn l'yMCTBeHHaﬁ OTCTANOCTB M | pepyukauneii mo Courepy 29900 C170 45-60

PacCTPOUCTBA AYTHCTHYIECKOI'0 Crmcok TeHoB cM. ipriokenue Ne 1 k mpaiic-mmcty p-1

coekrpa" TpeGyercst KIMHUYECKHIT IMUKPU3

KJIUHUYECKHU K30M: CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X 1

IManean "HepBHO-MbILIEYHbIE Bepuukaiueii mo Courepy 29900 Cl17p 45-60

3a60ieBanus" Crucok reHoB cM. npuiioxenue Ne 1 k mpaiic-aucty p.I




KJIUHUYECKUN YK30M:

CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X 1

Maneas "HeiipoaerenepaTHBHbIE Bepuduraiueii mo Courepy 20900 | ci7q | 40
3a6oaeBanms" Criucok reHoB cM. npuiioxenue Ne 1 k mpaiic-aucty p.I
Tpedyercsi KIMHUYECKHIT IMHKPH3
KJIMHUYECKHUU DK30M: CEKBEHUPOBAHUE CO CPEIHEH KPaTHOCTBIO MOKPHITUS OT 70X 1
Mauean "HaciencTBenubie Bepudukarmeii o Courepy 29900 clyr | 4560
3aG0IeBanust ras" Crucok reHoB cM. npuioxenue Ne 1 k npaiic-1ucTy p.a
Tpedyercsi KIMHUYECKHI IMUKPU3
KJIUHUYECKHUHU DK30M: CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U
Manens "HaciencTBeHHbIE Bepudukanueit no Canrepy 29900 C17s 45-60
3260JIeBANMS MOYEK" Crucok reHoB cM. npuoxenue Ne 1 k mpaiic-1ucTy p.a
Tpedyercsi KIMHUYECKHUI IMUKPU3
KJIUHUYECKHUHU K30M: CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U
Manens "HaciencTBeHHbIE Bepudukauueit no Caurepy 29900 C17t 45-60
3a00.eBaHus cepaua" Crucok TeHoB cM. npriioxenue Ne 1 k mpaiic-mucty p.I
Tpedyercsi KIMHUYECKHUI IMUKPU3
KJIUMHUYECKHUH DK30M:
IManens "HaciiencTBeHHbIE CEKBEHHPOBAHHE CO CpeIHEN KPAaTHOCTBIO MOKPHITHS OT 70X U 45-60
HAPYIIEHHs PeNPOAYKTHBHOI Bepudukanueii mo Canrepy § 29900 Cl7u o1
creremur” Criucok TeHoB cM. npriioxenue Ne 1 k mpaiic-mucty
Tpedyercsi KIMHUYECKHI SMUKPU3
K‘HI/IHI/I:IECKHH IK30M: CEKBEHHPOBAHKE CO CPEIHEH KPAaTHOCTBIO MOKPBITHS OT 70X 1
Ianeas "HacneacTeeHHnble Bepuukanueii o Courepy 29900 Cl7v 45-60
3200/1¢BaHHA KETYTOYHO- Criucok reHoB cM. mpriioxkenue Ne 1 k mpaiic-mucTy p.-a
KHIIEYHOro Tpakra' Tpebyercst KIMHUYECKUI JNHKPHU3
KJINHUYECKHNHU DK30M. IlaHeapb | CeKBEeHHPOBaHHE CO CpemHEH KPATHOCTBIO IIOKPHITHS OT 70X U
reHeTHIecKoi Bepuukauueii no Conrepy 3 29900 cigp | 4560
NPEIPACIIOI0KEHHOCTH K PA3BHTHIO CHHCOK T€HOB CM. NPHIOKEHHE Ne 1 k npaiic-nucty p.I
HACJIEACTBEHHBIX KAPAMOMHONATHI Tpebyercst KIHHUIECKHI NHKPH3
NGS cekBeHHPOBaHHE BBICOKAsI 4yBCTBUTEIBHOCTH C ITyOMHOM mokpbiTHs 150-200x 45-60
"Mueonanas naneab - 40 reaop" TpebyeTcst KIMHIYECKUIT SNMUKPU3 28000 C19 o1
NGS cexBeHnpoBanue CBEPXBBICOKAsi YyBCTBUTEIBLHOCTH ¢ T1yonHO# mokpertust 1000-2000x 45-60
"Mueaonauas naneib - 40 renos" Tpebyercsi KIMHUYECKUI INMUKPU3 45000 Cl19a o1
BEPUO®UKALIUSA 11O COHI'EPY ITOCJIE NGS
[Touck BBISIBICHHOH B TAaHHOW ceMbe OJIHOM MyTallu y pojcTBeHHuKa (mocie NGS B Hamiel 3000 BCI 14-28
naboparopun) p.a
ITouck BBISIBJIEHHOH B TaHHOW ceMbe OJIHOUM MyTaIiu y pojacTBeHHuKa (mocne NGS B Hamei 1500 BCla 23
naboparopun) (JJonomautensHo k yeiayre BC1 3a kaXI0T0 CIEAYIONIETO YeI0BEKa) p-A
[Touck BBISIBJICHHOH B JAHHOW ceMbe MyTalluu y poACTBeHHUKA (1ocie NGS gaHHbIe U3 JIT000H 5000 BC2 28-35
naboparopun) p.a
[Touck BBISIBJICHHOH B IAaHHOW ceMbe OJIHOUM MyTaluu y poacTBeHHUKa (ocie NGS, nanubie u3 1060 2500 BC2a 28-35
naboparopun) (JJonomautensHo k yeiayre BC2 3a kaXJI0r0 CIEAYIONIETO YeI0BEKa) p.a
[penaranpuas JJHK-nuarnoctuka B cembe (ocine NGS B Harieil 1abopatopun) 5000 BC3 14-21
p.-A
[Ipenaransuas JJHK-nuarnoctuka B cembe (mocie NGS mannbie u3 mo0oii 1abopatopun) 28-35
8000 BC4
p.A
BUOMH®OPMATHUYECKHUIN AHAJIN3 JAHHBIX JIABOPATOPUEN KJIMHUYECKOMN
BUOUH®OPMATHUKHU CLINBIO IO PYKOBOACTBOM ®EJIOPA KOHOBAJIOBA
DKCMepTHBIN aHaIN3 JaHHBIX CCKBEHUPOBAHHMS MMOJHOTO 3K30Ma, KITHHHYECKOTO 3K30Ma MJIM TeHHOMN MaHeIn
JlaGopatopueit kinHn4eckoi ononHdopmarku ClinBio mon pykoBoactBom denopa Konosanosa. /s 14-21
uccre0BaHus HeoOXoauMBl TaHHbIe B popmate FASTQ, a Takke obe3nnyeHHas KIMHUICCKAs HHPOPMAITHSL. 7500 BU1 pu

AHanu3 KauyecTBa JaHHBIX BKIIIOYCH (He BKJIFOYAET B cebs KIIMHUYCCKYIO UHTEPIPETALNIO BPAYOM KIIMHUYCCKUM
TCHCTHUKOM.

BUOUMH®OPMATHUKA N KIMHUYECKASA UHTEPITPETALIUA JAHHBIX CEKBEHUPOBAHU S

Buonnpopmarnueckas o0paboTka U KIMHHYECKasi HHTEPIPETalys JaHHbIX ceKBeHUpoBanus B popmare FASTQ,
noydeHHbIX MetogaMu MPS (NGS) B apyrux mabopaTopusix.

8000

B+ UT

21p.n

Knnangeckas MHTepIIpeTalys JaHHBIX CEKBEHHPOBAHUS 1TociIe OHOMH(pOpMaTHIECKOH 00pabOTKH BpauoM
KIMHIYECKUM I'€HETUKOM.

4000

T

10-14
p.A




JIAATHOCTHUKA TSKEJIBIX BPOKJIEHHBIX TATOJOTI WM, TPYIINA 3-IIMI

Aonorpodus ceryaTku, TuN PpaHyecKeTTH

[Touck Hanbosnee yacTeix MyTaiuii B reie ABCA4 9000 181 1?3-51
Aiikapau-I'yThepeca cuHApOM

ITouck vacteix mytanuit B renax TREX1, RNASEH2B, ADAR 9500 72.35 21lp.n
Akcendenbaa-Purepa cungpom

Touck myTtanuii B rene PITX2 15 500 76.22 21p.n
ITouck myranuii B rene FOXCl1 10500 72.37 21p.n
Tlouck BBISIBIICHHOH B IaHHOW CEMbE MYTAallUH Y POJICTBEHHHKA 8600 3.125 21p.n
AJIbOMHH3M I71a30K0KHbBII

Tounck mytanuii B ree TYR 12000 77.4 21p.n
Tlouck BBISIBIICHHBIX B JAHHOM CEMbe MyTalMil Y POJCTBEHHUKA 8600 4.2 21p.n
AJibCTpeMa CMHAPOM

Touck myTaruii B "ropsiunx" yaactkax rena ALMS1 9500 72.31 21p.n
Tlouck BBIABIEHHBIX B JaHHOM ceMbe MyTalUil y pOACTBCHHUKA 8600 4.59 21p.n
AHJepceHa CHHIPOM

TTouck mytanuii B rene KCNJ2 11 000 73.5.1 21lp.n
Tlonck BBISIBICHHOH B JaHHON C€Mbe MYTAllMH Y POACTBEHHUKA 8600 3.64 21p.n
Anemus Jlaiimonga-biaexdena

ITouck myrauuii B rene RPS19 12000 77.14 21lp.n
Tlouck BBISIBICHHOH B IAHHON CEMbE MYTAILMK Y POACTBEHHUKA 9600 3.1 21p.n
AnTiau-bukciaepa cunapom

Touck myTaruii B 9x30He 9 rena FGFR2 9000 75.19 21p.n
Anepa cuHApOM

Tlouck HanbGoee yacTeix MyTanuii B reae FGFR2 9700 1.5 14 p.n
Apta cuHapOM

[Mouck myraruii B rene PRPS1 16 500 76.8.2 21lp.n
Tlonck BBISBIEHHOH B JaHHOH ceMbe MYTAIllU Y pOJCTBEHHHKA 8600 3.65 2lp.n
ApTporpuno3 auctanbHblii (cuHapoM Ppumena-1llengona)

IMouck yacTeix MyTarnmii B rene MYH3 10500 79.34 21lp.n
Ilonck BBISBIEHHOH B JTaHHON ceMbE MYTAIlMU Y POJICTBEHHHUKA 8600 34 2lp.n
Arakcusi @puapeiixa

[Mouck Hanbosnee yacThix MyTanuii B rene FXN 8700 1.22 1?)_51
[Touck myranuii B rene FXN 12000 77.13 21lp.n
Atakcusi, Xopesi, CyIOPOrH U AeMeHIHs

TTonck gacteix myTtammii B reHe ATN1 9500 2.52 li_il
ATpodus 3puTesibHOr0 HepBa Jledepa

[Tonck 3-x yacTeIx MyTanuii MutoxoHapuansHoi JTHK 8500 2.43 l?)-il
IMouck 12-T1 yacThIX MyTaluii MuToxoHapuaasHoi JJHK 9500 72.28 21p.n
ATpodus 3pUTEJbHOr0 HEPBA € TIIyX0TOM

[Touck MyTanuii B «ropssuux» y4dactkax rea OPA1 9500 79.26 21p.n
AyTOMMMYHHBIH UM} onpodepaTHBHBINA CHHIPOM

[Tonck MyTanuii B «ropstunx» ydactkax resa FAS 10000 75.15 21p.n
Iouck myranuii B rene FAS 17500 82.6 21p.n
Ilowck BBISBIEHHOH B JTAHHON CEMbE MYTAIlMU Y POJCTBEHHHKA 8600 3.7 2lp.n
AyTOMMMYHHBIH NOJMIHAOKPUHHBIN CHHAPOM

Ionck myranuii B rene AIRE 29 000 74.6 30p.n
ITouck BBUIBICHHBIX B JaHHOW CEMbE MyTallUil y pPOJCTBEHHHKA 8600 4.82 21p.n
Adazusi neppru4Has Nporpeccupyomas

IMouck myrauuii B rere GRN 14500 88.11 21p.n




[Touck BBISIBACHHOI B TaHHOM CeMbe MYTALU Y POACTBEHHUKA 8600 3.8 21p.n
AxoHaponIazus

ITouck Hanbonee yacTeix MyTaiuii B reie FGFR3 9700 1.18.1 1?3-51
Bannepa-I'eposbaa cunapom

ITouck myraumii B rene RECQL4 24000 84.27.2 21lp.n
Tlouck BBISIBIICHHBIX B JAHHOH CEMbE MyTallil Y POACTBEHHUKA 8600 4.80 21p.n
Banasn-Paiinun-PyBanbkada cunapom

Tounck mytaruii B ree PTEN 18500 81.6.3 21p.n
Tlouck BBISIBIICHHOM B IaHHOW CEMbE MYTAallUH Y POJICTBEHHHKA 8600 3.66 21p.n
Bapra cunapom

Touck myTtanuii B rene TAZ 14500 88.1.2 21p.n
Ilouck BBIABIECHHOH B JAHHOU CEMbE MYyTallUU Y POJCTBEHHHUKA 8600 3.67 21p.n
Becra 0oJ1e3Hb

Iounck myrammii B rene BEST1 20000 83.10.1 21p.n
Bbépra-Xora-/Ipr00a cuHapomM

Touck mytaruii B reie FLCN 24000 84.13.2 21p.n
Tlonck BBISIBICHHOH B JaHHON CeMbE MYTallH Y POACTBEHHHKA 8600 3.68 21p.n
Baedapodumo3, 00paTHBIN INUKAHT U NITO3

Tonck mytanuii B rene FOXL2 10500 79.38 21p.n
Tlouck BBISIBIICHHBIX B JAHHOM CEMbE MyTalMil Y POJCTBEHHUKA 8600 3.145 21p.n
Buaoxa-Cyabudeprepa cHHIPOM

Touck wacteix myTanuii B rene IKBKG 9500 2.47 1?)_;1
Jlaitonu3anust X-XpoMOCOMBI Y IEBOYCK 8600 10.1 1?)_51
Bayma cunapom

Tonck wacteix MmyTaruii B reie RECQL3 9500 2.48 1?)_51
BoxoBoii amuoTpoduueckmii ckiiepo3

TTonck mytanuii B rene SOD1 12000 77.27 2lp.n
Iownck vacteix mytanmii B rene C9ORF72 10700 1.23 li_il
Tlonck BBISBIEHHBIX B TAHHOW CEMbE MYTALlUH y POACTBEHHUKA 8600 4.6 2lp.n
Boysna-Konpaau cunapom

[Mouck mytarnwuii B rene EMG1 11000 73.23 21lp.n
Ilonck BBISBIEHHOH B JTaHHON ceMbE MYTAIlMU Y POJICTBEHHHUKA 8600 4.37 2lp.n
Bpaxuagakruaunsa

Tonck mytanuii B rene HOXD13 11000 73.14.2 2lp.n
ITouck mytanuii B 3x30Hax 8 u 9 rena ROR2 9500 72.2 21pa
ITouck myranuii B reae NOG 9000 75.32.2 21pa
ITouCk BBIABICHHOMN B JAHHOW CEMbE MYTAllMM y POJCTBEHHUKA 8600 317 21 p.r
BnépHcTaga cuHapom

Tlonck myranuii B rene BCS1L 11 700 73.15.1 21 p.x
[Tonck BBISIBIIEHHBIX B JaHHON CEMbE MYyTallUil Y pOJCTBEHHHKA 8600 438 21 p.r
BaappaenOypra cunapom

[Touck myranuii B rene PAX3 17 500 82.1.1 2lp.n
Iownck xpynHbIX nenennit / qyrumkanmid B rerax PAX3, MITF, SOX10 11000 5.30 2lp.n
[Touck BBIABICHHOH B JaHHOIT CEMbe MYTallUH Y POJICTBEHHUKA 8600 3.70 2lp.n
Baappaen0Oypra-1llaxa cungpom

IMouck myrauuii B rene EDNRB 15 500 76.4.1 21p.n
ITouck BBUIBICHHBIX B JaHHOW CEMbE MyTallUil y POJICTBEHHUKA 8600 4.39 21p.n




