AHAJIN3

I'EHbI

LHEHA

Cpok
pa6.aH.

M3YYEHUE TEHETUYECKOM ITPE/IPACIIOJIOKEHHOCTH

BoisiBjIeHHe reHeTHYeCKOMH npeapacnoaoKeHHOCTH K OHKOJIOIr'H41e€CKUM 3a200JIeBaHUSIM:

Pak snerkux, 10 mapkeposn

ananu3 reqos 1 u 11 ¢a3er nerokcuxamuu: CYP1A1(3), CYP2D6(2), GSTM1,
NAT2(3), GSTT1

ITucpMeHHas pa3BepHyTasi HHTEPIIPETalust

4150

Al

21-28

Pak rpyau, 5 mapkepos

ananu3 reHoB Il ¢aser nerokcukanuu: GSTT1, GSTM1, GSTP1 u
aHaJM3 reHa penentopa nporecrepoda: PROG

2500

A2

21-28

Pak MoJ104HOIi JKeJie3bl M AMYHUKOB, 7
MapKepoB

Hacnencreennas (cemelinas) ¢popma

aHaJIM3 F'eHOB PUCKa CEMENHBIX (hopM (OITyXOJIeBBIX

cympeccopos): BRCA(1185delAG, 300TG, 4153delA, 3819del5, 5382insC,
2080delA(insA), 3875del4), BRCA2 (6174delT)

3300

A3

21-28

OcTpsiii Jeiiko3, 12 mapkepoB

ananu3 reqoB | u 11 da3er gerokcukammu: CYP1AL, CYP2D6, GSTM1, NAT2,
GSTT1, CYP2C9, CYP2C19, MTHFR
[TucpMeHHast pa3BepHyTAasi HHTEPIPETALUS

6150

A4

21-28

Pak ToJICTOr0 KHIIEYHHMKA, KeJTyIKa H PaK
MOYEBOI0 NMy3bIpsi, S MapKepoB

ananu3 reqoB Il ¢aser gerokcukarmu: GSTT1, GSTMI1, NAT2

2300

A5

21-28

Pak npocratsl, 3 Mapkepa

aHaNu3 reHa perenTopa anaporeHos: AR
aHanu3 rexa napookcanassl: PON1
ananu3 rexa | dassl nerokcukaruu: CYP17A1

1800

A6

21-28

AHa/Iu3 BceX reHeTHYeCKHX MapKepoB PHCKa
OHKOJIOTHYeCKHX 3200/1eBaHuii, 36 MapkepoB

ananu3 reqos 1 u 11 ¢a3er geroxcuxamuu: CYP1A1(3), CYP2C9(2), CYP2C19,
CYP2D6(2), GSTM1, GSTT1, NAT2(3), MTHFR, CYP17Al, CYP19,
TPMT(6), VKORC1, MDR1

aHaJIM3 T'eHa perenTopa aHaporeHon: AR

aHaJIN3 FeHOB PUCKA CEMEUHBIX (HOPM paKka MOJIOYHOM HKEJe3bl M THIHHKOB
(onyxomneBsix cynpeccopoB): BRCALl, BRCA2, CHEK2

aHaJIN3 T'eHOB, KOHTPOJMPYIOLIHX JeJIeHHe KIIeTKH (oHKoreHoB): TP53 (P53),
MYCL1 (LMYC)

IIucemennas pa3BE€pHyTasg UHTEPIPETALIUA

20350

A7-1

28-35

14

AHaIHN3 reHeTHYeCKHX MAPKepPOB PHCKa
OHKOJIOTHYEeCKHX 3a00J1eBaHuii, 44 Mapkepa

ananu3 reqoB | u 11 daser gerokcukammu: CYP1A1(3), CYP1A2, CYP2A6(2),
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 napookcasassl: PON1

aHayM3 reHa peuenTopa nporecrepoa: PROG

aHaJIN3 FeHOB PUCKA CeMEHHBIX ()OPM paKa MOJIOYHOH XKeJIe3bl ¥ STTIHHKOB
(onyxonessix cynpeccopoB): BRCA1, BRCA2, CHEK2

aHaJI3 FeHOB, KOHTPOJIMPYIOLIUX JeJeHHe KiIeTKU (oHKorenoB): TP53 (P53),
MYCL1 (LMYC)

[TuchMeHHast pa3BepHyTast HHTEPIIpeTalus

25350

A7-2

28-35

14

BeisiBIeHHE TeHeTHYEeCKOH MPeJpacioIoKeHHOCTH K TepaneBTHYeCKNM 32001eBaHUAM

Cepzleln-lo-cocyunm,le 3a00JIeBaHUsI:

Hmemuueckast 60s1e3Hb cepaua,
MHHHMAaJIbHBII Habop, 4 Mapkepa

aHaJIn3 TeHa, OTBETCTBEHHOTO 3a 00MeH romonucrenna: MTHFR
aHaJIM3 reHoB, peryaupyromux kpossHoe nasienune: ACE, NOS3, AGTRI1

