AHAJIN3 TEHEI LIEHA Ne Cpox
pa6.aH.
M3YYEHUE TEHETUYECKOM ITPE/IPACIIOJIOKEHHOCTH
BrisiB/ieHHE IreHeTHYeCKOM NPeIpacio/io;KeHHOCTH K OHKOJIOTHYeCKHM 3200/1eBAaHUSAM
Pak snerkux, 10 mapkeposn ananu3 reqos 1 u 11 ¢a3er nerokcuxamuu: CYP1A1(3), CYP2D6(2), GSTM1,
NAT2(3), GSTT1 4150 Al 21-28
ITucpMeHHas pa3BepHyTasi HHTEPIIPETalust
Pak rpyau, 5 mapkepos ananu3 reHoB Il ¢aser nerokcukanuu: GSTT1, GSTM1, GSTP1 u 2500 A2 21-28
aHau3 reHa penenTopa nporecrepoda: PROG
Pak M0J104HOI Kes1e3bl M SMYHUKOB, 7 Hacnencreennas (cemeiinas) ¢popma
MapKepoB aHaJIM3 FEHOB PHUCKa ceMeHHbIX GopM (omyxoseBblx cynpeccopos): BRCAL 3300 A3 21-28
(185delAG, T181G, 4153delA, 5382insC), BRCA2 (695insC, 6174delT),
CHEK?2 (1100delC)
OcTpsiii Jeiiko3, 12 mapkepoB ananm3 reHoB [ u II ¢assr nerokcukamun: CYP1AL, CYP2D6, GSTM1, NAT2,
GSTT1, CYP2C9, CYP2C19, MTHFR 6150 A4 21-28
ITucpMeHHas pa3BepHyTast HHTEPIIpeTalust
Pak T0JICTOro KHIIEYHHKA, KeJIyIKa H PaK 2300 AS 2128
MO4Y€BOI0 Ny3bIpsi, S MapKepoB anasm3 reqoB II daser gerokcukannn: GSTT1, GSTM1, NAT2
Paxk npocratsl, 3 Mmapkepa aHaNu3 reHa perenTopa anaporeHos: AR
aHanu3 rexa napookcanassl: PON1 1800 A6 21-28
anaym3 reda | ¢assl gerokcukarmu: CYP17AL
AHaJIu3 BceX reHeTHYECKHX MapKepoB pucka | axamu3 reHoB I u II ¢a3er nerokcuxamuu: CYP1A1(3), CYP2C9(2), CYP2C19,
OHKOJIOTHYeCKHUX 3a60eBanumii, 36 mapkepos | CYP2D6(2), GSTM1, GSTT1, NAT2(3), MTHFR, CYP17A1, CYP19,
TPMT(6), VKORC1, MDR1
aHaJIM3 T'eHa perenTopa aHaporeHon: AR
aHaJIM3 TEHOB PUCKA CEMEHHBIX (OpPM paka MOJIOYHOM XKeNle3bl U INYHUKOB A7-1 28-35
(onyxomneBsix cynpeccopoB): BRCA1, BRCA2, CHEK2 20350
aHaJIN3 T'eHOB, KOHTPOJMPYIOLIHX JeJIeHHe KIIeTKH (oHKoreHoB): TP53 (P53),
MYCL1 (LMYC)
ITuceMeHHast pa3BepHyTast HHTEPIIPETaIns 14
AHaJIN3 FTeHeTHYECKUX MAPKEPOB PHCKA ananm3 reqoB | u II ¢assr nerokcukammn: CYPLAL(3), CYP1A2, CYP2A6(2),
OHKOJIOTHYeCKHX 3a00/1eBanmii, 44 Mapkepa CYP2C9(2), CYP2C19, CYP2D6(2), CYP2E1, GSTM1, GSTT1, NAT2(3),
MTHFR, CYP17Al, CYP19, TPMT(6), EPHX1 (mEPHX) (2), VKORC1,
MDR1
aHaJIM3 T'eHa perenTopa aHaporeHon: AR
aHanM3 reHa napookcanassl: PON1 AT-2 28-35
aHau3 reHa perenTopa nporecreposa: PROG 25350
aHaJIN3 FeHOB PUCKA CeMEHHBIX ()OPM paKa MOJIOYHOH XKeJIe3bl ¥ STTIHHKOB
(onyxonessix cynpeccopoB): BRCA1, BRCA2, CHEK2
aHaJI3 FeHOB, KOHTPOJIMPYIOLIUX JeJeHHe KiIeTKU (oHKorenoB): TP53 (P53),
MYCL1 (LMYC)
14
[TucpMeHHast pa3BepHyTast HHTEPIIPeTalus
BrIsiBJIeHHE TeHeTHYeCKOH MPeIPACII0IOKEeHHOCTH K TepaneBTHIeCKHM 3200/1eBaHUIM:
Cepoeuno-cocyoucmole 3a001e6anusn:
HNmemuyeckasi 60/1e3Hb cepana, aHaJIn3 TeHa, OTBETCTBEHHOTO 3a 00MeH romonucrenna: MTHFR 2100 Blmin 2128
MHHHMAaJIbHBII Habop, 4 Mapkepa aHaNu3 reHoB, peryaupyromux kpossHoe napiaenue: ACE, NOS3, AGTRI1
HNmemuyeckasi 60/1€3Hb cepua, cpeaHuii aHaJIn3 TEHOB, OTBETCTBEHHBIX 3a 00MeH romorctenna: MTHFR, MTRR
nabop, 10 mapkeposn aHaJIu3 TEHOB, OTBETCTBEHHBIX 3a MeTabommsm munuios: APOE, APOCIII,
PON1 6000 b1 21-28
aHaJIN3 TEHOB CHCTEMBI CBEPTHIBaHUS KpoBHU U ¢pubpuHonmsa: F1 (FGB), F2
(FII), F5 (FV), ITGB3 (GPIlla), PAIL, F7 (FVII)
HNmemuyeckasi 60/1e3Hb cepana, aHaJIn3 TEHOB, OTBETCTBEHHBIX 3a 00MeH romornuctenna: MTHFR, MTRR
MaKcHMMAaJIbHBIH Hadop, 23 mapkepa aHaJI3 FeHOB, peryaupyromux kpossHoe nasienue: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN
aHaJIN3 T'eHOB, OTBETCTBEHHBIX 3a MeTabomm3m munuaos: APOE, APOCIII,
PON1 Blmax 28-35
aHaJN3 FeHOB CHCTEMBI CBepThIBaHuUs KpoBH U ¢pubpunonmusa: F1 (FGB), F2 16150
(FIN), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla), PAIL, PLAT
aHanm3 reHoB B-aapeHopenentopos: ADRB1, ADRB2
aHaJM3 reHa MaTpUKCHOW MeTautonporeassl 3: MMP3
ITucpMeHHas pa3BepHyTasi HHTEPIPETaIns 14
ApTepunanbHas runepronusi, Max naoop, 13 aHaJIN3 TEHOB, OTBETCTBEHHBIX 32 00MeH romonucrenna: MTHFR, MTRR
MapKepoB aHaJIn3 FeHOoB, PEryanpylomux kpossHoe napiaenne: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN B2 28-35
aHalu3 T€HOB, OTBETCTBEHHBIX 3a MeTabomm3M munuaos: APOE, APOCIIL 15100
aHanm3 reHoB B-aapeHopenentopos: ADRB1, ADRB2
14
[TucpMeHHast pa3BepHyTAasi HHTEPIIPETaIus
ApTepHajibHasi THIEPTOHHS, 2 MapKepa aHaIIN3 TEHOB, peryaupyromux kpossnoe nasnerne: ACE, NOS3 950 B3min 14-21
ApTepHuajbHasi THIEPTOHNS, 7 MapKepoB aHaIlN3 TEHOB, peryaupyromux kposanoe nasnerne: ACE, NOS3, AGT, 3800 B3max 21-28
AGTR1, AGTR2, BDKRB2 (BKR), REN
ATepocKJIepo3 a0pThl H KOPOHAPHBIX aHaJIN3 TEHOB, OTBETCTBEHHBIX 32 00MeH romonucrenna: MTHFR, MTRR
cocy10B aHaJIu3 FeHOoB, PEryanpylolux kpossHoe napiaenne: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN
aHaJNU3 TEeHOB, OTBETCTBEHHBIX 3a MeTabomm3Mm ymnuaoB: APOE, APOCIII, 16250 B4 21-28
PON1
aHaJIN3 FeHOB CHCTEMBI CBEpThIBaHus KpoBH U ¢pudpunonusa: F1 (FGB), F2
(FIN), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla), PAIL, PLAT




ITuceMeHHas pa3BepHyTas HHTEPIPETAlHst

14

Puck BHe3anHoii cmepTn aHam3 reHa cucteMsl cBepthiBanus kpou: ITGB3 (GPIlla) 2000 B5 14-21
I'unepromouucrenHeMHs1, MUHUMAJIbHbII DakTOpBI pUCKa HapylIeHHUs oOMeHa (onreBoi KUCIoT U BUTaMuHOB B6, B12. 1800 520 21-28
Habop aHaAJIN3 TEHOB, OTBETCTBEHHBIX 32 00MeH romorcrenna: MTHFR, MTRR, MTR
TpomGoduns 1 BApHKO3HOe paclIupeHue aHaJIM3 TCHOB CHCTEMbI CBEPThIBaHUS KPoBU U ubpuHomm3a: F2 (FII), F5 (FV) 3-5
BeH, 2 Mapkepa 1500 B6c JIEHb
TIOCTaHOB
ku BT.

Tpomoéoduus 1 BApUKO3HOE paclIUpeHne aHaNu3 reHa, OTBETCTBEHHOT0 3a 00MeH romorctenHa: MTHFR
BeH, 7 MapKepoB aHAJIM3 TCHOB CHCTEMbI CBEPThIBaHUS KpoBHU U pubpuHommsa: F1 (FGB), F2 3300 B6a 21-28

(F1), F5 (FV), ITGB3 (GPllla), PAIL, F7(FVII)
TpomOoduins 1 BADHKO3HOE pacIIHpPeHHe aHaJIu3 reHa, OTBETCTBEHHOro 3a 06MeH romouuctenna: MTHFR( 2 myranun), 3-5
BeH, 12 mapkepoB MTRR, MTR 4700 B6b JIeHb

aHaN3 FeHOB CHCTEMBI CBEpThIBaHMS KpoBH U pubpunommsa: F1 (FGB), F2 TOCTaHOB

(F1), F5 (FV), ITGB3 (GPllla), PAIL, FVII, GPla(ITGA2), F13Al ku BT.
AHaJIN3 MapKepoB cepeYHO-COCYAUCTOI aHaNu3 FeHOB, OTBETCTBEHHEIX 32 00MeH romoructenHa: MTHFR, MTRR, MTR
naToJioruu, 31 mapkep aHaNu3 reHoB, peryaupylomux kpossHoe nasiaenne: ACE, NOS3, AGT,

AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJIN3 TEeHOB, OTBETCTBEHHBIX 3a MeTabomm3M ymnuaoB: APOE, APOCIII,

PON1

aHaJIN3 FeHOB CHCTEMBI CBepThIBaHus KpoBH U ¢pudpunonusa: F1 (FGB), F2 B7 28-35

(FIN), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla), PAIL, PLAT 23200

aHanu3 reHoB B-agpeHopenentopos: ADRB1, ADRB2

aHaJIM3 FCHOB, BOBJICUYCHHBIX B OOMEH XOJICCTEPHHA U OKUCIICHHE KUPHBIX

xucnot: PPARA, PPARD, PPARG, UCP2, UCP3

aHaJIN3 reHa MaTPUKCHON MeTautonporeassl 3: MMP3

ITuchMeHHast pa3BepHyTasi HHTEPIPETaIns 14

BoJie3Hn opraHoB JbIXaHHUS:

BponxunajabHas acTMa anam3 reHoB I ¢a3er neroxcuxarmuu: GSTM1, GSTT1, GSTP1, NAT2

aHaJIN3 reHa, OTBETCTBEHHOT'O 32 CHHTE3 OCHOBHOT'O KOMITIOHEHTa OpOHXHAIBHOM

xuakoctu: CC16

aHaJIN3 TeHOB MPOBOCHAINTENbHBIX IMTOKUHOB: IL4, IL4R, TNFA 7350 B8 21

aHau3 reHa, KOAUpyoero HeliponansHyto NO-cunTasy 1 (oOMeH okcuzia

azora): NOS1

ITucpMeHHas pa3BepHyTast HHTEPIPETAIUs 14
XpoHuyeckas 00CTPyKTHBHAA 60/1e3Hb ananu3 rexa Il ¢assr neroxcukarmu: GSTP1 1800 B9 21-28
JIeTKHX aHaJI3 reHa MaTpPUKCHON MeTautonporeassl 1: MMP1




JHIOKPHHOJIOTHYECKHE 32001 BAHMS:

Caxapusrii quaéer | Tuna (C1)

aHaJIM3 TEHOB IIaBHOTO KoMIulekca rucrocoBmectumoct I u I kimacca: MICA,

(MHCYTMH3aBHCUMBIii) DQA1, DQB1 2800 B10 21-28
aHanu3 rea T-mumdornuT-acconuupoBanHoii cepundcrepassl: CTLA4
Caxapuslii quader |1 Tuna aHaJIM3 TeHa IIaBHOr0 KoMIUIekca ructocoBMectuMoctH 11 kimacca: DQBI1
aHaJIN3 FeHa PeHUH-aHTHOTEH3WHOBOH CUCTEMBI (PETyIISIUS KPOBSHOTO
napnenns): ACE 3900 | BIl 21-28
aHaJIM3 I'eHa POBOCHAIUTENbHOrO HUTOKMHA: TNFA
aHaJIN3 TeHOB, BOBICUCHHBIX B 0OMEH XOJIECTePHHA H OKHCIICHUE JKHPHBIX
kucsor: PRARA, PRARD
Jnadernyeckast HepponaTus nmpu CA1 aHaJIM3 TeHOB, Peryaupyriux kpossHoe aasieHue: ACE, NOS3 1800 B12 21
ITon6op 10361 NepopaIbLHBIX aHAJIM3 '€HA, OTBETCTBEHHOT'O 32 METa0O0JIM3M HIEPOPaIbHBIX CaXapOCHIKAIOIIUX 1000 519 21
€aXapOCHHIKAIOILMX NpenapaToB npenaparos: TCF7L2
3aboJieBaHuS KeJyA0YHO-KHIIEYHOr0 TPAKTA:
Boue3ns Kpona QHAJIM3 F'€HA, OTBETCTBEHHOT'O 32 METa0O0JIN3M KallbLIUs U MUHEPAILHOTO
obuena: VDR y 2000 B13 21-28
aHaJIM3 FeHa-peLenTopa K MypaMUIIUIIENTHAY, KOMIOHEHTY OaKTepHalbHON
kierourol crenku: NOD2(3)
Hecneuuduyeckuii i3BeHHbINH KOJUT aHaJIN3 TeHa IPOBOCTIANNTENbHOTO uTokuHa: TNFA (2)
aHaJIU3 reHa-pelenTopa K MypaMIIIUICHTHLY, KOMIIOHCHTY OakTepHaIbHON 2300 b14 21-28
kierouHoi crenku: NOD2 (3)
JlakTa3Hasi HeJOCTATOYHOCTH LCT (T-13910C) 1200 B21 28
BoJie3nn MeTa6013Ma KOCTHOMH TKaHU:
OcTreonopo3, MUHMMAIBHBI HA0OP Metabonu3M KOCTHOW TKaHU
®dakTopbl HapyIIEHNs KaJbLIUEBOro 0OMeHa, TMIoBUTaMiHO3a D, ocreonoposa u
OCTEOIIEHHYECKOr0 CHHAPOMA
aHaJN3 TEHOB, OTBETCTBEHHBIX 32 (HOPMUPOBAHHE MATPUKCA KOCTHOW TKAHH: 2500 B15 21-28
COL1A1
aHaJIN3 FeHOB, OTBETCTBEHHBIX 32 METa0O0IM3M KaJIbIUS 1 MUHEPaJIbHBII OOMEH:
VDR, CALCR
OcTeonopo3, MAaKCHMAJIbHbII Ha0op Merabom3M KOCTHON TKaHU
®DakTOpH! HapyLIEHNS KaJbLIEBOro 00MeHa, THIOBHTaMHHO3a D, ocTeonoposa u
OCTEOIIEHUYECKOT0 CHHAPOMa
aHaJIN3 FeHOB, OTBETCTBEHHEIX 32 ()OPMHUPOBAHUE MATPUKCA KOCTHON TKaHU: 3800 Bl6 2128
COL1A1, BGP (BGLAP)
aHaJIM3 T€HOB, OTBETCTBEHHBIX 32 META00IN3M KaJbLMsI 1 MUHEPAJIbHbIA OOMEH:
VDR, CALCR
ananu3 rena-perenropa scrporefos: ESR1 (ER) (2)
VIMMyHHBIE H ayTOUMMYHHBbIE 3200/1eBaHUSI
Pak muToBUIHOI HKeJie3bl aHaJIN3 IeHa [IPOBOCTIANINTEeNbHOTO nToknHa: TNFA (2)
aHAIIM3 FeHa-PeLenTopa THPEOCTUMYIUPYIOIIEr0 TOPMOHA (TUPEOTPOIHHA): 3800 517 21-28
TSHR
aHaJIN3 reHa, KOHTPOJMPYIOIIETro neleHne KieTku (onkorena): TP53 (P53)
Boue3ns I'peiiBca, ayToHMMYHHBIH aHaJM3 TeHOB INIaBHOIO KoMIuIekca rucrocoBmectumoctu Il kinacca: DQAT,
THNIOTHPEOHIUT DQB1
aHaJIM3 TeHOB MPOBOCTIANUTENbHBIX IMTOKHHOB: IL4, ILAR, TNFA 5800 BI8 21-28
aHanu3 reHa T-numdouut-accouunpoanHoii cepunicrepasbl: CTLA4
aHaJIN3 IeHa-perenTopa THPEOCTUMYITUPYIONIEro TOpPMOHa (THPEOTPOITHHA):
TSHR
Boae3us BexTepena HLA-B27 2250 Bb38 28

BbisiBlIeHUE TeHeTHYeCKOi npeapacnojIoKeHHOCTH K AKYIIEPCKO-THHEKOJIOTMYE€CKUM 3260J’leBaHﬂﬂM, penpoayKTUBHOE 310POB

b€ U INIAaHUPOBaHUE 6epeMel-l]-lOCTll

T'opMoHaIbHAsI KOHTPALCTIHS
7 mapkepoB

I'opMoHabHast KOHTpALENIHs, 7 MapKepoB

Puck passuTus Tpom60308 Ha (one nprema OK n I'3T

aHaJIu3 TeHa, OTBETCTBEHHOTO0 3a 00MeH romoructerna: MTHFR

aHaJIN3 TEHOB CHCTEMBI CBEpPTHIBaHUS KpoBH U pubpurommsa: F1 (FGB), F2
(F1), F5 (FV), ITGB3 (GPllla), GPla, PAIL, FVII

3300

B7

21-28

Moankucro3 suyankos 10 mapkepos

aHaJIM3 TeHa CUCTEMbI CBEPTHIBaHUs KpoBH U hubdpunonuza: PAIL

aHaJM3 reHa perenTopa anaporeHos: AR

ananm3 reHoB | u 11 ¢assr nerokcukammu: CYP1A2, GSTM1, GSTT1, GSTP1
(2), NAT2 (3)

3400

B8

21-28

IloaroroBka k 6epeMeHHOCTH 12 MapKkepoB

aHaJIu3 TEHOB, OTBETCTBEHHBIX 32 00MeH romornuctenHa: MTHFR, MTRR, MTR
aHaJIM3 TEHOB CUCTEMBbI CBepThIBaHMs KpoBu u pudbpunonusa: Fl (FGB), F2
(FII), F5 (FV), ITGB3 (GPllla), GPla, PAIL,FVII

aHaJIM3 TeHOB, peryaupyronmx kpossHoe aasienue: ACE, NOS3

4600

B9

21-28

JHI0METPHO3

ananu3 resoB Il ¢aser nerokcuxammu: GSTT1, GSTM1, CYP19, NAT2

3500

B1

21-28

HeppiHammuBanne GepemennocTH, JKenckoe
Oecnionue, MUHMMAIBHBIA Ha0op 5
MapKepoB

ananu3 reHoB Il ¢asbr nerokcukanun: GSTM1, GSTT1, GSTP1 (2),
aHaJIu3 TEHOB, OTBETCTBEHHBIX 3a 00MeH romoructernda: MTHFR, MTRR
ITucbMeHHas pa3BepHyTasi HHTEPIPETaLUs

4500

B2min

21-28

HeBbinammBanue 6epemMenHocTH, JKenckoe
decrionne, Cpennnii nadop 18 mapkepon

ananu3 resoB I ¢aser nerokcukarmu: GSTM1, GSTT1, GSTP1 (2),

aHaJIu3 TE€HOB, OTBETCTBEHHBIX 3a 00MeH romoructenda: MTHFR, MTRR, MTR
aHAJIN3 TEHOB CHCTEMbI CBEpPThIBaHUSA KpoBH U pubpunommsa: F1 (FGB), F2
(FII), F5 (FV), ITGB3 (GPIlla), GPla, PAIL, FVII

aHaJIN3 TEHOB TMIaBHOTO KoMIutekca ructocoBmectumoct [ u I kimacca: DQAL,
DQB1, DRB1

aHaJIU3 FEHOB, PeryIupyIomux kpossHoe nasienne: ACE, NOS3

ITucpMeHHas pa3BepHyTasi HHTEPIPETalus

11900

B2max

21-28

My:xckoe 6ecriiogue, 12 mapkepoB
(a3ocnepmus)

Omnpenenenue nenennn okycoB AZFa, AZFb, AZFc, uccnenoanue resa SRY
y MAIMEHTOB C HApYILICHUsIMHU criepmaroreHesa SY84, sY86, sY127, sY134,
sY254, sY255, ZFXIZFY

4900

B10

21-28




aHAJIM3 TeHa PELENTopa aHaporeHos: AR
MyxkoBucumno3 (anaau3 myrauii delF-508, dell 507, CFTRdel21kb)

Kenckoe decniionue, 16 Mmapkepos

aHaJIu3 TE€HOB, OTBETCTBEHHBIX 3a 00MeH romoructenda: MTHFR, MTRR, MTR
aHaJIN3 TeHOB CHCTEMBI CBEpTHIBAHMS KpoBH U pudpunomusa: F1 (FGB), F2

(FI1), F5 (FV), ITGB3 (GPllla), GPla, PAIL, FVII

. 6200 B11 21-28
aHaJIN3 TeHOB, PEryIUPYIOIUX KpoBsiHoe qaBienue: ACE
aHanu3 reHa-perentopa scrporeHos: ESR1 (ER) (2)
Mykosucumno3 (anamm3 myrauuii delF-508, dell 507, CFTRdel21kb)
My:xckoe decriiionue, 19 mapkepos Omnpenenenue nenenun 1okycoB AZFa, AZFb, AZFc, nccnenoanue rema SRY
y HaLMEHTOB C HapyLIEHUs MU criepmaTorenesa sY 84, sY 102,
sY117, sY127,sY134, sY143, sY620, sY153, sY255, sY158, DBY1, EAu EB
(HMG 6oxkc rena SRY) }
aHaJIM3 I'eHa perenTopa aHaporeHos: AR 8000 B12 21-28
aHaJIN3 TeHOB IJIaBHOTO KoMILIeKca rucTocoBMectuMocty [ u I kmacca: DQAL,
DQB1, DRB1
Mykosucumno3 (anamm3 myrauuii delF-508, dell 507, CFTRdel21kb)
JledekT 3apalieHns HeBPAJIbHOI TPYOKH aHaJIu3 TE€HOB, OTBETCTBEHHBIX 3a 00MeH romorucrenda: MTHFR, MTRR 1600 B3 2128
(JA3HT)
IIpenpacno/io;keHHOCTH K cHHApoMy JlayHay | aHanu3 reHOB, OTBETCTBEHHEIX 3a 0OMeH romoructenHa: MTHFR, MTRR 1600 B4 21-28
MJ10/1a
Jlerkuii yMcThbIii recros ananms rexa Il ¢assr geroxcukamim: EPHX1 (mEPHX) 2200 B5 2128
aHaJIN3 reHoB cucTeMsl pubpunommsa: PAIL, PLAT
TstKes bl YMCTHIH recTo3 ananu3 reHa Il daser nerokcukammu: GSTM1 1500 B6 2128
aHaJIN3 IeHa, PeryINpyronero kpossiHoe nasnenue: NOS3
Dapmaxozenemuka. AHaNU3 2eHeMUUECKUX MAPKEPOE 003 J1eKAPCIMEEHHBIX NPENaApamos
CepaedHble IJIHKO3U/bl, 0J10KATOPbI aHanu3 reHa riaukonporerHa P: MDR1
Me/JIEHHBIX KAJIbIHEeBbIX KAHATI0B, CTATHHBI, 1000 i 21-28
MAaKPOJIHThI, HTHTOCTATHKH,
TPOTHBOBHPYCHbIE NPeNapaThl H Apyrue
Ananus 003 n1eKapcmeeHHbIX NPENapamos npu 1eYeHUU OHKON02UYECKUX 3a001e6aHUIL:

MepkanTonypHH, a30THOTIPUH, THOTYAaHMH aHaJU3 reHa THOITypuHMeTHITpancdepassl TPMT 2600 2 21-28
5-¢propypanmii, MmeTaTpekcar aHanu3 reHa nukia gomueroit kucaorst MTHFR 1000 13 21-28
AHnanus 003 1eKapcmeeHHbIX NPEnapamos npu je4eHuu cepoeyHo-coCyoOUcmulx 3a001e6anuii:

Bera — agpeHo010kaToOpHI, ananu3 reqoB I ¢aser neroxcukauuu: CYP2D6, CYP2C9

NPOTHBOTHIIEPTOHHYECKHE NTPEeNapaThl,

AHTHIUINEPTEH3MBHbIE NIpenapaThbl 2600 J4 21-28

(;103apTaH), caxapoCHUKAIOLINE MPenapaTbl

(raMnu3un)

AHTHKOAryJsHTbI (BapdapuH u apyrue) aHanu3 reHoB cucteMsl gerokcukanuu: CYP2C9, VKORC1 2600 15 21-28
Ananus 003 1eKapcmeeHHbIX NPEnapamos npu iedeHun Opy2ux 3a00,1e6aHuL:

IporuBoTydepKy.ie3HbIe NpenapaThbl ananm3 rea Il gassr neroxcukamum NAT2 (3)

(130HHMA3U, p-aHH3HA, pUMpaMIunuH, 1600 16 21-28

JIaTnCOH)

AHTHAPHUTMHYECKHE NPenapaThl ananus reHoB I u 11 daser cuctems getokcukanuu: CYP2D6 (2), NAT2 (3) 2600 7 21-28

(mpoxanmHamun), aMmoHadua, 2-aMuHOIyOpEH

IIpoTnBOCY10pPOKHBIE TPEeNapaThl ananu3 reHoB I ¢assl cucrems! nerokcukaruu: CYP2C9, CYP2CI19 2600 718 2128

((heHUTOMH, 1HA3ENIAM)

HHru6uTopsl NPOTOHOBBIX MoMIl (omenpa3on) | axamu3 reHoB I gassl cucremsl nerokcukamun: CYP2C9, CYP2C19 2600 J19 21-28

IIporyanun u 6apouTypaThl, pudamMnuImH, ananus renos I dassl cuctemsl neroxcukamuu: CYP2C19 1000 710 21-28