Ban nep Byaa cunapom

[Touck myrauwuii B rene IRF6 18500 81.11.1 21p.n
Ilouck BBIABIECHHOH B JAHHOU CEMbE MYTallUU Y POJCTBEHHHUKA 8600 3.71 21p.n
BestokapauogpanuajibHblii CHHIPOM

INonck nemenwii B pernone 22911 11000 581 21p.n
Buancona-KonoBasioBa 6oJie3Hb

Touck 12-ti Hanbomnee yacTpix MyTanuii B reie ATP7B 10700 14 1;:_5[1
Tlouck BBISIBIICHHBIX B JAHHOM CEMbE MyTalMil Y POJCTBEHHUKA 8600 4.7 21p.n
BuibsiMca cuHApOM

ITouck nenenuii B peruone 7q11 11000 5.9 21p.n
Buckorra-Oaapuya cHHAPOM

ITouck myranuii B rene WAS 16500 76.6.1 21p.n
Tlouck BBISIBIICHHOH B IaHHOW CEMbE MYTAallUH Y POJICTBEHHHKA 8600 3.72 21p.n
BpoxaeHHasi HeYYBCTBHTEJIbHOCTD K 00JIM ¢ aHTHAPO30M( BPOKIEHHAsI CEHCOPHAs HeliponaTus ¢

anruapo3om, HSAN4, CIPA)

Tounck mytarumii B rene NTRK 1 24000 84.10.1 21p.n
Tlouck BBISIBIICHHBIX B JAHHOM CEMbE MyTalMil Y POJCTBEHHUKA 8600 4.10 21p.n
BpokaeHHOi IeHTPaIbHOW FMIOBEHTHISAAIIMY CHHIPOM

Tonck wacteix MmyTarmii B reie PHOX2B 9500 242 1?)_;1
TTouck myranuii B rene PHOX2B 11000 73.32 21lp.n
T'annepBopaena-lllnaTua 6o/1e3Hb

Ionck HanbGonee yacThx MyTanuii B rene PANK2 9000 75.8 21p.n
T'esieopusuueckas AucnIasus

Tlouck mytaruii B rene ADAMTSL2 35000 85.10 30 p.o
ITouck BBIABIEHHBIX B JaHHOM ceMbe MyTallUi y pOACTBCHHUKA 8600 411 21p.a
I'emoduaus

IMouck 3K30HHBIX JieNenunii U 4acThIX HHBepcHi B reHe F8 nmpu remodunmmm A 10000 5.25 21p.n
[Nownck myranuii B reHe F9 mpu remodmmmn B 15500 76.2 2lp.n
IMouck BBISIBICHHOI B TaHHOH CeMbe TOYKOBOI MyTaIlMH Y POJICTBEHHUKOB 8600 3.19 21p.n
I'enuTonaTe/UIsIpHbIA CHHIPOM

[Nownck myrarnuii B 3x30He 18 rena KAT6B 10000 73.30.2 2lp.n
INouck BBISIBIEHHOI B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 8600 3.144 21p.n
I'epmancku-Ilyaiaka cuHapom

IMowuck yacTeix MyTaruii B reae HPS1 9500 79.32 21lp.n
I'epctmanna-LlTpeycciepa-1leiinkepa 60/1e3Hb

[Nownck myraruii B rene PRNP 11500 72.11.1 2lp.n
IMouck BBISIBIEHHOI B TJaHHOHM CeMbe MYTallH Y POACTBEHHHKA 8600 3.11 21p.n
I'uppouedanus, 00yc/ioBjIeHHAS BPOKIeHHHBIM cTeH030M CHJIbBHEBA BOAONPOBOJA

[Touck myranuii B rene LICAM 35000 85.13.2 21p.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYyTalllU Y POJCTBEHHHKA 8600 3.127 2lp.n
M'unep-IgD cunapom

[Mownck myranuii B "ropsunx" ydactkax rera MVK 10500 79.25 2lp.n
[Mownck myramuii B reae MVK 20 000 83.11.2 2lp.n
[Touck BBISIBICHHBIX B JAHHON CeMbe MyTalUi y pOJICTBEHHHUKA 8600 412 2lp.n
I'unep-IgM cunapom

[Touck myranuii B rere CD40LG 11000 77.3 21lp.n
[ownck BBISBIEHHO B JaHHOH ceMbe MYTalllU Y POJCTBEHHUKA 8600 3.20 2lp.n
I'unepxannemMuyeckuii nepuoaNYecKii Napajauy

IMouck mytanmii B ax30Hax 13 u 24 rena SCN4A 10 000 73.24 21p.n
I'uneprpoduyeckas KapAMOMHONATHS

IMouck myranmii B rere TNNT2 24000 84.4.1 21p.n




ITouck BBISIBICHHOH B JTaHHON CEMbE MYTALlH Y POACTBEHHHKA 8600 3.23 21p.n
l'uneppennnanannHemMus ¢ 1epUUUTOM TeTPAruAPOOHONTEPHHA

[Mownck myranwuii B rene PTS 11000 77.8 21 p.n
IMouck myranuii B rene QDPR 15500 76.9 21 p.o
IMownck myrammii B rere GCH1 13500 88.22.2 21 p.n
I'unoxajneMuyecKHii NePHOIMYECKUIA TAPAIHY

[Touck myrauuit B sx30Hax 12, 18, 19 rena SCN4A 8500 72.24 21lp.n
I'unodocharemuyeckuii paxur

IMouck myranuii B rene PHEX 42500 90.10 30 p.o
[Mownck myranuii B rene FGF23 10500 72.44.1 21lp.n
IMouck BBISIBICHHOH B JaHHON CeMbe MYTALH Y POACTBEHHHUKA 8600 3.24 21p.n
I'mnoxonaponazusi

IMownck Hanbomee yacToix MyTtanuii B rene FGFR3 9700 1.18.2 1;}_;1
I'unmeasi-JInaaay cuHapoM

[Mownck myranuii B rene VHL 11500 72.7.1 21lp.n
Awnanu3 uyncia xonuii rena VHL 10000 55 21p.n
IMouck BBISIBICHHOI B TaHHOHM CeMbe TOYKOBOM MyTAaIlMH Y POACTBEHHHKA 8600 3.89 21p.n
I'1a30-3y00-najabueBoii CHHIPOM

IMowuck mytanuii B rene GJA1 10500 72.38.1 21lp.n
IMouck BBISIBICHHOH B JaHHON CEMbEe MYTAIlMH Y POACTBEHHHUKA 8600 3.132 21p.n
I'naykoma BpozkieHHAst

[Touck myrauuii B rene CYP1BI1 10000 73.7.1 21lp.n
I'1aykoMa I0BeHHJIbHAS OTKPBITOYTOJIbHAS

IMowuck mytanuii B rene CYPIB1 10000 73.7.2 21lp.n
I'10MepyolnTO3 MOYeK rHNOIIACTUYECKOT0 THIIA

IMowuck mytanuii B reie HNF1B 18500 81.5 21lp.n
IMouck BBISIBICHHOI B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 8600 3.26 21p.n
I'peiira cunapom

IMouck myrtanmii B rene GLI3 35000 85.2.1 30 p.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 8600 3.114 2lp.n
I'pucuennu cuaapom

[Nownck myrammii B rene RAB27A 11000 7710 21pa
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTallMil y POJICTBEHHHUKA 8600 460 21 pa
Henenun xpomocombl 1p36 cunapom

[Nownck nenenwmii B peruone 1p36 10000 5.10 2lp.n
Jdedpuuur ropmona runousa, KOMOUHMPOBAHHBIN

[Mownck myramuii B reHe PROP1 10500 72.42 2lp.n
ITouck BBISABIEHHBIX B JAHHOW CeMbe MyTallMii Y POJCTBEHHHKA 8600 4.86 21p.n
Jepuuyut HMMYHOr100yJIHHA A

IMouck mytauuit B rene TNFRSF13B 11000 77.25 2lp.n
IToucK BBISABICHHBIX B JAHHOW CeMbe MyTallMii Y POJCTBEHHHKA 8600 4.66 21p.n
JeduuuT KAapHUTHHA CUCTEMHBbII NePBUYHbII

[Touck myranuii B rene SLC22AS5 20000 83.14 21p.n
[Nownck BBISBICHHBIX B JAHHOW CEMbE MYTALlUi y POACTBEHHUKA 8600 4.15 2lp.n
Jedpunnur paxropa F12

[Mownck myranmii B rene F12 17500 82.17.2 2lp.n
[ownck BBISBIEHHO B JaHHOH ceMbe MYTalllU Y POJCTBEHHHKA 8600 4.88 2lp.n
Jxexcona-Beiicca cunapom

IMownck myranmii B 3x30He 9 rena FGFR2 n sk30ne 7A rena FGFR1 9500 79.19 21p.n

Ju [{sxopazku CHHAPOM




IMouck peneunii B peruone 22q11 10000 5.8.2 21p.n
Juactpoduyeckas JucIIa3us

[Touck myrauuii B rene SLC26A2 13500 88.16.1 21p.n
IMouck BBISIBICHHOH B TaHHON CEMbE MYTALlMH Y POACTBEHHHKA 8600 4.16 21p.n
Jucnnasus ge as llaneas: (Atenocreorenes)

IMouck mytarmii B rene SLC26A2 13500 88.16.4 21p.n
Ilouck BBISBIEHHOH B JaHHOU ceMbe MyTalluU Y POJCTBEHHUKA 8600 4.4 21p.n
JucTajbHAasi MOTOPHAs HeHponaTus

IMouck myranwii B rene BSCL2 15500 76.18.1 21p.n
ITouck myTtanuii B ropssuux ydactkax resa TRPV4 10500 72.30.2 21p.n
[Touck BbIIBIEHHON B JTaHHOM CEMbE MYTallMH Y POACTBEHHHUKA 8600 3.29 21pa
JlucTajibHAsl CIUHAIBHAS AMUOTPO(HS BPOKICHHAS C NAPATNYOM AHaA(PArMbl

IMouck myrarwmii B reie IGHMBP2 29500 89.1 30 p.o
IMouck BBISIBJICHHBIX B IAHHOH CEMbe MyTalliii Y POJCTBEHHHKA 8600 478 21pa
JMcTanpHas CHMHAIbHAA aMHOTPOGHs, BPOXKIEHHAs, HEIPOT PecCHPYIOLIast

IMouck MyTarmii B «ropsaux» yuactkax rena TRPV4 8500 72.30 21p.n
Jucxonapocreo3 Jlepu-Beiinisa

IMouck mytarmii B rere SHOX/SHOXY 10000 73.29.1 21p.n
Amnamms yucia kornuit rera SHOX/SHOXY 10000 5.21.1 2lp.n
IMouck BBISIBICHHBIX B JaHHOW CEMbE TOUYKOBOW MyTaluil y POJCTBEHHHKA 8600 3.141 21p.n
Joppmana-Yanapuna cuHAPOM

[Touck myrauuii B rene ABHDS 15500 76.24 21lp.n
IMouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POICTBEHHHKA 8600 4.85 21p.n
Kybep cunapom

Awnanu3 uncia koruii rena NPHP1 10000 5.14.2 21p.n
HNuBepcus noaa 46 XX

Ananus Hannuus SRY rena 8500 2.11.2 1?)_51
IMouck myrauuii B rene SRY 10600 75.7.2 2lp.n
Omnpenenenne yrcna konuit rera SOX9 10000 5.20.1 21p.n
HNuBepcus noJa 46 XY

Awnamm3 Hanmmaust SRY rena 8500 211 li_il
[Nownck myramuii B rene SRY 10600 75.7 2lp.n
IMowuck myrtanmii B rene NRSA1 13500 88.26 21p.n
[Nownck myramuii B rene NROB1 10500 7241 2lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 8600 3.124 li_il
HxTHo3 6y 1i1e3HbIN

[Mownck myramuii B ree KRT2 15500 76.13 2lp.n
[Touck BBISBJICHHOH B JAaHHOM CeMbe MyTallMH Y POICTBEHHUKA 8600 3.33 2lp.n
HxTHO3 BpOKIeHHBI ayTOCOMHO-PELeCCHBHbII

[Mouck myrauuii B rene ALOX12B 20000 83.2 2lp.n
[Mownck myranuii B rene TGM1 20000 83.1.1 2lp.n
[Touck myranuii B rene ALOXE3 29500 89.4 30p.n
IToucK BBISABICHHBIX B JAHHOW CeMbe MyTallMii Y POJCTBEHHHKA 8600 4.57 21p.n
HxTHO3 ByIbrapHbIi

I[Touck yactbix MyTtanuii B rene FLG 9500 79.29 21lp.n
MxTHO3, cIaCTHYeCKAasi KBA/IPUILIErHsl H YMCTBEHHAs OTCTAJIOCTh

IMouck myrauwii B rene ELOVL4 13500 88.28 21p.n
Iouck BBISBIECHHBIX B JAHHOW CEMbe MyTallUi y pOJCTBEHHHUKA 8600 4.69 21p.n

Kamnomennyeckas quciia3usi




IMouck myrauuii B rere SOX9 11000 77.26.1 21p.n
IMouck BBISIBICHHOH B JaHHON CEMbEe MYTALlMH Y POACTBEHHHKA 8600 3.139 21p.n
Kapnenrepa cungpom

IMouck myranmii B rene RAB23 15500 76.14.1 21p.n
ITouck BBIABIEHHBIX B JaHHOM ceMbe MyTallUil y POACTBCHHUKA 8600 441 21p.n
KepaTnTa-uxTHO032-TyroyX0cTH CHHAPOM

[Touck myrauuii B rene GJB2 9500 79.10.2 21lp.n
Kiannneasi-®eiins cHHAPOM

IMouck myrauuii B rene GDF6 9500 72.26.1 21p.n
Koxkkeiina cunapom

IMouck mytaruii B reie ERCC6 42 000 90.1.1 30 p.o
ITouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 8600 3.73 21p.n
KomonnupoBanublii fedpuumut Butamun K-3aBucHMBIX (paKkTOPOB cBePTHIBAHUS KPOBU

IMouck mytarmii B rere VKORC1 9500 72.9.2 21p.n
KoconanocTs BpokaeHHast ¢ nin 6e3 1eHIATA JINHHBIX KOCTEH H/HIIH 3ePKATLHOH MOJUAAKTHIN e

IMouck mytanwii B rere PITX1 10000 73.31 21p.n
IMouck BBISIBICHHO B TaHHOHM CeMbe MyTallM Y POACTBEHHHKA 8600 3.146 21p.n
Kocrenio cunpom

IMowuck mytanuii B kogoHax 12, 13 rena HRAS 9600 75.24 21lp.n
KocTtHas rereponia3usi mporpeccupyouas

IMouck mytanumii B rere GNAS 18500 81.9.3 21p.n
[Mownck BBISIBICHHO B TaHHOHM CeMbe MyTallM Y POACTBEHHHKA 8600 3.35 21p.n
Koynena 6os1e30b

IMowuck myranuii B rene PTEN 18500 81.6.1 21lp.n
IMouck BBISIBICHHON B JaHHON CeMbEe MYTAIlMH Y POACTBEHHHUKA 8600 3.12 21p.n
Kodduna-Jloypu cunapom

IMouck myrtanmii B rene RPS6KA3 42 000 90.9.1 30 p.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MyTallld Y POJCTBEHHHKA 8600 3.75 2lp.n
Komaubero riasa cuHapom

[ownck mynnmkanuii B peruone 22q11 10000 583 21pa
KpannomeraduzapHas 1ucniiasust

[Nownck myTamuii B «ropsunx» yaactkax rera ANKH 9500 79.33 2lp.n
[Nownck myramuii B reHe GJA1 10500 72.38.2 2lp.n
[Mouck myrauuii B rene ANKH 24000 84.19.1 21lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 8600 3.36 2lp.n
Kpannocunocrtos

[Nownck myraruii B reHe MSX2 9500 79.13.2 2lp.n
[Touck myranuii B rere TWIST] 8500 72.29.1 2lp.n
KpannopauuaabHoii 1ucMop¢uu-TyroyXocTH-YIbHAPHOH JeBHALMM KHCTelH CHHAPOM