2100

Blmin

21-28

HNmemunueckas 60J1e3Hb cepua, cpexHuit
Ha0op, 10 mapkepos

aHaJIn3 TEHOB, OTBETCTBEHHBIX 3a 00MeH romorctenna: MTHFR, MTRR
aHaJIM3 TEHOB, OTBETCTBEHHBIX 3a MeTabonmu3M yunuaos: APOE, APOCIII,
PON1

aHaJIN3 TEHOB CHCTEMBI CBEPTHIBaHUS KpoBHU U ¢pubpuHonmsa: F1 (FGB), F2
(FIN), F5 (FV), ITGB3 (GPllla), PAIL, F7 (FVII)

6000

b1

21-28

HNmemunueckas 60s1e3Hb cep/ua,
MaKcHMMAaJIbHBIH Hadop, 23 mapkepa

aHaJIu3 TeHOB, OTBETCTBEHHEIX 3a 00MeH romonucrenna: MTHFR, MTRR
aHaJI3 FeHOB, peryaupyromux kpossHoe nasienue: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJIN3 T'eHOB, OTBETCTBEHHBIX 3a MeTabomm3m munuaos: APOE, APOCIII,
PON1

aHaJN3 FeHOB CHCTEMBI CBepThIBaHuUs KpoBH U ¢pubpunonmusa: F1 (FGB), F2
(FIN), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2 (GPla), PAIL, PLAT
aHanmm3 reHoB f-aapenopenentopos: ADRB1, ADRB2

aHaJM3 reHa MaTpUKCHOW MeTautonporeassl 3: MMP3

IIncemMeHHast Ppa3BepHyTass HHTEPOPETALIUA

16150

Blmax

28-35

14

ApTepunanbHas runepronusi, Max naoop, 13
MapKepoB

aHalu3 T€HOB, OTBETCTBEHHBIX 3a 00MeH romonucrtenna: MTHFR, MTRR
aHaJI3 F'eHOB, peryaupyroiux kpossHoe nasienue: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN

aHalu3 T€HOB, OTBETCTBEHHBIX 3a MeTabomm3M munuaos: APOE, APOCIIL
aHanm3 reHoB B-aapeHopenentopoB: ADRB1, ADRB2

[TucpMeHHast pa3BepHyTAasi HHTEPIIPETaIus

15100

B2

28-35

14

ApTepHajibHasi THIEPTOHHS, 2 MapKepa

aHaJIM3 TeHOB, peryaupyroimux kpossHoe nasinenue: ACE, NOS3

950

B3min

14-21

ApTepHuajbHasi THIEPTOHNS, 7 MapKepoB

aHaJi3 FeHoB, peryaupyromux kpossHoe napnenue: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN

3800

b3max

21-28




ATepocKk1epo3 a0pThI H KOPOHAPHBIX
cocy0B

aHaJIM3 TeHOB, OTBETCTBEHHBIX 3a 00MeH romonucrenHa: MTHFR, MTRR
aHaJI3 F'eHOB, peryaupyroiux kpossHoe nasienue: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJIN3 TEeHOB, OTBETCTBEHHBIX 3a MeTabomm3M ymnuaoB: APOE, APOCIII,
PON1

aHaNIN3 FeHOB CHCTEMBI CBEpThIBaHUA KpoBH U ¢pubpunommsa: F1 (FGB), F2
(FIN), F5 (FV), F7 (FVI), ITGB3 (GPIlla), ITGA2 (GPla), PAIL, PLAT

ITuceMeHHast pa3BepHyTast HHTEPIIPETALNs

16250

b4

21-28

14

Puck BHe3anHoii cMepTH

aHanu3 reHa cucteMsl cBepThiBaHus kpoBu: ITGB3 (GPIIla)

2000

b5

14-21

TI'unepromouucrenHeMusi, MUHUMAJIbHbIH
Habop

DakTophl pUCKa HapyleHHs: oOMeHa QOINEeBO KUCIOT 1 BUTaMHHOB B6, B12.
aHaJIN3 TE€HOB, OTBETCTBEHHBIX 32 00MeH romorcrenna: MTHFR, MTRR, MTR

1800

B20

21-28

TpomOoduins 1 BApUKO3HOE PacIlIUpPeHHe
BeH, 2 Mapkepa

aHaJIN3 FeHOB CHCTEMBI CBEpThIBaHUs KpoBH U ¢pubpunonuza: F2 (FII), F5 (FV)

1500

3-5
NIeHb
TOCTaHOB
ki Br.