CHMBACTATHH

AHTHAENPECCAHTHI (AMUTPUNTHINH, aHanu3 reHoB | dasel cuctemsl nerokcukauuu: CYP2D6, CYP2C9 2600 il 21-28

KJIOMHIIPAMUH, HMHIIPAMHH)

Hecrtepounanblie NPOTHBOBOCHAIUTEIbHbIE aHanu3 reHa I ¢asel cucremsl gerokcukanuu CYP2C9

npenaparsl (Inkjao(penak, noynpoden, 2600 J12 21-28

NHPOKCHKAM), TOJOYTAMUH




AHTHIICHXOTPONIHBIE, HEHPOJIENTHKH,
HMHTUOHTOPBI MOHOOKCH/I PeyKTa3bl,

aHanm3 reHa I ¢assl cuctemsl aerokcukanuu CYP2D6

NPOU3BOIHBIX MOP(}HHA, HeliPOTPAHCMUTEPbI 2600 13 21-28
(10MaMHUHBI), AHAIBIeTHKH, ONIMATHI, KOQeHH,
KOKAHH
Mapkepbl 103 BceX aHAJHU3HPYeMBbIX anamm3 reHoB cuctemsl Aetokcukanun: CYP1A1, CYP2D6, GSTMI, GSTTI, 6900 14 21-28
npenapaTos NAT2, CYP2C9, CYP2C19, TPMT, MTHFR, VKORC1, MDR1
Pe3ucTeHTHOCTH K aHTHArperanTHoi Tepanun | axamu3 reda GPIIla, CYP2C19 1000 s 2128
(acnupHH, IVIABHK-C)
I[IpoTnBoBHpYCHAs Tepanus Mpu 1L28B 2 noxyca (C>T, T>G)
xponnyeckoM renature C (II3I'-UuTtpon, 2000 J21 21-28
pudaBepuH, TeJIANPeBUP, GoLeNpPeBUHP)
Kapuomunuposanue
KapunorunupoBanue 0{HOT0 Ye10BeKa MO (mpoOupKa ¢ renapuHOM, 3eJIeHast KPBILIKa) 3500 El 21-28
JauMpouuTam nepudepulieckoii KpoBu
Kapuorunuposanue adopruBHoro marepuana | (ms,cp,nt ¢ 9.30-12.00 B crepuiasroM p-pe NaCl 0,9%) (900p HeBo3BpaTHas
CyMMa IIpH HEBO3MOXKHOCTH MPOBECTH aHAIU3 - HEKAYECTBEHHO B3SITBII 3500 Ela 21
Marepuain)
Kapnorunuposanue aGopTHBHOr0 MaTepuaja | (yToyHsromias quarHoctuka MeronoM FISH npu HeBo3MOXKHOCTH BBIIOIHEHHs 5500 El6 21
METOJOM FISH KIIACCHYECKOT0 IIUTOT€HETHIECKOT0 NCCIIEIOBAHNS)
MouiekyJIsIpHO-TEHETHYECKHIi aHAIN3 (100 sinep B Kaxk0M UccieyeMoi TKaHH) NPOOUPKaA ¢ TENapHHOM, 3e1eHast
MEKKJIETOYHOTO H MEKTKAHEBOTO KpBIIIKa + OyKKaJIbHOMY SITHTEIHIO (MA30K Ha CTEKIIO)
MO3aMIIM3MAa MOJOBBIX XPOMOCOM METO/I0M 4000 E2 35
FISH
10 JJUM(OUUTAM nepudeprnyecKkoii KpoBH
HaenTndukanus MapKepHOi XpOMOCOMBI (mpo6HpKa ¢ renaprHOM, 3eJIeHast KPBIIIKa) 5700 B3 35
metonom FISH
YTo4yHeHHe TOUEK Pa3pLIBOB NPH (mpo6HpKa ¢ renaprHOM, 3eJIeHas KPBIIIKA)
TPaHCIOKAIMSIX, HHBEPCHSIX H APYTHX 7000 E4 35
XPOMOCOMHBIX nepectpoiikax meronom FISH
Jnarnoctuka MuKpoeIeIIHOHHBIX (npoGupka ¢ renapuHOM 3eJIeHas KpbIIIKa)
cunapomsl [paxepa-Bunim, Aureasmana, {u 4500 ES 35
Jixopaau u ap. merogom FISH
Kapuorunuposanune K® IIP IJI51 (mpobupka ¢ DJATA miy ISTHO KPOBU Ha (PHIIBTPOBAIILHON Oymare)
ONPEJEJIEHUS YUCJIA XPOMOCOM 21, 4600 E6 21-28
13,18, X n ¥
XpoMoCOMHBINi MUKPOMATPHYHBII aHAJIN3 C HCTIOIb30BaHNEM MATPHIBI CO CpefHEl INIOTHOCTBIO 750 THIC. MapKepoB.
(arrey-CGH) Paspemnratomas cioco6HocTs 0T 150 ThIC. Map HYKJICOTHIOB. 20000 E7 14-21
HeunBa3uBHasi NpeHaTaJbHas AMATHOCTHKA (JAOT-tect, Prenetix) HaTomak 28000 MIT1 14
ITH, BT, cp, 4T, 0T 10 12:00 Tpebyercst Y3U nuarHocTuka.
Omnpenenenne RH - paxropa miiona no kposu | (Prenetix) o, BT, cp, ut 10 12:00 2000 MIT2 10
MaTepH Jlonyckaercs Jerkuii 3aBTpak
Onpenesienne aejenuu jJokycoB AZFa, AZFb, AZFc, ucciienopanue rena SRY y nanmeHToB ¢ HapyleHUsIMH 4000 %1 2128
crepMaToreHesa
T'ucrocoBMecTHMOCTH (AHAJIM3 T€HOB IVIABHOI0 KoMILiekca rucrocoBmectumoctu Il kinacca: DQA1, DQB1), 3500 31 21-28
TPeaPACHOI0KEHHOCTh K IeJTHAKHI
I'ucrocoBMecTHMOCTH (AHAJIM3 F€HOB IJIABHOI0 KoMILIekca rucrocoBmectumoctu Il kitacca: DQA1, DQB1, DRB1) 4000 31a 21-28
TpePacoJI0:KeHHOCTD K HeJHaAKHU
FMCTPCOBMCCTMMOCTL (aHAIM3 reHOB TJIaBHOT0 KoMIIekca ructocoBmectumoctu Il kiacca: DQA1, DQB1, DRB1) cnaetcs 7800 3 2128
apoi
OmnpejesieHne 3urOTHOCTH ABYX OJin3HenoB (2 yern.) 23400 P2 28
Ycmanoenenue omyoecmea
I'eHoMHasi JaKTHIOCKONHUS-AHAIN3 1151 ce0s1 (YCTAaHOBJIEHHE OTHOBCTBA) OTeEIl, MaTh, pEOCHOK 18800 u3 21-28
I'eHoMHAsi JaKTHUJIOCKONHUS - AHAJIU3 /151 cefsi (YCTAHOBJIEHHE OTHOBCTBA) OTEIl H PeOEHOK 21800 n4 21-28
Kaxawplii mocsienywoumii pedeHox 9500
T'eHeTHYecKHe MapKepbl KOPPeKIUH 00pa3a KU3HU
AHAJIU3 IeHOB, ONpeIeIsIOIUX YCTOHYMBOCTh | aHAJIM3 perenTopa JMMQonuToB (XeMoKHHOBoOro perenropa): CCRS 1000 K1 21
Kk BUY — nndexkuun
AHAJIU3 T€HOB, BJIMSIIOIIUX HA opmupoBanune | ananm3 reros godamuHoBoro (DRD2A) u ceporonnrosoro (HTR2A —(SR) 2000 K2 21-28
3aBHCHMOCTH K AJIKOT0JII0 U HAPKOTHKAM penentopos: DRD2A, HTR2A (SR)
AHaJIM3 TeHOB, XapaKTepH3yI0LIUX aHaJM3 reHoB ajnkoroipaeruaporedasa ADHIB (ADH2), 2300 K3 2128
MeTa00JIM3M aJIKOT0JIsI anpaeruaneruaporenassl ALDH2, u ren I dasel nerokcukammu: CYP2E]
HcciieoBannii reHoB Ha OHOYHIAX
dapmMakoreHeTH4ecKuii Ououun (aHATM3 FeHEeTHIECKOH MPEeAPacIoNOKEeHHOCTH K OHKOJIOTHIECKUM
3a00JIeBaHHSAM U NHINBHAYAIBLHON YYBCTBHTEIBLHOCTH K (hapMIIpenapaTam) 3900 T 21-28
ananm3 reHoB | u 11 ¢assr nerokcukammu: CYP1A1, CYP2D6, GSTM1, NAT2,
GSTT1, CYP2C9, CYP2C19, MTHFR
Kapauno-6nounn (aHaJTH3 TEHETHYECKOH MPEAPACION0KEHHOCTH K apTepHaIbHON TUIIEPTEH3NH)
aHaJIu3 T€Ha, OTBETCTBEHHOTO 3a 00MeH romoructerna: MTHFR
aHaJM3 TeHOoB, peryaupyronux kpossHoe nasienue: AGT, AGTR1, AGTR2, 3300 J12 21-28
BDKRB2 (BKR), REN
aHanm3 reHa f2-aapeHopenentopa: ADRB2
Dudp-oHouHn aHaJIM3 '€Ha, OTBETCTBEHHOT0 32 0OMeH romonucrenna: MTHFR
aHaJIN3 TeHOB CUCTEMBI CBEPTHIBAHMS KpoBH U pudpunomusa: F1 (FGB), F2 3300 3 21-28

(FI1), F5 (FV), ITGB3 (GPIlla), PAIL, F7(FVII)




PMIK-onounn

(aHaJTM3 TeHETUYECKO! MPEAPACHIOI0KEHHOCTH K PAKy MOJIOYHOH JKene3bl 1
SIMYHUKOB)

aHaJIN3 TeHOB PHCKA CeMEHHBIX (hopM (OIMyX0eBhIX cympeccopoB): BRCAL,
BRCA2, CHEK2

3300

JI4

21-28

VIP-YCJIYTH

Tlanesn «IcTeTHKAY

H3yyenune nmpeapacnoa0KeHHOCTH K
0KHPEHHI0 H MeTa00TH4eCKOMY CHHAPOMY

aHaJU3 T€HOB, OTBETCTBEHHBIX 3a MeTabom3M aunuaos: APOE, APOCIIL
aHaJIN3 TeHOB, perynmupyromux kpossHoe gasnenue: ACE, AGT, AGTRI,
AGTR2, BDKRB2 (BKR), REN

aHaJIM3 T'eHOB, OTBETCTBEHHBIX 32 MeTabonu3M aapeHanuHa: ADRB2, ADRBI1
aHaJM3 I'eHa IJIaBHOTO KoMIUIeKca rucrocoBMectiumocti 11 kiacca: DQB1
aHaJIM3 I'eHa IPOBOCHAIUTENbHOrO LUTOKMHA: TNFA

aHaJIM3 T'€HOB, BOBJICYEHHBIX B OOMEH XOJIECTEPHHA U OKUCIICHHE )KUPHBIX
kuciot: PPARA, PPARD, PRARG, UCP2, UCP3

ananu3 resoB godamunosoro (DRD2A) u ceporonnrosoro (HTR2A —(SR)
peuenropoB: DRD2A, HTR2A (SR)

ITucpMeHHas pa3BepHyTasi HHTepIIpeTaLus

20700

M1

28-35

14

H3yuenne npeapacnoo;KeHHOCTH K
CKOPOCTH CTapeHHsI KOKH H 0COOEHHOCTH ee
pereHepanuu

ananm3 reHoB | daser nerokcukauu: CYP1A1, CYP1A2, CYP2C9, CYP2C19,
CYP2D6, CYP2E1L, CYP19

ananu3 reqoB Il ¢aser nerokcukarmu: GSTM1, GSTT1, GSTP1, NAT2, EPHX1
(mEPHX) ITucpMeHHast pa3BepHyTasi HHTEPIPETalus

14200

M2

28-35

H3yyeHune npeapacro o KeHHOCTH K
JAepMaTHTaM, yIPeBoii ChINu

ananu3 reqoB I dassr neroxcukamnu: CYP1A1, CYP1A2, CYP2C9, CYP2C19,
CYP2D6, CYP2E1, CYP19

ananm3 reHoB I ¢aser nerokcukanun: GSTM 1, GSTT1, GSTP1, NAT2, EPHX1
(MEPHX)

aHaJIN3 TeHOB MPOBOCHANTENbHBIX IIMTOKHHOB: 1[4, IL4R, TNFA

aHaJM3 I'eHa, KOAUpyLIero HeliponansHyro NO-crHTa3y (00OMeH okcuia
azora): NOS|1 IlucbMeHHast pa3BepHyTast HHTEPIpeTaLus

15500

M3

28-35

HyrpuoreHoMmuxka («reHeTuyeckas auera)

ananm3 reHa I ¢asel gerokcukanuun: CYPLAL

ananu3 reqoB Il ¢aser nerokcukarmm: GSTM1, GSTT1, GSTP1, NAT2
aHaJIu3 T€HOB, OTBETCTBEHHBIX 3a MeTabomm3M aunuaos: APOE, APOCIII,
PON1, NOS3

aHaJM3 I'eHOB, peryaupyromux kpossHoe nasienue: ACE, AGT, AGTRI,
AGTR2, BDKRB2 (BKR)

aHanu3 reHa cucremsl puoOpuHOMH3a: PAIL

aHaJIu3 T€HOB, OTBETCTBEHHBIX 3a 00MeH romoructenda: MTHFR, MTRR
aHaJIM3 T'eHOB, OTBETCTBEHHBIX 32 MeTabonu3M aapenanuna: ADRB2, ADRBI1
aHaJIM3 TEHOB, OTBETCTBEHHBIX 332 ()OPMHPOBAHUE MATPUKCA KOCTHOM TKaHU:
COL1A1, BGP (BGLAP)

aHaJIM3 T€HOB, OTBETCTBEHHBIX 32 META00IN3M KaJbLMsI 1 MUHEPAJIbHbIA OOMEH:
VDR, CALCR

aHanu3 reHa-peuenropa scrporenos: ESR1 (ER)

aHanu3 reHa T-numdonut-accouunponanHoii cepunscrepassl: CTLA4
ananm3 resoB godamuHoBoro (DRD2A) u ceporonnaosoro (HTR2A —(SR)
peuentopoB: DRD2A, HTR2A (SR)

aHaJN3 TEHOB, BOBJICUYCHHBIX B OOMEH XOJIECTEPHHA H OKHCIICHHE JKHPHBIX
kucnotr: PPARA, PPARD

aHaJM3 TeHoB ajkoroipaeruaporeHasa ADH1B (ADH2),
anpaeruageruaporeHassl ALDH2, u ren I daser neroxcukamuu: CYP2E1
(MeTaboI3M aJKOTroJIs)

ITucpMeHHas pa3BepHyTasi HHTePIpeTalus

22900

M4

28-35

IlaHesIb FeHOB IO MPEAPACIIOI0KEHHOCTH K
NapoOHTO3Y

anamms3 rena II ¢passr nerokcukarmm: NAT2

aHaiM3 reHa cucteMsl pudpunonuza: PAIL

aHaJN3 'eHa, OTBETCTBEHHOT'O 32 METa0O0JIM3M KaJIBIHSI M MUHEPaJIbHBIH OOMEH:
VDR

aHaJIM3 TeHOB NPOBOCIANUTENBHBIX HIMTOKHHOB: 1L4, IL4AR

3800

M8

21-28

TTanean «CITIOPT»

MuHEMAaNBHBIH CIOPTHBHBII MacnopT 9
reHoB

BrisicHeHne MHAUBUYaNbHOW T€HETUYECKOM MPeIpacnoI0KeHHOCTH K
Pa3IMYHBIM BHAM CIIOPTa H OCOOEHHOCTSIM TPEHHPOBOYHOTO Iporecca (¢
HHTepIpeTanueii)

aHaJIM3 TeHOB, PEryIUPYIOIUX KpoBsiHoe AaBieHune: ACE

aHaJU3 FeHOB, BOBJICUCHHBIX B 0OMEH XOJIECTEPHHA H OKHCIICHUE )KHPHBIX
kucior: PPARA, PPARD, PRARG

aHaJM3 TeHa KOaKTHBATOpa TpaHCKpUNIMOHHBIX (akTopoB PPARa, PPARY, o
B peentopoB sctporena u MuHepanokoptukonnos: PPARGCIA (PGC-1a)
aHaJN3 'eHa, OTBETCTBEHHOT'O 32 YHEPTreTHYESCKHI METa00IH3M CKENETHBIX
MBIIII] BO BPEMsI MBIIIEYHOH fesrenbHocT: AMPDI1

aHaJIU3 I'eHa, ONpPE/IENSIONIEro THIT MbIIIeYHbIX BoJoKOoH: ACTN3

ananu3 resoB godamuHoBoro (DRD2A) u ceporonnrosoro (HTR2A —(SR)
peuentopoB: DRD2A, HTR2A (SR)

ITuchMeHHas pa3BepHyTasi HHTEPIPETaLus

5900

M5 min

21-28




OnTumaibHbIi cOPTUBHBII nacnopt 21 rexn

BrrsicHenne HHANBUYaNbHOH TeHETHUECKON IPEIPACIIONOKEHHOCTH K
PA3IMYHBIM BHJIaM CHOPTa M OCOOCHHOCTSIM TPEHUPOBOYHOTO Iporecca (c
UHTEpHpeTalueit)

ananu3 reHoB godamuHoBoro (DRD2A) u ceporonnnosoro (HTR2A —(SR)
peuentopos: DRD2A, HTR2A (SR)

aHaJIM3 I'eHOoB, peryaupyromux kpossHoe nasienue: ACE, AGT, AGTRI,
AGTR2, BDKRB2 (BKR), REN

aHaJIM3 T'eHOB, OTBETCTBEHHBIX 32 MeTabonu3M aapeHanuHa: ADRB2, ADRBI1
aHAJIM3 '€HA, OTBETCTBEHHOT'O 32 METa0O0JIN3M KaJIbLUs U MUHEPAIIbHBIH OOMEH:
VDR

aHaJIM3 IeHa-peLenTopa auporeHos: AR

aHAJIM3 FEHOB, BOBJICUCHHBIX B OOMEH XOJIECTEPHHA U OKUCIICHHUE XKHPHBIX
kuciot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJU3 reHa KOAKTHBATOpa TPAHCKPHUIIUOHHBIX hakTopoB PPARa, PPARY, a u
B peuenTopoB sctporena u Munepanokoprukonaos: PPARGC1A (PGC-1a)
aHaJIN3 FeHa, OTBETCTBEHHOTO0 3a pocT Muokapaa: PPP3R1 (CnB)

QHAJIM3 '€Ha, OTBETCTBCHHOT'O 33 SHEPreTUUECKUil MeTaboIN3M CKEIeTHBIX
MBIIIL BO BPeMS MbIIIEUHOH JesrenbHoct: AMPDI1

aHaJIN3 eHa, ONPE/IENSIONIero THI MbIIeuHbIX BonokoH: ACTN3

19400

M5

28-35

Iosnblii cnopTHBHBIN NacnopT 34 rena

BblsicHeHHe HHIMBUYaIbHON FeHETHYECKOM MPEIPACIIONIOKEHHOCTH K
Pa3IMYHBIM BUAM CHOPTa H OCOOEHHOCTSIM TPEHHPOBOYHOTO IIponecca
ananm3 reHoB I, 1T u III a3 nerokcukanuu: CYP2C9, CYP2D6, MDR1
aHaJM3 I'eHa perenTopa aHaporeHos: AR

aHaJIN3 FeHOB, OTBETCTBEHHEIX 3a 00MeH romoructenHa: MTHFR

aHaJIN3 TeHOB, perynmupyromux kpossHoe gasirenue: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN

AHAIIM3 TEHOB CHCTEMbI CBEpPTHIBaHHUS KpoBH U (pubpuHoimsa: F1 (FGB), F2
(FII), F5 (FV), ITGB3 (GPllla), PAIL

aHanu3 reHoB B-aapexopenentopos: ADRB1, ADRB2

aHaJIN3 FeHOB, BOBJICUYCHHBIX B 0OMEH XOJIECTEePHHA H OKHCIICHUE JKHPHBIX
kucnot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJIM3 FeHa KOaKTHBAaTOpa TpaHCKpUNIMOHHBIX GakTtopoB PPAR«, PPARY, o u
B penenTopos actporeHa u MunepanokoptukonjoB: PPARGCIA (PGC-1a)
aHaJIN3 'eHa, OTBETCTBEHHOT'O 32 YHEPTreTHYECKHUI METa00IM3M CKENIETHBIX
MBIIIL BO BPEMsI MbIIIEUHOH JesrenbHoct: AMPDI1

aHaJIU3 I'eHa, ONPE/IENSIONIEero THIT MIIeUHbIX BostokoH: ACTN3

aHaJIN3 FeHOB, OTBETCTBEHHEIX 32 (POPMHUPOBAHUE MATPUKCA KOCTHON TKaHH:
COL1A1

aHaJIN3 'CHOB, OTBCTCTBCHHBIX 3a MeTaboJIH3M Kajapqusa 1 MI/IHepaHLHBIﬁ 0OMeH:

VDR

ananu3 reHoB godamunosoro (DRD2A) u ceporonutnosoro (HTR2A —(SR)
peuenropoB: DRD2A, HTR2A (SR)

aHaJIM3 TeHa NpoBocnanuTeNbHoro urokuHa: TNFA

TTucbMeHHast pa3BepHyTasi MHTEPIPETALHS

25900

M5 max

28-35

Hondop uHAMBAIYATLHBIX HPOrPaMM
TPEHUPOBOK 1JIsi Hanboxee Qe THBHON
KOPPEeKLHH JIMIIHEro Beca

aHaJIN3 T€HOB, OTBETCTBEHHBIX 3a MeTabosm3M jmnuaoB: APOE, APOCIII,
NOS3

aHaJM3 TeHOB, peryaupyromux kpossHoe nasienue: ACE, AGT, AGTRI,
AGTR2, BDKRB2 (BKR), REN

aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 MeTabonu3M aapenanuna: ADRB2, ADRBI1
aHaJIM3 TeHa MPOBOCHAIUTENbHOrO HUTOKMHA: TNFA

aHanm3 relos, popamuaosoro (DRD2A) u ceporonnnosoro (HTR2A —(SR)
PeLenTopoB

aHaJIN3 TeHOB, BOBJICUEHHBIX B 0OMEH XOIeCTepHHA H OKHCIICHUE JKHPHBIX
kucnot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJIM3 TeHa KOaKTHBATOpa TPaHCKpUNIMOHHBIX (akTtopoB PPARa, PPARY, o
B penentopoB 3ctporena u munepanokoptukonoB: PPARGCIA (PGC-1a)
ITucpMeHHas pa3BepHyTasi HHTEPIPETalust

18200

M6

28-35

EBpo-nyTpHorenoMuka + cliopTHBHAsI
TeHeTHKa

aHanm3 reHoB | dasel nerokcukamuu: CYP1A2

ananu3 reHos I ¢aser nerokcukammm: GSTM1, GSTT1, GSTP1, NAT2
aHaJu3 TE€HOB, OTBETCTBEHHBIX 3a MeTabomm3M nunuaos: APOE, APOCIII,
PON1, NOS3

aHaJN3 I'eHa, peryupyronero kpossHoe nasienne: ACE

aHaJIu3 TE€HOB, OTBETCTBEHHBIX 3a 00MeH romoructenda: MTHFR, MTRR

aHaJIu3 ICHOB, OTBECTCTBCHHBIX 3a MeTaboIH3M Kallbpuus 1 MI/IHepaJ'II)HHﬁ oOMeH:

VDR CALCR

aHaJIN3 TEHOB, OTBETCTBEHHBIX 3a MeTabomu3M ajapeHanmnHa: ADRB2, ADRB1
aHaJM3 reHa-perenTopa aHaporeHos: AR

aHaJU3 F'eHOB, BOBJICUCHHBIX B 0OMEH XOJIECTEPHHA H OKHCIICHUE )KHPHBIX
kucnot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJM3 reHa, OTBETCTBEHHOT0 3a pocT Muokapaa: PPP3R1 (CnB)

aHaJN3 'eHa, OTBETCTBEHHOT'O 32 YHEPTreTHYECKHI METa00IM3M CKENETHBIX
MBIIII] BO BPeMs MblIIIEUHOH aesrenbHocT: AMPDI

aHaJIM3 TeHa, ONPEENSIONIero THIT MBIIIEYHBIX BOJOKOH: ACTN3
ITrcbMeHHas pa3BepHyTasi HHTEPIIPETALMS