[Mownck myranwuii B rene PAX3 17 500 82.1.2 2lp.n
I[Touck BBISBICHHOH B JAHHOH CeMbe MyTallMH Y POJICTBEHHUKA 8600 3.76 2lp.n
KpeiiTudeanaa-sIkoda 601e3Hb

[Touck myranuit B rene PRNP 8500 72.11.2 2lp.n
[Nownck BBISBIEHHOI B JaHHOH ceMbE MYTallUU Y POJICTBEHHHKA 6600 3.13 2lp.n
Kpurnepa-Haiiapa cunapom

[Touck myranuii B rene UGT1A1 11000 77.2 21lp.n
[ownck BBISBICHHBIX B JAHHOW CEMbE MYTAaIMi y POJCTBECHHUKA 8600 4.43 2lp.n
Kpy3oHa ¢ YepHbIM aKaHTO30M CHHPOM

[Mownck myrtanwuii B 3x30He 10 rena FGFR3 8600 7513 21 p.n

Kpy3ona cuaapom




IMouck mytarmii B 3x30Hax 7 u 9 rena FGFR2 9500 79.12 21p.n
Jlepmutt-/lykioc 6oJ1e3Hb

ITouck myrauuii B rene PTEN 18500 81.6.2 21p.n
IMouck BBISIBICHHOH B TaHHON CEMbE MYTALlMH Y POACTBEHHHKA 8600 3.14 21p.n
Jlunopuctpodusi ceMeiiHasi YaCTUYHAS

IMouck MyTanmii B «ropsianx» yuactkax rena LMNA 10600 75.10 21p.n
[Touck myrauumii B rene LMNA 20000 83.6.2 21lp.n
ITouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 8600 3.130 21p.n
Maxaa-YaJica CHHAPOM

ITouck myrauumii B rene NLRP3 24000 84.14.3 21lp.n
IMouck BBISIBICHHOH B JaHHON CEMbE MYTALH Y POACTBEHHHUKA 8600 3.77 21p.n
Maxuieona cuHAPOM

IMouck myranuii B rere XK 10000 73.22 21p.n
Manau6yJj0aKkpajibHas JUCIVIA3HS ¢ JJUnoaucTpoduei

[Touck myraumii B 3x30Hax 8, 9 rena LMNA 9600 75.12 21lp.n
Mapunecky-1llerpena cuHapoOM

IMowuck myranuii B rene SIL1 20000 83.18 2lp.n
IMouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POICTBEHHHKA 8600 4.74 21p.n
Mapmajaiaa-CMuta CHHIPpOM

IMowuck mytanuii B rene NFIX 20000 83.17.1 21lp.n
[Mownck BBISIBICHHOH B TaHHOHM CeMbe MyTalliM Y POACTBEHHHKA 8600 3.123 1?)_51
MeBaJjioHOBasi AUy pHst

IMouck mytarmii B ree MVK 20000 83.11.1 21p.n
IMouck BBISIBICHHBIX B JaHHOH CEMbE MyTalMil y POJICTBCHHHUKA 8600 4.19 21p.n
Me3omeanyeckasi ucniiazus Jlanrepa

[Mowuck mytaruii B rene SHOX/SHOXY 10000 73.29.2 21lp.n
ITouck uucna konuit rera SHOX/SHOXY 10000 5.21.2 21lp.n
[Nownck BBISBICHHBIX B TAHHOW CEMbE MYTaIlid y POJCTBECHHUKA 8600 4.83 2lp.n
MeTtremorio0nHeMHust

IMouck Hanbosee yacThix MyTtanuii B rene CYB5SR3 10600 2.25 1?)_51
IMouck myranmii B rere CYBSR3 17500 82.8 21p.n
[Nownck BBISBICHHBIX B JAHHOW CEMbE MYTaIlid y POJCTBEHHUKA 8600 4.20 2lp.n
MeTHarIyTAKOHOBAsI AUy PHST

IMouck mytanmii B rene OPA3 9500 79.30.2 21p.n
Muxkpo¢TajibM H301UPOBAHHbII

[Mouck myrauuii B rene GDF6 8500 72.26.2 21lp.n
Muxkpo(pTajibM ¢ KATApaAKTON

[Mouck myrtauuii B rene CRYBA4 13500 88.6 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYyTallUU Y POJCTBEHHHKA 8600 3.39 2lp.n
Muxkpouedann ¢ KANWIISPHbIMA MaJIb(OPMALMAMHA CHHIPOM

[Mouck myranuii B rene STAMBP 20000 83.20 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYTalllU Y POJCTBEHHHKA 8600 4.87 2lp.n
Munjepa-/[ukepa cuHAPOM

[Mownck nemenwmii B pernone 17p13 10000 5.12 21 p.1
[Touck myranuii B rene PAFAH1B1 24000 84.22 21 p.n
[Touck BBISBJICHHO B JAHHOM CeMbe MyTallMH Y POJICTBEHHUKA 8600 3.120 21 p.n
Muuipost 60J1e3Hb (JinMdenemMma HacaeICTBEHHAS)

[Touck myranuii B rene FLT4 50000 91.1 30p.n
Iouck BBISBIEHHOH B JaHHOU ceMbe MyTallUU Y POJCTBEHHUKA 8600 3.15 21p.n

MMuoOKIOHHUYECKAN TUCTOHUS




IMouck myranwmii B rere SGCE 24000 84.18.1 21p.n
IMouck BBISIBICHHOH B JaHHON CEMbEe MYTALlMH Y POACTBEHHHKA 8600 3.40 21p.n
Muonatuss Muommn

[Mownck wacteix mytanuii B rerax CAPN, FKRP, ANO5, SGCA 9700 1.25.2 1;‘;_21
ITouck BBISBIEHHOH B JaHHOHU ceMbe MyTallUd Y POJCTBEHHUKA 8600 4.67 21 p.n
Muonartus ¢ menponopuﬂeﬁ THUIOB MbIINICYHBIX BOJIOKOH

[Mownck myranuii B rene ACTAL 13500 88.32.2 21lp.n
Muoronuveckasi JucTpodusi

IMownck Hanbomee yacThIx MyTanuii B rene DMPK 8600 2.7 1;‘;_?'
IMouck Hanbosee yacThix MyTanuii B rene ZNF9 8600 2.32 1§-§1
Mmuoronns Tomcena/bekkepa

IMouck gacteix myTtarmii B reie CLCN1 9700 1.17 1;:_;1
IMouck BBISIBICHHBIX B JaHHOM CEMbe MyTalllil y POICTBEHHHKA 8600 4.22 21p.n
MHoskecTBeHHOM 3HI0KPUHHOM HeomIasuu BToporo tuna (MOH2) cuaapom

IMouck Hanbosee yacTpix MyTanuii B 9k30Hax 10, 11 rera RET mpu MDOH2A 9700 79.4 21p.n
IMouck Hanbosee yacToix Mytanuii rera RET npu MDOH2B 8600 2.28 1?)_;1
IMouck mytanwii B 3x30Hax 13, 14 rena RET npu MOH2A 9700 79.24 21p.n
MHokecTBEHHbIE BLIBUXH CYCTaBOB, 3a/1¢P;KKAa POCTA, YepelHO-JIHIeBble AHOMAJIHH H

BPOK/IEHHBIE MOPOKH cepana

[Touck myrauuii B rene B3GAT3 11000 77.22 21lp.n
IMouck BBISIBICHHBIX B JaHHOH CEMbE MyTalMil y POJICTBCHHHUKA 8600 4.64 21p.n
MHokeCTBeHHbIX ITEPUTHYMOB CHHIPOM

[Mowuck mytanuii B reie CHRNG 17500 82.5.2 21lp.n
MHokeCTBEeHHbIX CHHOCTO30B CHHPOM

[Touck myrauuii B rene NOG 9600 75.32.1 21lp.n
MoyaT-BHiIbCOH CHHAPOM

[Nownck myramuii B rene ZEB2 29500 89.12.1 30p.x
MbnueyHasi JMCTPO(dHs BPOKAECHHAS

[Nonck Hanbonee gacteix MyTtanuii B rene FKRP 8600 75.9.1 2lp.n
[Mouck myrauuii B rene FKRP 10500 72.10.1 21lp.n
Mpimeynas JucTpodusi MOSICHOKOHEYHOCTHAS

[Nownck gacteix mytanmii B rerax CAPN3, FKRP, ANOS5, SGCA 9700 1.25 l;;_;l
[Nownck myrammii B rene FKRP 8500 72.10.2 2lp.n
[Nownck myrarmii B rere SGCA 13500 88.25 2lp.n
IMouck mytammii B rere SGCB 13500 88.24 21p.n
[Nownck xpymHBIX nenennii / aymnukanuii B reHax SGCA, SGCB, SGCG, SGCD, FKRP 10000 5.29.1 2lp.n
Mpimeynas guctpodus tun Pykysama

[ownck myranuii B rene FKTN 24000 84.9.3 2lp.n
Mpimeynas guctpogus Imepu-/peiigyca

[Touck myranuii B rere EMD 8600 72.4.2 2lp.n
[Mownck myramuit B reHe LMNA 20000 83.6.3 2lp.n
[Touck myranuii B rene FHL1 17500 82.13.1 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYTaIllU Y POJCTBEHHHKA 8600 3.42 2lp.n
MioHKe CHHAPOM

[Nownck gacteix myTtanwii B reHe FGFR3 9600 75.31 2lp.n
Haxkonienusi HeliTPaJILHBIX JUIHI0B ¢ MHONIaTHel 00/1e3Hb

[Touck myranuii B rene PNPLA2 13500 88.29 21p.n
ITouck BBIABIECHHBIX B JAHHON CeMbe MyTalUil y POACTBECHHUKA 8600 4.84 21p.n

Hanusm MULIBREY




IMouck myTanmii B «ropsanx» yuactkax rena TRIM37 9500 79.14 21p.n
HacneacrBenHast MOTOPHO-ceHCcOpHasi HeliponiaTus (0os1e3nb llapko-Mapu-TyTta) Tan I

IMouck gynnukauuit Ha xpomocome 17 B obnactu rera PMP22 8600 2.1 1?)-;1
IMouck myrarmii B rere GIB1 (Cx32) 9500 79.9 21p.n
[Touck myrauuii B rene MPZ 10000 73.3 21lp.n
IMouck myrarwmii B reae PMP22 10000 734.1 21p.n
[Touck myrauuii B rene EGR2 10000 73.9 21lp.n
[Touck yacteix peueccuBHbIX MyTanuii B renax FGD4, SH3TC2, FIG4, GDAP1 9700 1.15 ]éil
IMouck 4acThIX MyTalMii [BITAHCKOTO TporcxoxkaeHus B renax NDRGI u SH3TC2 8600 2.39 1;:_;1
Hacneacreennast MOTOPHO-ceHcopHasi HeiiponaTtus (6os1e3nb Illapko-Mapu-Tyta) Tan 11

[Mownck HanbGonee yacTeIx MyTanuii B reae MFN2 8600 2.26 1;‘;_?'
[Touck myrauuii B rene GDAP1 13500 88.2 21lp.n
IMouck mytanwii B rere NEFL 13500 88.3 21p.n
HaciencTBeHHast HeHpPONATHS € MOABEP;KEHHOCTHIO MAPAIHYY OT CAaBJIEHHS

Awnanu3 uncia komuii rena PMP22 10000 54 21p.n
ITouck myrauuii B rene PMP22 10000 73.4.2 21lp.n
HacaencTBeHHbI aMHIION103

IMouck mytarmii B rese TTR 11000 73.35 21p.n
IMownck BBISIBICHHOH B TaHHOHM CeMbe MyTallM Y POACTBEHHHKA 8600 3.149 21p.n
IMounck Hanbomee yacThix Mytanuii B rene TTR 9000 32.25 1?)_51
HacneacTBeHHbIH aHTHOHEBPOTHYECKUH 0TEK

IMouck myrtanuii B reae C1NH 15500 76.10 21p.n
IMouck xpymHBIX nenenuii /myrmkanuii B rene CINH 10000 5.17 21p.n
IMowuck yacTeix MyTanuii B reHax F12 u PLG 9500 2.55 21lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTaIllH Y pOJCTBEHHHKA 8600 3.45 2lp.n
IMouck myTtarmii B 3x30Hax 8-9 rena F12 9600 75.33 21p.n
He3apamenne poqHU4KOB

[Touck myraumii B rene ALX4 10000 73.12 21lp.n
HeiipoMHOTOHUS U aKCOHAIbHAS HeliponaTus

[Nownck gacteix MmyTtanuii B reae HIINT1 8600 251 1]‘;_51
IMowuck mytaruii B rene HINT1 10500 72.45 21lp.n
HeiipocencopHasi HeCHHAPOMAJIbLHASI TYTOYXO0CTh

[Nownck gacteix MyTtanuii B rene GJB2 (Cx26) u kpynHbIX Aenenuii B tokyce DFNB1 8600 2.54 l;;_;l
IMouck mytarmii B reae GIB2 (Cx26) 9500 79.39 2lp.n
IMouck yacteix mytanmii B rerax STRC, USH2A, SLC26A4, CLICS (TonbKo npy OTCYTCTBHH JIBYX MYyTalui 14-21
B rene GJB2 (Cx26) 8600 2.57 p.I
[Nownck xpymHBIX nenennii / gymmukanuii B rene STRC 10000 5.27 2lp.n
[Mouck kpymHBIX Aeserui / ayrminkanuii B rene SLC26A4 10000 5.28.1 2lp.n
[Mownck xpymHBIX nenennii / gymmukanuii B rene USH2A 13500 88.31.1 2lp.n
HeiiTponenus Ts:kéj1asi BPOKAEHHAS

[Touck myranuii B rene ELANE 11000 77.12 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYyTalllU Y POJCTBEHHHKA 8600 3.46 2lp.n
HexkoMnakTHOTr 0 J1€BOro Keay104Ka CHHIPOM

[Mownck myramuii B rene TAZ 13500 88.1.3 2lp.n
[Touck BBISBICHHO B JAHHOM CeMbe MyTallMH Y POJICTBEHHUKA 8600 3.79 21lp.n
HemanunoBasi MuonaTus

[Mownck myramuii B rene ACTAL 13500 88.32.1 21p.n
Hedponodrus

Amnanu3 uyncia xkonuii rena NPHP1 10000 5.14.1 21p.n




Hedporuueckuii cunapom

IMouck myrarmii B rere NPHS2 17500 82.15.1 21p.n
[Mouck myraunii B rene NPHS1 35000 85.9 30p.x
ITouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POICTBEHHHKA 8600 4.28 21p.n
HuiimMeren cuHapoM

IMownck Hanbomee yacThIx MyTanuii B reie NBN 9600 25 1;‘;_51
HorTeii-HagK01eHHUKA CHHAPOM

IMouck mytarmii B rere LMX1B 15500 76.21 21p.n
IMouck BBISIBICHHOH B JaHHON CeMbe MYTALH Y POACTBEHHHUKA 8600 3.116 21p.n
HopmoxanuemMuyeckuii nepuogu4ecKui napaainy

IMouck mytarmii B 3x30He 13 rera SCN4A 9600 75.5 21p.n
Hoppu 60s1e30b

IMouck mytanwii B reae NDP 9500 79.2.1 21p.n
Ilouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 8600 3.16 21p.n
OkyJiodapunreajbHasi MbllIe4Has JucTpodus

IMouck Hanbosee yacThIx MyTanuii B rene PABPN1 8600 2.14 1?)_51
Onnua GBBB cunapom

IMouck mytanwii B reae MID1 24000 84.26 21p.n
[Mouck BBISIBICHHO B TaHHOHM CeMbe MYTallH Y POACTBEHHHKA 8600 3.138 21p.n
Ociepa-Peniio-Bedepa cunapom

IMownck myrtanuii B rene ENG 18500 81.14 21p.n
[Nownck BBISIBICHHOH B TaHHOHM CeMbe MyTallM Y POACTBEHHHKA 8600 3.115 21p.n
OcTeou3 KapnoTap3ajbHblii, MyJIbTHIEHTPHYECKUI

IMowuck myranuii B reie MAFB 9500 79.36 21lp.n
OcTeoneTpo3 peneccuBHbIN (MpaMopHas 00/1e3Hb KOCTeil)