Tpomoéoduus 1 BADUKO3HOE paclIUpeHne
BeH, 7 MapKepoB

aHaJIu3 TeHa, OTBETCTBEHHOTO 3a 00MeH romorucrenda: MTHFR
aHaJIN3 FeHOB CHCTEMBI CBepThIBaHus KpoBH U ¢pudpunonusa: F1 (FGB), F2

(FIl), F5 (FV), ITGB3 (GPllla), PAIL, F7(FVII)

3300

Bo6a

21-28

TpomOoduins 1 BADHKO3HOE PaCIIHPeHHe
BeH, 12 MmapkepoB

aHaJIM3 I'eHa, OTBETCTBEHHOro 32 00MeH romouucrenna: MTHFR( 2 myrauum),
MTRR, MTR
aHaNN3 FeHOB CHCTEMBI CBEpThIBaHMA KpoBH U pubpunommsa: F1 (FGB), F2

(FII), F5 (FV), ITGB3 (GPllla), PAIL, FVII, GPIa(ITGA2), F13Al

4700

b6b

3-5
JIeHb
TOCTaHOB
k1 Br.

AHaJIu3 MapKepoB Cep/IeYHO-COCYAUCTOIH
naToJioruu, 31 mapkep

aHaJIi3 FeHOB, OTBETCTBEHHBIX 3a 00MeH romouucrenHa: MTHFR, MTRR, MTR
aHaJIi3 T'eHOB, peryaupyroimux kpossHoe nasienue: ACE, NOS3, AGT,
AGTR1, AGTR2, BDKRB2 (BKR), REN

aHaJIN3 TEeHOB, OTBETCTBEHHBIX 3a MeTabom3M jmnuaos: APOE, APOCIII,
PON1

aHaJN3 FeHOB CHCTEMBI CBepThIBaHuUs KpoBH U ¢pubpunonuza: F1 (FGB), F2
(FIN), F5 (FV), F7 (FVII), ITGB3 (GPIlla), ITGA2 (GPla), PAIL, PLAT
aHanm3 reHoB f-aapenopenentopos: ADRB1, ADRB2

aHaJI3 F'eHOB, BOBJICYCHHBIX B OOMEH XO0JIECTEpPHHA U OKUCIICHUE KUPHBIX
kuciot: PPARA, PPARD, PPARG, UCP2, UCP3

aHaJl3 reHa MaTPUKCHON MeTautonporeassl 3: MMP3

IIncemeHHast Pa3sBEpHYyTasd HHTECpIPETALIUA

23200

b7

28-35

14

Bbone3nun OPraHoB IbIXaHUSA:

BpOHXl/la.]'leaﬂ acTMa

ananu3 reHoB II ¢aser nerokcukanuu: GSTM1, GSTT1, GSTP1, NAT2

aHaJIN3 reHa, OTBETCTBEHHOT'O 32 CHHTE3 OCHOBHOT'O KOMIIOHEHTa OpOHXHAIBHOM
xuakoctu: CC16

aHaJI3 FeHOB MPOBOCHANUTENbHBIX IMTOKUHOB: IL4, ILAR, TNFA

aHaIu3 reHa, KogUpyoero HeliponansHyto NO-cunTasy 1 (oOMeH okcuzia
azora): NOS1

ITucpMeHHas pa3BepHyTask HHTEPIPETALUS

7350

B8

21

14

Xponuyeckasi 00CTPyKTHBHAsI 00J1e3Hb
JIETKHX

ananu3 rexa Il gpassr neroxcukanun: GSTP1
aHaIn3 reHa MaTpUKCHOH MeTamtonpoTeassl 1: MMP1

1800

B9

21-28




IJHIOKPHHOJIOrHYECKHE 3200/1eBAHMSI:

Caxapusrii quaéer | Tuna (C1)