22000

M5+H1

28-35




HyTtpuorenomMuka + cnopTUBHasi FeHETHKA anaus3 rexa I ¢assl neroxcukanuu: CYP1A1

ananu3 renos II dassl geroxcukarun: GSTM1, GSTT1, GSTP1, NAT2

aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a MeTtabonmu3m munuaos: APOE, APOCIIL, PON1,
NOS3

aHaJIN3 TEHOB, peryaupyronux kpossHoe aasnenne: ACE, AGT, AGTRI, AGTR2,
BDKRB2 (BKR)

aHaJM3 TeHa cucteMsl pudpuHommsa: PAIL

aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a 00MeH romorcrenna: MTHFR, MTRR

aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 MeTabonm3M aapeHannHa: ADRB2, ADRB1
aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 META00JIM3M KaJIbIMs U MUHEPAIbHbIA OOMEH:
VDR, CALCR

aHanu3 reHa-perenropa scrporeHos: ESR1 (ER)

ananu3 renos godamunosoro (DRD2A) u ceporonnnosoro (HTR2A —(SR) 25500 M4+M5 28-35
peuenropos: DRD2A, HTR2A (SR)
aHaJIM3 TeHOB ankoronbaeruaporeHasa ADH1B (ADH2), anbaeruaaeruaporeHasst
ALDH?2, u ren I dassr neroxcukammu: CYP2E] (MetaGommu3m ankorosis)
aHaJIN3 TeHa-peLenTopa anaporeHos: AR
aHaJIn3 TCHOB, BOBJICUCHHBIX B 06MCH XOJIECTCPUHA U OKHCIICHHUC JKUPHBIX KUCJIOT:
PPARA, PPARD, PRARG, UCP2, UCP3
aHaIHN3 TeHa, OTBETCTBEHHOTO 3a pocT Muokapzaa: PPP3R1 (CnB)
aHAJIM3 IeHa, OTBETCTBEHHOIO 33 YHEPTeTUYECKHH MeTa00JIM3M CKEJIETHBIX MBIIII] BO
BpeMsl MbIILIEYHOH JiesTenpHocTn: AMPDI1
aHAJIM3 TeHa, OIPe/eIIIOIIEro THII MblIedHbIX BonokoH: ACTN3
IucbMeHHas pa3BepHyTasi HHTEPIPETALs
TFEHETUYECKHME IMACIIOPTA
Hosmblii TEHETUYECKHWN ITACIIOPT 3710poBhsi (aHAJN3 BCeX TeHeTHUECKHX MapKepoB) 72 u3 94 reHos
anaimm3 reHoB I, 11 u 11T paser nerokcukammu: CYP1A1, CYP1A2, CYPIB1, CYP2C9, CYP2C19, CYP2D6, CYP2EL, GSTM1,
GSTT1, GSTP1, NAT2, MTHFR, CYP17A1, CYP19, TPMT, EPHX1 (mEPHX), VKORC1, MDR1
aHalM3 reHa perenTopa aHaporeHos: AR
aHanm3 reHa napookcanassl: PON1
aHanu3 reHa perenTopa nporecrepona: PROG
aHaJIn3 FeHOB PUCKa CeMEeHHBIX (OpM paka MOJOYHOH xerne3bl U ssmuankoB: BRCA1, BRCA2, CHEK2
aHaJIM3 reHa-perenTopa THPEOCTUMYIIMPYIOLEero ropMoHa (tTupeorponuna): TSHR
aHaJIu3 FeHOB, KOHTPOJIMPYIOINX JeeHne Kietku (onkorenos): TPS53 (P53), MYCLI (LMYC)
aHaJIi3 TeHOB, OTBETCTBEHHBIX 32 00MeH romoncrenHa: MTHFR, MTRR
aHaIM3 TeHoB, peryaupyrowux kposssoe nasinerne: ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHaJIN3 TeHOB, OTBETCTBEHHBIX 3a MeTabomnuam ununos: APOE, APOCIII, CETP, LPL
ananus reHos ¢puopunommusa: F1 (FGB), F2 (FII), FS (FV), F7 (FVII), ITGB3 (GPIlla), ITGA2 (GPla), PAIL, PLAT
aHanu3 reHoB B-aapeHopenentopos: ADRB1, ADRB2, ADRB3
aHaJIi3 FeHOB,00MEH XOJIeCTeprHA U OKHCIIeHHe )UPHBIX KuciioT: PPARA, PPARD, PRARG, UCP2, UCP3
aHaJIN3 reHa KOaKTHBaTOpa TPaHCKPUIIMOHHBIX (akTopoB PPARa, PPARY, o 1 f penenTopoB 3cTporeHa 1 MHHEPAITOKOPTHKOHIOB:
PPARGCI1A (PGC-1a)
AHAJIM3 TEHOB, BOBJICYEHHBIX B KOHTpOIb Beca: FABP2, PLIN 40950 14-21
aHaJi3 reHa, OTBETCTBEHHOTo 3a pocT Muokapaa: PPP3R1 (CnB) MI10
aHaJIM3 reHa, MeTabOoJIM3M CKENIETHBIX MBIIILL BO BpeMs MbILIEYHOU JesrtenbHocti: AMPDI1
aHaJIN3 reHa, ONPeIeNsIONIero THI MblIedHbIX BOToKOH: ACTN3
aHaJIM3 TeHa, OTBETCTBEHHOTO 32 CHHTE3 OCHOBHOTO KOMITOHEHTa OpoHxuanbHoi sxuakoct: CC16
aHaJIM3 TeHOB MPOBOCTANUTENbHBIX IMTOKUHOB: IL4, IL4R, IL1B3, ILIRN, TNFA
aHaNu3 reHa, Koaupyromuero Heiiporansiyio NO-cunrasy 1 (oomen okcuaa azota): NOS1
aHaJIM3 TEHOB MaTPHKCHOM Mertamtonporeas 1 u 3: MMP1 u MMP3
aHaJIM3 TeHOB TJIABHOTO KoMIuIekca ructocoBmectumocty | u Il kmacca: MICA, DQAL, DQB1
ananu3 rera T-mumdormT-accoruupoBannoi cepuractepassi: CTLA4
aHaJIN3 TeHOB, OTBETCTBEHHBIX 3a (hopMUpoBaHHe MaTpukca kocTHoM Tkanu: COL1AL, BGP (BGLAP)
aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 METa0OIM3M Kanblus U MuHepanbhsiit oomen: VDR, CALCR
aHanu3 reHa-penenropa scrporenos: ESR1 (ER)
aHanu3 rexa jakrassl LCT
ananmm3 reHoB godamunoBoro (DRD2A) u ceporonunosoro (HTR2A —(SR) peuentopos: DRD2A, HTR2A (SR)
aHanu3 perentopa auMdoruToB (xeMokHHOBOrO perentopa): CCR5
aHaJIM3 TeHoB ankoroubaeruaporenasa ADH1B (ADH2), ansaernmnernaporenasst ALDH2
aHanu3 rexa karexoi-O-merunrpanchepazst COMT
aHanu3 rexa (acconuupoan ¢ 6osesubio Kpona): NOD2
ITnuceMeHHas pa3BepHyTast HHTEPIPETaLus 10400 14
TEHETUYECKHUU NACIIOPT 30POBbSI ONITUMAJIBHBII - 39 reHoB
anamu3 rexos I, II u 11T dassr neroxenkamum: CYPLAL, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTTI1, NAT2, MTHFR,
VKORC1, MDR1
aHaJu3 IeHoB, peryaupyromux kpossHoe nasienne: ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHanm3 reHa P2-agpenopenentopa: ADRB2
aHaJIN3 TeHOB CHCTEMBI CBepThIBaHs kKpoBu U pudbpunonusa: F1 (FGB), F2 (FII), F5 (FV), ITGB3 (GPIlla), PAIL, F7 (FVII)
aHaJIN3 FeHOB, KOHTPOIMPYIOIINX JieIeHne KIeTKH (oHkoreHoB): TP53 (P53)
aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 MeTabonm3M numnuaos: APOE, APOCIIT
aHaJN3 TeHOB, BOBJIEYCHHBIX B 0OMEH XOJIECTEpHHA M OKUCIIEHHE )XUPHBIX KucioT: PRARG, UCP2 20000 Ml1 28-35

aHaJIM3 I'eHa, ONpPeJIeIISIOIEro THIT MbIIIEYHbIX BoJoKOH: ACTN3

aHaJIi3 FeHOB MPOBOCHANIUTENbHBIX INTOKHHOB: IL4, IL4R, TNFA

aHaJIM3 TEHOB TNIABHOTO KoMIUTekca ructocoBMectumoctH | 1 Il kmacca: DQA1, DQBI1

aHaJIN3 TEHOB, OTBETCTBEHHBIX 3a popMupoBanne Matprkca koctHoi Tkann: COL1A]

aHaJIN3 FeHOB, OTBETCTBEHHBIX 32 META00IM3M KalblUs M MEUHEpAIbHBII 00MeH: VDR

aHanu3 reHa-penentopa scrporenos: ESR1 (ER)

ananm3 reHoB godamuaoBoro (DRD2A) u ceporonnnoBoro (HTR2A —(SR) penenropos: DRD2A, HTR2A (SR)
ITucbMeHHas pa3BepHyTast MHTEPIPETaLus




TEHETUYECKHWU MMACIIOPT 310poBbsi MHHH - 25 TeHOB

ananu3 reqos I, 11 u 111 dassr neroxcukamuu: CYPLAL, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1, NAT2, MTHFR
aHaJIi3 'eHOB, peryaupyroiux kpossHoe nasieHue: ACE, NOS3

aHAJIM3 TCHOB CHCTEMbI CBEpPTHIBaHMS KpoBH U ¢pubpunommsa: F1 (FGB), F2 (FII), F5 (FV), ITGB3 (GPIlla), PAIL, F7 (FVII)
aHaJI3 F'eHOB, KOHTPOJIMPYIOLIUX JieJeHHe KiIeTKU (oHKoreHoB): TP53 (P53)

aHaJIi3 TEHOB, OTBETCTBEHHBIX 3a MeTabosm3M unuaos: APOE, APOCIIT 12600 MI12 28-35
aHaIu3 FeHOB, BOBICUCHHBIX B 0OMEH XOJIeCTepHHA I OKUCIEHUE XXUPHBIX kucioT: PRARG, UCP2
aHaJIU3 I'eHa, ONpPeIesIsIOLIEero THII MbIIeYHbIX BoJoKOH: ACTN3
aHaJI3 F'EHOB MPOBOCHAIUTENbHBIX IMTOKUHOB: TNFA
aHAJIN3 TEHOB, OTBETCTBEHHBIX 38 META00JIN3M KaJIbLIsl M MUHEPaNbHbIH 0OMeH: VDR
ananu3 reHoB godamunoBoro (DRD2A) u ceporonnnoBoro (HTR2A —(SR) peuentopos: DRD2A, HTR2A (SR)
I'eHbI BATAMHHOB
aHanu3 reHa Hecnenupuyeckoi menodnoi pocdoraspr: NBPF3 (ALPL) - puick cHmKeHHs KOHLIIGHTPaLU BUTaMiuHa B6
aHanu3 rexa rexa anbda-1,2-pykosmarpancoepass: FUT2 - puck cHIDKeHHs ypOBHS BcachiBaHKs ButTamuna B12 4000 MI6 28-35
aHanu3 reHa Oera-KapoTHH MOHOOKcHaassl: BCMO1HapymeHuii cuHTe3a BUTaMHHA A U3 OeTa-KapOoTHHA
ananu3 rena: APOAS - yposens anbga-Tokodepona (Buramuna E)
IuceMeHHast pa3BEpHyTas MHTEpHpETaLus
AHau3 0TJeJbHBIX TeHOB, I[eHa yKa3aHa 3a 1 ren
anaiu3 renoB I, I1 u 11 ¢a3er nerokenkammn: CYP1A2, CYP1B1, CYP2C19, CYP2E1, GSTM1, GSTT1, CYP17Al, CYP19,
VKORC1, MDR1
aHAJIM3 TeHa pelenTopa aHaporenos: AR
aHaJu3 reHa nmapookcanasni: PON1
aHaJIM3 reHa pelentopa nporecrepona: PROG
aHAJIH3 TeHa-pelenTopa THPeoCTHMYJINPYIOLIero ropMoHa (TupeorponnHa): TSHR
aHAJIN3 FeHOB, KOHTPOJIMPYIOLIHX Je1eHne KieTku (onkorenos): MYCL1 (LMYC)
aHAJIM3 TeHOB, OTBETCTBEHHBIX 32 00MeH romouucrenna: MTHFR, MTRR,MTR
AHAJIM3 TeHOB, peryJmpynouux kpossuoe 1asiaenne: ACE, NOS3, AGT, AGTR1, AGTR2, REN,BKR (9ins)
aHAJIM3 FeHOB, OTBETCTBEHHBIX 32 MeTabou3m junuaos: APOE, APOCIII, CETP, LPL
aHAJIM3 TeHOB CHCTeMbI CBePThIBaHUs KpoBH u pudpunomusa: F1 (FGB), F2 (FII), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2
(GPla), PAIL, PLAT
aHaJu3 reHoB B-aapenopeuentopo: ADRB1, ADRB3
aHAJIN3 TeHOB, BOBJI€YEHHBIX B 00MEH X0JIeCTEPHHA H OKHCIeHHne KUPHBIX Kuciaot: PPARA, PPARD, PRARG, UCP2, UCP3
AHAJIN3 reHa KOAKTHBATOPA TPAHCKPHNUUOHHBIX pakTopoB PPARa, PPARY, o u B penenTopoB 3cTporeHa u
MuHepasokopTuxkonaos: PPARGC1A (PGC-1a)
aHAJIN3 TeHOB, BOBJIEYEHHBIX B KOHTPOJb Beca: FABP2, PLIN 750 Tenl 14-28
aHaJIM3 reHa, OTBETCTBEHHOrO 3a poct muokapaa: PPP3R1 (CnB)
aHAJIN3 IeHa, YHepreTUYecKuii MeTadoIM3M CKeJIeTHBIX MBI BO BpeMsl MbIlIe4Hoii AesiteabHocTH: AMPD1
aHAJIN3 TeHa, ONpeaesIonero THI MbIIIeYHbIX BOIoKOH: ACTN3
aHAJIN3 TeHa, OTBETCTBEHHOT0 32 CHHTE3 OCHOBHOIO KOMIIOHEHTA OpoHXHaIbHO kuakocTu: CC16
aHAJIM3 TeHOB MPOBOCHAINTEIbHBIX HUTOKHHOB: [L4, [L4R, IL1p, ILIRN
aHaJIN3 reHa, KoAupymomero HeiiponanabHyio NO-cuaTa3sy 1 (06Men okcuaa a3ora): NOS1
aHaJIM3 TeHOB MAaTPUKCHOMH MeTatonporeas 1 u 3: MMP1 u MMP3
anajau3 reia T-1umdonuT-acconnupoBannoii cepundcrepasbi: CTLA4
aHAJIM3 TeHOB, OTBETCTBEHHBIX 3a (popMupoBaHHe MaTpuKca kocTHoil Tkanu: COL1AL, BGP (BGLAP)
aHAJIN3 TeHOB, OTBETCTBEHHBIX 32 MeTA00TM3M KAJbIMS U MHHepaabHbIii o0Men: VDR, CALCR
aHam3 reHoB Aopamunosoro (DRD2A) u ceporonunosoro (HTR2A —(SR) peuenropos: DRD2A, HTR2A (SR)
aHaJIu3 reHa peuentopa gosnkya-crumyaupyiomero ropmona (®CI'): FSHR A1961G (Asn680Ser)
aHaJIu3 penentopa TMMGOIUTOB (XeMOKHHOBOT0 penentopa): CCR5
AHAJIM3 FeHOB aJIKOroJibaeruaporenaza ADH1B (ADH?2)
anpaernieruaporenassr ALDH2
aHaIu3 reHa karexoua-O-meruarpancpepasst COMT
anaam3 redos: 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, 750 Fen 2 14-28
MC4R, LEPR, GHR, GHRL, TNF-a, LPIN1, ESR1, NRXN3, MSRA, TFAP2B, ANGPTL3, GCKR, AKR1D1, CEL, Fad
s2/s3, CYP7Al, APOA1-A2, LIPC, ABCA1, CILP2, APOB, ABCG5, NPC1L1, SCARBI, LIPE, PPARG (2)
anaim3 redos L, IT u I1I ¢aser nerokenxanun: CYP2C9, CYP2D6, GSTP1, NAT2, EPHX1 (mEPHX)
aHAJIN3 FeHOB, KOHTPOJIMPYIOLUIMX JAejIeHne KieTKH (onkorenos): TP53 (P53)
aHaM3 reHoB f-aapenopenentopos: ADRB?2
AHAJIN3 T€HOB MIPOBOCHAIHTEIBLHBIX 'IH([TOKI/IHOB. TNFA 1200 Fen 3 21-28
aHaJIM3 reHa-penentopa scrporenos: ESR1 (ER)
AHAJIM3 TeHa BHYTPHKJIETOYHOI'0 PeleNnTopa K MPOIyKTaM KU3Heles TeIbHOCTH OaKTepuii (acCOMNPOBaH ¢ 60JIe3HbI0
Kpona): NOD2
AHAJIM3 FeHOB IJIaBHOro KoMmiuiekca rucrocoBmecrumoctu I u II kimacca: DQA1 u DQBI1
IUCbMEHHAS PASBEPHYTASI UHTEPIIPETALIASI CHEIUAJIMCTA B OBJIACTA MEJUIIMHCKOW 'EHETUKA
1-7 reHoB 1500 (0) 14
8-20 renoB 5500 03 14
21-40 reHoB 8000 04 14
>40 reHoB 10500 05 14
BCIIOMOT'ATEJIBHBIE YCJIYI'
Beinenenne JIHK u3 xposu 1000 111 14
Brigenenne JTHK u3 cimoHbl 1100 112 14




I[narﬂocnuca THKEJIBIX BPOKACHHBIX HaTOﬂOFHﬁ, rpynmna 1

Xopest [eHTHHITOHA anamu3 yncia CAG-nosropos B reue IT15 (HTT) 3500 r1 35
AnpeHoreHUTANLHBI cunapom (Bpoxkaennbiii | CYP21A2: delA2, P30L (ex 1), i2splice (in 2), del8bp (ex 3), 1172N (ex 4),
aepuuut 21-ruApoKcuIa3bl) V237E (ex 6), V281L (ex 7), Q318X (ex 8), R356W (ex 8), P453S 6000 2 35
AHAJIH3 3HAYMMBIX MyTaIHii
AZlpeHOTreHHTAJIbLHBIH cHHAPOM (BpoxkaeHHbIH | CekBeHHpOBaHUE IeHa 2 1-TUIPOKCHIA3BI 25000 r2-1 35-42
JeUUMT 21-THAPOKCHIIA3bI)
MyxkoBucuuao3 (20 Mmyranmii) aHanu3 3HaunMMbIx MyTanuii delF-508, dell 507, CFTRdel21kb, 2143delT,
2184insA, 2113delA, 2118del4, 2141insA, delE672, 2176insC, 2183AA-G, 4000 3 28-35
2183delAA, 2184delA, 2184insA, 394delTT, R334W, R347P, G542x, G551d,
R553x
MyxkoBHcIH03 (MaKOpHbIE) ananu3 myrtanuii delF-508, dell 507, CFTRdel21kb 1800 T4 21-28
MyxoBHcuu103 (35 MyTanmii) PacumpenHslit BapHaHT TMarHOCTHKH MyKOBHUCLIU103a 6000 T4a 45-52
MykoBucuu103 IMonmHoe cexBeHupoBanue >k30HOB reHa CFTR 29900 46 60-90
DCHUIKETOHYPHS a”anu3 mytauuiit R408W, R261Q, R252W, R261X 3000 I'5a 21-28
DeHNIIKeTOHYPHS anaimm3 mytaiuii R408W, R261Q, R261X, R252W, IVS10-11G>A, 4500 I's6 35-42
1VS12+1G>A | IVS4+5G>T, R158Q u P281L
DCHUIKETOHYPHS aHaim3 R408W 1200 6 21-28
Mbieynas juctpodus Jromenna/bexkkepa IMonck nenenuii B reHe JUCTpoduHa 4000 r7 35-42
Mpeimeunas quctpodus Jomenna/bexkepa IMouck nenenuit B rene puctpodpuna merogom MLPA
ITH-10 12, BT- B Teu.1H, cp- g0 12.Kposb B D/TA He MeHee 4 MIL. 13000 I'7a 21-35
Ha nanpasnennn nmomeruts uto 1yt Kucenesa .
MuoTonnueckas AucTpopus Amnanyu3 3Ha4uMbIX MyTanuii B rere DMPK (1 uen.) 3500 s 35-42
Cunapom Maptuna-Bean YO FRAXA OrnpeneneHie aHOMaJILHOTO MeTHiIpoBanus reHa FMR1 y manueHToB 3000 9 28-35
MYKCKOTO oJ1a
Cunapom Maprtuna-Besn aHaJIM3 3HAYMMBIX MyTalii (aHaIM3 TOBTOPOB B reHe FMR1) 6000 9 35-42
CnunajibHasi MblIeYHas1 aTpodus (601e3Hb (uccnenoBanue 7 u 8 sx30H0B reHoB SMN1 n SMN2)
Bepauura-I'opdmana) 4000 rio 35-42
AHAJIM3 3HAYMMBIX MyTaIMii
CnunajibHasi MblIeYHas1 aTpodus (601e3Hb ompereneHue konuuecta konuit SMN2 rena :
Bepanura-Toddmana) 7000 I'10a 35-42
Temodpuniausa A — ceMelHbIH aHanu3 (3 yenoBeKa) aHaIN3 3HAYMMbIX MyTallUH 6000 il 35-42
T'emodpuniaus b — ceMeiiHbIi aHau3 (3 YelloBeKa) aHaIN3 3HAYMMBIX MyTallUi 6000 Illa 35-42
HeiipoceHcopHasi TYyroyxocTb aHaIM3 3HAYMMbIX MyTanuii B rene GJB2 (30delG, 167delT) 3000 r12 21-28
Tanakrozemus anamm3 mytamuii Q188R, K285N 3000 ri3 21-28
Tanakrozemus ananu3 mytanuii Q188R, K285N, N314D (Asn314Asp, 940A>G) 3900 '13a 21-28
HocuTebeTBO YaCThIX MyTaLMid 1151 aHanu3 yacTeix MyTanuii B renax CFTR, R408W(PAH), SMN1, GJB2 (1 uen.)
HanboJ1ee YacTbIX HACJEICTBEHHBIX (MykoBHCIINIO3, (peHMITKeHeTypusl, 0-Hb Bepraura-I'odpdmana, 8000 657 35-42
3a00s1eBaHHUIi HEeHPOCEHCOpHAst TYTOYXOCTh)
Cunapom Kuisdepa HccnenoBanue mpomMotopHoit obmacti rera UGT1AL 2500 ri4 14-16
HIXTHO3 BpOKAEHHBIH, X-clenIeHHbIi TTouck nmoHbIi genenuu reqa STS 3000 s 14-21

peLecCUBHbBI




JTAATHOCTHKA TSKEJIBIX BPOXKIEHHBIX TATOJIOI M, TPYIIIIA 2

CEKBEHUPOBAHUE
Ha o0opyaoBanum Illumina

IToanosk3omHoe cexpenuposanue JJHK co

B TOM 4HCJIC CKPUHUHI HA MOHOI'€HHBIC 3a60ﬂeBaHH5{, aHaJIu3

cpeHeil KpaTHOCTHIO NOKPLITHS OT 30X M MIPEAPACIONOKEHHOCTEH HA OCHOBE aHKETBI, KOHCYJIbTALUs Bpaua-TeHETUKA 90000 C7 60
Bepudukanueii no Caurepy, JI0 M TI0CJIE TeCTa
Ionnosk3omHuoe cexsenupopanne JTHK co aHaJIU3 I[eIeBOr0 3a00JIeBaHUs.
cpefHeil KPATHOCTBIO MOKPHLITUS 0T 30X 1 HampaBneHue ot Bpaua ¢ yka3aHHEM HHTEPECYIOILETO 3a00/1€BaHHs HIU FEHOB 70000 C8 60
Bepudukanueii no Caurepy, 00513aTeNIbHO
TlosHoreHoMHoe cekBeHnposanue JJTHK co B TOM YHCJIe CKDHHHUHT Ha MOHOTCHHBIE 3a00JICBaHUS, aHAIU3
cpe/Heil KPATHOCTBIO MOKPHLITUS 0T 30X U IpeIpacoloKEHHOCTEN Ha OCHOBE aHKEThI, KOHCYJIbTAlHsl Bpaua-reHeTHKa 590000 C9 90
Bepudukanueii no Caurepy, JI0 ¥ IOCJIE TECTA
IMono3k30MH0e cekBennpoBanue JTHK co (peocTaBIA0TCA He 00paboTaHHBIE JAHHBIC) 60000 c1o 60
CpeHeil KpaTHOCTHIO MOKPbITHS 0T 30X
ITonnorenomuoe cekpenuposanue JJHK co (peocTaBIAI0TCSA He 00paboTaHHBIE JAHHBIC) 500000 c11 %0
CpeHeil KpaTHOCTHI0 MOKPBITHS OT 25X
CexBenupoBanue NGS Bcex reHOB nIpu HNF1A, GCK, HNF4A, HNF1B, PDX1, NEUROD1, KLF11, CEL, PAX4,
I'unepuncyaunuzve u MODY ¢ INS, BLK, EIF2AK3, RFX6, WFS1, ZFP57, FOXP3, KCNJ11, ABCCS, 70000 c12 o1 60
Bepudukanueii no CoHrepy GLUD1, HADH (SCHAD), SLC16A1, UCP2, INSR, AKT2, GCG, GCGR,
PPARG, PTF1A
IIpeauMIUIAHTAMOHHAS THATHOCTHKA ISt 1 6iacromep
HOCHTeJIel CTPYKTYPHBIX XpOMOCOMHBIX 27000 C13 21-28
nepectpoek - VeriSeq PGS
OueHKa reHeTHYeCKUX XapaKTepUCTHK, TruSight One Sequencing Panel 50000 c14 60
acconnupoBaHHbix ¢ AYTU3MOM (101 ren)
OueHKa reHeTHYecKoii TruSight Cancer
IIPE/PACIOI0/KEHHOCTH K Pa3sBUTHIO 30000 C15 60
PAKOBBIX 3ABOJIEBAHUU (94 rena)
OueHka coMHIHBIX omyxoueii (15 reHoB) TruSight Tumor 15 30000 C16 60
KJIMHUYECKHWI K30M: OLICHKA HACIIEJICTBEHHBIX TSDKETIBIX PeLleCCHBHBIX 3a001eBanuii (448
3aboneBanuii, 6osee 4800 reros) - TruSight One Sequencing Panel, 50000 Cl7a 60
CEKBEHUPOBAHME CO CPEIHEN KPaTHOCTBIO MOKPBITHS OT 70X 1 Bepudukauuen
1o CaHrepy
KJIMHUYECKHUH IK30M: OLICHKA HACJIEZICTBEHHBIX TSDKENBIX PEIleCCHBHBIX 3a0oneBanuii (448
3aboneBanuii, 6onee 4800 renos) - TruSight One Sequencing Panel, 29900 C17b 90-
CEKBEHHUPOBAHNE CO CPeAHEN KPaTHOCTBIO MOKPHITHS OT 30X 1 BepuHKanueit 120
o CaHrepy
KJIMHUYECKHUH IK30M: OLICHKA HACJIEICTBEHHBIX TSDKEIIBIX PEIleCCHBHBIX 3a0oeBanui (448
3aboneBanuii, 6osee 4800 reros) - TruSight One Sequencing Panel, 29900 ci7c 90-
CEKBEHUPOBAHKE CO CPEAHEH KPaTHOCThIO MOKPBITHs oT 70X u BE3 120
Bepudukarmu o CoHrepy
KJIMHAYECKHH 9K30M: IManeanb "HacuencrBennsie nuiencun"
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO TIOKPHITUS OT 70X U 29900 C17d 90-
Bepudukanueii no CoHrepy CHHCOK T€HOB CM. TIPHIIOKEHUE 120
Ne 1 x mpatic-ucTy
KJIMHUYECKHI 3K30M: Manessb "HaciiencTBeHHbIe HApYIeHHs] 00MeHa BeliecTs"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 29900 C17e 90-
Bepudukanueii no Courepy Crucok reHoB cM. npuiioxkerne Ne 1 k 120
panc-JINCTy
KJIMHUYECKHH 3K30M: Manennb "3a0oeBanus COeAMHUTENLHON TKaHH"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 29900 c17f 90-
Bepudukanueii mo Conrepy CHUCOK reHOB cM. npuioxkerne Ne 1 k 120
npaiic-nucty
KJIMHAYECKHH 9K30M: IManens "HacieacTBeHHbIE OMyX0JieBbIe CHHIPOMbI"
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTHIO TIOKPHITHS OT 70X U 29900 C17g 90-
Bepudukanueii mo Conrepy CHUCOK reHOB cM. npuioxkerne Ne 1 k 120

npaiic-nucTy




KJIMHUYECKHUH 3K30M:

IHanens "HaciencrBeHHas Tyroyxocrn"

CEKBCHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 90-
- 29900 C17h
Bepudukanueii no Conrepy CIHCOK reHOB cM. npriiokeHne Ne 1 k 120
IIPaNC-JIUCTY
KJIMHUYECKHUI 3K30M: IManens "KeHckue HacIeACTBeHHBIE OMyX0aH"
CEKBCHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U . 90-
o 29900 C17i
Bepudukanueit mo Coarepy CHUCOK reHOB cM. mpriiokeHue Ne 1 k 120
Mpaic-JINCTy
KJIMHUYECKHI 3K30M: IManesnb "®akoMaTO3bl M HACJIEICTBEHHBII paKk"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTHIO MOKPHITUS OT 70X U 29900 C17K 90-
Bepudukanueit mo Conrepy CHUCOK TeHOB cM. TpuiioxkeHue Ne 1 k 120
Mpaic-JIMCTy
KJIMHUYECKHI 3K30M: Ianens "HacneacTBeHHBIH paKk MOJIOYHOM Kene3nl"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 29900 C17L 90-
Bepudukanueii no Courepy CIIHCOK FeHOB M. npriioskeHne Ne 1 k 120
MIpalC-JIIUCTY
KJIMHUYECKHI 3K30M: IManens "HacneacTBeHHBIH paK TOJICTOH KHIIKHA'"
CEKBCHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 90-
o 29900 C17m
Bepudukanueit mo Coarepy CHUCOK reHOB cM. mpuiioxkenue Ne 1 k 120
MIpalC-JIIUCTY
KJIMHUYECKHI 3K30M: IManenp "TlepBuYHbIi UMMYHOIe(ULIUT U HACIEICTBEHHbIE
aHemun" 90-
CEKBEHUPOBAHHUE CO CPEJIHEIl KPaTHOCTBIO HOKPHITUS OT 70X 1 29900 Cl7n 120
Bepudukanueit mo Conrepy CHUCOK TeHOB cM. Tpuiioxkenue Ne 1 k
Mpaic-JINCTy
KJIMHITYECKHI DK30M: IManesb "YMCTBEHHASI OTCTAIOCTD H PACCTPOIiCTBA
ayTHCTHYECKOro crnexkTpa' 90-
CEKBEHUPOBAHHUE CO CPEIHEIl KPAaTHOCTBIO HOKPHITUS OT 70X 1 29900 Cl7o 120
Bepudukanueit mo Conrepy CHUCOK IeHOB cM. mpuiioxeHue Ne 1 k
MIpaic-JIMCTy
KJIMHITYECKHH 3K30M: IManensb "HepBHo-MbllIeYHbIe 3260eBaHus" "
CEKBEHHPOBAHHE CO CpeIHEH KPaTHOCTBIO MOKPHITUS OT 70X 1 29900 C17 90-
o p
Bepudukanueii no Courepy CIECOK FeHOB M. npriiokeHne Ne 1 k 120
MIpaic-JIMCTY
KJIMHUYECKHI 3K30M: Ianens "HeiipogerenepaTuBHsbie 3a601eBanus"
CEKBEHHPOBAHHE CO CpeIHEN KPaTHOCTBIO MOKPHITHS OT 70X U 29900 c17 90-
o q
Bepudukanueii no Courepy CIECOK FeHOB M. npriioskeHne Ne 1 k 120
panc-JIuCTy
KJIMHUYECKHUH DK30M: Maneas "Hacaeacreenunie 3a00/eBanus riaas"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 90-
o 29900 C17r
Bepudukanueit mo Conrepy Crmcok reHoB cM. mpuioxeHue Ne 1 k 120
panc-JINCTy
KJIMHIYECKHI 5K30M: Manens "HacieacTBeHHble 32a60eBaHus MovYeK"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTHIO MOKPHITUSA OT 70X U 90-
o 29900 C17s
Bepudukanueit mo Conrepy Crnucok TeHOB cM. Tpuioxkenue Ne 1 k 120
MIpanC-JIMCTY
KJIMHITYECKHH 5K30M: Manens "HacneacrBeHHble 3a60JeBanus cepana'
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MIOKPHITUS OT 70X U 29900 C17t 90-
Bepudukanueii mo Courepy CHHCOK reHOB cM. Tipuioxerne Ne 1 k 120
pac-JINCTy
KJIMHUYECKHI 3K30M: Manensb "HaciieqcTBeHHbIE HAPYIIEHHUS PENPOIYKTHBHOI
cucrembl" 90-
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MIOKPHITUS OT 70X U 29900 C1i7u 120
Bepudukanueit mo Conrepy CHUcOK reHoB cM. mpuiiokeHue Ne 1 k
panc-JINCTy
KJIMHIYECKHI 3K30M: [Manens "HacienacTBeHHbIE 3260/1€BAHUS KeTYT10YHO-KHIIEYHOr0
TpakTta'" 90-
CEKBEHHUPOBAHUE CO CPEIHEH KPAaTHOCTBIO MOKPHITUS OT 70X 1 29900 Citv 120
Bepudukanueit mo Conrepy Crmcok TeHOB cM. Tpuiioxkenue Ne 1 k
panc-JIMCTy
OueHKa reHeTHYeCKOi TruSight Cardiomyopathy Target Genes,
NPeIPacoJIOKeHHOCTH K Pa3BUTHIO CEKBEHUPOBAHHE CO CPEAHEN KPaTHOCTBIO OKPHITHS OT 70X M BepupHKanueit 50000 Cl8a 60
HacJeCTBEHHBIX KapaHoMuonaTuii (46 renos) | mo Conrepy
OueHKa reHeTHYEeCKOi TruSight Cardiomyopathy Target Genes, 90-
MPeApPacnoI0KeHHOCTH K Pa3BUTHIO CEKBEHUPOBAHHE CO CPeAHEH KPaTHOCTBIO MOKPHITHA OT 30X U Bepudukanuei 29900 C18b 120
HacJeCTBEHHBIX KapaHoMuonaTuii (46 renos) | mo Conrepy
OneHKa reHeTHYECKOi TruSight Cardiomyopathy Target Genes, 90-
MPeApPacnoI0KeHHOCTH K Pa3BUTHIO CEKBEHUPOBAHHE CO CPEeAHEN KPaTHOCThIO HOKPHITUS 0T 70x u BE3 29900 Cl8c 120
HACJIeICTBEHHBIX Kapauomuonartuii (46 renos) | Bepuduxarmy no CoHrepy
Bepudukanusa no Canrepy nocie NGS
TMonck BBISABICHHOM B IaHHOH CeMbe MyTalllK y pojcTBeHHHKa (Tocine NGS B Hamreii madoparopun) (1-2 uenoseka) 3000 BC1 14
Touck BBIABICHHOH B JaHHOH ceMbe MyTaIlUu y poAcTBeHHHKA (Tocie NGS nannsle u3 moboit mabopatopun) (1-2 uenoseka) 5000 BC2 28
Ipenaransnas JJHK-nuarnoctuka B cembe (ocine NGS B Hamelt 1abopatopun) (1-3 yenoseka) 5000 BC3 14
Ipenaransnas JJHK-nuarsoctuka B cembe (mocie NGS nanble U3 Jito6oit taboparopun) (1-3 denoBeka) 8000 BC4 28




Bbunonndopmarnyecknii aHaan3 1aHHBIX JlabopaTopueil kiman4eckoil Ouonngpopmaruxku ClinBio mox

pyxoBoacTBoM Penopa KonoBajioBa

DKCHEepTHBII aHAIN3 TaHHBIX CEKBEHHPOBAHUS MIOJHOTO 9K30Ma, KIIMHMYECKOTO 9K30Ma MM TeHHOU nanenu JlabopaTopueit
KiImHA4eckoit ouonndopmaruku ClinBio nox pykoBoacteom ®enopa Konopanosa. [list uccienoBanust HEOOXOIMMBI IaHHBIC B

¢dopmare FASTQ, a taxoke 00e3nuueHHas KIMHIYecKast nHpopManus. AHAIIM3 KadecTBa AaHHBIX BKIoueH (He Brirovaer B cebst 7500 b1 14-21
KIMHAYECKYK0 HHTEPIPETALMIO BPAYOM KIMHHYECKUM TCHETUKOM.
Tanens «KITHHIYECKHH 9K30M» ¢ OHOHH(POPMATHYECKON 00pabOTKON TaHHBIX CeKBEHUPOBAHUSI SKCIIEPTHOTO YPOBHS C17+ 90-
. o S 33400
Jlaboparopueii knuHIYecKkoil buonngopmaruku ClinBio mox pykoBoacrsom Penopa Konosanosa. bH1 120
BbuonndopmaTnka 1 KIMHAYeCKAs HHTePIPeTANMA JAHHBIX CEeKBEHHPOBAHUS

Buonndopmatrueckas 06paboTka U KIMHHYECKas HHTEPIpeTaIys JaHHbIX cekBeHnpoBaHus B popmate FASTQ, momydeHHbIX BU+

8000 21
meropamu MPS (NGS) B gpyrux nabopaTopusx. T
Knunundeckas MHTEpHpeTaLys JaHHBIX CEKBEHHPOBAHHs MociIe OMonH(pOpMaTHIECcKoil 00pabOTKH BpauoM KIMHHYECKUM 4000 UT 10-14

TCHCTUKOM.




JTAATHOCTHKA TSKEJIBIX BPOXKIEHHBIX TATOJIOI MM, TPYIIIIA 3-IIMI’

Aapckora-CkorTa CHHAPOM

IMouck myranmii B rene FGD1 31000 74.4 30
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllUH y POACTBEHHHUKA 6600 3.63 21
IIpenatansnas JJTHK-quarnoctuka 12 000 11.74.4 14
AduoTpodus ceTuaTku 0eJIoTOYEUHAS

Touck myranuii B reae RHO 11 000 73.27.2 21
IMouck myTarmii B rene PRPH2 11 000 73.16.4 21
Iouck BBISABIEHHOH B cEMbE MyTalluu y POACTBEHHUKA 6600 3.134 21
IMonck MyTaruii B 211 renax, OTBETCTBEHHBIX 3a HAaCJIeCTBEHHbIC 3a00eBanus a3 (kposb ¢ DJITA) 37 000 80.11.2 60
Abuotpodus ceruyaTku, TN DpanyeckeTTH

IMouck Hanbonee yacTex MyTaruii B reie ABCA4 (xpoBs ¢ D/ITA) 7700 181 14
IMouck mMyTarmii B 211 renax, OTBeTCTBEHHBIX 32 HAaCleACTBEHHbIE 3a00neBanus ria3 (kpoBb ¢ DJITA) 37000 80.11.3 60
A/PEHOr eHUTAJILHBIH CHHIPOM

IMouck 9-tu HanGonee gacTex MyTaruii B TeHe CYP21A2 ¢ 00s13aTenbHBIM IIPeI0CTaBIeHHEM MaTepHaa poguTenei

6ompHOTO pederka (kposb ¢ DJITA) 9700 56 21
IMonck 9-tu HanGonee yacTeix MyTaruii B reHe CYP21A2 y poauTenbckoi apbl IPH HEOCTYITHOCTU MaTepHalia 00IEHOTo

pedenka (kposb ¢ D/ITA) (2 wen.) 11600 7718 21
IIpenartansnast JHK-quarnoctuka 12 000 11.7.3 14
Aiikapau-I'yTeepec cunapom

TTouck yacteix Myrtanuii B renax TREX1, RNASEH2B, ADAR 8000 72.35 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.35 14
AKpOIepMATHT JHTePONATHYeCKHiT

TTouck myranwuii B rene SLC39A4 17 500 82.9 21
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.1 21
AkceHpenbaa-Purepa cunipom

Iowuck myTarmii B rene PITX2 15 500 76.22 21
TTouck myranuii B rene FOXC1 8000 72.37 21
INoucK BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHKA 6600 3.125 21
ANBOMHHU3M I1230KO0KHbBIIH

IMouck myranuii B rene TYR 12 200 77.4 21
INoucK BBISBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 6600 4.2 21
IMonck myrammii B renax TYR, OCA2, SLC24A5, GPR143 (xposs ¢ D/ITA) 35500 80.11.6 60
AJIbCTpeMa CHHAPOM

IMouck mMyranuii B "ropstunx" yuactkax rena ALMS1 8000 72.31 21
IMonck BEIABIEHHBIX B JaHHOH CEMbE MYyTAIlUi y POJCTBEHHHKA 6600 4.59 21
Iouck MyTarumii B 34 reHax, OTBETCTBEHHBIX 3@ HACIEICTBEHHYIO TYTOyXocTh (kpoBb ¢ DJITA) 37 000 80.10.7 60
Amaspo3 Jlebepa

Mowuck mytarmii B rene CRX 8000 72.1.1 21
Iouck myrauuii B rene LCAS 17 500 82.7 21
Mowuck myTarmii B rene LRAT 8000 72.18.2 21
Iowuck myTarmii B 211 renax, OTBETCTBEHHBIX 32 HACIECTBEHHBIC 3a00meBanms ria3 (KpoBb ¢ DITA) 37 000 80.11.8 60
ITonck BHISBICHHBIX B JaHHON CEMbE MYyTAIlUH y POACTBEHHHKA 6600 43 21
AHziepceHa CHHAPOM

IMouck myrauuii B rene KCNJ2 10 700 735.1 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.64 21




Anemus Jaiimonaa-biexdena

Touck myrauwuii B rene RPS19 12 200 77.14 21
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH y POACTBEHHHUKA 6600 31 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.77.11 14
AHTiIM-Bukcnepa cuaapom

IMouck myTanmii B 3x30He 9 rena FGFR2 6600 75.19 21
Arnepa CHHIpPOM

IMowuck Hanbomnee yacTeix MyTarumii B reie FGFR2 9800 15 14
IIpenatansnas JJTHK-quarnoctuka 12 000 11.15 14
APpaxHOAAKTHINS KOHTPAKTYPHasl BPOKIeHHAS

IMouck MyTanmii B 3x30Hax 23 - 34 rena FBN2 25 800 84.5 21
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.2 21
ApHTMOreHHasi AUCIIA3HS / KAPAHOMHUONATHSI PABOI0 JKeJIy104YKa

Touck myranmii B rerax SCNSA, KCNQ1, KCNE1, KCNH2, KCNE2 (kpoBs ¢ D/ITA) 37 000 80.8.3 60
ITouck BBISBICHHOW B JaHHOI CEMbe MYTALlUH Y POACTBEHHHUKA 6600 33 21
ApTa cHHAPOM

Touck myranuii B rene PRPS1 15 500 76.8.2 21
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.65 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.7.42.1 14
ApTporpunos aucraiabHbli (cuaapom ®pumena-Illeanona)

TTouck yacteix myranuii B rene MYH3 7100 79.34 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.4 21
Atakcusi @pujpeiixa

TTouck Hanbosee 4acThIX MyTanuii B rene FXN 9800 1.22 14
Iowuck mytarmii B rene FXN 12 200 77.13 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.2.6 14
ATakcusi, Xopesi, Cy10pOry 1 JeMeHIHs

Iowuck yacTeix MyTarmii B rene ATN1 4500 2.52 14
ATpodus 3putesibHOro Hepsa Jlebepa

Iowuck 3-x gacTeix MyTauuit muroxonapuanshoit JJHK (kposs ¢ DJITA) 4500 243 14
IMonck 12-tn gacTeIx MyTanuii MutoxonapuansHoit JIHK (kposs ¢ D/ITA) 8000 72.28 21
ATpodusi 3pUTEJLHOI0 HEPBA € IIIYX0TOMH

IMonck MyTanmii B «ropstanx» ydacTkax reda OPAI 7100 79.26 21
IMonck BEIABIEHHON B ITAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.6 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.79.26 14
IMonck MyTarmii B 211 renax, OTBeTCTBEHHBIX 3a HaCJIeCTBEHHBIE 3a00meBaHus a3 (kpoBb ¢ DJITA) 37 000 80.11.10 60
AynuTopHasi HeiiponaTust

IMonck mMyTanmii B 34 reHax, OTBETCTBEHHBIX 3a HACIIEICTBEHHYIO TYTOyXocTh (KpoBb ¢ DJ[TA) 37 000 80.10.8 60
AyTOMMMYHHBII JJuM$onpoJudepaTHBHbIN CHHIPOM

IMowck MyTaIHil B «TOPsTYUX» ydacTkax reHa FAS 6600 75.15 21
IMouck myrauuii B rene FAS 17 500 82.6 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.7 21
Ipenaransuas JJHK-nuarsocrika 12 000 11.82.6 14




AyTOMMMYHHBIH OJUIHIOKPUHHBIA CHHAPOM

Touck myranwmii B rene AIRE 29 200 74.6 30
ITouck BBISIBICHHBIX B JAHHOW CEMbE MyTALMH Y POJCTBCHHHUKA 6600 4.82 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.74.6 14
Ada3us nepBHYHAs MPOrpeccCHpyoNIas

[Mouck mytarmii B rene GRN 14 200 88.11 21
ITouck BbIABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.8 21
AXxoHaporeHes

Touck myranwuii B rene SLC26A2 14 200 88.16.2 21
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.9 21
Axonapomniazus

IMouck Hanbonee yacteix MyTaruii B reie FGFR3 (xpoBs ¢ 3/ITA) 9800 1.18.1 14
Ipenaransuas JJHK-quarsoctrka 12 000 11.2.13 14
Axpomaroncusi

Iowuck myranmii B rene CNGB3 35700 85.12.2 30
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 45 21
Banuepa-I'epoiibaa cuHaApOM

Iouck mytanmii B rene RECQL4 25800 84.27.2 21
ITowck BEHISIBICHHBIX B JAHHOH CeMbE MyTalli Y POJCTBEHHHUKA 6600 4.80 21
Banasn-Paiiiu-PyBanbskada cunapom

Touck myranuii B rene PTEN 19 500 81.6.3 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.66 21
Bapae-bunis (Jlopenca-MyHa) cHHIpOM

TTouck myranwuii B rene BBS10 11 000 77.28 21
Bapra cunapom

ITouck myrarwmii B rene TAZ 14 200 88.1.2 21
INowrck BHISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.67 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.7.32.1 14
Becra 6o1e3Hb

Iowuck myTarmii B rene BEST1 21 600 83.10.1 21
ITonck BEISBICHHON B JaHHOH ceMbe MyTallH y POACTBEHHHKA 6600 3.10 21
Iowuck myTarmii B 211 renax, OTBeTCTBEHHBIX 32 HAC/IEICTBEHHBIC 3a00meBanus ria3 (KpoBb ¢ DJITA) 37 000 80.11.11 60
Bépra-Xora-/Ipr006a cuHApPOM

IMouck myranuii B rene FLCN 25800 84.13.2 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.68 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.16.2 14
Baedapodumos, 00paTHBIN JMUKAHT U NITO3

IMouck myrarmii B rene FOXL2 8000 79.38 21
TowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJICTBEHHUKA 6600 3.145 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.79.38 14
Baoxa-Cyabndeprepa cHHIpOM

Towuck gacTeix Mytamwii B rere IKBKG 5200 2.47 14
Jlationn3zanus X-XpoMocoMsbl y ieBodek (KpoBb ¢ DJITA) 6600 10.1 14
Mpenaransuas JJHK-nuarsoctrka 12 000 11.2.47 14
Biayma cunapom

Touck yacteix myrauuit B rede RECQL3 4500 2.48 14
BoxkoBoii amuoTpoduyeckuii ckiaepo3

Iouck myranuii B reae SOD1 12 200 77.27 21
Iowuck yacTeix MyTaiwii B reae VAPB 6600 75.20.1 21
IMowuck yacTeix MyTtanuii B rene COORF72 9800 1.23 14
Ilouck BHISIBICHHBIX B JaHHOH ceMbe MyTaIlli y POACTBEHHHUKA 6600 4.6 21




Boysna-Konpaan cuaapom

Touck myrauwuii B rene EMG1 10 700 73.23 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllMH y POACTBEHHHKA 6600 4.37 21
BpaHxnooTopeHaIbHbINH CHHIPOM

IMouck MyTarmii B 34 reHax, OTBETCTBEHHBIX 32 HACIIEICTBEHHYIO TYrOyXxocTh (kpoBb ¢ DJITA) 30 000 80.10.5 60
Bpaxuaakruniamns

Touck myranuii B reee HOXD13 10 700 73.14.2 21
IMouck MyTarmii B 9k30Hax 8 u 9 rera ROR2 8000 72.2 21
Touck myranuii B rene NOG 6600 75.32.2 21
ITouck BBISBICHHOW B JaHHOIT CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.17 21
Bpyrana cuaapom

Iowuck mytarmii B renax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE2 (kpoBs ¢ DJITA) 37 000 80.8.4 60
ITorck BBISBICHHON B JaHHOI CEMbe MYTAIMH y POACTBEHHHKA 6600 3.69 21
Byuie3nslii snuaepmosu3

IMouck MyTanuii B «ropsuux» ydactkax resa LAMB3 17 400 82.4 21
Iouck myrauuii B rene LAMB3, kpoMe «ropsiuux» y4acTKoB 25800 84.17 21
Iowuck mytanmii B rene KRTS 14 200 88.9 21
INowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHUKA 6600 3.18 21
IIpenaransnast JJHK-quarnoctuka 12 000 11.82.4 14
Brépucraga cuapom

TTouck myranuii B rene BCS1L 10 700 73.15.1 21
INoucK BHISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.38 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.73.15.1 14
Baapnenoypra cuaapom

IMouck myTanmii B rene PAX3 17 500 82.1.1 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTalluH y POACTBEHHHKA 6600 3.70 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.82.1.1 14
Baapnenoypra-Illaxa cunapom

Iowuck myTarmii B rene EDNRB 15 500 76.4.1 21
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIHH Y POJCTBEHHUKA 6600 4.39 21
Bau aep Byaa cunapom

Iowuck mytarmii B rene IRF6 19 500 81.11.1 21
ITouck BBISABIEHHON B JaHHOM CEMbEe MyTallUH y POJICTBEHHUKA 6600 371 21
BenokapanodanunaabHblii CHHAPOM

IMouck nenennii B pernone 22ql1 (kposs ¢ DATA) 10 500 5.8.1 21
Iouck myrauuii B rene TBX1 19 500 81.12.1 21
Bephepa cunapom

IMouck myrarmii B rene RECQL2 (xpoBs ¢ DJ/ITA) 63 600 86.2 45
TowcK BBISIBICHHBIX B TAHHOW CEMbE MYTAIMH ¥ POICTBEHHUKA 6600 4.40 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.64 14
Buiie6pania 60J1e3Hb

Iowuck mytarmii B renax F8, F9, VWF (kposs ¢ DJITA) 37 000 80.6.3 60
Buabcona-KonoBasiosa 6o/1e3Hb

Mowuck 12-tu Hanboee gacTeix MyTarwii B rene ATP7B 9800 14 14
ITouck BBHISBIEHHBIX B JAHHON CEMbE MyTallMi y POJICTBEHHUKA 6600 4.7 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.6.2 14
IMonck mMyTanmii B 15 renax oOmena meu u xkenesa (kposb ¢ DJITA) 37000 80.14.1 60
Buiibsivca cHHAPOM

Iowuck nenennit B pernone 7q11 (kposs ¢ DITA) 10 500 5.9 21




BuckorTa-OJijipuya CHHIPOM

IMonck mytarmii B rene WAS (xpoBs ¢ 9/ITA) 14 500 76.6.1 21
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH y POACTBEHHHUKA 6600 3.72 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.76.6 14
BposkaeHHasi HEYYBCTBHTEILHOCTD K 00IH ¢ aHTHPO30M

Iowuck mytanmii B rene NTRK1 25500 84.10.1 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.10 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.59 14
BpozkaeHHOi HeHTPaIbHOW T'MIOBEeHTHISAIMH CHHIPOM

Touck yacteix Mytanuii B rere PHOX2B 5200 2.42 14
IMouck myranmii B rene PHOX2B 10 200 73.32 21
Touck myranwmii B 3k30nax 10, 11, 13, 14, 15 rena RET 12 200 77.11.4 21
T'annepBopaena-IlInarua 601e3Hb

Touck Haubonee yacThix MyTanuii B rene PANK2 6600 75.8 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MyTALMi Y POJCTBEHHHUKA 6600 4.62 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.35 14
IMonck myTamuii B 15 renax oomeHa Mexnu u xene3a (kpoBb ¢ D/ITA) 37 000 80.14.2 60
I'eneodusuyeckas AMCIIA3HA

IMonck myrarmii B rene ADAMTSL2 35700 85.10 30
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 411 21
IIpenartansnast JHK-auarnoctuka 12 000 11.72.18 14
Cemodnans

IMorck 9K30HHBIX Jeelrii U YacThIX HHBepcHil B reHe F8 mpu remodmmu A (kposb ¢ DJITA) 10 200 5.25 21
Touck myranwuii B rere F9 npu remoduinu B 16 500 76.2 21
INorck BBISBICHHOW B JaHHOIT CEMbE TOUKOBON MYTAlUH Y POACTBEHHUKOB 6600 3.19 21
Tpenaranpraas JJHK-1uarHoctika (py U3BECTHOM B CEMbE MYTALMN) 12 000 11.8.9 14
Iowuck mytarmii B renax F8, F9, VWF (kposs ¢ D/ITA) 37 000 80.6.1 60
I'enuTonaTeIsipHBIA CHHAPOM

Iouck myranuii B 3k30He 18 rena KAT6B 10 400 73.30.2 21
INowrck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.144 21
I'epmancku-Ilynaaka cuaapom

Iowuck yacTeix MyTamuii B reae HPS1 7100 79.32 21
I'epcrmanna-LlTpeyccnepa-Ileiinkepa 60J1e3Hb

IMouck myranuii B rene PRNP 8000 72111 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.11 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.7.411 14
I'mapouedannsi, 00yciioBIeHHas BPOKAEHHHBIM cTeH030M CHiIbBHEBa BOJONPOBOAA

IMouck myrarmii B rene LICAM 35000 85.13.2 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.127 21
TI'unep-IgD cungpom

IMouck myranuii B "ropssunx" yuyactkax rena MVK 7100 79.25 21
Iowuck myTarmii B rene MVK 21 000 83.11.2 21
ITouck BBHISBIEHHBIX B JAHHON CEMbE MyTallMi Y POJICTBEHHUKA 6600 412 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.79.25 14
I'unep-IgM cunapom

IMouck myranuii B rene CD40LG 12 200 77.3 21
ITowcK BBISBICHHOW B JaHHOI CEMbE MYTAIMH y POJACTBEHHHKA 6600 3.20 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.77.3 14




I'unepkajueMuYecKHil NePHOIHYECKHUI apaany

Touck Myranwuii B 3x30Hax 13 u 24 rena SCN4A 10 600 73.24 21
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH y POACTBEHHHUKA 6600 321 21
IMonck MyTarmii B 8 reHax HaCcJICACTBEHHBIX Mapanuyeil 1 MHoToHHIT (kpoBb ¢ DJITA) 37000 80.13.1 60
I'unepkepato3

IMowuck mytanmii B rene KRT1 14 100 88.10 21
Touck myranuii B rene KRT9 16 300 76.20 21
Iowuck mytanmii B rene KRT6C 16 300 76.25 21
Touck myranwuii B rene KRT6A 16 300 76.26.1 21
Touck myranuii B rene AQP5S 10 600 73.33 21
ITorck BBISBICHHOW B JaHHOIT CEMbE MYTAIlMH Y POACTBEHHHUKA 6600 3.22 21
I'nneprpoduyeckasi KApINOMHONIATHS

IMowuck myTtarmii B rene CAV3 7100 79.23.2 21
Touck myranuii B rene TNNT2 25000 84.4.1 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTALlUH Y POACTBEHHHUKA 6600 3.23 21
I'nnepdennnanannaeMus ¢ AeQUIHTOM TeTParnapoOHONTEPHHA

TTouck myranwuii B reae PTS 12 100 77.8 21
Iowuck myTanmii B rene QDPR 16 300 76.9 21
Touck myranuii B rene GCH1 14 100 88.22.2 21
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.13 21
IIpenartansnast JHK-auarnoctuka 12 000 11.77.8 14
TTouck myranwuii B renax PAH, PTS, QDPR, GCH1, PCBD1, SPR (kpoBbs ¢ 3/ITA) 37000 80.3.2 60
I'nnokanueMu4ecKuii NepHOAMYECKUH MaPATHY

TTouck myranuii B 3k30Hax 12, 18, 19 rena SCN4A 8000 72.24 21
IMouck MyTaruii B 8 reHax HaCJIEACTBEHHBIX Mapanndyeil 1 MuoToHHi (kpoBb ¢ DJITA) 37000 80.13.2 60
I'unodocparemuyeckmii paxur