[Nownck Hanbonee gacteix Mytanuii B reae TCIRG1 9600 2.20 1?)_;1
[Nownck myranwuii B rene TCIRG1 24000 84.15 2lp.n
[Nownck BBISBICHHBIX B JAHHOW CEMbE MYTaIlid y POJICTBEHHUKA 8600 4.29 2lp.n
Oxno cungpom, SBBYSS Bapnant

[Nownck myranwuii B 3x30He 18 rena KAT6B 10000 73.30.1 2lp.n
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTallMil y POJICTBEHHHUKA 8600 3.143 21p.n
IMannucrepa cuHAPOM

IMowuck myTaruit B rene TBX3 15500 76.1 21lp.n
IMouck BBISIBIEHHOI B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 8600 3.80 21p.n
Manamncrepa-Xoaaa CHHAPOM

IMouck myrtanmii B rene GLI3 35000 85.2.2 30 p.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbE MYTalllU Y POJCTBEHHHKA 8600 3.81 2lp.n
IeiiTna-Erepca cunapom

[Mownck myramuii B rene STK11 18500 81.17 2lp.n
ITouck BBIABICHHOH B JaHHOI CEMbE MyTallUH Y POJICTBEHHUKA 8600 3.142 21p.n
IlepBuyHas runeprpoduyeckas ocTeoapTponaTus (MaXuAepMoONeprHocTo3)

[Mownck myraruii B rere HPGD 15500 76.11 2lp.n
IToucK BBISABIEHHBIX B JAHHOW CeMbe MyTalliii Y POJCTBEHHHKA 8600 4.58 21p.n
IlepBuy4Hast Iero4Hasi TUNEPTEH3US

[Touck myranuii B rene BMPR2 29500 89.8 30p.n
[ownck BBISBIEHHO B JaHHOH ceMbe MYTalllU Y POJCTBEHHHKA 8600 3.50 2lp.n
I[epuonuyeckasi 601€3Hb

[Touck uacteix myTtanuii B ok3one 10 rena MEFV 8700 1.7 1;‘;_21
[Touck myrauuii B rene MEFV 20000 83.4 21p.n

IMurmenTHas AereHepanus ceT4aTku




IMouck myranmii B reae RP2 11000 77.6 21p.n
IMouck myrarmii B rere RHO 10000 73.27.1 21p.n
IuxnoAM30CTO3

IMouck myrarmii B rere CTSK 13500 88.19 21p.n
ITouck BBIABIEHHBIX B JAHHON CEeMbe MyTalluil y pPOJACTBCHHUKA 8600 4.30 21p.n
ITHeBMOTOpAaKC NEePBUYHBIN CIOHTAHHBIN

[Touck myraunmii B rene FLCN 24000 84.13.1 21lp.n
ITouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 8600 3.52 21p.n
ITox0/IEHHOT0 NTEPUTHYMA CHHAPOM

[Touck myrauuii B rene IRF6 18500 81.11.2 21lp.n
IMouck BBISIBICHHOH B JaHHON CeMbe MYTALH Y POACTBEHHHUKA 8600 3.82 21p.n
IoaunaakTHINsa

IMouck myTarmii B peryastopaoM 3inemente ZRS rena SHH 9500 79.28 21p.n
IMouck myrarmii B rene GLI3 35000 85.2.4 30 p.o
Ilouck BBISBIEHHOH B JaHHOHU ceMbe MyTallUU Y POJCTBEHHUKA 8600 3.53 21p.n
ITonTonEpede/IIPHAs THIONIA3HS

IMownck myrtanwii B rere VRK1 20000 83.16 21p.n
IMouck yacteix myTtanmii B rene TSENS4 9600 2.58 1?)_51
IMouck BBISIBICHHBIX B JaHHOH CEMbE MyTallMil y POJICTBCHHHUKA 8600 4.63 21p.n
MoTouxku-JIyncku cHHAPOM

IMouck gymnukauuii B peruone 17p11.2 10000 5.16.2 21p.n
Ioueynas agucnnasus

IMouck myrarmii B ree UPK3A 13500 88.23 21p.n
[Touck myrauuii B ax3onax 10, 11, 13, 14, 15 rena RET 11000 77.11.3 2lp.n
IMouck BBISIBICHHOHN B JAHHON CEMbE MYTALlUH Y POJACTBEHHHUKA 8600 3.54 21p.n
IIporepust XaTunncona-I'niapopaa

IMouck myrtanmii B rere LMNA 20000 83.6.5 21p.n
IlceBaoaxonaponIa3us

[Nownck Hanbonee gacteix Mytauuii B rene COMP 8600 2221 li_il
IlceBaoKCaHTOMA dJIacCTHYECKAS

IMowuck vacTeix MyTaruii B reie ABCC6 8600 75.23 21lp.n
[Nownck myranuii B rene ABCC6 53000 92.3 30p.x
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTallMil y POJICTBEHHHUKA 8600 4.32 21p.n
aiippepa cuaapom

[Nownck myrarmuii B ax30Hax 7, 9 rera FGFR2 u sx30ne 7A rena FGFR1 8500 72.16 2lp.n
Padaommou3 (MHOII00MHYPHS)

[Mownck myranwuii B rene LPIN1 42000 90.4 30p.x
IToucK BBISABIEHHBIX B JAHHOW CeMbe MyTallMii Y POJCTBEHHHKA 8600 4.33 21p.n
Pernnommsuc

[Mownck myranuii B reHe RS1 13500 88.15 2lp.n
I[Touck BBISBICHHOH B JAaHHOM CeMbe MyTallMH Y POJICTBEHHUKA 8600 3.57 2lp.n
Perra cunapom

[Touck myranuii B rere MECP2 11000 77.21 2lp.n
ITouck nenernmii rena MECP2 10000 5.11 2lp.n
PoOuHoBa cuHaApOM

[Mouck mytanuii B rene ROR2 24000 84.23 21lp.n
[ownck BBISBIEHHBIX B JAHHOW CEMbE MYTaIlMid y POJCTBECHHUKA 8600 4.65 2lp.n
PormyHnna-TomceHna cuHApOM

[Touck myrauuit B rene RECQL4 24000 84.27.1 21p.n
ITouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POJICTBEHHHUKA 8600 4.79 21p.n




Pyonnmreiina-Teii0n cuHIpOM

IMouck peneunii B peruone 16p13 10000 5.13 21p.n
CemeiiHasi nepuoInYecKasi JHX0PajKa

IMouck myrarmii B reie TNFRSFIA 13500 88.14 21p.n
Ilouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 8600 3.59 21p.n
Cemeiinblii remogarouuTapHbii JUMGOrucTHOUUTO3

IMouck Hanbosee yacTpix MyTtanuii B rene UNC13D 8600 2.33 1;‘;_?'
IMouck mytanuii B rere UNC13D 35000 85.6 30 p.o
IMouck myranmii B rere PRF1 11000 77.9 21p.n
[Touck myraumii B rene STX11 9500 72.15 21lp.n
IMouck mytanuii B rere STXBP2 24000 84.12 21p.n
ITouck BBISBIEHHBIX B JAHHOW CEMbe MyTallli y pPOJCTBEHHUKA 8600 4.34 21p.n
CeMeiiHblif MeAyJJISIPHBII PaK IMTOBUIAHOM KeJie3bl

[Touck myrauuit B ox3onax 10, 11, 13, 14, 15 rena RET 11000 77.11.1 21lp.n
ITouck peaxux Myranuii B 9k30Hax 5, 8 rena RET 8500 79.27 21p.n
CeMeiiHblii X0/1010B0M ayTOBOCHATUTEIbHBIA CHHAPOM

ITouck myrauumii B rene NLRP3 24000 84.14.2 21lp.n
IMouck BBISIBICHHON B JaHHON CeMbEe MYTAIlMH Y POACTBEHHHUKA 8600 3.60 21p.n
Cenunopa-Jlokena cunapom

Amnanu3s uncna xoruii rena NIHP1 11000 5.14.3 21p.n
CeHcopHasl noJIMHelponaTus (BPOK/IeHHAs HeYyBCTBUTEJIbHOCTD K 00J11)

IMouck myranwii B rene NGF 11000 73.6 21p.n
IMouck BBISIBICHHON B JaHHON CeMbEe MYTAIlMH Y POACTBEHHHUKA 8600 3.61 21p.n
Cenro-onTnyecKkas AUCILIA3ASA

IMouck mytarmii B rere HESX1 9500 72.34 21p.n
[Mownck BBISIBICHHO B TaHHOHM CeMbe MyTallM Y POACTBEHHHKA 8600 3.119 21p.n
Cerpe-HoT3eHa CHHAPOM

[Nownck myraruii B rere TWIST1 8500 72.29.2 2lp.n
IMowuck vacTeix MyTanuii B reHe FGFR3 7600 75.31.2 21lp.n
Cumncona-T'onadn-bBemens cunapom

IMowuck myraruit B rene GPC3 18500 82.12 21lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 8600 3.83 2lp.n
Cungpom CINCA

IMouck myrauumii B rene NLRP3 24000 84.14.1 21lp.n
[Nownck BBISIBIEHHOH B JaHHOH ceMbE MYTalllU Y POJCTBEHHHKA 8600 3.62 2lp.n
Cunapom CRASH

[Nownck myranuii B rene L1CAM 35000 85.13.1 2lp.n
I[Touck BBISBICHHOH B JAaHHOM CeMbe MyTallMH Y POJICTBEHHUKA 8600 3.126 2lp.n
Cunapom ESC

[Mownck myranuii B reHe NR2E3 13500 88.4.1 2lp.n
IToucK BBISABIEHHBIX B JAHHOW CeMbe MyTallMii Y POJCTBEHHHKA 8600 4.35 21p.n
Cungpom MASA

[Touck myranuii B rene LICAM 35000 85.13.3 21p.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbe MYyTallUU Y POJCTBEHHHKA 8600 3.129 2lp.n
Cunapom RAPADILINO

[Touck myranuii B rere RECQL4 24000 84.27.3 21lp.n
[ownck BBISBICHHBIX B JAHHOW CEMbE MYTAaIMi y POJCTBECHHUKA 8600 4.81 2lp.n
Cunapom TAR

[Touck myrauuii B rene RBMS8A, Bkitouast KpynHele Jeenun 13500 88.20 21p.n
ITouck BBISIBICHHBIX B JaHHOH CEMbe MyTallMi Y POJACTBEHHUKA 8600 4.36 21p.n

CKal’ly.]'lOl'lepOHeaJ'leaﬂ MHUONIATHUSA




IMouck myrtarmii B rene FHL1 18500 82.13.2 21p.n
CMmut-MareHuc CHHAPOM

[Touck neneuutii B peruone 17pl11.2 11000 5.16.1 21p.n
CMmura-Jleman-Onuna CHHAPpOM

[Touck myrauuit B rene DHCR7 18500 81.4 21lp.n
IMouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POICTBEHHHUKA 8600 4.46 21p.n
CnunanbHas amuorpodus tuns!i I, 1T, IT1, IV

IMouck menennii B rere SMN1 (ToabKO 17151 GOIBHOTO) 8700 1.2 ]éil
Omnpenenenue yucna komnuii renoB SMN1, SMN2 11000 5.24 1;:_;1
AHann3 HOCHTENbCTBA CHMHAIBHOW aMUTpOohHn 11000 5.3 ]éil
AHann3 HOCUTENbCTBA CHMHAIBHOW aMUTPOQHN IJISI CYTPY>KeCKoi nmapsl (2 ger) 18000 77.15 1;‘;_?'
IMownck myrtanmii B rere SMN1 (ToJIBbKO ITPpU HATMYUN OJHOI KOITUH TeHa) 18500 82.14 21p.n
ChnuHanbHas U 0yJab0apHasa amuoTpodust Kennenn

IMouck Hanbosee YacThIX MyTanuii B rene AR 8600 2.8 1?)_;1
CnuHouepe0eIsApHAst aTAKCUS

IMouck Hanbosee yacTbix MyTanuii B renax ATXNI1, ATXN2, ATXN3 9700 1.14 1?)_;1
[Mowuck HanbGonee yacteix myTtanuii B reie CACNATA 8600 2.38 1?)_51
IMouck Hanbosee yacThix MyTaruii B rene ATXN7 8600 2.44 1?)_;1
IMounck Hanboee yacTbix MyTanuii B rene ATXNS 8600 241 1?)_51
IMouck vacTeix MyTaruii B reae PPP2R2B 8600 2.50 1?)_;1
IMowuck yacTex MyTanuii B reae TPB 8600 2.53.1 1?)_51
Cnonrnogopmuasi JHnedasonaTus ¢ HeHPONCUXHYECKHMH NPOSIBIEHHSIMU

[Nownck myraruii B rene PRNP 8500 72113 2lp.n
CHOHAMIIOKOCTATBHBIN AN30CTO3

IMowuck mytaruit B rene DLL3 15500 76.16 21lp.n
[Nownck BBISBIEHHBIX B JAHHOW CEMbE MYTAIlMH y POJACTBEHHUKA 8600 4.52 2lp.n
Crnonauiaoanuduzapuas qucniaasus (SEDT)

[Nownck myramuii B rene TRAPPC2 npu X -cuemnnenHoit popme 11000 73.11 2lp.n
IMouck BBISIBICHHO B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 8600 3.117 21p.n
CynepakTuBHOCTb (hocopudosnianupodocdar cunTeTa3bl

[Nownck myrarnuii B rene PRPS1 15500 76.8.3 2lp.n
INouck BBISIBICHHOI B TJaHHOHM CeMbe MYTallH Y POACTBEHHHKA 8600 3.94 21p.n
TecTukyasipHo#i (peMUHH3ALUH CHHAPOM

[Mouck mytanuii B rene AR 20000 83.7 2lp.n
[Nownck BBISBIEHHOI B JaHHOH ceMbE MYTallUU Y POJCTBEHHHKA 8600 3.86 2lp.n
TopcHOHHASI AUCTOHUS

[Touck myranuii B rere TOR1A 11000 77.19 2lp.n
TpuxopuHodaiaHreaJbHbIi CHHIPOM

IMouck mytanuit B rene TRPS| 20000 83.12 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbe MYTalllU Y POJCTBEHHHKA 8600 3.96 2lp.n
Tpuuep Koanunza-®panyeckeTTH CHHAPOM

[Mownck myranwuii B rere TCOF1 42000 90.2 30p.x
[ownck BBISBIEHHO B JaHHOH ceMbe MYyTallUU Y POJCTBEHHHKA 8600 3.87 2lp.n
TpoméonuTONEeHNs1 BPOKACHHAS

ITouck myrauumii B rene MPL 18500 82.11 21p.n
ITouck BBISIBICHHBIX B JaHHOW CEMbe MyTalllil y POJIICTBEHHHUKA 8600 4.53 21p.n

Yudeppuxrta-Jlynnoopra 6o1e3Hb




14-21

IMounck Hanbomee gacToix MyTanuii B rene CSTB 8600 2.10 o1
[Touck myrauuii B rene CSTB 8500 72.8 21lp.n
Yokepa-BapOypr cuniapom

IMouck myrauuii B rene FKRP 10500 72.10.3 21p.n
Iouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallUi y pOJCTBEHHUKA 8600 4.61 21p.n
®daTajbHasA ceMeilHasi HHCOMHUS

[Touck myraunii B rene PRNP 9500 72.11.4 21lp.n
IMouck BBISIBICHHOH B JaHHON CEMbe MYTALlUH Y POJCTBEHHHKA 8600 3.98 21p.n
®uépoaucniazus occuPpUIUPYIOMWIAs POrPECCUPYIOINAS

INouck myTtanuii B «ropsauux» ydactkax rena ACVR1 10000 73.21 21p.n
IMouck mytarmii B reie ACVR1, kpoMe «Tropsiuux» y4acTKOB 15500 76.19 21p.n
ITouck BBIABIEHHOH B JaHHOU ceMbe MyTallUU Y POJCTBEHHUKA 8600 3.99 21p.n
®DoxanbHas KoxkHas runomiazus (FopanHa-T'onbua cuHIpom)

[Touck myrauunii B rene PORCN 18500 81.16 21lp.n
ITouck BBISBIEHHOH B JaHHOU ceMbe MyTallud Y POJCTBEHHUKA 8600 3.140 21p.n
X-cuen/eHHasi araMMarJ100y JHHeMust