aHaJIM3 TEHOB IIaBHOTO KoMIuiekca rucrocoBmectumoct I u Il kimacca: MICA,

(MHCYJIMH3aBHCUMBIIA) DQA1, DQB1 2800 B10 21-28
aHanm3 reHa T-numdouut-acconunpoanHoii cepunicrepasbl: CTLA4
Caxapuslii quader |1 Tuna aHaJIM3 TeHa IIaBHOr0 KoMIUIekca ructocoBMectuMoctH 11 kimacca: DQBI1
aHaJN3 TeHa PCHUH-AaHTHOTEH3UHOBOM CUCTEMBI (PETYIISIHSI KPOBSIHOTO
napnenns): ACE 3900 | BIl 21-28
aHaJIM3 I'eHa POBOCHAIUTENbHOrO HUTOKMHA: TNFA
aHaJIM3 TeHOB, BOBJICYCHHBIX B OOMEH XOJIECTEPHHA U OKUCIICHHE )KUPHBIX
kucior: PRARA, PRARD
Jnadernyeckast HepponaTus nmpu CA1 aHaJIM3 TeHOB, PeryaupyroIux kpossHoe aasieHue: ACE, NOS3 1800 B12 21
ITon6op 10361 NepopaIbLHBIX aHaJU3 reHa, OTBETCTBEHHOTO 32 METa00JIM3M HEePOPATBHBIX CaXapOCHIKAIOIIHX 1000 519 21
€aXapOCHHIKAIOILMX NpenapaToB npenaparos: TCF7L2
3a0os1eBaHus KeJIyJOYHO-KHIIEYHOI0 TPAKTA:
Boae3ns Kpona aHaJIU3 FeHa, OTBETCTBEHHOT'O 32 METa0O0JIM3M KAIIbLHSI 1 MUHEPAIbHOTO
obwerta: VDR N 2000 B13 21-28
aHaJIU3 reHa-pelenTopa K MypaMIIIUICHTHLY, KOMIIOHCHTY OakTepHaIbHON
kierourol crenku: NOD2(3)
Hecneuuduyeckuii i3BeHHbINH KOJUT aHaJM3 reHa npoBocnanuTenbHoro nutokuHa: 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
Bone3nn meradou3Ma KOCTHON TKAHH:
OcTreonopo3, MUHMMAJIbHBII 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 M MHHEPAIbHBII OOMEH:
VDR, CALCR
OcTeonopo3, MAaKCHMAJIbHbII Ha0op Merabom3M KOCTHON TKaHU
®DakTOpH! HapyLIEHNS KaJbLIEBOro 00MeHa, THIOBHTaMHHO3a D, ocTeonoposa u
OCTEOIEHUYECKOTO CHHAPOMA
aHaJIN3 FeHOB, OTBETCTBEHHEIX 32 ()OPMHUPOBAHUE MATPUKCA KOCTHOH 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)
HNMMyHHBIe 1 ayTOUMMYHHBI€ 3200/1eBaHNUS
Pak muToBUIHOI HKeJie3bl aHaJIN3 IeHa [IPOBOCTIANNTeNbHOTO nuToknHa: TNFA (2)
aHaJIN3 TeHa-pelenTopa THPEOCTUMYITUPYIONIEr0 TOPMOHa (THPEOTPOITHHA): 3800 517 21-28
TSHR
aHaJIN3 reHa, KOHTPOJMPYIOIIETro neleHne KieTku (onkorena): TP53 (P53)
Boue3ns I'peiiBca, ayToHMMYHHBIH aHaJIM3 TeHOB INIaBHOTO KoMILIekca rucrocoBmectumoctu Il kmacca: 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

BoisiBjieHN € FreHeTH4eCKOM npeaApacnoIoKeHHOCTU K aKYIIEPCKO-TUHEKOJIOTNIECCKUM 3aﬁOJ’leBaHHﬂM, PENPOAYKTUBHOEC 3/10POBLE

U IVIAHUPOBAHUE 6epeMeHHOCTI/I

rOpMOHaJ’[LHaﬂ KOHTpauenuus

I'opmonanbHas KOHTpaLenuus, 7 MapKkepoB

7 mapkepoB Puck passuTus Tpom60308 Ha (one nprema OK n I'3T
aHaJu3 TeHa, OTBETCTBEHHOTO 3a 00MeH romorcTenna: MTHFR 3300 B7 21-28
aHaJIM3 TeHOB CUCTEMBbI CBepThIBaHMs KpoBU U pudbpunonusa: F1 (FGB), F2
(F1I), F5 (FV), ITGB3 (GPllla), GPla, PAIL, FVII
MomukucTo3 simyHnKkoB 10 MmapkepoB aHaJIN3 TeHa CHCTEMbI CBepThIBaHUS KpoBU U pubpuHOmm3a: PAIL
aHaJIN3 TeHa PerenTopa aHaporeHos: AR 3400 B8 21-28
ananu3 reqoB I u 11 ¢aser nerokcukammu: CYP1A2, GSTM1, GSTT1, GSTP1
(2), NAT2 (3)
TloaroroBka k 6epemeHHoOCTH 12 MapKepoB aHaJN3 T'eHOB, OTBETCTBEHHBIX 32 00MeH romorucrenHa: MTHFR, MTRR, MTR
aHaJIM3 TEHOB CUCTEMBbI CBepThIBaHMs KpoBu 1 pudbpunonusa: Fl (FGB), F2 4600 B9 21-28
(FI), F5 (FV), ITGB3 (GPllla), GPla, PAILFVII
aHaJIM3 I'eHoB, peryaupyronmx kpopsHoe nasienue: ACE, NOS3
IHAOMETPHO3 ananm3 reHoB Il ¢aser nerokcukanuu: GSTT1, GSTM1, CYP19, NAT2 3500 B1 21-28
HeBbinammBanue 6epeMenHocTH, JKenckoe ananu3 resoB I ¢aser nerokcukarmu: GSTM1, GSTT1, GSTPI1 (2),
Oecnionue, MUHMMAIBHBIA Ha0op 5 aHaJIN3 TEHOB, OTBETCTBEHHBIX 3a 00MeH romonuctenna: MTHFR, MTRR 4500 B2min 21-28
MapKepoB IMucpMeHHas pa3BepHyTasi HHTEPIIPETaus
HeBbinammBanue 6epemMenHocTH, JKenckoe anamu3 resoB Il ¢aser nerokcukarmu: GSTM1, GSTT1, GSTP1 (2),
oecmionue, Cpennuii HaGop 18 mapkepos aHaJN3 T'eHOB, OTBETCTBEHHBIX 32 00MeH romormcrenHa: MTHFR, MTRR, MTR
aHaJIM3 TEHOB CUCTEMbI CBepThIBaHMs KpoBu u pudbpunonusa: Fl (FGB), F2
(FII), F5 (FV), ITGB3 (GPIlla), GPla, PAIL, FVII 11900 B2max 21-28