Iowuck myTarmii B rene PHEX 40 000 90.10 30
Iowuck myTanmii B rene FGF23 10 300 77.44.1 21
IMouck BEISBIEHHOM B JaHHOH CEMbe MyTalluH y POJICTBEHHHUKA 6600 3.24 21
I'unoxoHaponiasus

IMouck HanGonee yacteix MyTarmii B reie FGFR3 (xpoBb ¢ D/ITA) 9800 1.18.2 14
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.21 14
I'unnens-JInaaay cuHapomM

IMonck myranmii B rene VHL 10 300 72.7.1 21
Awnanus yncna xornuit rena VHL (kpoBs ¢ D/ITA) 11 200 55 21
IMonck BEIABIEHHON B ITAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.89 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.7 14
I'upmnpyHra 6oJie3Hb

Iowuck mytarmii B rene EDNRB 16 300 76.4.2 21
Iowuck myTarmii B 9k30Hax 10, 11, 13, 14, 15 rena RET 12 100 77.11.2 21
IMouck myranuii B rene NTRK1 25000 84.10.3 21
Iowuck myTarmii B rene ZEB2 30 000 89.12.2 30
ITonck BBISBIECHHBIX B JAaHHON CEMbE MyTAllUH Y POACTBECHHHKA 6600 48 21
I'1a30-3y00-naJjbueBoii CHHIPOM

IMouck myranuii B rene GJA1 8000 72.38.1 21
ITouck BEISBICHHOW B JaHHOH CeMbe MYTAllUH y POACTBEHHHKA 6600 3.132 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.72.38 14




I'maykoma Bpo:kaeHHas

Iouck myrarmii B rene CYP1B1 10 600 73.7.1 21
ITouck BBISIBICHHBIX B JAHHOW CEMbE MyTALMH Y POJCTBCHHHUKA 6600 414 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.7.34 14
IMonck MyTaruii B 211 renax, OTBETCTBEHHEIX 3a HAacJIeCTBEHHbIE 3a00eBanus a3 (kposb ¢ DJITA) 37 000 80.11.12 60
I'1aykoma 10BeHHJIBHAsI OTKPBITOYT0JIbHAS

Touck myranuii B rere MYOC 8000 72.3 21
IMouck myranmii B rene CYP1B1 10 600 73.7.2 21
ITouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.25 21
IMouck MyTaruii B 211 renax, OTBETCTBEHHEIX 32 HAaCJIeCTBEHHbIE 3a00meBaHus ri1a3 (kpoBb ¢ D/ITA) 37 000 80.11.13 60
I'1oMepyoLHTO3 MOYEK FMIONIACTHYECKOT0 THIIA

ITouck myrarnuii B rene HNF1B 19 500 81.5 21
ITorck BBISBICHHOW B JaHHOIT CEMbE MYTAIlMH Y POACTBEHHHUKA 6600 3.26 21
IIpenratansuas JJHK-quarnoctuka 12 000 11.81.5 14
I'naronuadusapHas qucniasus

Iowuck myTarmii B rene ANOS 40 000 90.12.3 30
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallMii Y POACTBEHHHUKA 6600 4.75 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.90.11 14
Tosonpo3z3nuedanus

Iowuck myranmii B rene SHH 10 600 73.17.1 21
I'peiira cunapom

IMouck myranuii B rene GLI3 35000 85.2.1 30
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.114 21
I'pucnenin cuHAPOM

Iowuck myTarmii B rene RAB27A 12 100 77.10 21
ITowck BEHISIBICHHBIX B JAHHOH CeMbE MyTalllii Y POJCTBEHHUKA 6600 4.60 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.77.10 14
Jenemun xpomocomsl 1p36 cunapom

IMouck nenennii B pernone 1p36 (kposs ¢ O/ITA) 10 300 5.10 21
Jeduuurt ropmona runogusa, KOMOHHAPOBAHHbIH

Iouck myrauuii B rene PROP1 9800 72.42 21
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIMH Y POJCTBEHHUKA 6600 4.86 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.72.42 21
Jepuuut UMMYHOII00YIMHA A

Iowuck mytaruii B rene TNFRSF13B 12 500 77.25 21
IMonck BEIABICHHBIX B JaHHOH CEMbE MyTAIlUi y POACTBEHHHKA 6600 4.66 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.77.25 14
JepuuuT KAPHUTHHA CUCTEMHBIN NePBUYHbII

Iowuck mytarmii B rere SLC22A5 21 000 83.14 21
TMowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 6600 4.15 21
Ipenaransuas JJHK-nunarsocrika 12 000 11.83.14 14
JlepnuuT MUpyBaTAErnAPOreHasbl

IMouck myranuii B rene PDHA1 25 800 84.25.2 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.137 21
Jedunur paxropa F12

IMonck myranmii B rene F12 17 000 82.17.2 21
IMowcK BBISBICHHOM B JaHHOI CEMbE MYTAIMH Y POJACTBEHHHUKA 6600 4.88 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.82.17.2 14
Jxexcona-Beiicca cuHapom

IMouck myTanmii B 3x30He 9 rena FGFR2 u sx3one 7A rena FGFR1 7100 79.19 21
IIpenatansnas JHK-auarnoctuka 12 000 11.79.19 14




Ju JIKOpasKu CHHAPOM

IMouck nenennii B peruone 22ql1 (kposs ¢ D[ATA) 10 300 5.8.2 21
IMouck myranmii B rene TBX1 19 500 81.12.2 21
Juacrpoduyeckasi qucniasus

Iowuck mytanmii B rene SLC26A2 14 100 88.16.1 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.88.16.1 14
Ilouck BbIABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 4.16 21
JMIsTANNOHHAS] KAPAHOMHUONATHS

ITouck myranuii B rene EMD 8000 72.4.1 21
IMowuck myTarmii B rene LMNA 21 500 83.6.1 21
Iouck myranwuii B rene DES 16 300 76.7.1 21
Touck myranuii B rene EY A4 25 800 84.3.1 21
Iowuck mytarmii B rene TNNT2 25 800 84.4.2 21
ITouck myranuii B rene FKTN 25 800 84.9.1 21
IMouck myTanmii B rene TAZ 14 100 88.1.1 21
TTouck myranuii B rene SGCD 19 500 81.13.2 21
IMowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHKA 6600 4.3.27 21
IMouck mytaumii B rerax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE2 (kposb ¢ DITA) 37000 80.8.5 60
Jucnna3us ae js Hlanens (AtesiocreoreHes)

Iowuck mytanmii B rene SLC26A2 14 000 88.16.4 21
ITouck BBISABIEHHON B JaHHOM CEMbE MyTallUH y POJCTBEHHUKA 6600 4.4 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.88.16.4 14
Jucnnazust Knucra

Iowuck mytanmii B rene Col2A1 (kposb ¢ DJITA) 63 600 86.1.2 45
IMowuck BHISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.28 21
JucTanbHasi MOTOPHAsI HeliponaTus

Iowuck myTarmii B rene BSCL2 16 300 76.18.1 21
Iouck myrauuii B rene HSPB8 8000 72.39.2 21
Iowuck myTarmii B rene GARS 35000 85.8.2 30
Iouck myrauuii B rene HSPB1 7100 79.1.2 21
IMonck myranmii B rene IGHMBP2 30 000 89.1.2 30
IMorck MyTaIuii B ropsiumx ydaactkax reaa TRPV4 8000 72.30.2 21
IMonck BEIABIEHHON B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.29 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.58.1 14
JucTanbHas CIHHAJILHAS AaMHOTPO(US BPOKIEHHAS ¢ HAPAJINYOM JuadparMbl

Iowuck mytanmii B rene IGHMBP2 30 000 89.1 30
INoucK BHISBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 6600 478 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.7.25 14
JMcTanbHasi CIHHATLHAS AMHOTPO(US, BPOKIEHHAs1, HENPOrpecCHpyImast

IMonck MyTanmii B «rops4nx» yuactkax rena TRPV4 8000 72.30 21
JucTpodusi poroBuIbI

Iouck myranuii B rene CHST6 8000 72.17 21
IMouck myranuii B rene COLSA2 12 100 77.16 21
Iowuck mytarmii B rene SLC4A11 25000 84.16 21
ITouck BBHISBIEHHBIX B JAHHON CEMbE MyTallMi y POJICTBEHHUKA 6600 4.17 21
Iowuck myTarmii B 211 renax, OTBETCTBEHHBIX 32 HACIIEICTBEHHbIE 3a00meBanus ria3 (kpoBb ¢ DJITA) 37 000 80.11.14 60
JMucxonapocreos Jlepu-Beiis

Iowuck myTtarmii B rene SHOX/SHOXY 10 600 73.29.1 21
Ananu3 yncia kornii rera SHOX/SHOXY 10 300 5211 21
ITouck BBISIBICHHBIX B JAHHOW CEMbE MyTaLlMi Y POICTBEHHUKA 6600 3.141 21




Jopdpmana-Yanapuna cuHapoM

Iouck myrauuii B rene ABHDS 16 300 76.24 21
ITouck BBISIBICHHBIX B JAHHOW CEMbE MyTALMH Y POJCTBCHHHUKA 6600 4.85 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.76.24 14
Ky6ep cunapom

Amnanu3 yncna xoruit rena NPHP1 (xposs ¢ D/ITA) 10 300 5.14.2 21
NanonaTuyeckas jkeJy109KOBasi TAXHKAPAUS

IMouck myranuii B rerax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE2 (kposs ¢ D/ITA) 37000 80.8.6 60
ITouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.31 21
H301upoBaHHbIi e(UIMT TOPMOHA POCTA ¢ THIIOrAMMArJ00y IHHeMHeil

Iowuck myranmii B rene BTK 35000 85.3.2 30
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.32 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.78.7.2 14
HuBepcns noJa 46 XX

Ananu3 Hanmmuns SRY rena 6600 2112 14
Iowuck myTanmii B ree SRY 7600 75.7.2 21
Onpenenenue uyncia kornuit rena SOX9 (kposb ¢ DTA) 10 300 5.20.1 21
HuBepens moaa 46 XY

Anamms Hamuuus SRY rena 6600 211 14
Iowuck myTanmii B rene SRY 7600 75.7 21
ITouck myrarmii B rene NRSA1 14 100 88.26 21
ITouck myranuii B rene NROB1 8000 72.41 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.124 14
HxTHno3 dyne3nsblit

Iowuck mytanmii B rene KRT2 16 300 76.13 21
ITouck BEISBICHHON B JaHHOH CeMbe MyTaIlMH y POACTBEHHHKA 6600 3.33 21
HXTHO3 BPOKIECHHBIH 2yTOCOMHO-PeNeCcCHBHBII

Iowuck mytanmii B rene ALOX12B 21 600 83.2 21
IMouck myranuii B rene TGM1 21 600 83.1.1 21
Iowuck mytarmii B rene ALOXE3 30 000 89.4 30
IMonck myranmii B rene NIPAL4 (Tonmbko nipu oTcyTcTBHM MyTanmii B renax ALOX12B, TGM1) 14100 88.27 21
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIMH Y POJCTBEHHUKA 6600 457 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.83.1 14
HxTHO3 ByJIbrapHblii

Iowuck yacTeix MyTamwii B reae FLG 7100 79.29 21
Ipenaransuas JIHK-nuaraocrika 12 000 11.79.29 14
M xTH03, clacTHYeCKasi KBaAPUILIErUsl M YMCTBEHHAs! OTCTAIOCTH

IMouck myrauuii B rene ELOVLA 14 100 88.28 21
TowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJICTBEHHUKA 6600 4.69 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.88.28 14
Kamnomennieckast Tuciiasus

Mowuck myTarmii B rere SOX9 (xkposs ¢ I/ITA) 12 100 77.26.1 21
ITonck BEIABICHHOMN B IAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.139 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.77.26 14
Kapnenrepa cunapom

Iouck myrauuii B rere RAB23 15 300 76.14.1 21
TMowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 6600 441 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.76.14.1 14




Kaprarenepa cunapom

Touck Myranwuii B «ropstunx» yuactkax rero DNAIl u DNAHS 19 500 81.10 21
IMouck mytarmii B rene DNAIL 30 000 89.13 30
ITouck BBISIBICHHBIX B JAHHOW CEMbE MyTALMi Y POJCTBCHHHUKA 6600 4.42 21
Karapakra

Iouck myranmii B rene CRYAA 8000 72.14 21
Touck myranwuii B rere CRYGD 7100 79.16 21
IMouck mytanmii B rene GJA8 7000 75.1 21
Touck myranwuii B rene GJA3 8000 72.13 21
Touck myranuii B rene CRYBA1 14 100 88.17 21
IMowuck mytarmii B rene CRYBBI1 14 100 88.18 21
Iouck myranuii B rene CRYAB 8000 72.27.1 21
Iowuck mytarmii B rene CRYGC 7100 79.31 21
ITouck myranuii B rene MIP 10 600 73.13 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTALlUH Y POACTBEHHHUKA 6600 3.34 21
Iouck myTarmii B 211 renax, OTBeTCTBEHHBIX 32 HAC/IeCTBeHHbIE 3ab0meBanus ria3 (KpoBb ¢ DJITA) 37000 80.11.15 60
KepaTuTa-HXTH032-TyroyX0CTH CHHAPOM

Iowuck myTarmii B rene GJB2 7100 79.10.2 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.79.10.2 14
KepaToaepmusi ¢ paKkoM NMHIIeBoAa

ITouck myranuii B rene RHBDF2 25 000 84.20 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.118 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.84.20 14
Kiaunnens-®eiins cuHIpoM

Iowuck mytanmii B rene GDF6 8000 72.26.1 21
KoxkkeliHa cHHAPOM

Iowuck myTarmii B rene ERCC6 40 000 90.1.1 30
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.73 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.90.11 14
KomOunuposannbiii fepuuut BuraMun K-3aBHCHMBIX ()aKTOPOB CBEPTHIBAHUS KPOBH

IMouck myranuii B rene VKORCI 8000 72.9.2 21
Koporkoro narepsana QT cunapom

IMouck myrauuii B rene KCNJ2 10 600 73.5.2 21
IMownck myranmii B rerax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE1 (kpoes ¢ DITA) 37 000 80.8.1 60
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.74 21
KocoJsianocTs Bpo:kjieHHas1 ¢ WK 6e3 1erUUTa JNIMHHBIX KOCTeH /NI 3epPKAILHOM NOJIMAAKTHIHEH

Iowuck myTarmii B rene PITX1 9800 73.31 21
IMonck BEIABIEHHON B ITAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.146 21
Mpenaramsuas JJHK-nuarsoctrka 12 000 11.73.31 14
Kocresno cunapom

Iouck myranuii B kogonax 12, 13 rena HRAS 7600 75.24 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.75.24 14
KocTtHasi rereponiazusi NporpeccHpyomas

Iowuck myTarmii B rene GNAS 19 500 81.9.3 21
ITonck BEISBICHHOMN B IAHHOH CeMbe MyTaIl! y POJICTBEHHUKA 6600 3.35 21
Koynena 60s1e30b

Iowuck mytarmii B rere PTEN 19 500 81.6.1 21
Ilouck BbISBIEHHON B JaHHOM CEMbE MyTallUH y POJICTBEHHUKA 6600 3.12 21




Kodduna-Jloypu cunapom

Touck myranwuii B rene RPS6KA3 40 000 90.9.1 30
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH y POACTBEHHHUKA 6600 3.75 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.90.9.1 14
Komaynero ria3a cuaapom

IMowuck mymukanuii B peruone 22q11 (kposs ¢ D/ITA) 10 300 5.8.3 21
KpanuomeraduzapHas Aucniiasus

IMouck MyTarumii B «ropsaux» yyactkax resa ANKH 7100 79.33 21
Touck myranwuii B reae GJA1 8000 72.38.2 21
ITouck myranmii B rene ANKH 25000 84.19.1 21
ITorck BBISBICHHOW B JaHHOI CEMbe MYTAIlMH Y POACTBEHHHUKA 6600 3.36 21
IIpenartansnas JJIHK-quarnoctuka 12 000 11.84.19.1 14
Kpanunocunocros

Touck myranuii B rene MSX2 7100 79.13.2 21
IMowuck mytarmii B rene TWIST1 8000 72.29.1 21
Kpannodaumanbnoii 1ucMoppuu-TyroyXoCTH-yIbHAPHON IeBHAIIMM KHCTEi CHHAPOM

ITouck myranwii B rene PAX3 17 000 82.1.2 21
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.76 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.82.1.2 14
Kpeiitudensaa-sIkoda 6o1e30b

ITouck myranuii B rene PRNP 8000 72.11.2 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.13 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.41.2 14
Kpuraepa-Haiiapa cunapom

Iowuck mytanmii B rene UGT1A1 12 100 77.2 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallMii Y pOJCTBEHHHKA 6600 4.43 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.77.2 14
Kpy3ona ¢ 4epHbIM aKAHTO30M CHHAPOM

IMouck myTanmii B 3x30He 10 rena FGFR3 7600 75.13 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.75.13 14
Kpy3ona cunapom

Iowuck MyTarmii B 9k30Hax 7 u 9 rena FGFR2 7100 79.12 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.79.12 14
Kyppapuso cunapom

Iowuck myTarmii B rene MNX1 8300 78.47 21
JIapHHI0-0HNX0-KYTaAHHBI CHHIPOM

Iowuck myTarmii B 9k30He 39 rena LAMA3 7600 75.14 21
JlelikoaucTpousi rHUIOMUETHHOBAs

Mowuck myTarmii B rene GJC2 10 600 73.18.1 21
Ipenaransuas JJHK — quarnoctuka 12 000 11.73.18.1 14
Jlepmutt-/lykioc 6oJie3Hb

Iowuck myTtarmii B rere PTEN 19 500 81.6.2 21
IMouck BEHISBIEHHOM B JaHHOH ceMbe MyTallul y POICTBEHHHKA 6600 3.14 21
JIn cuHApoM

IMouck myranuii B rene PDHA1 25000 84.25.1 21
IMouck myrauuii B reae BCS1L 10 600 73.15.2 21
IMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIMH Y POJACTBEHHHUKA 6600 3.136 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.73.15.2 14
Jlumdenema HacaeacTBEHHAS

[Mouck myTarmii B rene GJC2 10 600 73.18.2 21
IIpenartansnas JIHK — nuarnoctuka 12 000 11.73.18.2 14




JIunoaucrpodus BpokaeHHAs reHepau30BaHHas

Touck myrauwmii B rene PTRF 8000 72.36 21
IMouck mytarmii B rene AGPAT2 12 100 77.24 21
IMouck myTarmii B rene BSCL2 16 300 76.18.3 21
Ilouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.37 21
Jlunoauctpodus cemeiiHas YacCTHYHAS

Iouck Myrauuii B «ropsiunx» yuyactkax rena LMNA 7600 75.10 21
IMowuck myTarmii B rene LMNA 21 000 83.6.2 21
ITouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.130 21
JropxnHa-®pHHCA CHHAPOM

IMowuck yacTeix MyTaiuii B rene MED12 7600 75.27.2 21
Makna-Yauica CHHIpOM

IMowuck mytarmii B rene NLRP3 25000 84.14.3 21
ITouck BbIABIEHHON B JaHHOM C€MbE MyTallUU y POJCTBEHHUKA 6600 3.77 21
MakJieoaa CHHAPOM

Iowuck myTarmii B rere XK 10 600 73.22 21
Makyasipaasi iuctTpodus

IMowuck myTaruii B rene PRPH2 10 600 73.16.2 21
IMonck MyTammii B 211 renax, OTBeTCTBEHHBIX 32 HAacJIeCTBEHHBIE 3a0oeBanus a3 (kpoBb ¢ D/ITA) 37 000 80.11.16 60
Mannu0yJ10aKpaabHasi AMCIUIA3HS C JTUIOAUCTPOdueit

TTouck myranwii B sx30Hax 8, 9 rena LMNA 7600 75.12 21
Mapunecky-Illerpena cunapom

Iowuck myTarmii B rene SIL1 21 600 83.18 21
ITouck BBISBIEHHBIX B JaHHOW CEMbE MyTallMii Y pOJCTBEHHHKA 6600 4.74 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.83.18 14
Mapdana cuaapom

IMouck MyTaImii B «ropsiaux» ydactkax rea FBN1 16 300 76.15 21
Iowuck myTarmii B rene FBN1, kpome «ropstanx» yuactkoB (kpoBb ¢ DJITA) 96 300 94.1 45
IMonck myranmii B rere FBN1 (kpos ¢ D/ITA) 105 000 95.1.1 60
INowrck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.78 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.95.1.1 14
Mapmanaa-CMHTa CHHAPOM

IMouck myranuii B rene NFIX 21 600 83.17.1 21
IMonck BEIABIEHHON B ITAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.123 14
MeBaoHOBasi aUAYPHS

Iouck myrauuii B rere MVK 21 600 83.11.1 21
INoucK BHISBICHHBIX B JAHHOU CeMbE MYTAIMH Y POJCTBEHHUKA 6600 4.19 21
Ipenaransuas JJHK-nuarsoctika 12 000 11.83.11.1 14
Me3somennyeckas aucnaasns Jlanrepa

Iowuck myTarmii B rene SHOX/SHOXY 10 600 73.29.2 21
IMowck uncia kormii rena SHOX/SHOXY 10 600 5212 21
TMowcK BBISBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJICTBEHHUKA 6600 4.83 21
Menkeca 60J1e3Hb

Iowuck mytarmii B reae ATP7A (kposs ¢ DJITA) 37 000 80.14.4 60
MertremMoryioouHeMust

ITouck Hanbonee yacTex MyTarmii B reie CYBSR3 6600 2.25 14
Iowuck myTtarmii B rene CYB5R3 17 000 82.8 21
ITonck BEISBIEHHBIX B JAHHON CEMbE MyTallMii Y POJICTBEHHUKA 6600 4.20 21
MeTnarayTakoHOBAasi AUy PHST

IMouck mytarmii B rene OPA3 7100 79.30.2 21




MuxkpodTajbM H30JMPOBAHHDII

Touck myranuii B rene GDF6 8000 72.26.2 21
IMonck mMyTarmii B 211 renax, OTBeTCTBEHHBIX 32 HAaCJIeACTBEHHBIC 3a0oneBanus ria3 (kpoBb ¢ DJITA) 37000 80.11.17 60
MuxpodTaasM H30THPOBAHHBIN ¢ K0J1000MOit

Touck myranuii B rene SHH 10 300 73.17.2 21
MukpodTajibM ¢ KATAPAKTOM

Touck myranuii B rene CRYBA4 14 100 88.6 21
ITorck BBISBICHHOW B JaHHOIT CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.39 21
IMonck MyTaruii B 211 renax, OTBETCTBEHHBIX 32 HAaCJIeICTBEHHbIC 3a001eBaHus ri1a3 (kpoBb ¢ D/ITA) 37 000 80.11.18 60
Muxkpouedannu ¢ KanuUISPHBIME MaJIb(opManusiMu CHHAPOM

IMouck myranmii B rene STAMBP 21 600 83.20 21
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 4.87 21
Muuiepa-/lukepa CHHAPOM

Touck neneuwii B pernone 17p13 (kposb ¢ DATA) 10 300 5.12 21
IMouck mytarmii B rene PAFAHIBI1 25000 84.22 21
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.120 21
Muuiposi 60J1e3Hb (IMM(ereMa HacaeICTBEHHAS)

Iowuck myranuii B rene FLT4 45000 91.1 30
ITouck BEISIBICHHON B JaHHOH CeMbe MyTalluH y POACTBEHHHKA 6600 3.15 21
Ipenaransuas JJHK-quarsoctrka 12 000 11911 14
MuoxkjI0HHYecKasi JUCTOHUS

Touck myranuii B rene SGCE 25000 84.18.1 21
IMowuck BHISBICHHOW B JaHHOI CEMbe MYTAIMH y POACTBEHHHKA 6600 3.40 21
Muonatust Bpoaun

IMouck MyTammii B 8 reHax HaCJIEACTBEHHBIX Mapannyeil 1 MUOTOHHH (KpoBb ¢ DJ[TA) 37000 80.13.9 60
Mpuonatus Muomu

Iowuck yacTeix MyTaiwii B rene ANOS 6600 2.49.2 14
Iowuck myTarmii B rene ANOS 40 000 90.12.2 30
ITouck BEISBIEHHBIX B JAHHON CEMbE MyTallMii y POJCTBEHHUKA 6600 4.67 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.90.12 14
Muonartus ¢ JUCHPONOPIMEi THIIOB MBIIIEYHBIX BOJIOKOH

Iowuck mytanmii B rere SEPN1 21 600 83.9.2 21
IMonck myrammii B rene ACTAL 10 600 73.25.2 21
ITouck BEISBIEHHBIX B JAHHON CEMbE MyTallMii y POJICTBEHHUKA 6600 421 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.83.9.2 14
MuoToHuyeckasi AMCTpodus

Iowuck Hanbomnee 4acTeix MyTarmii B reie DMPK 6600 2.7 14
IMonck Hanbomee YacTeIX MyTaruii B reHe ZNF9 6600 2.32 14
Mpenaramsuas JJHK-nuarsoctrka 12 000 11.2.7 14
Mmuotonust Tomcena/bekkepa

IMonck yacteix Mytanuii B rene CLCN1 (kposb ¢ D/ITA) 9800 1.17 14
TMowcK BBISBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJICTBEHHUKA 6600 4.22 21
IMonck MyTanmii B 8 reHax HacJI€ICTBEHHBIX Mapanndel 1 MuoToHHIT (KpoBb ¢ DJITA) 37000 80.13.3 60
MuopuopuaasipHass MHONIATHS

Iouck myrauuii B rene DES 16 300 76.7.2 21
Iouck myranuii B rene CRYAB 8000 72.27.2 21
Iowuck myTarmii B rene MYOT 19 500 81.7.2 21
ITouck BEISBIEHHON B JaHHOH ceMbe MyTallMH y POJICTBEHHHUKA 6600 341 21




MHo0:keCcTBEHHOI YHIOKPHHHO# Heomia3uu BToporo tTuna (MIH2) cunapom

IMouck Hanbonee gacThIX MyTamuii B ok30Hax 10, 11 rera RET npu MOH2A 7100 79.4 21
IMouck Hanbonee yacTeix MyTarmii B reie RET npu MOH2B 6600 2.28 14
IMouck mMyTanmii B 9x30Hax 13, 14 rena RET mpu MOH2A 7100 79.24 21
IMouck mytarnuii B 9x30He 15 rena RET npu MOH2B 7600 75.17 21
MHo:KeCTBeHHbIE BHIBUXH CYCTABOB, 32/IePKKA POCTA, YePeNHO-INIEBbIe AHOMAIHHA U BPOKIEHHBIE IIOPOKH CEepALa

IMouck myranuii B rene B3GAT3 12 100 77.22 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.64 21
MHo:keCTBEeHHBIX ITePUTHYMOB CHHAPOM

Touck myranuii B rere CHRNG 17 400 82.5.2 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MYyTALMi Y POJCTBEHHHUKA 6600 4.49.2 21
IIpenartansnas JJIHK-quarnoctuka 12 000 11.82.5.2 14
MHO0:KeCTBEHHBIX CHHOCTO30B CHHAPOM

Touck myranuii B rene NOG 7600 75.32.1 21
MoyaTt-Bij1bCOH CHHAPOM

Iowuck myTanmii B rene ZEB2 30 000 89.12.1 30
IIpenartansnas JJTHK-quarnoctuka 12 000 11.89.12.1 14
Meime4ynasi AMCTPO(Hsi BPOKIEHHAS,, HHTETPHH A7 HeraTHBHAs