IMownck myrtanmii B rere BTK 35000 85.3.1 30 p.n
IMouck BBISIBICHHOH B JaHHON CeMbEe MYTAIlMH Y POACTBEHHHUKA 8600 3.104 21p.n
X-cuemyieHHbli JumdonpoandepaTuBHbii cuHAPOM (0oJ1e3Hb JlyHkana, cuaapom IlypTuibo)

IMouck mytarmii B rene SH2D1A 10000 73.2 21p.n
IMouck mytanuii B reae XIAP 17500 82.2 21p.n
IMouck BBISIBICHHO B TaHHOHM CeMbe MyTallM Y POACTBEHHHKA 8600 3.106 21p.n
X-cuenieHHbIii MOTOPHBII HUCTATM

[Touck myrauuii B rene FRMD7 24000 84.11 21lp.n
IMouck BBISIBICHHON B JaHHON CEMbE MYTAllUH Y POJCTBEHHHUKA 8600 3.107 21p.n
X-cuenieHHbIN TsKeJIblii KOMOMHHPOBAHHBI HMMYHOAeGHUIUT

[Touck myrauuii B rene IL2ZRG 11000 73.1 21lp.n
[Nownck BBISIBIEHHOI B JaHHOH ceMbe MYyTallld Y POJCTBEHHHKA 8600 3.108 2lp.n
Xaiiny-YeiiHu cuHAPOM

[Nownck myranuii B a3x30He 34 rena NOTCH2 9500 72.43 2lp.n
IMouck BBISIBIEHHOI B TJaHHOM CeMbe MYTallH Y POACTBEHHHKA 8600 3.150 21p.n
Xonapoaucmiaazusa metapusapuas Tunn Mak-Kplocuka

[Nownck myramuit B reie RMRP 8600 75.22 2lp.n
Xonapoaucmiaszus toueunasi Konpagu-Xonepmana

[Nownck myrarnuii B rene EBP 11000 73.19 2lp.n
XoHIpOKATBINHO3

[Nownck myrarmii B rere ANKH 24000 84.19.2 2lp.n
I[Touck BBISBICHHOH B JAaHHOM CeMbe MyTallMH Y POJICTBEHHUKA 8600 3.101 2lp.n
XopeoaTeTo3, TUMOTHPEOHIN3M H HEOHATAJILHASA bIXaTeIbHAsA HeJOCTATOYHOCTD

[Mownck myramuii B reHe NKX2-1 10000 73.26.2 2lp.n
I[Touck BBISBICHHOH B JAHHOH CeMbe MyTallMH Y POJICTBEHHUKA 8600 3.131 2lp.n
Xopesi 100pokayecTBeHHAsI HACJeCTBEHHAs

[Touck mytanuit B rene NKX2-1 10 600 73.26.1 2lp.n
[Nownck BBISBIIEHHOI B JaHHOH ceMbe MYyTallUU Y POJCTBEHHHKA 8600 3.128 2lp.n
Xopest 'eHTUHITOHA

[Nownck wacTeix MyTanuii B reae TPB 8600 2.53.2 lf;_il
Xopouaepmusi

[Touck myrauuii B rere CHM 29500 89.5 30p.n
Ilouck BBISBIEHHOH B JaHHOHU CeMbE MYyTallUU Y POJCTBEHHHKA 8600 3.102 21p.n

XpoHHyeckas rpaHyJieMaTo3Hasi 00/1e3Hb




IMouck mytanuii B rere CYBB 24000 84.7 21p.n
IMouck BBISIBICHHOH B JaHHON CEMbEe MYTALlMH Y POACTBEHHHKA 8600 3.103 21p.n
LepedpookynopanuockeaeTHbI CHHIPOM
IMouck myrarmii B rene ERCC6 42000 90.1.2 30 p.o
ITouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallUi y pOJACTBEHHUKA 8600 4.55 21p.n
ucTrHO3 HeponaTHYECKH
[Touck myrauuii B rene CTNS 20000 83.19 21lp.n
Iouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallli y pOJCTBEHHHUKA 8600 4.77 21p.n
IIBaxmaHa-/laiiMOH1a CHHAPOM
ITouck yacTeix MyTanuii B rese SBDS 8600 75.29 21p.n
IMouck myranuii B rere SBDS 11000 77.20 21p.n
Iouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallUi y pOJCTBEHHUKA 8600 4.48 21p.n
Illerpena-Jlapccona cunapom
IMouck mytarnmii B reie ALDH3A2 24000 84.24 21p.n
ITouck BBISBIEHHBIX B JAHHOW CEeMbe MyTallUi y pPOJACTBEHHUKA 8600 4.68 21p.n
HInpuntuena-Ionasadepra cuHIpOM
[Touck myrauuii B rene SKI 15500 76.23 21pa
[Touck BbISIBIEHHOH B JTaHHOM CEMbE MYTallUH Y POICTBEHHHUKA 8600 3.135 21pa
Taprapara 60s1e3Hb
[Nouck Hanbonee yacteix MyTanuii B rene ABCA4 8700 182 14-21
p.-I
IK30CTO3bI MHOKECTBEHHBIE
IMowuck mytanwuii B rene EXT1 24000 84.8 21lp.n
IMouck mytarmii B rese EXT2 29 500 89.3 30 p.o
IMownck xpymHbIX nenenui / qymukanui B renax EXT1/ EXT2 11000 5.23 21p.n
IMouck BBISIBICHHON B JaHHON CEMbEe MYTAIlMH Y POACTBEHHHUKA 8600 3.110 21p.n
JKcCyIaTHBHASI BUTPEOXOPEOPEeTHHAIBLHAS THCTPOdHsI
[Nownck myraruii B reHe NDP 8500 79.2.2 2lp.n
IKTOAepMAIbHASI AHTHIPOTUY eCKAS TUCILIA3HS
IMowuck myraruii B rene EDA 18500 82.3 21lp.n
ITouck menenumii B renax EDA, EDAR, EDARADD 11000 5.15 2lp.n
IMouck BBISIBICHHO B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 8600 3.111 21p.n
JKTOAepMAaIbHAS THIPOTHYECKAS TUCIIIIA3US
IMowuck myraruii B rene GJB6 8500 79.7.2 21lp.n
IKTONHsI XPyCTaTUKA
[Nownck gacTeix MyTanumii B reHe FBN1 8600 75.30 2lp.n
IMouck BBISIBIEHHOI B TaHHOM CeMbe MYTallH Y POACTBEHHHKA 8600 3.112 21p.n
Jjepca-/aHI0 CHHIPOM
[Mouck myrauuit B rene FKBP14 10000 73.36 2lp.n
ITouck yactbix Mytauuii B rene PLOD1 8700 1.9 lﬁ-il
I[Touck BBISBICHHOH B JAaHHOM CeMbe MyTallMH Y POJICTBEHHUKA 8600 4.89 2lp.n
OnuIIencus NPorpeccHpyromas MHOKJIOHHYECKAst
[Touck Hanbonee yacTeix MyTanuii B rene CSTB 8600 2.10.2 l?)-il
[Mouck myrauuii B rene CSTB 8500 72.8.2 2lp.n
[Mownck myranuii B rene GS27 14500 88.30 2lp.n
[Touck BBISBICHHO B JAHHOM CeMbe MyTallMH Y POJICTBEHHUKA 8600 4,76 21lp.n
OnuduzapHas IMCIIA3UA, MHOKECTBEHHAS
[Touck myranuii B rene SLC26A2 14500 88.16.3 21p.n
IMouck Hanbomee yactoix Myrtauuii B rene COMP 8600 2.22.2 1?)_21
[Touck BBISIBJICHHBIX B IaHHOM CeMbe MyTalUi y POJCTBEHHUKA 8600 4.56 21p.n




JpHTPOKePATOAEPM U

IMouck myranmii B rere GJB3 8500 79.6.2 21p.n
[Touck myrauuii B rene GJB4 8500 79.11 21p.n
JpUTPOLHUTO3 pelecCUBHbII

IMouck Hanbosee yacThix MyTanuii B rene VHL 8600 231 1;4)_21
IMouck mytarmii B rere VHL 8500 72.7.2 21p.n
Jcko6apa CHHIPOM

IMouck mytarmii B reke CHRNG 18500 825 21p.n
IMouck BBISIBICHHBIX B JaHHOH CEMbe MyTalllil y POICTBEHHUKA 8600 4.49 21p.n




Ipuioxxkenue Ne 1 k npauc-aucry
KJIAHUYECKUM DK30M. [Mauneas "HaciieacTBeHnbie dnuiencun"

AARS, ABCC8, ABCD1, ACADM, ACADS, ACTB, ACTG1, ACY1, ADAR, ADCK3, ADGRG1, ADGRV1,
ADNP, ADSL, AFG3L2, AGA, AHI1, AIMP1, AKT3, ALDH4A1, ALDH5A1, ALDH7AL, ALG1, ALG11,
ALGI12, ALG13, ALG2, ALG3, ALG6, ALGS8, ALGY9, AMACR, AMT, ANKS3, AP1S2, APOC3, APOPT1, APTX,
ARFGEF2, ARG1, ARHGEF9, ARL13B, ARSA, ARSB, ARX, ASAH1, ASL, ASPA, ASPM, ASS1, ATIC,
ATNI1, ATP1A2, ATP1A3, ATP2A2, ATP5A1, ATP6AP2, ATP7A, ATR, ATRX, B3GALNTZ2, BAGALTL,
B4GAT1, BCKDHA, BCKDHB, BCS1L, BRAF, BRAT1, BTD, BUB1B, C120rf57, C50rf42, CACNAIA,
CACNAIH, CACNB4, CASC5, CASK, CASR, CC2D2A, CCDC88C, CCND2, CDK5RAP2, CDK6, CDKLS5,
CDON, CENPE, CENPJ, CEP135, CEP152, CEP164, CEP290, CEP41, CEP63, CERS1, CHD2, CHMP1A,
CHRNAZ2, CHRNA4, CHRNB2, CLCNZ2, CLIC2, CLNS3, CLN5, CLN6, CLN8, CNTN2, CNTNAP2, COAS,
COG1, COG4, COG5, COGk, COG7, COGS, COL18AL, COL4AL, COL4A2, COQ2, COQ4, COQ6, COQ9,
COX10, COX14, COX15, COX20, COX6B1, CPAG, CPS1, CPT1A, CPT2, CREBBP, CSPP1, CSTB, CTSA,
CTSD, CTSF, CUL4B, DARS, DBT, DCHS1, DCX, DDOST, DEPDCS5, DGUOK, DHCR24, DHCRY7, DLD,
DLG3, DNA2, DNAJCS5, DNM1, DOCK7, DOCKS, DOLK, DPAGT1, DPM1, DPM2, DPM3, DPYD, DYNC1H1,
DYRKI1A, EARS2, EEF1A2, EFHC], EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EMX2, EPM2A, ETFA, ETFB,
ETFDH, ETHEL, EXOSC3, EZH2, FA2H, FAM126A, FASTKD2, FAT4, FGD1, FGFRS3, FH, FIG4, FKRP,
FKTN, FLNA, FOLR1, FOXG1, FOXRED1, FUCAL, GABRAL, GABRB3, GABRD, GABRGZ2, GALC, GALNS,
GAMT, GATM, GCDH, GCH1, GCK, GCSH, GFAP, GFM1, GJC2, GLB1, GLDC, GLI2, GLI3, GLRA1, GLRB,
GMPPB, GNAQO1, GNE, GNPTAB, GNPTG, GNS, GOSR2, GPC3, GPHN, GRIA3, GRIN1, GRIN2A, GRINZ2B,
GRN, GUSB, HADH, HCFC1, HCN1, HDACS8, HEPACAM, HERC2, HEXA, HEXB, HGSNAT, HPD,
HSD17B10, HSPD1, HYALL, IDS, IDUA, IER3IPL, IFIH1, ILIRAPL1, INPPSE, INS, IQSEC2, ISPD, IVD,
KCNA1L, KCNA2, KCNB1, KCNJ1, KCNJ10, KCNJ11, KCNK18, KCNMAL1, KCNQ2, KCNQ3, KCNT1,
KCTD7, KDM5C, KDM6A, KIAA2022, KIF2A, KIF4A, KIF5C, KIF7, KIRRELS3, KMT2D, KPTN, KRIT1,
L2HGDH, LAMA2, LAMB1, LAMC3, LARGE, LGI1, MAN1B1, MAP2K1, MAP2K2, MBD5, MCOLNI,
MCPH1, MECP2, MED12, MED17, MEF2C, METTL23, MFSD2A, MFSD8, MGAT2, MID2, MLC1, MMAA,
MMACHC, MOCS1, MOCS2, MOGS, MPDU1, MPI, MTHFR, MUT, NAGLU, NAGS, NDE1, NDST1,
NDUFAL, NDUFA10, NDUFAL11, NDUFA12, NDUFA2, NDUFA9, 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, NOTCHS3,
NPC1, NPC2, NPHP1, NRAS, NRXN1, NSD1, NSUN2, NUBPL, OCLN, OCRL, OFD1, OPHN1, OTC, PACS]1,
PAFAH1B1, PAH, PAK3, PANK2, PC, PCBD1, PCCA, PCCB, PCDH19, PCNT, PDE6D, PDHA1, PDHX, PDP1,
PDSS1, PDSS2, PET100, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEXS,
PEXS5, PEXG6, PEX7, PGAP1, PGK1, PGM1, PHC1, PHF6, PIGA, PIGN, PIGO, PIGT, PIGV, PIK3CA, PIK3R2,
PLA2G6, PLCB1, PLP1, PMMZ2, PNKP, PNPO, POLG, POLR3A, POLR3B, POMGNT1, POMGNT2, POMK,
POMT1, POMT2, PPM1K, PPT1, PQBP1, PRICKLE1, PRODH, PRPS1, PRRT2, PSAP, PTCH1, PTEN, PTS,
PURA, QDPR, RAB18, RAB39B, RAB3GAP1, RAB3GAP2, RAD21, RAI1, RARS2, RBBP8, RBFOX3, RELN,
RFT1, RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, ROGDI, RPGRIP1L, RPS6KA3, RRM2B, RTTN,
SAMHD1, SASS6, SCARB2, SCN1A, SCN1B, SCN2A, SCN8A, SCN9A, SDHA, SDHAF1, SEPSECS,
SERPINI1, SETBP1, SGCE, SGSH, SHH, SIK1, SIX3, SLC13A5, SLC17A5, SLC19A3, SLC1A3, SLC25A15,
SLC25A19, SLC25A20, SLC25A22, SLC2A1, SLC33A1, SLC35A1, SLC35A2, SLC35C1, SLC46A1, SLCEAS,
SLC6AS8, SLCI9A6, SMARCA2, SMARCB1, SMC1A, SMC3, SMPD1, SMS, SNAP29, SOX10, SPTAN1,
SRD5A3, SRPX2, SSR4, ST3GAL3, ST3GALS, STAMBP, STIL, STT3A, STT3B, STX1B, STXBP1, SUCLAZ2,
SUMF1, SUOX, SURF1, SYN1, SYNGAPL, SYP, SZT2, TACO1, TBC1D24, TBCE, TBP, TBX1, TCF4, TCTN1,
TCTN2, TCTN3, TGIF1, TMEM138, TMEM165, TMEM216, TMEM231, TMEM237, TMEM5, TMEMG7,
TMEMY70, TPP1, TRAPPCY, TREX1, TSC1, TSC2, TSEN2, TSEN34, TSEN54, TSFM, TTC21B, TUBA1A,
TUBAS, TUBB, TUBB2A, TUBB2B, TUBB3, TUBB4A, TUBG1, TUSC3, UBE2A, UBE3A, UQCC2, VLDLR,
VPS13A, VPS13B, VRK1, WDR45, WDR62, WFS1, WWOX, ZEB2, ZIC2, ZNF335, ZNF423



KJIUHUYECKHWHA DK30M. Ianeas "HacieicTBeHHbIe HAPYIIEHHs] 00MeHA BenecTs"

UccnenyemMblie reHbI:

AARS2, AASS, ABAT, ABCA1, ABCB6, ABCB7, ABCC8, ABCD1, ABCD3, ABCD4, ABCG5, ABCG8, ABHDS,
ACACA, ACADS, ACAD9, ACADM, ACADS, ACADSB, ACADVL, ACAT1, ACAT2, ACO2, ACOX1, ACSF3,
ACSL4, ADAMTSL2, ADCK3, AFG3L2, AGA, AGK, AGL, AGXT, AIFM1, AIMP1, AK2, AKT2, ALAS?,
ALDH18A1, ALDH2, ALDH3A2, ALDH4A1, ALDH5AL, ALDH6AL, ALDH7A1, ALDOA, ALG1, ALG11, ALG12,
ALG13, ALG2, ALG3, ALG6, ALGS, ALGY9, AMACR, AMPD1, AMT, ANTXR2, APOA1, APOAS, APOB, APOC2,
APOCS, APOE, APTX, ARG1, ARSA, ARSB, ASAH1, ASL, ASPA, ASS1, ATIC, ATL1, ATP13A2, ATPSE, ATP7B,
ATPAF2, ATXN2, AUH, BAGALT1, BAX, BCAT2, BCKDHA, BCKDHB, BCL2, BCS1L, BEST1, BLK, BOLAS,
BRIP1, BTD, C100rf2, C120rf65, CACNAL1S, CASP8, CAT, CD320, CEL, CETP, CHKB, CISD2, CLDN16,
CLDN19, CLN3, CLN5, CLN6, CLN8, CNNM2, COAS5, COG1, COG4, COG5, COG6, COG7, COGS, COL11AZ,
COL2A1, COMT, COQ2, COQ4, COQ6, COQY, COX10, COX14, COX15, COX4l2, COX6B1, CPOX, CPS1,
CPT1A, CPT2, CRBN, CSF1R, CTNS, CTSA, CTSC, CTSD, CTSK, CUL3, CYB5A, CYB5R3, CYCS, CYP11Al,
CYP11B1, CYP11B2, CYP24A1, CYP27Al, CYP27B1, D2HGDH, DARS2, DBT, DDOST, DGUOK, DHCR24,
DHCR7, DHODH, DIABLO, DLAT, DLD, DMGDH, DMPK, DNAJC19, DNAJC5, DNM1L, DOLK, DPAGT]1,
DPM1, DPM3, DYM, EARS2, EGF, EIF2AK3, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELAC2, ENO3,
EPHX2, ERCCG6, ETFA, ETFB, ETFDH, ETHEL, FA2H, FAM126A, FARS2, FASTKD2, 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, HOGA1,
HRAS, HSD11B2, HSD17B10, HSD17B4, HSD3B2, HSPA9, HSPD1, HTRA2, HYAL1, IDH1, IDH2, IDH3B, IDS,
IDUA, IER3IP1, INS, INSR, ISCU, IVD, KARS, KCNA1, KCNJ11, KIF1B, KIF5A, KLF11, KLHL3, KMT2D, KRT5,
L2HGDH, LAMP2, LARSZ, LDHA, LDLR, LDLRAP1, LIAS, LIPA, LIPC, LMBRD1, LMNB1, LPIN1, LPL,
LRPPRC, MAN1B1, MAN2B1, MANBA, MAOA, MARS2, MCCC1, MCCC2, MCEE, MCOLN1, MFN2, MFSDS,
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, NDUFA1, NDUFA10, NDUFA11, NDUFA12, NDUFA13,
NDUFA2, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFB9,
NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEU1, NEURODL1,
NEUROG3, NFU1, NOTCH3, NPC1, NPC2, NR3C2, NTHL1, NUBPL, OAT, OGG1, OPAL, OPA3, OTC, OXCT1,
PAH, PANK2, PARK2, PARK7, PAX4, PC, PCBD1, PCCA, PCCB, PCK2, PCSK9, PDHAL, PDHB, PDHX, PDP1,
PDSS1, PDSS2, PDX1, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEXS,
PEX5, PEX6, PEX7, PFKM, PGAM2, PGK1, PGM1, PHKAL, PHKA2, PHKB, PHKG2, PHYH, PINK1, PKLR,
PLP1, PMM2, PNKD, PNPLAZ2, PNPO, POLG, POLGZ2, POLR3A, POLR3B, PPARG, PPOX, PPT1, PRKAG2,
PRODH, PSAP, PTF1A, PTRF, PTS, PUSL, PYCR1, PYGL, PYGM, QDPR, RAI1, RARS2, RECQL4, REEP1, RFT1,
RFX6, RMRP, RNASEH2A, RNASEH2B, RNASEH2C, RNASEL, RNASET2, RPIA, RPL35A, RRM2B, RYR1, SACS,
SAMHD1, SARDH, SARS2, SCNN1A, SCNN1B, SCNN1G, SCO1, SCO2, SCP2, SDHA, SDHAF1, SDHAF2, SDHB,
SDHC, SDHD, SECISBP2, SGSH, SLC12A3, SLC16A1, SLC16A2, SLC17A5, SLC19A2, SLC19A3, SLC22A5,
SLC25A12, SLC25A13, SLC25A15, SLC25A19, SLC25A20, SLC25A22, SLC25A3, SLC25A38, SLC25A4, SLC2A2,
SLC33A1, SLC35A1, SLC35C1, SLC37A4, SLC6A8, SLCIA6, SLCO1B1, SMPD1, SNAP29, SOD1, SOD2, SOX10,
SPAST, SPG20, SPG7, SPR, SPTLC2, SRD5A3, STAR, SUCLA2, SUCLGL1, SUMF1, SUOX, SURF1, TACO1, TAZ,
TCF4, TCIRG1, TIMM8A, TK2, TMEM126A, TMEM165, TMEM70, TMLHE, TPI1, TPK1, TPP1, TREM2, TREX1,
TRMU, TRPM6, TSFM, TTC19, TUBB3, TUFM, TUSC3, TYMP, TYROBP, UNG, UQCRB, UQCRQ, WDRS81,
WFS1, WNK1, WNK4, WWOX, XPNPEP3, YARS2, ZFP57



KJIUHUYECKHUM DK30M. [Mauneas "3a601eBanus coeTnHATEIbHOIM TKAHN"

HccnemyeMbie TEHBI:

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, ATPT7A, ATR, AXIN2, B3GALT6, BAGALT7, BANF1, BCS1L, BHLHA9, BLM, BLOC1S3, BLOC1S6,
BMP1, BMP2, BMPER, BMPR1B, BRAF, C10orfl1, CA2, CANT1, CARD14, CASR, CBL, CBS, CCBE1, CCDCS8,
CCM2, CCND2, CDC6, CDH3, CDKN1C, CDSN, CDT1, CENPJ, CEP152, CEP63, CERS3, CFC1, CHST14,
CHST3, CLCN5, CLCN7, CLDN1, COL10A1, COL11A1, COL11A2, COL17A1, COL1AlL, COL1A2, COL2A1,
COL3A1, COL4A1, COL5A1L, COL5A2, COL7AL, COL9A1, COL9A2, COL9A3, COMP, CREBBP, CRELD]1,
CRTAP, CSTA, CTC1, CTSC, CTSK, CUL7, CYLD, CYP27B1, CYP2R1, CYP4F22, DDB2, DDR2, DHCR24,
DHCR7, DKC1, DLL3, DLX3, DMP1, DNA2, DOK7, DSC3, DSE, DSG1, DSG4, DSP, DST, DTNBP1, DYM,
DYNC2H1, EBP, ECEL1, EDN3, EDNRB, EFEMP2, EFNB1, EIF2AK3, ELN, ELOVL4, ENG, ENPP1, EP300,
EPGS5, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCCS8, 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, GJA1, GJB2, GJB3, GJB4, GJB6, GJC2, GLB1, GLI3, GNA11l, GNPAT,
GNPTAB, GNPTG, GNS, GORAB, GPC6, GPR143, GSC, GTF2H5, GUSB, HAMP, HFE, HFE2, HGSNAT,
HOXA11, HOXD13, HPGD, HPS1, HPS3, HPS4, HPS5, HPS6, HR, HRAS, HSPGZ2, IDS, IDUA, IFITM5, IFT122,
IFT140, IFT172, IFT43, IFT80, IHH, IKBKG, IL11RA, IMPADI, INPPL1, ITGAS, ITGAG6, ITGB4, JUP, KIF11,
KIF22, KIT, KITLG, KRAS, KRIT1, KRT1, KRT10, KRT14, KRT16, KRT17, KRT2, KRT5, KRT6A, KRT6B, KRT6C,
KRT74, KRT81, KRT83, KRT86, KRT9, LAMA3, LAMB3, LAMC2, LARP7, LBR, LEFTY2, LEMD3, LIFR, LIPH,
LIPN, LMBR1, LMNA, LMX1B, LOR, LPARG, LRP4, LRP5, LTBP4, LYST, MAP2K1, MAP2K2, MATN3, 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, PLOD2, PLOD3, PLS3, PMS2, PNPLAL, POC1A,
POFUT1, POGLUT], POLD1, POLH, POMP, POR, PORCN, POT1, PPIB, PRDM5, PRKAR1A, PRKG1, PTCH1,

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, SLCIA3RI,
SLCO2A1, SLURP1, SMAD3, SMARCAL1, SNAI2, SNAP29, SNRPE, SNX10, SOS1, SOST, SOX10, SOX18, SOX9,
SP7, SPINKS, SPRED1, ST14, STAMBP, STK11, STS, SUMF1, TAT, TBCE, TBX15, TBX3, TBX5, TBXAS1, TCF12,
TCIRG1, TCTNS, TERC, TERT, TFR2, TGFB1, TGFB2, TGFB3, TGFBR1, TGFBR2, TGM1, TGM5, TINF2,
TMEM38B, TNFRSF11A, TNFRSF11B, TNFSF11, TNNI2, TNNT3, TNXB, TP63, TPM2, TRAPPC2, TREX1,
TRIP11, TRPS1, TRPV3, TRPV4, TSC1, TSC2, TTC21B, TWIST1, TYR, TYROBP, TYRP1, USB1, VDR, VPS33B,
WDR19, WDR34, WDR35, WDR60, WISP3, WNT1, WNT10A, WNT10B, WNT5A, WNT7A, WRAPS53, WRN, XPA,
XPC, XYLT1, ZIC3, ZMPSTE24, ZNF469, ZSWIM6

KJIUHUYECKHHN DK30M. Ianeas "HacieicTBeHHbIE ONMyX0J1eBbie CHHAPOMbI"

Uccnenyemblie reHbI:
APC, BMPR1A, BRCAL, BRCA2, CDH1, CDKN1B, CDKN2A, EPCAM, FH, MEN1, MET, MLH1, MSH2, MSH6,
MUTYH, NTHL1, PMS2, PTCH1, PTEN, RAD51C, RET, SMAD4, STK11, SUFU, TP53, VHL.



KJIUHUYECKHWHA DK30M. Ianeas "HaciieicTBeHHASI TYTOyX0CTh"'

UccnenyemMblie reHBbI:

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, COL4AS, COL4AG, COL9AL, COL9A2, COL9A3, CRYM,
DFNA5, DFNB31, DFNB59, DIABLO, DIAPH1, DIAPH3, DLX5, DNAAF1, DNAAF2, DNAAF3, DNAH11,
DNAHS5, DNAIL, DNAI2, DNAL1, DSPP, EDN3, EDNRB, ESPN, ESRRB, EYA1, EYA4, FGF3, FOXI1, GATAS,
GIPC3, GJB1, GJB2, GJB3, GJB4, GJB6, GPSM2, GRHL2, GRXCR1, HGF, HYDIN, ILDR1, JAG1, KARS,
KCNE1, KCNJ10, KCNQ1, KCNQ4, LHFPL5, LHX3, LOXHD1, LRRC6, LRTOMT, MANBA, MARVELD2, MIR96,
MITF, MSRB3, MTAP, MYH14, MYH9, MYO15A, MYO3A, MYO6, MYO7A, NDP, NLRP3, NME8, NR2F1, OTOA,
OTOF, PAX3, PCDH15, PDzD7, PMP22, POLR1C, POLR1D, POU3F4, POU4F3, PRPS1, PTPRQ, RDX,
RSPH4A, RSPH9, SEMA3E, SERPINBG, SIX1, SIX5, SLC12A1, SLC17A8, SLC19A2, SLC26A4, SLC26A5, SMPX,
SNAI2, SOX10, SOX2, SPINKS5, STRC, TCOF1, TECTA, TFAP2A, TIMMSA, TJP2, TMC1, TMIE, TMPRSS3, TNC,
TPRN, TRIOBP, TYR, USH1C, USH1G, USH2A, WFS1

KJIVMHUYECKHUHN 3K30M. Manens "’enckue HacaeacTBeHHbIE 0MyXoin"

Hccnenyemble reHsl:
ATM, BRCA1, BRCAZ2, BRIP1, CDH1, EPCAM, MLH1, MSH2, MSH6, PALB2, PMS2, PTEN, RAD51C, RAD51D,
STK11, TP53.

KJIUHUYECKHAM K30M. Manenp "®akoMaTo3bl H HACIEACTBEHHDBIIH pak"

Uccnenyemble TeHbI:

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,

CTNNB1, CYLD, DDB2, DDR2, DICER1, EGFR, ELAC2, EPCAM,ERBB2, ERCC1, ERCC2, ERCC3, ERCC4, ER
CC5, EXT1, EXT2, EZH2, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG,FANCI, FANCL, FGFR
1, FGFR2, FGFR3, FGFR4, FH, FLCN, GATA2, GDNF, GNA11, GNAQ, GNAS, HNF1A, HNF1B, HRAS, IDH1, I
DH2,JAK2, JAK3, KDM6A, KDR, KIF1B, KIT, KMT2A, KMT2D, KRAS, LIG4, LZTR1, MAP2K1, MAX, MC1R, ME
N1, MET, MITF, MLH1, MRE11A,MSH2, MSH3, MSH6, MSR1, MTOR, MUTYH, MXI1, NBN, NF1, NF2, NOTCH
1, NRAS, NSD1, PALB2, PALLD, PAX5, PDGFRA, PDGFRB,PHOX2B, PIK3CA, PIK3R1, PMS2, POLD1, POLE,
POLH, POT1, PRKAR1A, PRSS1, PTCH1, PTEN, PTPN11, RAD50, RAD51C, RAD51D,RB1, RECQL4, RET, RNA
SEL, RUNX1, SBDS, SDHA, SDHAF2, SDHB, SDHC, SDHD, SLX4, SMAD4, SMARCA4, SMARCB1, SMARCEL,S
MO, SPINK1, SPRED1, STK11, SUFU, TMEM127, TP53, TSC1, TSC2, TSHR, VHL, WRN, WT1, XPA, XPC, XRCC
3, ZFHXa.

KJINUHUYECKHAM K30M. Manens "HaciexcTBeHHbIN PaK MOJIOYHOI Keje3bl"

Hccnemyembie TEHBI:
ATM, BRCAL, BRCA2, CDH1, PALB2, PTEN, STK11, TP53.

KJIMHUYECKHHN DK30M. Ianeas "HaciecTBeHHbIH pak ToJacTol KumKkn"

Uccnenyemblie reHbI:
APC, BMPR1A, EPCAM, MLH1, MSH2, MSH6, MUTYH, PMS2, PTEN, SMAD4, STK11, TP53.