aHaJIM3 'eHOB IIaBHOro KoMIulekca rucrocoBmectumoctu I u Il kimacca: DQAL,
DQB1, DRB1

aHaJIM3 'eHOB, Peryaupyromux kpossHoe nasienue: ACE, NOS3

ITucpMeHHas pa3BepHyTasi HHTEPIPETaLus




My:kckoe deciioaue, 12 mapkepos Onpenenenne nenenun gokycoB AZFa, AZFb, AZFc, uccnenosanue rena SRY
(azocnepmus) y HAl[MEHTOB C HapyLIEHUAMU criepMaTorenesa sY 84, sY86, sY127,sY134,
sY254, sY255, ZEXIZFY 4900 B10 21-28
aHaJIN3 TeHa PelenTopa aHaporeHos: AR
MyxkoBucumno3 (anaau3 myramii delF-508, dell 507, CFTRdel21kb)
Kenckoe decniionue, 16 Mmapkepos aHaJIu3 TEHOB, OTBETCTBEHHBIX 3a 00MeH romoructenda: MTHFR, MTRR, MTR
aHaJU3 FEHOB CHCTEMBI CBEPTHIBaHMs KpoBH U pudpunonusa: F1 (FGB), F2
(FII), F5 (FV), ITGB3 (GPIlla), GPla, PAIL, FVII }
aHaJIN3 TeHOB, PEryIUPYIOIHX KpoBsiHoe qaBienue: ACE 6200 Bl 21-28
aHanu3 reHa-peuentopa scrporesos: ESR1 (ER) (2)
MykoBucuuno3 (anamm3 mytarii delF-508, dell 507, CFTRdel21kb)
My:xkckoe fecriionne, 19 mapkepos Omnpenenenne nenenun jgokycos AZFa, AZFb, AZFc, uccnenosanue rena SRY
y HaLMEHTOB C HapyLIEHUs MU criepmaTorenesa sY 84, sY 102,
sY117, sY127,sY134, sY143, sY620, sY153, sY255, sY158, DBY1, EAuEB
(HMG 6okc rena SRY) ~
aHaJM3 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)
JedexT 3apameHns HeBPaIbHOIl TPyOKH aHaJIM3 F'EHOB, OTBETCTBEHHBIX 32 00MeH romorcrenna: MTHEFR, MTRR 1600 B3 21-28
(A3HT)
IIpenpacno/io;keHHOCTH K cHHApoMy JlayHay | aHanu3 reHOB, OTBETCTBEHHEIX 3a 0OMeH romoructenHa: MTHFR, MTRR 1600 B4 21-28
IJ10/1a
Jlerkuii yMcThbIii recros ananus rexa Il ¢assr geroxcukamim: EPHX1 (mEPHX) 2200 B5 21-28
aHau3 reHoB cucteMsl pubpunonusa: PAIL, PLAT
TsiKe bl YMCTBII recTo3 anamm3 reHa 11 dassr nerokcukammn: GSTM 1 1500 B6 21-28
aHaJIM3 I'eHa, peryJupyouero kpopsiHoe aasiexue: NOS3
dapMaKoreHeTHKA. AHAJIN3 FeHETHYECKMX MAaPKEPOB /103 JIEKAPCTBEHHbBIX NMPeNnapaToB
Cepaednble ITHKO3U/bI, 0J10KATOPBI aHanu3 re’a rimkonporeuna P: MDR1
Me/VIeHHBIX KAJIbIHEeBbIX KAHAI0B, CTATHHBI, 1000 it 2128
MAaKPOJHThI, HTHTOCTATHKH,
TPOTHBOBHPYCHBIE MPeNapaTsl H Apyrue
AHaJIN3 103 JIEKADCTBEHHBIX NIPENapaTOB NPH Je4YeHHH OHKOJIOrH4ecKHX 3200/1eBaHMIi:

MepkanTonypHH, a30THOTIPHH, THOTY AaHMH aHaJIU3 reHa THOIypuHMeTHaATpancdepassl TPMT 2600 2 21-28
5-¢ropypanmia, meraTpexcat aHanu3 reHa nukia gomueroit kucnorst MTHFR 1000 13 21-28
AHaJIN3 103 JIEKADCTBEHHBIX NPENapaTOB NPHU Je4eHUH CepAe4HO-COCYIUCTBIX 3200/1eBaHMIi:

Bera — agpeHo010KkaTOpPHI, ananu3 reqoB I ¢aser neroxcukauuu: CYP2D6, CYP2C9

NPOTHBOTHIIEPTOHHYECKHe Npenaparhl,

aHTUIMIIEPTEeH3UBHbIE NPenaparbl 2600 J4 21-28

(;103apTaH), caxapoCHUKAIOLINE MPenapaThl

(raMnu3um)

AHTHKOATYJISIHTHI (Bapdapun u 1pyrue) aHanm3 reHoB cucteMsl aeTokcukaimn: CYP2C9, VKORC1 2600 15 21-28
AHaJIN3 103 JIEKADCTBEHHBIX NIPeNapaToB NPH JieYeHHH APYruX 3200J1eBaHMii:

IIpoTuBOTYOEpKYJIe3HBIE MPENapPATHI ananms resa Il ¢aser neroxcuxarmu NAT2 (3)

(M30HHMA3U], p-aHH3HA, pUMpaMIuIuH, 1600 16 21-28

JIAINICOH)

AHTHAPHUTMHYECKHE NPenapaTbl ananus reHoB I u II daser cuctems gerokcukanuu: CYP2D6 (2), NAT2 (3) 2600 7 21-28

(mpoxauHamMun), aMmoHagu, 2-aMuHOIyOpeH

IIpoTuBOCYA0POKHBIE PENAPAThI ananm3 reHoB I ¢assr cuctemsl getokcukanun: CYP2C9, CYP2C19 2600 I8 21-28

(peHUTOMH, THA3ENAM)

MHruduTOpEI NPOTOHOBBLIX MOMN (oMenpa3on) | ananaus renos I gassl cuctemsr netokcukamun: CYP2C9, CYP2C19 2600 J19 21-28

Hporyanui u 6apouTyparsl, pudamnuuu-, anam3 reHoB | ¢assl cucremsl nerokcukamuu: CYP2C19 1000 10 2128

CHMBACTATHH

AHTHAENPeCCAHTHI (AMUTPUNTHINH, aHanu3 reHoB | dasel cuctemsl nerokcukauuu: CYP2D6, CYP2C9 2600 il 2128

KJIOMHIIPAMHUH, HMHIIPAMHH)

HecTtepounanbie NPOTHBOBOCHAIUTEIbHbIE aHanu3 reHa I ¢asel cuctemsl gerokcukanuu CYP2C9

npenapars! (1ukjogeHak, uoynpode, 2600 12 21-28

TIHPOKCHKAM), TOJI0yTaMHH




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 reHa GPIIla, CYP2C19 1000 s 2128
(acnupHH, VIABHK-C)
I[IpoTnBoBHpYCHAs Tepanus Mpu 1L28B 2 noxyca (C>T, T>G)
xponnyeckoM renature C (II3I'-UuTtpon, 2000 J21 21-28
pudaBepuH, TeJIANPeBUP, GoLeNpPeBUHP)
KaPHOTHHHPOBaHHe

KapuornnupoBaHue 0JHOI0 4eJI0BEKa M0 (mpoGHpKa ¢ renaprHoOM, 3eJIeHas KPBIIIKa) 4000 Bl 21-28
auMpouuTam nepudepuyeckoii 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 4000 Ela 21

Marepuain)
Kapunorunuposanune aGopTHBHOr0 MaTepuaja | (yToyHsromias quarHoctrka MeronoM FISH npu HeBO3MOXKHOCTH BBIIIOJIHEHHs 6000 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 4600 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 7600 E4 35
XPOMOCOMHBIX nepectpoiikax meronom FISH
Jnarnoctuka MuKpoeIeIIHOHHBIX (ueHa yka3aHa 3a | KOHKPETHBIiT CHHAPOM)
cunapomsl [Ipaxepa-Bunim, Aureasmana, lu | (mpoOHpKa ¢ rerapuHOM 3ejIeHas KPBIIIKa) 4500 ES 35
Jixopaaxu u ap. merogom FISH
Kapuorunuposanune K® IIP IJI51 (mpobupka ¢ DJATA miy ISTHO KPOBU Ha (PHIIBTPOBAIILHON Oymare)
ONPEJEJIEHUS YUCJIA XPOMOCOM 21, 5600 E6 21-28
13,18, X n ¥
XpoMOCOMHBINi MUKPOMATPHYHBIIH aHAIN3 C HCTIOIb30BaHNEM MATPHIBI CO CpefHEl INIOTHOCTBIO 750 THIC. MapKepoB.
(arrey-CGH) Paspemnratomas cioco6HocTs 0T 150 ThIC. Map HYKJICOTHIOB. 20000 E7 14-21

B OTTo aas MaasbieBoii (cupeHeBasi mpooupka ot 2 ml).