IMouck myranuii B rene ITGA7 30 000 89.10 30
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.24 21
IIpenartansnast JHK-auarnoctuka 12 000 11.89.10 14
MpieyHast JUcTpogust BPOKIeHHAs, MEPO3HH-HeraTHBHAS

IMouck MyTaIuii B «ropsaux» ydactkax reHa LAMA2 21 600 83.15 21
IMonck myrarmii B rene LAMA?2 (xpoBs ¢ D/ITA) 110 000 61.3.2 60
INouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.25 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.87.1 14
Menmeunas guctpodus BpoxaeHnas, Tan 1C

Iowuck Hanbonee gacTeix MyTarmii B rene FKRP 7600 75.9.1 21
IMouck myranuii B rene FKRP 8000 72.10.1 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.7.36 14
Mpbiueynasi fucrpodust Jromenna/bexkepa

Iowuck meneunit u gyriukammii B reie DMD y manbunkoB (kpoBs ¢ DJITA) 14 100 88.21 21
IMonck nenennii U QyIUTHKAIMI y pOACTBEHHHI] OOJIBHOTO 10 )KEHCKOMH JIMHUHA (KpoBb ¢ DJTA) 16 300 76.17 21
IMonck ToukoBBIX MyTanmii B reHe DMD meronom NGS 37000 80.1 60
IMowrcK BBISBICHHOW B JaHHOI CEMbE TOUKOBON MYTAIlUH Y POACTBEHHUKA 6600 3.147 21
Ipenaransuas JIHK-nuarsocrika 12 000 116.1 14




MpieyHasi JMCTPO(Hs NOICHOKOHEYHOCTHAS

Touck yacteix mytanuii B renax CAPN3, FKRP, ANO5, SGCA 9000 1.25 14
IMounck mytaumii B rerax CAPN3, DMD, EMD, SGCG, SGCA, SGCB, SGCD, TCAP, FKRP, POMT1, ANO5, FKTN, 37 000 805.1 60
ISPD, LMNA, CAV3 (xpoBs ¢ 3[ITA)

IMouck MyTamuii B «ropsaux» ydactkax rena CAPN3 14 100 88.7 21
IMowuck mytanmii B rene CAPN3, kpome «ropsidux» y4acTKOB 29 200 74.2 30
ITouck myranuii B rene FKRP 8000 72.10.2 21
IMowuck myTarmii B rene LMNA 21 600 83.6.6 21
Touck myranuii B rene CAV3 7100 79.23.1 21
Iowuck myTarmii B rene MYOT 19 500 81.7.1 21
Iowuck mytarmii B rene FKTN 25000 84.9.2 21
Touck myranwuii B rene SGCA 14 100 88.25 21
IMowuck mytarmii B rene SGCB 14 100 88.24 21
Touck myranwuii B rene SGCG 17 400 82.16 21
IMowuck mytarmii B rene SGCD 19 500 81.13.1 21
ITouck BBIABIECHHBIX B JaHHOW CEMbE MyTallUii Y POACTBEHHUKA 6600 4.26 21
IIpenartansnast JJHK-quarnoctuka 12000 11.77.5 14
Meimeynas gucrpodus Tun Oykysama

TTouck myranwuii B rene FKTN 25000 84.9.3 21
INouck BBISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.27 21
Mpbiueynasi fucrpogus Imepu-/peiidyca

Iowuck myTarwii B rene EMD 8000 72.4.2 21
Iowuck myTarmii B rene LMNA 21600 83.6.3 21
TTouck myranwmii B rene FHL1 17 400 82.13.1 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.42 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.80.2 14
MioHKe CHHAPOM

IMouck yacteix myrauuii B rene FGFR3 7600 75.31 21
Haxonuiennsi HeHTpaaIbHbBIX JTHIIHAOB C MHONATHeli 00J1e3Hb

Iowuck myTarmii B rene PNPLA2 14 100 88.29 21
ITouck BEISBIEHHBIX B JAHHON CEMbE MyTallMii y POJCTBEHHUKA 6600 4.84 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.88.29 14
Hannsm MULIBREY

Iouck MyTaImii B «ropsianx» ydactkax reua TRIM37 7100 79.14 21
HaciieacTBeHHasi MOTOPHO-CeHCOpPHasi HeliponaTus (0oJ1e3Hb Illapko-Mapu-Tyra) Tun I

IMonck mymmkanuid Ha XxpoMocome 17 B obmactu rena PMP22 6600 21 14
Iowuck mytarwii B rene GJB1 (Cx32) 7100 79.9 21
IMonck myrarnuii B rene MPZ 10 650 73.3 21
Iowuck myTarmii B rene PMP22 10 650 73.4.1 21
Iouck myranuii B rene LITAF 10 650 73.10 21
IMonck myranmii B rene EGR2 10 650 73.9 21
Iowuck myTarmii B reae PRPS1 16 350 76.8.1 21
Iouck myranuii B rene YARS 25000 84.1 21
Towck gacTIX pereccuBHBIX MyTanuii B reaax FGD4, SH3TC2, FIG4, GDAP1 (xposs ¢ /ITA) 9600 1.15 14
IMonck yacThIX MyTaIMif IIBITaHCKOTO MTporcxoskaeHus B reHax NDRG1 u SH3TC2 6600 2.39 14
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHUKA 6600 3.43 21
Mpenaramsuas JJHK-nuarsoctrka 12 000 11.2.1 14




HacneacrBenHast MOTOPHO-ceHCOpHasi HeiiponaTus (60J1e3ub Illapko-Mapu-Tyra) Tun 11

Iouck Hanbonee yacThix MyTanuii B rene MFN2 6600 2.26 14
IMouck myTarmii B rene MFN2 30 000 89.11 30
IMouck mytarmii B rene GDAP1 14 100 88.2 21
Touck myranuii B rene IGHMBP2 30 000 89.1.3 30
IMouck myTtarmii B rene NEFL 14 100 88.3 21
ITouck myranumii B rene LMNA 21 600 83.6.4 21
IMowuck myTarmii B rene HSPB1 7100 79.1 21
Touck myranuii B rene DNM2 40 000 90.3.1 30
Touck myranwuii B rene GARS 35000 85.8.1 30
Iowuck myranuii B rene FIG4 47 000 91.4.1 30
Touck myranwuii B rene HSPBS8 8000 72.39.1 21
ITorck BBISBICHHOW B JaHHOIT CEMbE MYTAIlMH Y POACTBEHHHUKA 6600 3.44 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.2.26 14
HaciieqcTBeHHas! HelpoNaTHs ¢ MOABEPKEHHOCTHIO MAPAJINYY OT CAABJIEHHS

Awnanus yncna xoruit rena PMP22 (kposs ¢ DITA) 10 300 5.4 21
ITouck myrarwmii B rene PMP22 10 600 73.4.2 21
Hacnencreennbii aMuI0H103

TTouck myranwuii B reae TTR 10 600 73.35 21
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH y POACTBEHHHKA 6600 3.149 21
IMonck Hanbomnee yacTeIx MyTaruii B ree TTR 4000 32.25 14
HacneacTBeHHBIN AHTHOHEBPOTHYECKHI 0TeK

Iowuck mytarmii B rene CINH 16 300 76.10 21
Touck kpynHbix fenenuii /myrunkanuii B rene C1NH (kpoBb ¢ DITA) 10 300 5.17 21
Iowuck myTanmii B rene F12 17 500 82.17.1 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTalluH y POACTBEHHHKA 6600 3.45 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.76.10 14
He3apamenne poaiHHYKOB

Iouck myranuii B rene MSX2 7100 79.13.1 21
Iowuck myTarmii B rene ALX4 10 600 73.12 21
HelipoM1OTOHMS ¥ aKCOHAJIbHAS HeliponaTHs

Iowuck yacTeix mytarmii B rere HIINT1 6600 2.51 14
IMonck myrarmii B rere HINT1 10 300 72.45 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.72.45 14
Iowck MyTaruii B 8 reHax HACIEACTBEHHBIX Mapanndeil 1 MHOTOHHIT (kpoBb ¢ DJITA) 37 000 80.13.4 60
HeiipoceHcopHasi HeCHHAPOMAJILHAS TYTOYX0CTh

Iowuck mytanmii B rene GJB2 (CX26) 7600 75.21 21
Iouck kpynHeIx genenuit B mokyce DFNBI 7100 79.37 21
Iowuck myTarmii B rene GJB3 7100 79.6.1 21
Iowuck myTarwii B rene GJB6 7100 79.7.1 21
ITouck BBISBIEHHBIX B JAHHON CEMbE MyTalLlMii Y POJICTBEHHUKA 6600 473 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.2.3 14
IMonck mMyTanmii B 34 reHax, OTBETCTBEHHBIX 3a HACJIEJICTBEHHYIO TYTOYXOCTb 37000 80.10.1 60
Heiipo¢gunopomaros

TTowck MyTanwuii B 23 reHaX, OTBETCTBEHHBIX 3a Hefipopubpomaros, cuuapomst Hynan n Leopard (kpoBs ¢ DITA) 37 000 80.12.4 60
HeliTponenus Ts:ké1asi BpOKAEHHAS

Iowuck mytarmii B reie ELANE 12 100 77.12 21
ITonck BEIABICHHOMN B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.46 21
Ipenaransuas JIHK-nuarsoctrka 12 000 11.72.19 14
HeKoMNaKTHOIO JIEBOTO KeJIyI0YKA CHHIPOM

Iouck myranwuii B rene TAZ 14 100 88.1.3 21




ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllMH Y POACTBEHHHKA 6600 3.79 21
IIpenatansnas JHK-auarnoctuka 12 000 11.7.32.2 14
HemanuHoBas MuonaTus

Touck myranwuii B rene ACTAL 10 600 73.25.1 21
ITouck BBISBICHHOW B JaHHOIT CEMbE MYTAllUH Y POACTBEHHHUKA 6600 3.121 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.73.25 14
Hedponoprns

Amnanu3 yncna xonuit rena NPHP1 (kposs ¢ D/ITA) 10 300 5.14.1 21
HedpoTnyeckuii cuHIpOoM

IMowuck mytarmii B rene NPHS2 17 400 82.15.1 21
Touck myranwuii B rene NPHS1 35000 85.9 30
ITouck BBISABIECHHBIX B JaHHOW CEMbE MyTallii Y POACTBEHHUKA 6600 4.28 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.79.15 14
Huiimeren cuHIpOM

Iowuck Hanbosee yacThix MyTarmii B reie NBN 6600 2.5 14
IIpenartansnast JJTHK-quarnoctuka 12 000 11.2.5 14
Horreii-HaJK0JeHHNKA CHHIPOM

Iowuck myTaruii B rene LMX1B 15 300 76.21 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTallul y POACTBEHHHKA 6600 3.116 21
HopmoxaiueMuyeckuii Nepuognv4ecKuii napaany

TTouck myranuii B 3k30He 13 rera SCN4A 7600 75.5 21
IMouck MyTamuii B 8 reHax HAaCJIEACTBEHHBIX Mapanndeil 1 MuoToH#Hi (kpoBb ¢ DJITA) 37000 80.13.5 60
Hoppu 60.1e3H6

ITouck myraruii B rene NDP 7100 79.2.1 21
IMowuck BHISBICHHON B JaHHOI CEMbE MYTAIMH Y POACTBEHHHKA 6600 3.16 21
IIpenartansnas JHK-auarnoctuka 12 000 11.79.2.1 14
Hynan cunapom

ITouck MyTanuii B 23 reHaX, OTBETCTBEHHbIX 3a cuHApoMsl Hynan u Leopard (kposs ¢ DJITA) 37 000 80.12.1 60
Ipenaransuas JJHK-quarsoctrka 12 000 11.79.8 14
OkynopapuHreajbHas MbIIIeYHAs1 JHCTPOGHs

IMonck Hanbornee gacTeIX MyTanuii B reHe PABPN1 6600 2.14 14
Ipenaransuas JJHK-quarsoctrka 12 000 11.2.14 14
Onuua GBBB cunapom

Iowuck myTarmii B rene MID1 25000 84.26 21
IMonck BEIABICHHON B IAHHOM CeMbE MyTaIl! y POJICTBEHHNKA 6600 3.138 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.84.26 14
Onuna-Kasenxkna cunpom

IMouck yacTeix Myrtanuii B reke MED12 7600 75.27.1 21
Ociiepa-Penaro-Bebepa cuaapom

IMouck myranuii B rene ENG 19 500 81.14 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHUKA 6600 3.115 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.81.14 14
OcTeou1H3 KapnoTap3ajibHblil, MyJIbTHLHEHTPUYECKHI

Towuck mytarmii B reie MAFB 7100 79.36 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.79.36 14




OcTeoneTpo3 peneccHBHBI (MpaMopHasi 60/1e3Hb KOCTeil)

Touck naubonee yactbix Myranuii B rene TCIRG1 6600 2.20 14
IMouck mytarmii B rene TCIRG1 25000 84.15 21
ITouck BBISIBICHHBIX B JAHHOW CEMbE MyTALMi Y POJCTBCHHHUKA 6600 4.29 21
IIpenartansnas JJHK-quarnoctuka 12 000 11.2.20 14
Oxno cuaapom, SBBYSS Bapuant

Touck myranwuii B 3k30He 18 rena KAT6B 10 500 73.30.1 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHUKA 6600 3.143 21
IManucrepa cHHAPOM

Touck myranwmii B rene TBX3 15 300 76.1 21
ITorck BBISBICHHOW B JaHHOIT CEMbE MYTAIlMH Y POACTBEHHHUKA 6600 3.80 21
IIpenartansnas JJIHK-quarnoctuka 12 000 11.76.1 14
IManmmcrepa-Xosia CHHAPOM

Touck myranwuii B rene GLI3 35000 85.2.2 30
ITorck BBISBICHHOW B JaHHOI CEMbE MYTALlUH Y POACTBEHHHKA 6600 3.81 21
Iano4xo-Kk0a004K0Basi AMCTPODUs

IMouck myrammii B rene RPGR 40 000 90.11.2 30
Iowuck mytanmii B rene CRX 8000 72.1.2 21
ITouck BbISABIEHHON B JaHHOM CEMbE MyTallUH y POJCTBEHHUKA 6600 3.47 21
IMouck myTaumii B 211 reHax, OTBETCTBEHHBIX 32 HACIEACTBEHHbIE 3a60eBanus rina3 metogoMm NGS (kposs ¢ DJITA) 32000 80.11.19 60
IMapamuoTonus JilyieHdypra

IMonck MyTanmii B 8 reHax HacJIeACTBEHHBIX Mapanudeil 1 MHoToHHIT (kpoBb ¢ DJITA) 37 000 80.13.6 60
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHUKA 6600 3.48 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.90.6.1 14
IMaxnonuxusi BpoKAeHHAS

ITouck myrarnwmii B rene KRT6B 14 100 88.13 21
Iowuck mytanmii B rene KRT6A 16 300 76.26.2 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.49 21
Meiitua-Erepca cunapom

Iowuck mytarmii B rene STK11 19 500 81.17 21
IMouck BEISBIEHHOM B JaHHOH CEMbE MyTalluH y POJICTBEHHHUKA 6600 3.142 21
Ipenararansuas JJHK-quarsoctrka 12 000 11.81.17 14
Ienapena cunapom

IMonck MyTanmii B 34 reHax, OTBETCTBEHHBIX 3a HACIIEICTBEHHYIO TYToyXocTh (KpoBb ¢ DJITA) 37000 80.10.4 60
INoucK BBISBICHHBIX B JAHHOU CeMbE MYTAIMH Y POJCTBEHHUKA 6600 472 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.1.16 14
IepBuuHasi runepTpoduyecKas 0cTeoapTPONaTHs (IAXHIEPMONEPHOCTO3)

IMouck myrauuii B rene HPGD 16 300 76.11 21
TowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJICTBEHHUKA 6600 4.58 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.76.11 14
IlepBuyHas JieroyHasi rUNEPTEH3Us

Iowuck myTarmii B reie BMPR2 30 000 89.8 30
ITonck BEISBICHHOMN B IJAHHOH CeMbE MyTaIlU y POJICTBEHHUKA 6600 3.50 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.89.8 14
Iepuoanueckasi 60s1e3Hb

IMouck yacTeix MyTaiuii B ak30He 10 rena MEFV 9800 1.7 14
Iowuck mytarmii B rene MEFV 21 600 83.4 21
Ipenaransuas JIHK-nuarsocrika 12 000 1117 14




Hepuouuqecxux MBIIIEYHBIX CIA3MOB (0/1€3Hb

Touck myranuii B rene CAV3 7100 79.235 21
IIurmMeHTHAS IereHePALUs CETYATKH

IMouck myranmii B rene RP2 12 100 77.6 21
Touck myranwuii B rene RPGR 40 000 90.11.1 30
[Mowuck myTtarmii B rene RHO 10 600 73.27.1 21
Touck myranwuii B rene RPE6S 21 600 83.13.2 21
ITorck BBISBICHHOW B JaHHOIT CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 351 21
IIpenatansnas JJTHK-quarnoctuka 12 000 11.77.6 14
IMouck MyTaruii B 211 renax, OTBeTCTBEHHEIX 3a HAaCJIeCTBEHHBIE 3a00neBanus ria3 (kpoBb ¢ D/ITA) 37 000 80.11.20 60
Iuxnoau30CTO3

Touck myranwuii B rene CTSK 14 100 88.19 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHHUKA 6600 4.30 21
IIHeBMOTOpaKC NEPBHYHBII CIIOHTAHHBII

IMowuck mytarmii B rene FLCN 25000 84.13.1 21
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.52 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.16.1 14
IoBbimeHHbIi ypOBeHb KpeaTHHPOCHOKHHAZHI B CHIBOPOTKE KPOBH

TTouck myranuii B rene CAV3 7100 79.23.4 21
IoaKoaeHHOr0 NTEPUrHyMa CHHAPOM

ITouck myranwmii B rene IRF6 19 500 81.11.2 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.82 21
HomupakTHIAA

IMonck MyTanmii B peryastopHoM anemente ZRS rena SHH 7100 79.28 21
Iowuck mytanmii B rene GLI3 35000 85.2.4 30
ITonck BEISBICHHON B JaHHOH CeMbe MyTalluH y POACTBEHHHKA 6600 3.53 21
IoMKHCTO3 MOYeK

Iowuck MyTarmii B «ropsianx» ydactkax resa PKHD1 16 300 76.12 21
ITouck BEISBIEHHBIX B JAHHON CEMbE MyTallMii y POJCTBEHHUKA 6600 431 21
Mowuck mytarmii B renax PKHD1, PKD1, PKD2, HNF1B (xpoBs ¢ D/ITA) 37 000 80.4 90
Ipenaransuas JJHK-nuaraocrika 12 000 11.8.19 14
ITomme 0os1e3HB

IMonck yacTeix MyTanuii B rene GAA 6600 245 14
IonTonEpede L IsipHAS THIIONLIA3HS

Iowuck myTarmii B rene VRK1 21 600 83.16 21
IMonck BEIABICHHBIX B JaHHOH CEMbE MYyTAIlUi y POACTBEHHHKA 6600 4.63 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.83.16 14
Horouxu-JIyncku CHHAPOM

Mowuck mymukanuii B peruone 17pl1.2 (kposs ¢ DIATA) 10 300 5.16.2 21
Ioveynas agucnaasus

IMouck myranuii B rene UPK3A 14 100 88.23 21
Iowuck myTarmii B 9k30Hax 10, 11, 13, 14, 15 rena RET 12 100 77.11.3 21
ITonck BEIABICHHOMN B IAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.54 21




IIporepus Xarunncona-I'nadopaa

Iouck myranuii B rere LMNA 21 600 83.6.5 21
IlceBaoaxonapomiasus

IMouck Hanbonee yacTeix MyTanuii B rene COMP 6600 2221 14
IIpenatansnas JJTHK-quarnoctuka 12 000 11.2.22 14
IIceBaorunonapatupeos

Touck myranuii B rene GNAS 19 500 81.9.1 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHKA 6600 3.55 21
IlceBaoKkcaHTOMA 1acCTHYECKAS

Touck yacteix Myranuii B rene ABCC6 7600 75.23 21
Iowuck mytanmii B rene ABCC6 (kpob ¢ D/ITA) 49 500 92.3 30
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallMii Y POACTBEHHHUKA 6600 4.32 21
IlceBaONCEBAOrHNIONAPATHPEO3

Touck myranwuii B rene GNAS 19 500 81.9.2 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTALlUH Y POACTBEHHHUKA 6600 3.56 21
Idaiiddepa cunapom

TTouck myranuii B 3k30Hax 7, 9 rena FGFR2 u sk30ne 7A rena FGFR1 8000 72.16 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.16 14
Pa6aomMuosiu3 (MHOTI00MHYPHST)

Iowuck myTarmii B rene LPIN1 40 000 90.4 30
ITowck BEHISIBICHHBIX B JAHHOH CeMbE MyTalli Y POJCTBEHHHUKA 6600 4.33 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.90.4 14
Perunommsuc

TTouck myranuii B rene RS1 14 100 88.15 21
INowuck BHISBICHHOW B JaHHOI CEMbE MYTAIMH y POACTBEHHHUKA 6600 3.57 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.88.15 14
PerTa cungpom

Iowuck myTarmii B rene MECP2 12 100 77.21 21
IMouck nenennit rera MECP2 (xpoBs ¢ D/ITA) 10 300 511 21
PHrHIHOIO MO3BOHOYHMKA CHHAPOM

Iouck myranuii B rene SEPNI 21 600 83.9.1 21
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIMH Y POJCTBEHHUKA 6600 4.44 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.83.9.1 14
PoGuHOBa cuHAPOM

Iowuck myTarmii B rene ROR2 25000 84.23 21
IMonck BEIABIEHHBIX B JaHHOH CEMbE MYTAIlUH y POJCTBEHHHKA 6600 4.65 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.84.23 14
Pormynna-ToMceHa cHHIpPOM

Iowuck myTarmii B rene RECQL4 25000 84.27.1 21
TowcCK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH ¥ POICTBEHHUKA 6600 4.79 21
Pyounmreiina-Teiion cuaapom

Iowuck nenenuit B peruone 16p13 (kposs ¢ DATA) 10 300 5.13 21
CeMmeiiHasi NapoKcU3MaIbHAas! (PUOPHILTSAILMSA KeTyI04KOB

Mowuck mytarmii B renax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE2 (kpoBs ¢ D/ITA) 37 000 80.8.7 60
ITonck BEISBICHHOMN B IAHHOH CeMbe MyTaIl! y POJICTBEHHUKA 6600 3.58 21
CeMmeiiHasi IepHOANYECKAs] TUXOPAIKA

Iowuck mytarmii B rene TNFRSFIA 14 100 88.14 21
ITonck BEIABICHHOMN B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.59 21




CeMeiiHblii reMo(aronuTApHbIH JUM(OruCTHONMTO3

Touck naubonee yactbix Mytanuii B rene UNC13D 6600 2.33 14
IMouck mytarmii B rene UNC13D 35000 85.6 30
[Mouck myTarmii B rene PRF1 12 100 779 21
Touck myranwmii B reae STX11 8000 72.15 21
IMouck mytarmii B rene STXBP2 25000 84.12 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.34 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.63 14
CeMmeiiHblii MeAy LIAPHBII PaK IIUTOBUHIHOI JKese3bl

Touck myranwmii B 3k30nax 10, 11, 13, 14, 15 rena RET 12100 77.11.1 21
IMowuck peaxkux MyTanuii B 9k30Hax 5, 8 rena RET 7100 79.27 21
CeMeiiHblii X0J10/10BOii ayTOBOCTIAJUTEIbHBII CHHAPOM

IMowuck mytarmii B rene NLRP3 25000 84.14.2 21
ITouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.60 21
Cennopa-JlokeHa CHHAPOM

Awnanus yncna xoruit rera NIHP1 (kpoes ¢ D/ITA) 10 300 5.14.3 21
CeHcopHasi noJIMHeHponaTHs (BPOsKIeHHAs] HEUYBCTBUTEIBLHOCTH K 00.11)

Iowuck mytanmii B rene NGF 10 650 73.6 21
ITounck myranuii B rene WNK1 8000 72.12 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIMHU Y POACTBEHHHKA 6600 3.61 21
IIpenartansnast JHK-auarnoctuka 12 000 11.7.31 14
Cenro-onTHYecKas THCILUIA3US

Iowuck mytaruii B rene HESX1 8000 72.34 21
ITonck BEISBIICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.119 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.34 14
Cerpe-YoT3eHa CHHAPOM

Iowuck mytarmii B rene TWIST1 8000 72.29.2 21
Iowuck yacTeix Mytaiuii B rene FGFR3 7600 75.31.2 21
Cumncona-T'on1adu-bBemens cunapom

Iowuck mytarnmii B rene GPC3 17 400 82.12 21
IMonck BEIABIEHHON B IJAHHOH CeMbE MyTaIli y POJICTBEHHNKA 6600 3.83 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.82.12 14
CHHAAKTHINSA

IMouck myranuii B rene HOXD13 10 600 73.14.3 21
Iowuck myTarmii B rene GJA1 8000 72.38.4 21
ITonck BEISBICHHOW B JaHHOH CeMbe MyTallUH y POACTBEHHHKA 6600 3.133 21
Cungpom CHARGE

IMonck MyTanmii B 34 reHax, OTBETCTBEHHBIX 3a HACIIE/ICTBEHHYIO TYTOyXocTh (kpoBb ¢ DJITA) 37 000 80.10.6 60
Cunapom CINCA

Iowuck myTarmii B rene NLRP3 25000 84.14.1 21
ITouck BEISBICHHOW B JaHHOH CeMbe MYTallUH y POACTBEHHHKA 6600 3.62 21
Cunapom CRASH

IMouck myrarmii B rene LICAM 35000 85.13.1 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.126 21
Cunapom ESC

IMouck myrauuii B rene NR2E3 14 100 88.4.1 21
TowcCK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH ¥ POJCTBECHHUKA 6600 4.35 21
Cungpom MASA

Iowuck mytarmii B rene LICAM 35000 85.13.3 21
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH Y POACTBEHHHUKA 6600 3.129 21

Cunapom RAPADILINO




IMouck mytarmii B rene RECQLA4 25000 84.27.3 21
Ilouck BHISBIICHHBIX B JaHHOH ceMbe MyTaIli y POACTBEHHHUKA 6600 481 21
Cungpom TAR

Touck myrauuii B rene RBM8A, BKiII04ast KpYITHBIE ACICIUN 14 100 88.20 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHHUKA 6600 4.36 21
CHHNOTHAAKTHIINS

IMouck myramuii B rene HOXD13 10 600 73.14.1 21
ITouck BBISBICHHOW B JaHHOIT CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.91 21
IIpenartansnas JJHK-auarnoctuka 12 000 11.73.14.1 14
CxkanyJionepoHeajibHasi MUONATHS

ITouck myranwmii B rene FHL1 17 400 82.13.2 21
CK0J11103 ¢ MapaJIn4o0M B30pa

Iowuck myranmii B rene ROBO3 35000 85.1 30
ITouck BBISABIECHHBIX B JaHHOW CEMbE MyTaLlMii Y pOACTBEHHHUKA 6600 4.50 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.6.5 14
C1a60CTH CHHYCOBOTO Y3J1a CHHAPOM

IMouck mytaumii B renax SCNSA, KCNQ1, KCNE1, KCNH2, KCNE2 (kposb ¢ DJITA) 37 000 80.8.8 60
INowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHUKA 6200 3.84 21
Cmurt-MareHuc cHHIPOM

Iowuck neneunit B peruone 17p11.2 (xposs ¢ DJTA) 10 300 5.16.1 21
Cmura-Jleman-Onuua cHHIAPOM