KJIUHUYECKHWHA SK30M. Ianeas "TepBuunbiii ”MMYyHOAe(UIMT H HACIEICTBEHHbIC AHEMHUH "

UccnenyemMblie reHBbI:

ACP5, ACTB, ADA, ADAMTS13, ADAR, AGA, AICDA, AIRE, AK2, ALG13, AMN, ANK1, ANKRD26, AP3B1,
APOL1, ATM, BLM, BLNK, BLOC1S3, BLOC1S6, BRCAZ2, BRIP1, BTK, C1QA, C10QB, C1QC, CIR, C1S, C2, C3,
C4A, C4B, C5, 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, CFHRS5, CFI, CFP, CHD7, CIITA, CLEC7A,
COLEC11, CORO1A, COX4l12, CR2, CREBBP, CSF3R, CTC1, CTSC, CUBN, CXCR4, CYBA, CYBB, CYCS,
DCLRE1C, DHFR, DKC1, DNAAF1, DNAAF2, DNAAF3, DNAH11, DNAH5, DNAI1, DNAI2, DNAL1, DNM2,
DNMT3B, DOCKS, DSG1, DTNBP1, EGLN1, ELANE, ENTPD1, EPAS]1, EPB42, EPOR, ERCC2, ERCC3, F10,
F11, F12, F13A1, F2, F5, F8, FADD, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI,
FANCL, FAS, FASLG, FCGR2B, FCGR3A, FCGR3B, FCN3, FERMT3, FGA, FGB, FGF10, FGFR2, FGG,
FOXN1, FOXP3, G6PC, G6PC3, G6PD, GATAL, GATA2, GFI1, GIF, GJC2, GP1BA, GP1BB, GP9, GTF2HS5,
HAX1, HBA1, HBA2, HBB, HBD, HFE, HPS1, HPS3, HPS4, HPS5, HPS6, HYDIN, ICOS, IFNG, IFNGR1,
IFNGR2, IGLL1, IKBKG, IL10, IL10RA, IL10RB, IL12B, IL12RB1, IL17F, IL17RA, IL1RN, IL2, IL21, IL21R,
IL2RA, IL2RG, IL36RN, IL7R, INSR, IRAK4, IRF8, ITCH, ITGA2B, ITGB2, ITGB3, ITK, JAK2, JAK3, KLF1,
KMT2D, KRAS, LAMTOR?Z2, LIG1, LIG4, LPIN2, LRRC6, LRRC8A, LYST, MAGT1, MAN2B1, MANBA, MASP1,
MASP2, MASTL, MBL2, MC2R, MCM4, MEFV, MLPH, MPL, MPO, MRE11A, MS4A1, MTHFD1, MVK, MYDS88,
MYH9, MYO5A, NBN, NCF1, NCF2, NCF4, NCSTN, NFKBIA, NHEJ1, NHP2, NKX2-5, NLRP12, NLRP3, NMES,
NOD2, NOP10, NRAS, ORAIL, 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, RNASEH?2A,
RNASEH2B, RNASEH2C, RNF168, RPL11, RPL35A, RPL5, RPS10, RPS17, RPS19, RPS24, RPS26, RPS7,
RSPH4A, RSPH9, RUNX1, RUNX2, SAMHD1, SBDS, SEC23B, SEMAS3E, SERPINC1, SERPINE1, SERPING1,
SH2B3, SH2D1A, SH3BP2, SKIV2L, SLC29A3, SLC35A1, SLC35C1, SLC37A4, SLC39A4, SLC46A1, SLC4AL,
SLX4, SMARCAL1, SP110, SPINKS5, SPTA1, SPTB, SRP72, STAT1, STAT3, STATS5B, STIM1, STK4, STX11,
STXBP2, TAP1, TAP2, TAPBP, TAZ, TBK1, TBX1, TCF4, TCIRG1, TCN2, TERC, TERT, THBD, TICAM1, TINF2,
TIRAP, TLR3, TMC6, TMCS8, TNFRSF11A, TNFRSF13B, TNFRSF13C, TNFRSF1A, TNFRSF4, TRAF3, TRAF3IP2,
TREX1, TTC37, TYK2, UNC119, UNC13D, UNC93B1, UNG, USB1, VHL, VPS13B, VWF, WAS, WIPF1, WRAP53,
XIAP, ZAP70, ZBTB24

KJIVHAYECKHMN DK30M. Ianens "YMCTBEHHAS OTCTAJIOCTE H PACCTPOICTBA AyTHCTHYECKOTO
crnekrpa'

Uccnenayemble TeHbl:

ABCD1, ACSL4, ADAT3, ADNP, ADSL, AFF2, AHDC1, AHI1, ANKS3, ANKRD11, AP1S2, ARHGEF®6,
ARHGEF9, ARID1A, ARID1B, ARX, ATP2A2, ATP6AP2, ATP7A, ATR, ATRX, AUTS2, BCKDK, BCOR,
BDNF, BLM, BRAF, BRWD3, CACNA1C, CACNG2, CASK, CC2D1A, CCDCB88C, CDH15, CDKL5, CENPJ,
CEP152, CEP63, CHD7, CHD8, CLCNKA, CLIC2, CNTNAP2, CRADD, CRBN, CREBBP, CTCF, CUL4B,
DCX, DEAF1, DHCR7, DKC1, DLG3, DMD, DNA2, DOCK8, DYNC1H1, DYRK1A, EHMT1, EPB41L1,
ERCC6, ERCC8, FANCB, FBXO31, FGD1, FLNA, FMR1, FOLR1, FOXG1, FOXP1, FOXP2, FTSJ1,
GABRB3, GDI1, GK, GPC3, GRIA3, GRIK2, GRIN1, GRIN2B, HCCS, HCFC1, HDACS8, HERC2, HOXA1,
HPRT1, HRAS, HSD17B10, HSPG2, HUWEL, IDS, IGBP1, ILIRAPL1, IQSEC2, KANSL1, KCNJ1, KDM5C,
KIAA0196, KIAA1033, KIAA2022, KIF1A, KIF4A, KIRREL3, KLHL3, KMT2D, KPTN, L1CAM, LAMCS3,
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, PDES8B, PDHA1,
PGAP1, PGK1, PHF6, PHF8, PIEZO2, PIGV, PLP1, PNKP, PORCN, PQBP1, PRPS1, PRSS12, PTCHD1,
PTEN, PTPN11, PURA, RAB39B, RAD21, RAI1, RBBPS, RELN, ROR2, RPL10, RPS6KA3, SATB2, SCN1A,
SCN2A, SERPINI1, SETBP1, SETD5, SHANK?2, SHANK3, SHROOM4, SLC16A2, SLC2A1, SLC6A4, SLC6AS,
SLC9AG, SLCI9A9, SMARCA4, SMARCB1, SMC1A, SMC3, SMS, SNRPN, SOX11, SOX3, SOX5, SPAST,
SPECCIL, SRCAP, SRPX2, ST3GAL3, SYN1, SYNGAP1, SYP, TAF2, TBX1, TCF4, TECR, TIMM8A, TMLHE,
TRAPPCO9, TSC1, TSC2, TSPAN7, TTI2, TUSCS3, UBE2A, UBE3A, UBR1, UPF3B, USP9X, VPS13B, WNT5A,
ZDHHC15, ZDHHC9, ZEB2, ZMYND11, ZNF711, ZNF81



KJIUHUYECKHWHA DK30M. Ianeas "HepBHo-MbleYHbIe 3a601eBanms"

Hccnenyemble reHBI:

AARS, ABCC9, ABHD12, ABHDS5, ACAD9, ACADM, ACADS, ACADVL, ACTA1, ACTC1, ACTN2, ACVR1,
ADCY6, AGL, AGRN, AIFM1, AKAP9, ALDOA, ALG13, ALG14, ALG2, ALS2, AMPD1, ANG, ANK2, ANOS5,
ARHGEF10, ASAH1, ATL1, ATL3, ATP2A1, ATP2A2, ATPT7A, ATXNZ2, BSGALNTZ2, B4GAT1, BAG3, BICD2, BIN1,
BMPR2, BSCL2, C100rf2, C120rf65, C9orf72, CACNALC, CACNA1D, CACNB2, CALR3, CAPN3, CASQ1, CASQ2,
CAV3, CCDCT78, CCT5, CFL2, CHAT, CHCHD10, CHKB, CHMP2B, CHRNA1, CHRNB1, CHRND, CHRNE,
CHRNG, CHST14, CLCN1, CNTN1, CNTNAP1, COL12A1, COL4A1, COL6A1, COL6A2, COL6A3, COLQ,
COX6A1, CPT2, CRYAB, CSRP3, CTDP1, DAG1, DAO, DARS, DCAF8, DCTN1, DES, DHTKD1, DMD, DNAZ2,
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, ERCCS6,
ERCCS, ETFA, ETFB, ETFDH, EXOSC3, EXOSCS8, EYA4, FAM134B, FBLN5, FBN1, FBN2, FBX038, FGD4,
FHL1, FIG4, FKBP10, FKBP14, FKRP, FKTN, FLNC, FUS, FXN, G6PC, GAA, GAN, GARS, GBE1, GDAP1,
GFPT1, GJA1, GJA5, 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, HSPBS, IGHMBP2, IKBKAP, INF2, ISCU, ISPD, ITGA7, JPH1, JPH2, JUP, KARS, KBTBD13, KCNAS5,
KCND3, KCNE1, KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNQ1, KIF1A, KIF1B, KIF5A, KLHL40, KLHLA41,
LAMA2, LAMA4, LAMB2, LAMP2, LARGE, LDB3, LDHA, LITAF, LMNA, LMOD3, LPIN1, LRP4, LRSAM1,
MAMLD1, MARS, MATR3, MED25, MEGF10, MFN2, MPZ, MSTN, MTM1, MTMR14, MTMR2, MUSK, MYBPC1,
MYBPC3, MYF6, MYH14, MYH2, MYH3, MYH6, MYH7, MYH8, MYL2, MYL3, MYLK2, MYOT, MYOZ2, MYPN,
NALCN, NDRG1, NEB, NEFH, NEFL, NEXN, NGF, NPPA, NTRK1, OPA1, OPA3, OPTN, ORAI1, PABPN1,
PDHA1, PDK3, PFKM, PFEN1, PGAM2, PGK1, PGM1, PHKA1, PHKA2, PHKB, PHKG2, PIEZO2, PIP5K1C,
PKP2, PLEC, PLEKHGS, PLN, PLOD2, PMP22, PNPLAZ2, POLG, POLG2, POMGNT1, POMGNT2, POMK,
POMT1, POMT2, PRDM12, PRKAG2, PRPH2, PRPS1, PRX, PSEN1, PSEN2, PTRF, PUS1, PYGL, PYGM,
RAB7A, RAPSN, RAX2, RBCK1, RBM20, REEP1, RNF170, RRM2B, RYR1, RYR2, SBF1, SBF2, SCN10A, SCN11A,
SCN1B, SCN3B, SCN4A, SCN4B, SCN5A, SCN9A, SCO2, SEPN1, SEPT9, SETX, SGCA, SGCB, SGCD, SGCE,
SGCG, SH3TC2, SIGMARL, SIL1, SLC12A6, SLC16A1, SLC22A5, SLC25A20, SLC37A4, SLC5A7, SMCHD1,
SMN1, SMN2, SNAP25, SNTA1, SOD1, SOX10, SPEG, SPG11, SPTLC1, SPTLC2, SQSTM1, STAC3, STIM1,
SUCLAZ2, SURF1, SYNE1, SYNE2, SYT2, TARDBP, TAZ, TBK1, TCAP, TDP1, TFG, TGFBS3, TIAl, TK2, TMEM43,
TMEMS, TMPO, TNNC1, TNNI2, TNNI3, TNNT1, TNNT2, TNNT3, TNPO3, TPM1, TPM2, TPM3, TRAPPC11,
TRDN, TRIM2, TRIM32, TRPAL, TRPM4, TRPV4, TTN, TTR, TUBA4A, TYMP, UBA1, UBQLN2, VAPB, VCL,
VCP, VMA21, VRK1, WNK1, YARS, YARS2, ZBTB42, ZC4H2



KJIUHUYECKHWHA DK30M. Ianeas "HeiiponerenepaTupnble 3a601eBaHns"

Hccnenyemble reHBI:

AARS, AARS2, ABCB7, ABCD1, ABHD12, ACAD9, ACADM, ACADS, ACADVL, ACO2, ACTB, ACTG1,
ADAMTSL2, ADAR, ADCKS3, ADCY5, ADGRG1, AFG3L2, AGA, AGK, AHI1, AIFM1, AIMP1, AIRE, AKT3,
ALAS2, ALDH18A1, ALDH3A2, ALG1, ALG11, ALG12, ALG3, ALG6, ALGS, ALS2, AMACR, AMPD1, AMPD2,
ANG, ANO10, ANO3, ANTXR2, AP1S2, AP4B1, AP4E1, AP4M1, AP4S1, AP5Z1, APOE, APP, APTX, ARFGEF2,
ARG1, ARL13B, ARL6IP1, ARSA, ARSB, ARX, ASAH1, ASCL1, ASPA, ASPM, ATCAY, ATL1, ATM, ATN1,
ATP13A2, ATP1A3, ATP5E, ATP6AP2, ATPT7A, ATP7B, ATP8A2, ATPAF2, ATR, ATRX, ATXN1, ATXN10, ATXNZ2,
ATXN3, ATXN7, AUH, BSGALNTZ2, BAGALNT1, B4GAT1, BOD1, B9D2, BCAP31, BCS1L, BDNF, BEAN1, BEST1,
BICD2, BOLA3, BRAF, BSCL2, BTD, BUB1B, C10orf2, C120rf65, C190rf12, C50rf42, C9orf72, CA2, CAS,
CACNAIA, CACNA1B, CACNB4, CASC5, CASK, CC2D2A, CCDCB88C, CCM2, CCT5, CDK5RAP2, CDON,
CENPJ, CEP135, CEP152, CEP290, CEP41, CEP63, CHCHD10, CHKB, CHMP1A, CHMP2B, CISD2, CLCNZ2,
CLNS, CLNS, CLN6, CLN8, COAS5, COASY, COL11A2, COL18A1, COL2A1, COL4A1, COL6A3, COMT, COQ2,
C0OQ6, COQY, COX10, COX14, COX15, COX20, COX412, COX6B1, CP, CPT1A, CPT1C, CPT2, CRAT, CSF1R,
CSPP1, CSTB, CTNS, CTSA, CTSC, CTSD, CTSF, CTSK, CYP27A1, CYP2U1, CYP7B1, D2HGDH, DARS, DARS2,
DCAF17, DCHS1, DCTN1, DCX, DDB2, DDHD1, DDHD2, DGUOK, DHCR24, DHCR7, DLAT, DLD, DNAJB2,
DNAJC19, DNAJCS5, DNAJC6, DNM1L, DNMT1, DPAGT1, DYM, DYNC1H1, DYRK1A, EARS2, ECE1, EDN3,
EEF2, EFTUDZ2, EIF2AK3, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EIF4G1, ELOVL4, ELOVLS, EMX2,
ENTPD1, EPM2A, ERBB4, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCCS, ERLIN2, ETFA, ETFB, ETFDH,
ETHEL, EXOSC3, EZH2, FA2H, FAM126A, FAM134B, FARS2, FASTKDZ2, FAT4, FBXO38, FBXO7, FGF14,
FGF8, FGFR3, FH, FIG4, FKRP, FKTN, FLNA, FLVCR1, FOLR1, FOXRED1, 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, HNRNPA1,
HNRNPA2B1, HPRT1, HRAS, HSD17B4, HSPB1, HSPB3, HSPB8, HSPD1, HTRAL, HTRAZ2, HTT, HYAL1, IBA57,
IDS, IDUA, IER3IP1, IFIH1, IGHMBP2, INPP5E, ISCU, ISPD, ITM2B, ITPR1, JPH3, KANK1, KARS, KCNA1,
KCNC3, KCND3, KCNJ10, KCNMAL, KCTD17, KCTD7, KIAA0196, KIF11, KIF1A, KIF1C, KIF2A, KIF5A,
KIF5C, KIF7, KMT2D, KRIT1, L1CAM, L2ZHGDH, 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, MGAT2, MGME1, MKS1, MLC1, MPI, MPV17, MRE11A,
MRPS16, MRPS22, MSMO1, MTFMT, MTHFR, MTO1, MTPAP, MTTP, NAGA, NAGLU, NDE1, NDUFAL,
NDUFA10, NDUFA11, NDUFA12, NDUFA13, NDUFA2, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3,
NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFB9, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6,
NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEFH, NEU1, NFIX, NFU1, NHEJ1, NHLRC1, NIN, NIPA1, NKX2-1,
NOP56, NOTCH3, NPC1, NPC2, NPHP1, NPHP3, NSD1, NT5C2, NUBPL, OCLN, OFD1, OPA1, OPA3, OPHN1,
OPTN, PAFAH1B1, PANK2, PARK2, PARK7, PAX6, PC, PCNT, PDCD10, PDGFB, PDGFRB, PDHA1, PDHB,
PDHX, PDP1, PDSS1, PDSS2, PDYN, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2,
PEX26, PEX3, PEX5, PEX6, PEX7, PFN1, PGAP1, PHOX2A, PHOX2B, PHYH, PIGA, PIGN, PIK3CA, PIK3R2,
PIK3R5, PINK1, PLA2G6, PLEKHGS, PLP1, PMM2, PNKD, PNKP, PNPLAG, PNPT1, POLG, POLG2, POLH,
POLR3A, POLR3B, POMGNT1, POMGNT2, POMK, POMT1, POMT2, PPP2R2B, PPT1, PQBP1, PRICKLEL1,
PRKCG, PRKRA, PRNP, PRPH, PRPH2, PRRT2, PSAP, PSEN1, PSEN2, PTCH1, PTEN, PTPN11, PUS1, QDPR,
RAB18, RAB3GAP1, RAB3GAP2, RAF1, RAIL, RARS2, RBBP8, REEP1, REEP2, RELN, RET, RFT1, RMND1,
RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RPGRIP1L, RRM2B, RTN2, RTTN, SACS, SAMHD1, SARS2,
SCARB2, SCO1, SCO2, SCP2, SDHA, SDHAF1, SDHAF2, SDHB, SDHC, SDHD, SEPSECS, SERAC1, SETX,
SGCE, SGSH, SHH, SIGMARL1, SIL1, SIX3, SLC16A2, SLC17A5, SLC19A2, SLC19A3, SLC1A3, SLC20A2,
SLC22A5, SLC25A12, SLC25A15, SLC25A19, SLC25A20, SLC25A3, SLC25A38, SLC25A4, SLC2A1, SLC30A10,
SLC33A1, SLC5A2, SLC5A7, SLC6A3, SLC6A8, SMPD1, SNAP29, SNCA, SOD1, SORL1, SOX10, SPAST, SPG11,
SPG20, SPG21, SPG7, ALDH18A1, SPR, SPTBN2, SQSTM1, SRD5A3, SRPX2, STAMBP, STIL, STUB1, SUCLA2,
SUCLG1, SUMF1, SURF1, SYNE1, SYNJ1, SYT14, TACO1, TAF1, TARDBP, TAZ, TBC1D20, TBP, TCF4, TCTN1,
TCTN2, TDP1, TECPR2, TFG, TGIF1, TGM6, TH, THAP1, TIMMS8A, TK2, TMEM126A, TMEM138, TMEM165,
TMEMZ216, TMEM231, TMEM237, TMEM5, TMEM67, TMEM70, TOR1A, TPK1, TPP1, TREM2, 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, UBQLNZ2,
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, ZIC2, ZNF335,
ZNF423