INPEHATAJIBHASA IMATHOCTHUKA

MouJiekyJisipHO-TeHeTHYecKoe onpeaeeHue Rh-npuHaaiekHocTH 1042 nocjie MHBa3UBHOI0 BMelIaTe/IbCTBA 3500 PDI 1-3
JUJIS1 HCKJIIOYEHHs] XPOMOCOMHOM TMATOJIOTHH
OmnpenesieHue reTepo3UroTHOCTH 1O reHy pesyc-¢pakropa (RhD) 7500 PD2 20
HeunBa3uBHasi NpeHaTaJbHas AMATHOCTHKA (IOT-tect, Prenetix) Haromak 29000 MIT1 14

ITH, BT, Cp, 9T, 0T 10 12:00 Tpedyercst Y3U nuarHocTHKA.
Onpenenenne RH - axtopa miaona mo kposu | (Prenetix) o, B, cp, 4t 1o 12:00 2000 MIT2 1
Marepu JlomyckaeTcst JIerKuii 3aBTpaK
Onpenesienne aejennu Jokycos AZFa, AZFb, AZFc, uccienopanue reia SRY y nanueHToB ¢ HapymieHUSIMHU 4000 K1 2128
cIepMaToreHesa
TI'ucrocoBMecTHMOCTH (AHAJIM3 T€HOB IVIABHOT0 KoMILIekca rucrocoBmectumoctH Il knacca: DQA1, DQBI1), 3500 31 21-28
TPeIPACHOoI0KEHHOCTh K IeJTHAKHI
T'ucrocoBMecTHMOCTH (AHAJIN3 TEHOB IVIABHOTO0 KoMILiekca ructocopmectumoctu Il kiacca: DQA1, DQB1, DRB1) 4000 3a 21-28
TPeapACHoI0KEHHOCTh K IeJTHAKHI
I'mcrocoBMecTHMOCTH (AHAIM3 FeHOB IVIABHOT0 KoMIuIekca rucrocoBmectumoct Il kiacca: DQA1, DQB1, DRB1) cnaetcs 7800 3 2128
apoi
OrnpeneJienne 3UTOTHOCTH ABYX OJIH3HENOB (2 4e.) 23400 P2 28

YcraHoBienue OTHOBCTBA ,MAaTCePHHCTBA
I'eHoMHAs1 TaKTHIOCKONHUSI-- TECT 15 cebsl  OTell, MaTh, peOCHOK. ByKabHbII STIMTENI, BEHO3HAST KPOBb 18800 3 21-28
I'eHoMHAsi TaKTHIOCKONHUS - TECT s cebsi oter(MaTh) U peOeHOK. byKanbHbIN SIUTenmii, BeHO3HAS KPOBDL 21800 n4 21-28
Kaxawplii mocsienywoumii pedeHox 9500
I'eHeTHYyeckne MapKepbl KOppeKIMH 00pa3a )KM3HU
AHaJIN3 reHOB, ONpPEIeSIIOIMX YCTOWYMBOCTD | aHaIM3 perentopa JUMQOIMTOB (XeMoKnHOBOro penentopa): CCR5 1000 K1 21
Kk BUY — nndexuuu
AHaJIu3 reHoB, BIMSIOUINX Ha (popMupoBaHue | aHanus reHoB nodamuuoBoro (DRD2A) u ceporonnnooro (HTR2A —(SR) 2000 K2 21-28
3aBHCHMOCTH K AJIKOT0JII0 H HAPKOTHKAM peuentopo: DRD2A, HTR2A (SR)
AHaJIM3 TeHOB, XapaKTepU3yLINX aHanM3 TeHoB ajkoroipaeruaporeHasa ADH1B (ADH2), 2300 K3 21-28
MeTa00JIM3M aJIKOT0JIsI anpaeruaneruaporeHassl ALDH2, u ren I dasel neroxcukammu: CYP2E]
HccaenoBanuii reHoB Ha 0HOYHIIAX

®DapMakoreHeTHYECKHUiT GMoUHI (aHaJIM3 FeHETHYECKOM MPEepacIIONOKEHHOCTH K OHKOJIOTHIECKUM