Iowuck mytanmii B rene DHCR7 19 500 81.4 21
ITouck BBISBIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.46 21
IIpenartansnast JJHK-auarnoctuka 12 000 11.76.3 14
Cotoca cuHApOM

IMonck myranuii B rene NSD1 (xposb ¢ 3/ITA) 51 500 96.1 30
Iowuck myTarmii B rene NFIX 21 600 83.17.2 21
IMouck BEISBIEHHOM B JaHHOH CEMbE MyTalluH y POJICTBEHHHUKA 6600 3.122 14
Cnactnueckas napamierus Hltprommens

Iowuck kpymHbIX Aenennii / myrumukaiwii B renax SPAST u ATL1 (kpoBb ¢ DJITA) 10 300 5.22 21
IMouck myrauuii B rene GJC2 10 600 73.18.3 21
Iowuck myTarmii B rene BSCL2 15 300 76.18.4 21
Iouck myrauuii B rene CYP2U1 12 100 77.23 21
Iowuck myTarmii B rene LICAM 35000 85.13.4 30
ITonck BEISBICHHOW B JaHHOH ceMbe MyTalluH y POACTBEHHHKA 6600 3.92 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.89.6 14
Iowuck MyTarmii B 63 reHax, oTBeTcTBeHHBIX 32 SPG (kpoBs ¢ DJITA) 37 000 80.9.1 60
CnunanbHas amuorpodus tuns: L, 11, IT1, IV

Towuck nenenuit B reie SMN1 (TOMBKO 7151 6OITBEHOTO) 9800 1.2 14
Omnpenenenne yncna xonuii rekoB SMN1, SMN2 (kposs ¢ D/ITA) 10 600 5.24 14
AHaNN3 HOCHTENBCTBA CIIHHATBHOM amuTpoduu (kpoBb ¢ DJITA) 10 600 53 14
AHaN3 HOCHTENBCTBA CIIHHATBHON aMHOTPOGHH sl CYyTpy»Xeckoii maps (kpob ¢ DJITA) (2 gei.) 12 300 77.15 14
AHann3 HOCHTENbCTBA CITMHAIBHOM aMHOTpoduH s sjepHoii ceMbH (kpoBb ¢ DJITA) (3 gen.) 15500 88.8 14
Iowuck myTarmii B reie SMNI1 (TOJIBKO IPH HAJMYHHK OJHON KOITHH reHa) 17 400 82.14 21
Ipenaransuas JTHK-nuarsocrika 12 000 1171 14




CnunanbHast aMuoTpopus OuHKes

Touck yacTeix MyTtanuii B reie VAPB 7600 75.20.2 21
IMouck mytarmii B rene VAPB 14 100 88.12.2 21
CnunanbHast aMHOTpPodus, X-cuemnieHHas

IMouck MyTaruii B «ropsiaux» ydactkax rena UBAL 7600 75.25 21
CnunanbHas u Oyab6apHas amuoTpodus Kennenu

IMouck Hanbomee YacThIX MyTaruii B reHe AR 6600 2.8 14
Ipenaransuas JJHK-quarsoctrka 12 000 11.2.8 14
CrnuHonepede/UIsipHasi AaTAKCHS

Touck Haubonee yacTbix MyTtanuii B renax ATXN1, ATXN2, ATXN3 10 000 1.14 14
IMouck Hanbonee yacteix MyTaruii B reie CACNATA 6600 2.38 14
IMouck Hanbomnee gacTeIx MyTarnuii B rene ATXN7 6600 244 14
IMouck Hanbonee yacTeix MyTauii B rene ATXNS 6600 2.41 14
Touck yacteix Mytanuii B rene PPP2R2B 6600 2.50 14
IMowuck yacTeix MyTawuii B reae TPB 5200 2.53.1 14
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.40 14
CrnionrnogopmHast 3HnedaIonaTHs ¢ HeHPONCUXNIECKUMH NPOSIBICHAAMHA

Iowuck myTaruii B rene PRNP 8000 72.11.3 21
ITouck BEISIBICHHON B JaHHOH CeMbe MyTalluH y POACTBEHHHKA 6600 3.93 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.41.3 14
CHoHINI0KOCTAIbHBII 1H30€T03

TTouck myranuii B rene DLL3 16 300 76.16 21
INouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.52 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.76.13 14
Cnonannodnudusapuas aucmiasus (SEDT)

Touck myranuii B rene TRAPPC2 npu X-cuersieHHoit popme 10 600 73.11 21
Iowuck mytarmii B rene Col2Al (kposs ¢ DJITA) 60 500 86.1.4 45
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.117 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.7.57 14
CtuKkepa CHHAPOM

IMonck myranmii B reHe Col2A1 (kposs ¢ D/ITA) 60 500 86.1.1 45
INowrck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.85 21
IMonck myranmii B rene Coll1A2 (kposs ¢ DJ/ITA) 37 000 80.10.9 60
CynepakTHBHOCTDH (hochopudosnianupodochar cuHTeTa3HI

Iowuck myTarmii B rene PRPS1 16 300 76.8.3 21
IMonck BEIABIEHHON B TAHHOM CeMbE MyTaIli y POJICTBEHHNKA 6600 3.94 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.42.2 14
TecTUKYJISIpHOH (DeMUHU3ALMHU CHHAPOM

Iowuck myTarmii B reae AR 21 600 83.7 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.86 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.4.10 14
TopcHoHHAS INCTOHUS

IMouck myrauuii B rene GCH1 14 100 88.22.1 21
Iowuck mytarmii B rene TOR1A 12 100 77.19 21
Iouck myrauuii B rene PRRT2 10 600 73.20.1 21
IMouck myrauuii B rene THAP1 8000 72.40 21
Iowuck myTarmii B ree SPR 8000 72.32 21
ITonck BEIABICHHOMN B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.95 21
TpuxopnHodanaHreaIbHbINH CHHIPOM

IMonck myranmii B rene TRPS1 21 600 83.12 21
Ilouck BBIABIECHHON B TaHHOM CEMbE MyTallUH y POJCTBEHHUKA 6600 3.96 21




Ipenaransuas JJHK-quarnoctrka 12 000 11.83.12 14
Tpuuep Kosinnza-®@paHyecKeTTH CHHAPOM

IMouck mytarmii B rene TCOF1 40 000 90.2 30
ITouck BBIABICHHON B TaHHOM CEMbE MyTallUH y POJCTBEHHUKA 6600 3.87 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.90.2 14
TpomOouuTONEHNs BPOKIEHHAS

ITouck myranuii B rene MPL 17 400 82.11 21
ITouck BBISBICHHBIX B JAHHOW CeMbE MYTALMi Y POJCTBEHHHUKA 6600 453 21
Ty0epo3Hblii CKiIEpo3

Iowuck mytanmii B renax TSC1, TSC2 (kposb ¢ D/ITA) 37 000 80.7 60
Ilouck BbIABIEHHOH B JaHHOM C€MbE MyTallUU y POJCTBEHHUKA 6600 3.97 21
IIpenartansnas JJHK-quarnoctuka 12 000 11.90.8.1 14
Ynnunennoro uarepsana QT cuaapom

Touck myranuii B rene KCNJ2 10 600 73.5.3 21
IMouck mytanmii B rene SCN4B 12 100 1.7 21
TTouck myranuii B rene CAV3 7100 79.23.3 21
INowuck BHISBICHHOW B JaHHOI CEMbE MYTAIlUH Y POACTBEHHHKA 6600 3.88 21
IMouck myraumii B resax SCNSA, KCNQ1, KCNE1, KCNH2, KCNE1 (kpoeb ¢ DJITA) 37000 80.8.2 60
IIpenaransnast JJHK-quarnoctuka 12 000 11.4.2 14
Yudeppuxrta-Jlynadopra 60s1e3Hb

TTouck naunbonee yacTbix Myranuii B rene CSTB 6600 2.10 14
Iowuck mytanmii B rene CSTB 8000 72.8 21
Yoxepa-Bapoypr cunapom

IMouck myranuii B rene POMT1 35000 85.7.1 30
Iowuck mytanmii B rene FKRP 8000 72.10.3 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallMii Y pOJCTBEHHHKA 6600 461 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.85.7.1 14
Yepa cunapom

Iowuck MyTarumii B 34 reHax, OTBETCTBEHHBIX 32 HACIEICTBEHHYIO TYTOyX0cTh (KpoBb ¢ DJITA) 37 000 80.10.3 90
®datajbHas ceMeiiHasg HHCOMHHSA

IMouck myranuii B rene PRNP 8000 72114 21
INowuck BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHKA 6600 3.98 21
Ipenaransuas JJHK-nuarsocrika 12 000 11.7.41.4 14
DudpoaucnIazus occuGuIUpPyOLIasi MPOrpPecCUpPYOIas

IMonck MyTanmii B «ropstunx» ydactkax rena ACVRI 10 600 73.21 21
IMonck myranmii B rene ACVRI, kpome «ropsiuux» y4acTKOB 15300 76.19 21
INowuck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.99 21
®okajabHas kKo:kHas runonazus (Copauna-Toabua cunapom)

Iowuck myTarmii B reie PORCN 19 500 81.16 21
IMonck BEISBICHHOMN B ITAHHOH CeMbe MyTaIl! y POJICTBEHHUKA 6600 3.140 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.81.16 14
DoKaJIbHO-KOPTHKANbLHAA Auciuia3us Teiaopa

IMonck myrarmii B renax TSC1, TSC2 (kposb ¢ D/ITA) 37000 80.7.2 60
Iowuck gacTeix Mytamwii B rere TSC1 7600 75.28 21
IMonck BEISBICHHOMN B ITAHHOH CeMbe MyTaIl! y POJICTBEHHUKA 6600 3.100 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.90.8.2 14
X-cuenyieHHasi araMMarJIo0yJTnHeMHst

IMonck myranmii B rene BTK 35000 85.3.1 30
IMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIMH Y POJACTBEHHHUKA 6600 3.104 21
Ipenaranshas JJHK-nuarsoctrka 12 000 11.78.7.1 14

X-cuenJieHHbIH JuMdonpoandepaTuBHbIi cuHAPOM (60s1e3Hb JyHKkana, cuaapoMm IypTuino)




IMouck mytarmii B rene SH2D1A 10 600 73.2 21
Touck myranwuii B rene XIAP 17 400 82.2 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllMH y POACTBEHHHKA 6600 3.106 21
IIpenatansuas JHK-auarnoctuka 12 000 11.7.17 14
X-cuenJjieHHbIH MOTOPHBI HICTAIM

ITouck myranuii B rene FRMD7 25000 84.11 21
Ilouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POACTBEHHUKA 6600 3.107 21
X-cuenIeHHbIH TsuKeJIbIiH KOMOMHAPOBAHHBIH HMMYHOASPUIUT

Touck myranwmii B rere IL2RG 10 600 73.1 21
ITouck BBISBICHHOW B JaHHOIT CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.108 21
IIpenartansnas JJHK-auarnoctuka 12 000 11.73.1 14
Xaiiny-Yelinu cHHIAPOM

IMouck myTanmii B 3x30He 34 rena NOTCH2 8000 72.43 21
ITouck BbIABIEHHON B TaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.150 21
XoaTta-Opama cHHAPOM

TTouck myranuii B rene TBX5 21600 83.8 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.90 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.78.4 14
Xonapoaucniasus Mmetadpusapnas tun Mak-Kbrocuka

Iowuck mytanmii B rene RMRP 7600 75.22 21
Xonapoaucniaazus ToueyHass Konpagu-XwoHepmana

Iowuck myTarmii B rene EBP 10 600 73.19 21
XoHApPOKATLIHHO3

ITouck myranuii B rene ANKH 25000 84.19.2 21
IMowuck BHISBICHHOW B JaHHOIT CEMbe MYTAIUH y POACTBEHHHUKA 6600 3.101 21
IIpenartansnas JHK-auarnoctuka 12 000 11.84.19.2 14
XopeoaTeTo3, rTHNOTHPEOHAN3M H HEOHATAIBHAS IbIXaTeJbHAsI HEOCTATOYHOCTH

IMonck myrarmii B rene NKX2-1 10 600 73.26.2 21
INowuck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.131 21
Xopesi 100poKavYecTBEHHAs1 HACIeACTBEHHAs!

IMonck myrarmii B rene NKX2-1 10 600 73.26.1 21
INowuck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.128 21
Xopest [eHTHHI TOHA

Iowuck yacTeIx MyTalwii B rere TPB 5200 2.53.2 14
XopuonaajabHasi IucTpopus

Iouck myrauuii B rene PRPH2 10 600 73.16.3 21
Xopongepmusi

IMonck myranmii B rene CHM 30 000 89.5 30
TMowcK BHISBICHHOW B JaHHOI CEMbE MYTAIMH Y POJACTBEHHHKA 6600 3.102 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.7.56 14
Iowck myTarmii B 211 renax, OTBETCTBEHHBIX 32 HACIEICTBEHHBIC 3a00meBanms ria3 (KpoBb ¢ DJITA) 37 000 80.11.22 60
XpoHnyeckasi rpaHyJieMaTo3Hast 601e3Hb

Iouck myranuii B rene CYBB 25000 84.7 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.103 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.78.6 14




LlenTpoHyK/JIeapHast MHONATHS

Touck myrauuii B rere MTM1 29500 89.2 30
IMouck mytanumii B rene DNM2 43500 90.3.2 30
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllUH y POACTBEHHHUKA 6600 3.109 21
IIpenatansnas JJTHK-quarnoctuka 12 000 11.7.19 14
LlepedpookynodanmockeaeTHbIH CHHIPOM

Touck myranuii B rene ERCC6 43 500 90.1.2 30
IMoucK BBISBICHHBIX B JAHHOW CEMbE MYTAaLMi Y POJCTBEHHUKA 6600 4.55 21
IIpenatansnas JJTHK-quarnoctuka 12 000 11.90.1.2 14
HucTuHo3 HedponaTuyecKuit

Iowuck mytarmii B rene CTNS 21 600 83.19 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallMii Y POACTBEHHHUKA 6600 4.77 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.83.19 14
IIBapua-/[’kamnena CHHAPOM

IMouck MyTaruii B 8 reHax HaCcJIEACTBEHHBIX mapanudyeil 1 MuoToHuit (kpoBb ¢ DJITA) 37000 80.13.8 60
IIBaxmaHa-/laliMOHa CHHAPOM

Touck yacteix MyTtauuii B reie SBDS 7600 75.29 21
Iowuck myTanuii B rene SBDS 10 600 77.20 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.48 21
Ilerpena-Jlapccona cHHAPOM

ITouck myranumii B rene ALDH3A2 25 000 84.24 21
ITowck BEHISIBICHHBIX B JAHHOH CeMbE MyTalli Y POJCTBEHHHUKA 6600 4.68 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.84.24 14
IlIupokoro BOAONPOBOJA MPEUIBEPHSI CHHIPOM

Iowuck mytanmii B rene SLC26A4 35000 85.14.3 30
IMnpuntnena-I'onsadepra cuHapOM

Iowuck myTarmii B rene SKI 15 300 76.23 21
INowuck BBISBICHHOW B JaHHOI CEMbE MYTAIMHU y POACTBEHHHKA 6600 3.135 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.76.23 14
ITaprapara 00Je3Hb

IMonck HanGonee yacTeIx MyTaruii B reie ABCA4 (xpoBs ¢ D/ITA) 9800 18.2 14
Iowuck myTarmii B 211 renax, OTBeTCTBEHHBIX 32 HAC/IeCTBeHHBIE 3a00meBanus ria3 (kpoBb ¢ DJITA) 37 000 80.11.23 60
IMonck BEIABIEHHBIX B JaHHOH CEMbE MYyTAIlUi y POJCTBEHHHKA 6600 49 21
IK30CTO3bI MHOKECTBEHHbIE

Iowuck myTarmii B rene EXT1 25000 84.8 21
IMonck myranmii B rene EXT2 29 500 89.3 30
Iouck kpynHeIx genenwit / nymmkaiwii B renax EXT1/ EXT2 (xposb ¢ D/ITA) 10 600 5.23 21
ITouck BEISBIICHHON B JaHHOH ceMbe MyTallUH y POACTBEHHHKA 6600 3.110 21
Mpenaramsuas JJHK-nuarsoctrka 12 000 11.7.33 14
IKcCyAaTHBHAsSI BATPEOX0peOpeTHHANLHASI AUCTPOdus

IMouck myranuii B rene NDP 8000 79.2.2 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.79.2.2 14
JKTOoAEpMAaJIbHAS AHTUIPOTHYECKAS AUCIIA3US

Mowuck myrarmii B rere EDA 17 400 82.3 21
IMownck neneunit B renax EDA, EDAR, EDARADD (xpoBs ¢ D/ITA) 10 600 5.15 21
ITouck BbISBIEHHON B JaHHOM CEMbE MyTallUH y POJICTBEHHUKA 6600 3.111 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.8.10 14
JKTOAEPMAJIbHAS THAPOTHYECKAS AHCILIAZUS

IMowuck mytanuii B rene GJB6 8000 79.7.2 21




JKTONHUS XPyCTATHKA

Touck yacteix Mytanuii B ree FBN1 7600 75.30 21
IMonck myranmii B rene FBN1 (kxpoBs ¢ D/TA) 108 500 95.1.2 60
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllUH y POACTBEHHHUKA 6600 3.112 21
IIpenatansnas JJTHK-quarnoctuka 12 000 11.95.1.2 14
djiepca-/laHiio CHHAPOM ¢ mMporpeccupyiomieii Kuockoamo30M MHONIATHEN U MOTepeii ciayxa

Touck myranwuii B rene FKBP14 10 600 73.36 21
daepca-Janno tun VI cunapom

Touck yacteix Myranuii B rese PLODI 9800 1.9 14
Onuiencusi NPorpeccupyomasi MHOKJIOHHYECKast

IMouck Hanbonee yacTeix MyTauii B rene CSTB 6600 2.10.2 14
Touck myranwuii B rene CSTB 9800 72.8.2 21
Iowuck myranmii B rene KCTD7 10 600 73.28 21
Touck myranwuii B rene GS27 16 500 88.30 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MyTALMi Y POJCTBEHHHUKA 6600 4.76 21
dnuduzapHasi AUCIIA3MS, MHOKECTBEHHAS

TTouck myranuii B rene SLC26A2 14 100 88.16.3 21
Iowuck Hanbonee yacTeix MyTauii B rene COMP 6600 2.22.2 14
ITowck BEHISIBICHHBIX B JAHHOH CeMbE MyTalli Y POJCTBEHHHUKA 6600 4.56 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.88.16.3 14
JpUTPOKEPATOAEPMHUST

TTouck myranwuii B reae GJB3 9800 79.6.2 21
Iowuck mytanuii B rene GJB4 9800 79.11 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.75.4 14
JPHUTPOLHTO3 penecCHBHBIH

TTouck Haubosee yacThix MyTanuii B rene VHL 6600 231 14
Iowuck myTarmii B rene VHL 9800 72.7.2 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.7.39 14
Ickobapa CHHAPOM

Iowuck mytarmii B rene CHRNG 17 400 82.5 21
ITouck BEISBIEHHBIX B JAHHON CEMbE MyTallMii y POJCTBEHHUKA 6600 4.49 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.82.5 14




MATOJOIOAHATOMUYECKHUE UCCJIEJOBAHUSA

KomruiekcHoe uccieJoBaHie CaMONPOU3BOJIBHOTO MPEPIBAHUS OCPEMEHHOCTH, 3aMepIiel 6epeMEHHOCTH 1
HepasBHUBaromIeiicss OepeMeHHOCTH 10 12 Henens (THCTONOTHYECKOE + HMMYHOrHcToxumuaeckoe perentopsl ER + PR)

4320

20.023

14-21

KomruiekcHoe uccnejoBaHie abOpTUBHOTO MaTepHaia 1o 12 Heenb OepeMeHHOCTH (THCTOIOrHYecKoe,
HMMYHOTHCTOXUMHYECKOE HccienoBanue perentopos ER + PR, Ha Bupyc npocroro reprieca I u II tuna +
IIUTOMETaJIOBHPYC, KUCCHENTHHBL, anTu(ochomunuausii (ADPC) curgpom).

8400

20.024

14-21

KomruiekcHoe uccieoBaHie caMOIpOU3BOIBHOTO IPEPhIBAaHUS OEPEMEHHOCTH, 3aMeplleli 0epeMEHHOCTH U
HepasBuBatomieiicss 6epemenHocTH npu anTHochHommmuaHoM (ADC) curApoMe 10 12 Hexenb (THCTONIOrHYecKoe +
HMMYHOTHCTOXHMHYECKOE HccieoBanie Annexin V).

2900

20.025

14-21

I'ucronoruueckoe UccIeOBaHIE CAaMOIIPOU3BOIBHOTO IIPEPhIBAHUS OEPEMEHHOCTH, 3aMepIeii OepeMEeHHOCTH U
HepasBuBaronieiics: bepemMeHHocTH ¢ 13 Hemens no 20 Hemensb (WIOA+IOCTEN)

4320

20.026

14-21

KowMIiekcHoe nccne[oBaHIe CaMOIPOH3BOILHOTO IPEPHIBAHMS OEPEMEHHOCTH, 3aMeplIeil OepeMeHHOCTH U
HepasBuBatomieiicss 6epemenHocTH npu anTUdGochomumuaaoM (ADC) cuaapome ot 13 10 20 Henens (THCTOIOTHYECKOE +
HMMYHOTHCTOXHMHYECKOE HccieoBanie Annexin V).

5400

20.027

14-21

KowmmnekcHoe nccneioBanne abopTHBHOTO MaTeprana ot 13 1o 20 Hexenb 6epeMeHHOCTH (THCTOIOTHYECKOe,
HMMYHOTHCTOXMMHYECKOE HCCIeIoBaHie Ha BUpYcC npocToro repreca [ u Il Tuna + nuromeranoBupyc, KUCCIENTHHBI,
ADC).

8400

20.028

14-21

VIMMYHOTHCTOXMMHUYECKOE UCCIIeIOBaHIe aOOPTUBHOTO MaTepHrana 10 20 Hexellb 6epeMEHHOCTH Ha BUPYCHBIE OPaXKEHUS
(Ha Bupyc npocroro repreca I u Il Tuna + unromeranoBupyc).

3600

20.029

14-21

KOMIUIEKCHOE OBCJIEJIJOBAHME ITPA HEPA3BUBAIOIIENCSA BEPEMEHHOCTH

Kapuotunupoanue abopTHBHOrO MaTepuaia

+ I'ucronorus uccnenoBanue

+ MMMyHOTMCTOXMMHUECKOE HccnenoBanue penentops! ER + PR

+ IILP — nuarsoctuka: BeisiBneHne JJHK Chlmydia trachomatis, Ureaplasma species,
Mycoplasma hominis, Mycoplasma genitalium, Trichomonas vaginalis,
LUTOMETaJIOBHpYca, BUpyca npoctoro repreca | u 2 Tunos, Toxoplasma gondii,
Parvovirus B19, Bupyca Dmureitna-bappa, Listeria monocytogenes,

Streptococcus agalactiac + KBM.

10500

H1

21

KapuotunupoBanue abOpTHBHOrO MaTtepuaia
+ 'ucronorus
+ IMmyHOTrHCTOXMMHYECKOe uccenoBanre penentops! ER + PR.

7000

H2

21

KapuorunupoBanue abopTUBHOTO MaTrepuaia

+ TP — muarHoctuka: BeisiBaenne JIHK Chimydia trachomatis, Ureaplasma species, Mycoplasma hominis, Mycoplasma
genitalium, Trichomonas vaginalis, iuTomMerangoBupyca, Bupyca npoctoro repreca | u 2 turnos, Toxoplasma gondii,
Parvovirus B19, Bupyca Dmureitna-bappa, Listeria monocytogenes, Streptococcus agalactiae + KBM (KOHTpos1b B3STHS
MartepHaia).