KJIMHUYECKUM DK30M. [Maunear "Haciieacreennnie 3a601eBanus rias"

UccnenyemMblie reHbI:

ABCA4, ABCB6, ABCC6, ABHD12, ACO2, ACTAL, ACVR1, ADAM9, ADAMTS10, ADAMTS17, ADAMTS1S,
ADAMTSL4, ADGRV1, AGBL1, AGK, AHI1, AIPL1, ALDH1A3, ALDH3A2, ALG1, ALG11, ALG12, ALG3, ALGS6,
ALGS8, ALMS1, AP3B1, APOE, ARL13B, ARL2BP, ARL6, ARMS2, ASB10, ATF6, ATOH7, ATP1A3, ATXN7, AUH,
BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BCOR, BEST1, BFSP1, BFSP2, BLOC1S3,
BLOC1S6, BMP4, C100rfl1, C100rf2, C120rf65, CLQTNF5, C2, C20rf71, C3, C5o0rf42, C8orf37, C9, CA4,
CABP4, CACNA1F, CACNA2D4, CANT1, CAPN5, CC2D2A, CCDC28B, CDH23, CDH3, CDHR1, CEP164,
CEP290, CEP41, CEP83, CERKL, CFB, CFH, CFHR1, CFHRS3, CFI, CHD7, CHM, CHMP4B, CHRDL1, CHST®6,
CiIB2, CISD2, CLN3, CLN5, CLN6, CLRN1, CNGA1, CNGA3, CNGB1, CNGB3, CNNM4, COL11A1, COL11A2,
COL17A1, COL18A1, COL25A1, COL2A1, COL4A1L, COL4A3, COL4A5, COL8A2, COL9AL, COL9A2, COQ2,
CRB1, CRX, CRYAA, CRYAB, CRYBAL, CRYBA2, 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, ERCC5, ERCCG6, EYAL, EYS, FAM161A, FBLN5, FBN1, FBN2, FGFR2, FLVCR1, FOXC1, FOXE3,
FOXL2, FREM1, FRMD7, FSCN2, FTL, FYCO1, FZD4, GALK1, GCNT2, GDF3, GDF6, GJA1, GJA3, GJAS,
GJB2, GNAT1, GNAT2, GNPTG, GPR143, GPR179, GRK1, GRM6, GRN, GSN, GUCA1A, GUCA1B, GUCY2D,
HARS, HCCS, HESX1, HGSNAT, HK1, HMCN1, HMGB3, HMX1, HPS1, HPS3, HPS4, HPS5, HPS6, HSF4,
HTRAL, IDH3B, IFT140, IFT172, IFT27, IGFBP7, IMPDH1, IMPGL1, IMPG2, INPPS5E, INVS, IQCB1, ITM2B,
JAG1, KCNJ13, KCNV2, KERA, KIAA0586, KIF11, KIF21A, KIF7, KIZ, KLHL7, KRIT1, KRT12, KRT3, LAMAL,
LAMB2, LAMP2, LCA5, LIM2, LMX1B, LOXL1, LRAT, LRIT3, LRP2, LRP5, LRPAP1, LSS, LTBP2, LYST,
LZTFL1, MAB21L2, MAF, MAK, MC1R, MCOLN1, MERTK, MFEN2, MFRP, MFSD8, MGAT2, 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,
PDEGA, PDE6B, PDE6C, PDE6D, PDE6G, PDEGH, PDZD7, PEX1, PEX12, PEX2, PEX26, PEX5, PEX6, PEX7,
PGK1, PHOX2A, PHYH, PIGL, PIKFYVE, PITPNM3, PITX2, PITX3, PLA2G5, PLK4, PLOD1, PMM2, PNPLAG,
POC1B, POLG, POLG2, POMTL1, PPT1, PRCD, PRDM5, 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, RPEGS5, RPGR, RPGRIP1, RPGRIP1L, RRM2B, RS1, SAG, SALL2,
SBF2, SCN1A, SCO2, SDCCAGS, SEMA3E, SEMA4A, SEPN1, SH3PXD2B, SHH, SIL1, SIX6, SLC16A12,
SLC19A2, SLC24A1, SLC24A5, SLC25A4, SLC25A46, SLC35A2, SLC38AS8, SLC39A5, SLC45A2, SLC4A11,
SLC7A14, SLITRK6, SMOC1, SNRNP200, SOX10, SOX2, SOX3, SPATA7, SPG11, SPG7, SRD5A3, STRAG, STT3B,
SYNEZ2, TACSTDZ2, TBC1D20, TCF4, TCTN1, TCTN2, TCTN3, TDRD7, TEAD1, TENMS3, TGFB1, TGFBI,
TIMMSA, TIMP3, TLR4, TMEM126A, TMEM138, TMEM165, TMEM216, TMEM231, TMEM237, TMEM67,
TMEM98, TOPORS, TPM3, TPP1, TRAF3IP1, TREX1, TRIM32, TRNT1, TRPM1, TSPAN12, TTC21B, TTCS8,
TTLL5, TTPA, TUB, TUBB3, TUBGCP4, TUBGCPS6, TULP1, TUSC3, 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

KJIUHUYECKUM DK30M. [aunear "HaciieacTBeHHbIe 32601eBaHAs M0YEK"

Hccnenyemslie reHsl:

ACE, ACTN4, ADAMTS13, AGT, AGTR1, AGXT, AHI1, ALG1, ALMS1, APOL1, AQP2, ARL13B, ARLS6,
ATP6VOA4, ATP6V1B1, AVP, AVPR2, BOD1, 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, CFHRS5, CFI, CLCN5, CLCNKA, CLCNKB, CLDN16,
CLDN19, COL4A3, COL4A4, COL4AS5, COQ2, COQ6, CUBN, CUL3, DCDC2, DMP1, ENPP1, EYAL, FAH,
FGF20, FGF23, FOXC1, FRAS], FREM1, FREM2, FXYD2, GATA2, GATA3, GDNF, GLIS2, GRHPR, GRIP1,
HNF1B, HOGA1, HSD11B2, INF2, INVS, IQCB1, ITGAS3, ITGB4, KCNJ1, KCNJ10, KIF7, KL, KLHL3, LAMB2,
LMX1B, LZTFL1, MKKS, MKS1, MUC1, MYH9, MYO1E, NEK8, NOTCH2, NPHP1, NPHP3, NPHP4, NPHS1,
NPHS2, NR3C2, OCRL, OFD1, PAX2, PDSS2, PHEX, PIGA, PKD1, PKD2, PKHD1, PLCE1, PMM2, PTPRO,
REN, RET, ROBO2, RPGRIP1L, SCARB2, SCNN1A, SCNN1B, SCNN1G, SDCCAGS, SIX1, SIX5, SLC12A1,
SLC12A3, SLC34A1, SLC34A3, SLC4AL, SLC4A4, SMARCALL, SOX17, TCTN1, TCTN2, TFAP2A, THBD,
TMEM138, TMEM216, TMEM237, TMEM67, TRIM32, TRPC6, TTC21B, TTC8, UMOD, VDR, WDPCP, WDR19,
WNK1, WNK4, WT1, XPNPEP3, ZMPSTE24



KJIUHUYECKHWHA DK30M. Ianeas "HaciencrBennble 3a6o1eBannus cepaua'

UccnenyemMblie reHbI:

ABCC9, ABCG5, ABCGS8, ACTAL, ACTA2, ACTC1, ACTN2, ACVR1, ACVR2B, AKAP9, AKT3, ALMS1, ANK2,
ANOS5, APOAS5, APOB, APOC2, APOE, ATP2A2, BAG3, BIN1, BMPR2, BRAF, CACNA1C, CACNA1D, CACNB?2,
CALM1, CALR3, CASQ2, CAV3, CBL, CBS, CETP, CFC1, CFL2, CHD7, CITED2, CNTN1, COL3A1, COL5A1,
COL5A2, COX15, CRELD1, CRYAB, CSRP3, CTNNA3, 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, GATA6, GATAD1, GCKR, GDF1, GJA1, GJA5, GLA, GNAI2, GNE, GPDLL,
GPIHBP1, HADHA, HCN4, HFE, HRAS, HSPBS, ISCU, JAG1, JPH2, JUP, KBTBD13, KCNA5, KCND3, KCNEL1,
KCNEZ2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNQ1, KRAS, LAMA2, LAMA4, LAMP2, LDB3, LDLR, LDLRAP1,
LEFTY2, LMF1, LMNA, LPL, LTBP2, MAMLD1, MAP2K1, MAP2K2, MATR3, MED13L, MEGF10, MSTN, MTM1,
MYBPC1, MYBPC3, MYF6, MYH11, MYH2, MYH6, MYH7, MYL2, MYL3, MYLK, MYLK2, 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, RASA1L,
RBM10, RBM20, RYR1, RYR2, SALL4, SCN10A, SCN1B, SCN2B, SCN3B, SCN4B, SCN5A, SCO2, SDHA,
SEMASE, SEPN1, SGCB, SGCD, SGCG, SHOC?2, SLC25A4, SLC2A10, SMAD3, SMAD4, SMADG6, SNTA1, SOS1,
SPRED1, TAB2, TAZ, TBX1, TBX20, TBX3, TBX5, TCAP, TFAP2B, TGFB2, TGFB3, TGFBR1, TGFBR2, TLL1,
TMEM43, TMPO, TNNC1, TNNI3, TNNT1, TNNT2, TPM1, TPM2, TPM3, TRDN, TRPM4, TTN, TTR, VCL, VCP,
ZFPM2, ZIC3

KJIVWHUYECKHUMN 3K30M. Manens "HaciiecTBeHHbIE HAPYIIEHHS PENPOIYKTHBHOM cHcTeMbl"

Uccnenyemblie TeHBI:

AARS2, AKAP9, ALMS1, AMHR2, ANK2, ANXA5, AR, ARL6, AURKC, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5,
BBS7, BBS9, BMP15, BRCAL, CALM1, CATSPER1, CAV3, CCDC103, CCDC28B, CCDC39, CCDCA40, CD46,
CEP290, CFTR, CHD7, CYP11B1, CYP17A1, CYP21A2, DAZL, DIAPH2, DNAAF1, DNAAF2, DNAAF3,
DNAH11, DNAHS5, DNAIL, DNAI2, DNAL1, DPY19L2, DYNC2H1, F2, F5, FGA, FGB, FGF8, FGFR1, FGFRS,
FGG, FIGLA, FMR1, FOXL2, FSHB, FSHR, GNRH1, GNRHR, HESX1, HFE, HSD3B2, HYDIN, JAK2, KCNE1,
KCNEZ2, KCNH2, KCNJ5, KCNQ1, KHDC3L, KISS1, KISS1R, KLHL10, LHB, LHCGR, LRRC6, LZTFL1, MKKS,
MKS1, NLRP7, NMES8, NOBOX, NR5A1, POF1B, POR, POU1F1, PROK2, PROKR2, PSMC3IP, RSPH4A, RSPH9,
SCN4B, SCN5A, SDCCAGS, SEMAS3A, SEPT12, SNTA1, SPATA16, SRD5A2, SRY, STAR, SYCP3, TAC3, TACR3,
TRIM32, TTCS8, UBE2B, USP9Y, VEGFA

KJIUHUYECKHWHA DK30M. Ianeas "HaciieicTBeHHbIE 32601eBAHNS Ke/TyI04HO-KHIIEYHOr0 TPaKTa"

Hccnenyemble reHsl:

ABCAL, ABCB11, ABCB4, ABCC2, ACADM, ACADVL, ACOX1, ACVR2B, ACVRL1, ADA, ADAM17, AGA, AGL,
AIRE, AKR1D1, ALDOB, ALG1, ALG13, ALMS1, AMACR, APC, APOAL, APOB, ARSB, ASAH1, ATG16L1, ATM,
ATP7B, ATP8B1, AXIN2, BAAT, BLM, BMPR1A, BRCAL, BRCA2, BTK, CASP10, CD3D, CD3E, CD40LG, CDH1,
CDKN1C, CDKN2A, CFTR, CHRM3, CIITA, CLMP, COG4, COL3A1, COL4A6, COL7A1, COX4l2, CPOX, CPS1,
CPT1A, CPT2, CTRC, CYBA, CYBB, CYP7B1, 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, JAKS,
KIT, KRT18, KRTS, LBR, LCT, LIPA, LYST, LYZ, MAN2B1, MEFV, MITF, MLH1, MOGS, MPI, MPV17, MSH2,
MSH6, MTTP, MUTYH, MYO5B, NAGLU, NCF1, NCF2, NEU1, NEUROGS, NOD2, NPC1, NPC2, NRG1, NRTN,
PALB2, PAX3, PDGFRA, PDX1, PEX1, PEX12, PEX2, PEXS, PEX6, PHKAZ2, PHKB, PHKG2, PHOX2B, PMM2,
PMS2, POLD1, POLG, PPOX, PRF1, PRKCSH, PRSS1, PSAP, PTEN, PTF1A, PTPRC, PYGL, RAG1, RAG2, RET,
RFX5, RFXANK, RFXAP, SALL1, SBDS, SDHB, SDHC, SEC63, SERPINAL, SGSH, SH2D1A, SI, SKIV2L,
SLC10A2, SLC17A5, SLC22A5, SLC26A3, SLC2A2, SLC37A4, SLC39A4, SLC5AL, SLC7A7, SLCO1B3, SMAD4,
SMPD1, SOX10, SPINK1, SPINT2, STK11, SUMF1, TCF4, TEK, TIP2, TMEM165, TMPRSS15, TNFRSF13B,
TPS3, TRIM37, TRMU, TTC37, UGT1ALl, VHL, VIPAS39, ZAP70, ZEB2, ZIC3