6900

H3

21

Ecin tpebyercs yToUHSIONMAs UAarHOCTHKA K UTOreHETHYECKOMY HCCIISIOBAHHIO.
MonexynspHo-uiutoreHeruueckue uccienonanus (FISH)

+1800 x
LieHe
BbIOpaHHOT
o
KOMILIEKCa

H4

21




Ipuioxkenue Ne 1 k npauc-aucry
KJIUHUYECKHUM SK30M. Maneas "HaciencrBennbie nmiencun’

AARS, ABCC8, ABCD1, ACADM, ACADS, ACTB, ACTG1, ACY1, ADAR, ADCK3, ADGRG1, ADGRV1,
ADNP, ADSL, AFG3L2, AGA, AHI1, AIMP1, AKT3, ALDH4A1, ALDH5A1, ALDH7A1, ALG1, ALG11,
ALG12, ALG13, ALG2, ALGS, ALG6, ALGS8, ALGY, AMACR, AMT, ANK3, 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, BSGALNTZ2, BAGALTI,
B4GAT1, BCKDHA, BCKDHB, BCS1L, BRAF, BRAT1, BTD, BUB1B, C120rf57, C50rf42, CACNA1A,
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, CLN3, CLN5, CLN6, CLN8, CNTN2, CNTNAP2, COAS,
COG1, COG4, COG5, COGh, COG7, COGS, COL18AL, COL4AL, COL4A2, COQ2, COQ4, COQB, COQ9,
COX10, COX14, COX15, COX20, COX6B1, CPAG, CPS1, CPT1A, CPT2, CREBBP, CSPP1, CSTB, CTSA,
CTSD, CTSF, CUL4B, DARS, DBT, DCHS1, DCX, DDOST, DEPDC5, DGUOK, DHCR24, DHCR7, DLD,
DLG3, DNA2, DNAJCS5, DNM1, DOCKY7, DOCKS8, DOLK, DPAGT1, DPM1, DPM2, DPM3, DPYD, DYNC1H]1,
DYRKI1A, EARS2, EEF1A2, EFHC], EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EMX2, EPM2A, ETFA, ETFB,
ETFDH, ETHEL, EXOSC3, EZH2, FA2H, FAM126A, FASTKD2, FAT4, FGD1, FGFR3, FH, FIG4, FKRP,
FKTN, FLNA, FOLR1, FOXG1, FOXRED1, FUCAL, GABRAL, GABRB3, GABRD, GABRGZ2, GALC, GALNS,
GAMT, GATM, GCDH, GCH1, GCK, GCSH, GFAP, GFM1, GJC2, GLB1, GLDC, GLI2, GLI3, GLRA1, GLRB,
GMPPB, GNAOL1, GNE, GNPTAB, GNPTG, GNS, GOSR2, GPC3, GPHN, GRIA3, GRIN1, GRIN2A, GRIN2B,
GRN, GUSB, HADH, HCFC1, HCN1, HDACS8, HEPACAM, HERC2, HEXA, HEXB, HGSNAT, HPD,
HSD17B10, HSPD1, HYALL, IDS, IDUA, IER3IP1, IFIH1, ILIRAPL1, INPPSE, INS, IQSEC2, ISPD, IVD,
KCNA1L, KCNA2, KCNB1, KCNJ1, KCNJ10, KCNJ11, KCNK18, KCNMAL, 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, MCOLN]1,
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, NDUFAZ2, 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, NOTCH3,
NPC1, NPC2, NPHP1, NRAS, NRXN1, NSD1, NSUN2, NUBPL, OCLN, OCRL, OFD1, OPHN1, OTC, PACS],
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, PEX6, PEX7, PGAP1, PGK1, PGM1, PHC1, PHF6, PIGA, PIGN, PIGO, PIGT, PIGV, PIK3CA, PIK3R2,
PLA2G6, PLCB1, PLP1, PMM2, PNKP, PNPO, POLG, POLR3A, POLR3B, POMGNT1, POMGNT2, POMK,
POMT1, POMT2, PPM1K, PPT1, PQBP1, PRICKLE1, PRODH, PRPS1, PRRT2, PSAP, PTCH1, PTEN, PTS,
PURA, QDPR, RAB18, RAB39B, RAB3GAP1, RAB3GAP2, RAD21, RAIL, 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,
SERPINIL, 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,
TCTNZ2, TCTNS, TGIF1, TMEM138, TMEM165, TMEM216, TMEM231, TMEM237, TMEM5, TMEMG67,
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



KJIUHUYECKHWH DK30M. Ianens "HaciecTBeHHbIe HAPYIIEHNsI 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, ADCKS, 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, C10o0rf2, C120rf65, CACNALS, CASP8, CAT, CD320, CEL, CETP, CHKB, CISD2, CLDN16,
CLDN19, CLN3, CLN5, CLN6, CLN8, CNNM2, COA5, COG1, COG4, COG5, COG6, COG7, COGS8, COL11A2,
COL2A1, COMT, COQ2, COQ4, COQ6, COQY, COX10, COX14, COX15, COX4l2, COX6B1, CPOX, CPS1,
CPT1A, CPT2, CRBN, CSF1R, CTNS, CTSA, CTSC, CTSD, CTSK, CUL3, CYB5A, CYB5SR3, 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, ENOS,
EPHX2, ERCCG6, ETFA, ETFB, ETFDH, ETHEL, FA2H, FAM126A, FARS2, FASTKDZ2, FBP1, FECH, FH,
FKBP10, FOXP3, FOXRED1, FTH1, FUCAL, FXN, FXYD2, G6PC, GAA, GALC, GALNS, GALT, GAMT, GARS,
GATM, GBA, GBE1, GCDH, GCH1, GCK, GCSH, GDAP1, GFAP, GFER, GFM1, GHR, GJC2, GK, GLA, GLB1,
GLDC, GLIS3, GLRX5, GLUD1, GLYCTK, GM2A, GNE, GNPTAB, GNPTG, GNS, GPC3, GPHN, GPI, GPIHBP1,
GPX1, GRHPR, GSR, GUSB, GYG1, GYS1, GYS2, HADH, HADHA, HADHB, HARS2, HAX1, HCCS, HEPACAM,
HEXA, HEXB, HGSNAT, HIBCH, HK1, HLCS, HMBS, HMGCL, HMGCS2, HNF1A, HNF1B, HNF4A, HOGAL,
HRAS, HSD11B2, HSD17B10, HSD17B4, HSD3B2, HSPA9, HSPD1, HTRA2, HYAL1, IDH1, IDH2, IDH3B, IDS,
IDUA, IER3IP1, INS, INSR, ISCU, IVD, KARS, KCNA1, KCNJ11, KIF1B, KIF5A, KLF11, KLHL3, KMT2D, KRT5,
L2HGDH, LAMP2, LARS2, 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, NEUROD1,
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, PEX3,
PEX5, PEX6, PEX7, PFKM, PGAM2, PGK1, PGM1, PHKAL, PHKA2, PHKB, PHKG2, PHYH, PINK1, PKLR,
PLP1, PMM2, PNKD, PNPLA2, PNPO, POLG, POLG2, 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, SLCIAG, 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, WDR81,
WFS1, WNK1, WNK4, WWOX, XPNPEP3, YARS2, ZFP57



KJIUHUYECKHUM DK30M. [Mauneas "3a601eBanus coeTnHATEIbHOIM TKAHN"

HccnemyeMbie TEHBI:

AAGAB, ABCA12, ABCB6, ABCC6, ABCC9, ABHDS, 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, COL1A1L, 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, FBLN5, FBN1, FBN2, FERMT1, FGF10, FGF16, FGF23, FGF9, FGFR1,
FGFR2, FGFR3, FKBP10, FKBP14, FLCN, FLG, FLNA, FLNB, FLT4, FOXC2, FOXN1, FREM1, GALNS, GATAZ2,
GDF1, GDF2, GDF3, GDF5, GDF6, GJAL, GJB2, GJB3, GJB4, GJB6, GJC2, GLB1, GLI3, GNA11, GNPAT,
GNPTAB, GNPTG, GNS, GORAB, GPC6, GPR143, GSC, GTF2H5, GUSB, HAMP, HFE, HFE2, HGSNAT,
HOXA11, HOXD13, HPGD, HPS1, HPS3, HPS4, HPS5, HPS6, HR, HRAS, HSPGZ2, IDS, IDUA, IFITM5, IFT122,
IFT140, IFT172, IFT43, IFT80, IHH, IKBKG, IL11RA, IMPADL, INPPL1, ITGA3, ITGA6, 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, ORCA4,
ORC6, OSTM1, P3H1, PAPSS2, PAX3, PCNT, PCYT1A, PDCD10, PDE4D, PDGFRB, PEX7, PHEX, PHYH,
PIEZO2, PIK3CA, PIK3R2, PKP1, PLEC, PLEKHM1, PLOD1, PLOD2, PLOD3, PLS3, PMS2, PNPLA1, POC1A,
POFUT1, 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, SHOCZ2, SKI,
SLC26A2, SLC27A4, SLC2A10, SLC34A1, SLC34A3, SLC35D1, SLC39A13, SLC40A1, SLC45A2, SLC9A3R1,
SLCO2A1, SLURP1, SMAD3, SMARCAL1, SNAI2, SNAP29, SNRPE, SNX10, SOS1, SOST, SOX10, SOX18, SOXO9,
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, TGMS5, TINF2,
TMEM38B, TNFRSF11A, TNFRSF11B, TNFSF11, TNNI2, TNNT3, TNXB, TP63, TPM2, TRAPPC2, TREX1,
TRIP11, TRPS1, TRPV3, TRPV4, TSC1, TSC2, TTC21B, TWIST1, TYR, TYROBP, TYRP1, USB1, VDR, VPS33B,
WDR19, WDR34, WDR35, WDR60, WISP3, WNT1, WNT10A, WNT10B, WNTSA, WNT7A, WRAPS53, WRN, XPA,
XPC, XYLT1, ZIC3, ZMPSTE24, ZNF469, ZSWIM6

KJIUMHUYECKHHN SK30M. 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.

KJIVWHAYECKHMN DK30M. Ianens "HaciieicTBeHHAS TYTOyX0CTh''

Hccnemyembie TEHBI:

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,



DNAH5, DNAIL, DNAI2, DNAL1, DSPP, EDN3, EDNRB, ESPN, ESRRB, EYA1, EYA4, FGF3, FOXI1, GATAS,
GIPCS, GJB1, GJB2, GJB3, GJB4, GJB6, GPSM2, GRHL2, GRXCR1, HGF, HYDIN, ILDR1, JAG1, KARS,
KCNE1, KCNJ10, KCNQ1, KCNQ4, LHFPLS, LHX3, LOXHD1, LRRC6, LRTOMT, MANBA, MARVELD2, MIR96,
MITF, MSRB3, MTAP, MYH14, MYH9, MYO15A, MYO3A, MYO6, MYO7A, NDP, NLRP3, NMES8, NR2F1, OTOA,
OTOF, PAX3, PCDH15, PDZD7, PMP22, POLR1C, POLR1D, POU3F4, POU4F3, PRPS1, PTPRQ, RDX,
RSPH4A, RSPH9, SEMASE, SERPINBG, SIX1, SIX5, SLC12A1, SLC17A8, SLC19A2, SLC26A4, SLC26A5, SMPX,
SNAI2, SOX10, SOX2, SPINKS, STRC, TCOF1, TECTA, TFAP2A, TIMMS8A, TJP2, TMC1, TMIE, TMPRSS3, TNC,
TPRN, TRIOBP, TYR, USH1C, USH1G, USH2A, WFS1

KJIUHUYECKUM DK30M. [Maneas "JKenckne HACTEICTBEHHbIE onyxoJu"

HccnemyemMbie TEHBI:
ATM, BRCAL, BRCAZ2, BRIP1, CDH1, CHEK2, EPCAM, MLH1, MSH2, MSH6, PALB2, PMS2, PTEN, RAD51C,
RAD51D, STK11, TP53.

KJIVMHUYECKHUHN 3K30M. Manens "®akoMaTo3bl U HACIeICTBEHHBII paKk"

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, CHEK2, CTNNB1, CYLD, D
DB2, DDR2, DICERL1, EGFR, ELAC2, EPCAM,ERBB2, ERCC1, ERCC2, ERCC3, ERCC4, ERCC5, EXT1, EXT2, E
ZH2, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG,FANCI, FANCL, FGFR1, FGFR2, FGFR3, F
GFR4, FH, FLCN, GATA2, GDNF, GNA11, GNAQ, GNAS, HNF1A, HNF1B, HRAS, IDH1, IDH2,JAK2, JAK3, KD
M6A, KDR, KIF1B, KIT, KMT2A, KMT2D, KRAS, LIG4, LZTR1, MAP2K1, MAX, MC1R, MEN1, MET, MITF, ML
H1, MRE11A MSH2, MSH3, MSH6, MSR1, MTOR, MUTYH, MXI1, NBN, NF1, NF2, NOTCH1, NRAS, NSD1, PAL
B2, PALLD, PAX5, PDGFRA, PDGFRB,PHOX2B, PIK3CA, PIK3R1, PMS2, POLD1, POLE, POLH, POT1, PRKA
R1A, PRSS1, PTCH1, PTEN, PTPN11, RAD50, RAD51C, RAD51D,RB1, RECQLA4, RET, RNASEL, RUNX1, SBDS,
SDHA, SDHAF2, SDHB, SDHC, SDHD, SLX4, SMAD4, SMARCA4, SMARCB1, SMARCE1,SMO, SPINK1, SPRED
1, STK11, SUFU, TMEM127, TP53, TSC1, TSC2, TSHR, VHL, WRN, WT1, XPA, XPC, XRCC3, ZFHXS.

KJIVMHAYECKHUH 3K30M. Manens "HaciecTBeHHBI PaK MOJIOYHOI Kesie3bl"

Hccrnenyempie reHbI:
ATM, BRCAL, BRCA2, CDH1, CHEK2, PALB2, PTEN, STK11, TP53.

KJIVWHUYECKHUHN DK30M. Manens "HaciecTBeHHBII paK TOJICTOMH Kumkn"

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

KJIUHUYECKHWHA DK30M. Ianeas "IepBuunbiii ”AMMYyHOAe(UIIMT H HACIEICTBEHHbIE aHeMHUH "

Hccnemyembie TEHBI:

ACP5, ACTB, ADA, ADAMTS13, ADAR, AGA, AICDA, AIRE, AK2, ALG13, AMN, ANK1, ANKRD26, AP3B1,
APOL1, ATM, BLM, BLNK, BLOC1S3, BLOC1S6, BRCA2, BRIP1, BTK, C1QA, C1QB, C1QC, C1R, 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, CFHR5, 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], 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, GTF2H5,
HAX1, HBA1, HBA2, HBB, HBD, HFE, HPS1, HPS3, HPS4, HPS5, HPS6, HYDIN, ICOS, IFNG, IFNGR1,
IFNGR2, IGLL1, IKBKG, IL10, IL10RA, IL10RB, IL12B, IL12RB1, IL17F, IL17RA, IL1IRN, IL2, IL21, IL21R,
IL2RA, IL2RG, IL36RN, IL7R, INSR, IRAK4, IRF8, ITCH, ITGA2B, ITGB2, ITGB3, ITK, JAK2, JAK3, KLF1,



KMT2D, KRAS, LAMTOR?, LIG1, LIG4, LPIN2, LRRC6, LRRC8A, LYST, MAGT1, MAN2B1, MANBA, MASP1,
MASP2, MASTL, MBL2, MC2R, MCM4, MEFV, MLPH, MPL, MPO, MRE11A, MS4A1, MTHFD1, MVK, MYD88,
MYH9, MYO5A, NBN, NCF1, NCF2, NCF4, NCSTN, NFKBIA, NHEJ1, NHP2, NKX2-5, NLRP12, NLRP3, NMES,
NOD2, NOP10, NRAS, ORAIL, PALB2, PCCA, PCCB, PDGFRA, PEPD, PIGA, PIK3CD, PIK3R1, PLCG2, PLG,
PMM2, PMS2, PNP, PRF1, PRKDC, PRPS1, PSENEN, PSMBS, PSTPIP1, PTPN11, PTPRC, PTRF, RAB27A,
RAC2, RAD51C, RAGL1, RAG2, RASGRP2, RBM8A, RECQL4, RFX5, RFXANK, RFXAP, RMRP, RNASEH2A,
RNASEH2B, RNASEH2C, RNF168, RPL11, RPL35A, RPL5, RPS10, RPS17, RPS19, RPS24, RPS26, RPS7,
RSPH4A, RSPH9, RUNX1, RUNX2, SAMHD1, SBDS, SEC23B, SEMASE, SERPINC1, SERPINE1, SERPING1,
SH2B3, SH2D1A, SH3BP2, SKIV2L, SLC29A3, SLC35A1, SLC35C1, SLC37A4, SLC39A4, SLC46A1, SLC4AL,
SLX4, SMARCALL, SP110, SPINKS, SPTAL, SPTB, SRP72, STAT1, STAT3, STATSB, STIM1, STK4, STX11,
STXBP2, TAP1, TAP2, TAPBP, TAZ, TBK1, TBX1, TCF4, TCIRG1, TCN2, TERC, TERT, THBD, TICAM1, TINF2,
TIRAP, TLR3, TMC6, TMC8, TNFRSF11A, TNFRSF13B, TNFRSF13C, TNFRSF1A, TNFRSF4, TRAF3, TRAF3IP2,
TREX1, TTC37, TYK2, UNC119, UNC13D, UNC93B1, UNG, USB1, VHL, VPS13B, VWF, WAS, WIPF1, WRAPS53,
XIAP, ZAP70, ZBTB24

KJIUHUYECKHWHA DK30M. Ianeas "YMcTBeHHAsi 0TCTAIOCTh H PACCTPOIiCTBA Ay THCTHYECKOTO
cinekrpa'

Uccnenyemble TeHbI:

ABCD1, ACSL4, ADAT3, ADNP, ADSL, AFF2, AHDC1, AHI1, ANK3, ANKRD11, AP1S2, ARHGEF®6,
ARHGEF9, ARID1A, ARID1B, ARX, ATP2A2, ATP6AP2, ATP7A, ATR, ATRX, AUTS2, BCKDK, BCOR,
BDNF, BLM, BRAF, BRWD3, CACNA1C, CACNG2, CASK, CC2D1A, 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, IL1RAPL1, IQSEC2, KANSL1, KCNJ1, KDM5C,
KIAA0196, KIAA1033, KIAA2022, KIF1A, KIF4A, KIRRELS3, 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, SLC9A9, 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, TUSC3, UBE2A, UBE3A, UBR1, UPF3B, USP9X, VPS13B, WNT5A,
ZDHHC15, ZDHHCY9, ZEB2, ZMYND11, ZNF711, ZNF81



KJIUHUYECKHWHA SK30M. Ianeas "HepBHo-MbIedYHbIe 3a601eBanns"

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, ANO5,
ARHGEF10, ASAH1, ATL1, ATL3, ATP2A1, ATP2A2, ATPT7A, ATXNZ2, BSGALNT2, 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, CCDC88C, 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, ERCCS8, 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, PARKY, 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, RBBPS, REEP1, REEP2, RELN, RET, RFT1, RMND1,
RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RPGRIP1L, RRM2B, RTN2, RTTN, SACS, SAMHD1, SARS2,
SCARB2, SCO1, SCO2, SCP2, SDHA, SDHAF1, SDHAF2, SDHB, SDHC, SDHD, SEPSECS, SERAC1, SETX,
SGCE, SGSH, SHH, SIGMAR1, SIL1, SIX3, SLC16A2, SLC17A5, SLC19A2, SLC19A3, SLC1A3, SLC20A2,
SLC22A5, SLC25A12, SLC25A15, SLC25A19, SLC25A20, SLC25A3, SLC25A38, SLC25A4, SLC2A1, SLC30A10,
SLC33A1, SLC5A2, SLC5A7, SLC6A3, SLC6A8, SMPD1, SNAP29, SNCA, SOD1, SORL1, SOX10, SPAST, SPG11,
SPG20, SPG21, SPG7, ALDH18A1, SPR, SPTBN2, SQSTM1, SRD5A3, SRPX2, STAMBP, STIL, STUB1, SUCLAZ2,
SUCLG1, SUMF1, SURF1, SYNE1, SYNJ1, SYT14, TACO1, TAF1, TARDBP, TAZ, TBC1D20, TBP, TCF4, TCTN1,
TCTN2, TDP1, TECPR2, TFG, TGIF1, TGMG6, 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. [Mauneas "Haciieacreennnie 3a601eBanus rias"

HccnenyemMblie reHBI:

ABCA4, ABCB6, ABCC6, ABHD12, ACO2, ACTA1, ACVR1, ADAM9, ADAMTS10, ADAMTS17, ADAMTS1S,
ADAMTSL4, ADGRV1, AGBL1, AGK, AHI1, AIPL1, ALDH1A3, ALDH3A2, ALG1, ALG11, ALG12, ALG3, ALGS,
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, C2orf71, C3, C50rf42, C8orf37, C9, CA4,
CABP4, CACNALF, CACNA2D4, CANT1, CAPN5, CC2D2A, CCDC28B, CDH23, CDH3, CDHR1, CEP164,
CEP290, CEP41, CEPS83, CERKL, CFB, CFH, CFHR1, CFHR3, CFI, CHD7, CHM, CHMP4B, CHRDL1, CHST6,
CIB2, CISD2, CLN3, CLN5, CLN6, CLRN1, CNGA1, CNGA3, CNGB1, CNGB3, CNNM4, COL11A1, COL11A2,
COL17A1, COL18A1, COL25A1, COL2A1, COL4A1, COL4A3, COL4A5, COL8A2, COL9A1, COL9A2, COQ2,
CRB1, CRX, CRYAA, CRYAB, CRYBA1, 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,
ERCCS, ERCC5, ERCC6, EYAL, EYS, FAM161A, FBLNS, 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, HLA-DRB1, HMCN1, HMGB3, HMX1, HPS1, HPS3, HPS4, HPS5, HPSG6,
HSF4, HTRA1L, IDH3B, IFT140, IFT172, IFT27, IGFBP7, IMPDH1, IMPG1, IMPG2, INPP5E, INVS, IQCB1,
ITM2B, JAG1, KCNJ13, KCNV2, KERA, KIAA0586, KIF11, KIF21A, KIF7, KIZ, KLHL7, KRIT1, KRT12, KRT3,
LAMAL, LAMB2, LAMP2, LCAS, LIM2, LMX1B, LOXL1, LRAT, LRIT3, LRP2, LRP5, LRPAP1, LSS, LTBP2, LYST,
LZTFL1, MAB21L2, MAF, MAK, MC1R, MCOLN1, MERTK, MFN2, 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, PCYTI1A,
PDEGA, PDEG6B, PDE6C, PDE6D, PDEG6G, PDEGH, PDZD7, PEX1, PEX12, PEX2, PEX26, PEXS5, PEX6, PEXY,
PGK1, PHOX2A, PHYH, PIGL, PIKFYVE, PITPNM3, PITX2, PITX3, PLA2G5, PLK4, PLOD1, PMMZ2, PNPLAG,
POCI1B, POLG, POLG2, POMT1, PPT1, PRCD, PRDM5, PRIMPOL, PROKR2, PROM1, PRPF3, PRPF31,
PRPF4, PRPF6, PRPF8, PRPH2, PRSS56, PXDN, RAB18, RAB28, RAB3GAP1, RAB3GAP2, RARB, RAX, RAX2,
RB1, RBP3, RBP4, RD3, RDH11, RDH12, RDH5, RFT1, RGR, RGS9, RGS9BP, RHO, RIMS1, RLBP1,
RNU4ATAC, ROM1, RP1, RP1L1, RP2, RP9, RPEGS5, RPGR, RPGRIP1, RPGRIP1L, RRM2B, RS1, SAG, SALL2,
SBF2, SCN1A, SCO2, SDCCAGS8, SEMAS3E, SEMA4A, SEPN1, SH3PXD2B, SHH, SIL1, SIX6, SLC16A12,
SLC19A2, SLC24A1, SLC24A5, SLC25A4, SLC25A46, SLC35A2, SLC38A8, SLC39A5, SLC45A2, SLC4A11,
SLC7A14, SLITRK6, SMOC1, SNRNP200, SOX10, SOX2, SOX3, SPATA7, SPG11, SPG7, SRD5A3, STRAG, STT3B,
SYNE2, TACSTD2, TBC1D20, TCF4, TCTN1, TCTN2, TCTN3, TDRD7, TEAD1, TENM3, TGFB1, TGFBI,
TIMMSA, TIMP3, TLR4, TMEM126A, TMEM138, TMEM165, TMEM216, TMEM231, TMEM237, TMEMG67,
TMEM98, TOPORS, TPM3, TPP1, TRAF3IP1, TREX1, TRIM32, TRNT1, TRPM1, TSPAN12, TTC21B, TTC8,
TTLLS5, TTPA, TUB, TUBB3, TUBGCP4, TUBGCP6, 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

KJIMHUYECKHUM DK30M. Ianeas "HaciaeacrBennnie 3a601eBaHus MoYeK"

Hccnemyembie TEHBI:

ACE, ACTN4, ADAMTS13, AGT, AGTR1, AGXT, AHI1, ALG1, ALMS1, APOL1, AQP2, ARL13B, ARLSG,
ATP6VOA4, ATP6V1B1, AVP, AVPR2, B9D1, B9D2, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9,
BICC1, BMP4, BSND, C1QA, C1QB, C1QC, C3, C50rf42, 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, PMMZ2, PTPRO,
REN, RET, ROBO2, RPGRIP1L, SCARB2, SCNN1A, SCNN1B, SCNN1G, SDCCAGS, SIX1, SIX5, SLC12A1,
SLC12A3, SLC34A1, SLC34A3, SLC4A1, SLC4A4, SMARCAL1L, SOX17, TCTNL1, TCTN2, TFAP2A, THBD,
TMEM138, TMEM216, TMEM237, TMEMG67, TRIM32, TRPC6, TTC21B, TTC8, UMOD, VDR, WDPCP, WDR19,
WNK1, WNK4, WT1, XPNPEP3, ZMPSTE24



KJIUHUYECKHWHA DK30M. Ianeas "HaciencrBennblie 3a6oeBanns cepaua'

Hccnenyemble reHBI:

ABCC9, ABCG5, ABCGS8, ACTAL, ACTA2, ACTC1, ACTN2, ACVR1, ACVR2B, AKAP9, AKT3, ALMS1, ANK2,
ANOS5, APOA5, APOB, APOC2, APOE, ATP2A2, BAG3, BIN1, BMPR2, BRAF, CACNA1C, CACNA1D, CACNB2,
CALM1, CALRS3, CASQ2, CAV3, CBL, CBS, CETP, CFC1, CFL2, CHD7, CITED2, CNTN1, COL3A1, COL5A1,
COL5A2, COX15, CRELD1, CRYAB, CSRP3, CTNNAS3, DES, DMD, DNAJC19, DNM2, DOLK, DPP6, DSC2,
DSG2, DSP, DTNA, DYSF, EFEMP2, ELN, EMD, EYA4, FBN1, FBN2, FHL1, FKRP, FKTN, FLNA, FLNC,
FOXCL1, FXN, GAA, GATA4, GATA6, GATAD1, GCKR, GDF1, GJA1, GJAS5, GLA, GNAI2, GNE, GPDLL,
GPIHBP1, HADHA, HCN4, HFE, HRAS, HSPBS, ISCU, JAGL1, JPH2, JUP, KBTBD13, KCNA5, KCND3, KCNEL1,
KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNQ1, KRAS, LAMA2, LAMA4, LAMP2, LDB3, LDLR, LDLRAP1,
LEFTYZ2, 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, RASAL,
RBM10, RBM20, RYR1, RYR2, SALL4, SCN10A, SCN1B, SCN2B, SCN3B, SCN4B, SCN5A, SCO2, SDHA,
SEMASE, SEPN1, SGCB, SGCD, SGCG, SHOC?2, SLC25A4, SLC2A10, SMAD3, SMAD4, SMADG, SNTA1, SOS1,
SPRED1, TAB2, TAZ, TBX1, TBX20, TBXS, TBX5, TCAP, TFAP2B, TGFB2, TGFB3, TGFBR1, TGFBR2, TLL1,
TMEMA43, TMPO, TNNC1, TNNI3, TNNT1, TNNT2, TPM1, TPM2, TPM3, TRDN, TRPM4, TTN, TTR, VCL, VCP,
ZFPM2, ZIC3

KJIVWHAYECKHAMN DK30M. Manens "HaciecTBeHHBbIC HAPYIIEHHS PENPOIYKTHBHOI cHCTeMbI"

Hccnenyemblie reHbI:

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, DNAAFS3,
DNAH11, DNAHS5, DNAIL, DNAI2, DNALL, 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, PROKRZ2, PSMC3IP, RSPH4A, RSPH9,
SCN4B, SCN5A, SDCCAGS8, SEMA3A, SEPT12, SNTAL, SPATA16, SRD5A2, SRY, STAR, SYCP3, TAC3, TACRS3,
TRIM32, TTC8, UBE2B, USP9Y, VEGFA

KJIMHUYECKHWH SK30M. Ianeas "HaciecTBeHHbIe 32601eBAHNS Ke/Ty/I04HO-KHIIEYHOr0 TPAKTa"

Hccnenyemplie reHsI:

ABCAL, ABCB11, ABCB4, ABCC2, ACADM, ACADVL, ACOX1, ACVR2B, ACVRL1, ADA, ADAM17, AGA, AGL,
AIRE, AKR1D1, ALDOB, ALG1, ALG13, ALMS1, AMACR, APC, APOA1, APOB, ARSB, ASAH1, ATG16L1, ATM,
ATP7B, ATP8B1, AXIN2, BAAT, BLM, BMPR1A, BRCA1, BRCA2, BTK, CASP10, CD3D, CD3E, CD40LG, CDH]1,
CDKNI1C, CDKN2A, CFTR, CHEK2, CHRM3, CIITA, CLMP, COG4, COL3A1, COL4A6, COL7AL, COX4l12,
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, ITGA®G, ITK, JAG],
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, NEUROG3, NOD2, NPC1, NPC2, NRG1,
NRTN, PALB2, PAX3, PDGFRA, PDX1, PEX1, PEX12, PEX2, PEX5, PEX6, PHKA2, PHKB, PHKG2, PHOX2B,
PMM2, PMS2, POLD1, POLG, PPOX, PRF1, PRKCSH, PRSS1, PSAP, PTEN, PTF1A, PTPRC, PYGL, RAG1,
RAG2, RET, RFX5, RFXANK, RFXAP, SALL1, SBDS, SDHB, SDHC, SEC63, SERPINA1, SGSH, SH2D1A, SI,
SKIV2L, SLC10A2, SLC17A5, SLC22A5, SLC26A3, SLC2A2, SLC37A4, SLC39A4, SLC5AL, SLC7A7, SLCO1B3,
SMAD4, SMPD1, SOX10, SPINK1, SPINTZ2, STK11, SUMF1, TCF4, TEK, TJP2, TMEM165, TMPRSS15,
TNFRSF13B, TP53, TRIM37, TRMU, TTC37, UGT1Al, VHL, VIPAS39, ZAP70, ZEB2, ZIC3