3a00JIEBaHUSIM U WHIMBHIYaJIbHOW YyBCTBUTEIBHOCTH K (papMmpenaparam) 3900 T 21-28

ananu3 reHoB | u 11 ¢assr nerokcukammu: CYP1A1, CYP2D6, GSTM1, NAT2,

GSTT1, CYP2C9, CYP2C19, MTHFR
Kapano-onounn (aHaNIM3 reHeTHIECKOH MPeApacIoNOKEHHOCTH K apTepUaabHOH THIICPTCH3UH)

aHaJIu3 TeHa, OTBETCTBEHHOrO 3a 00MeH romonucrenna: MTHFR 3300 m 21-28

aHaJIU3 FeHOB, peryIupyromux kpossHoe nasienne: AGT, AGTR1, AGTR2,
BDKRB2 (BKR),REN ananus rena B2-agpenopenenropa: ADRB2




Dudp-oHouHn

aHaJIu3 reHa, OTBETCTBEHHOIO 3a 00MeH romouucrenHa: MTHFR
aHaJU3 FEHOB CHCTEMBI CBEPTHIBaHMs KpoBH U pudpunonusa: Fl (FGB), F2

3300 JI3 21-28
(FII), F5 (FV), ITGB3 (GPllla), PAIL, F7(FVII)
PMK-0nouun (aHaNIM3 reHeTHIECKOH MPEeAPacIIONOKEHHOCTH K PaKy MOJIOYHOMU JKeNIe3bl U
SIMYHUKOB)
aHaJIU3 FEHOB PUCKa CEMEHHBIX (hopM (omyxoneBbIx cymnpeccopoB): BRCAL, 3300 Ji4 21-28
BRCA2, CHEK2
VIP-YCJIYI'
IHanenn «creTHKa»
M3yyeHune npeapacnoiokeHHOCTH K aHaJIU3 FeHOB, OTBETCTBEHHBIX 3a MeTaboau3M unuaos: APOE, APOCIII
0KHPEHHI0 H MeTa00IHYeCKOMY CHHAPOMY aHaJIU3 FeHOB, peryupyromux kpopsHoe nasnenue: ACE, AGT, AGTRI,
AGTR2, BDKRB2 (BKR), REN
aHaJIM3 T'eHOB, OTBETCTBEHHBIX 32 MeTabonu3M aapeHanuHa: ADRB2, ADRBI1
aHaJIM3 TeHa IIaBHOro KoMIuiekca ructocoBMectumoct 11 kimacca: DQBI1
aHaJIM3 TeHa IPOBOCHAIUTENBHOrO HUTOKHHA: TNFA 20700 Mi 28-35
aHaJIU3 FEHOB, BOBJIECUEHHBIX B 0OMEH X0JIE€CTEpHHA H OKHCIIEHUE SKUPHBIX
kucnot: PPARA, PPARD, PRARG, UCP2, UCP3
ananu3 reHoB godamuHoBoro (DRD2A) u ceporonnuoBoro (HTR2A —(SR)
peuenropoB: DRD2A, HTR2A (SR)
I 14
HCHEMEHHAsI pa3BepHyTasi HHTepIpeTalus
M3yyeHune npeapacnoioKeHHOCTH K anaim3 reHoB I ¢assr nerokcukamuu: CYP1A1, CYP1A2, CYP2C9, CYP2C19,
CKOPOCTH CTAPEHHs KOKU U 0COOEHHOCTH ee CYP2D6, CYP2E1, CYP19 14200 M2 28-35
pereHepanumn ananu3 reHoB I ¢aser nerokcuxamum: GSTM1, GSTT1, GSTP1, NAT2, EPHX1
(mEPHX) [TuchMeHHast pa3BepHyTasi HHTEPIPETaLus
H3yyeHne npeapacnoio:KeHHOCTH K ananu3 reHoB I dassr neroxcukammm: CYP1AL, CYP1A2, CYP2C9, CYP2C19,
JePMATUTAM, YIPEBOii CHINU CYP2D6, CYP2EL, CYP19
ananm3 reHoB II ¢aser nerokcukanun: GSTM 1, GSTT1, GSTP1, NAT2, EPHX1
(MEPHX) 15500 M3 28-35
aHaJIM3 TEHOB MPOBOCHIANUTENbHBIX IMTOKHHOB: IL4, ILAR, TNFA
aHaJM3 I'eHa, KoAUpyLlero HeliponansHyo NO-crHTa3y (0OMeH okcuia
azota): NOS| IluceMeHHas pa3BepHyTasi HHTEpIIpeTalust
HyTtpuoreHomuka («reneruueckas» guera) a”anus reda I ¢assl geroxcuxanuu: CYP1AL
ananm3 reHoB II ¢aser nerokcukanun: GSTM1, GSTT1, GSTP1, NAT2
aHaJIu3 T€HOB, OTBETCTBEHHBIX 3a MeTabomm3M aunuaos: APOE, APOCIII,
PON1, NOS3
aHaJM3 T'eHOB, peryaupyroiux kpossHoe nasienune: ACE, AGT, AGTRI,
AGTR2, BDKRB2 (BKR)
aHaJM3 reHa cuctemsl pudpuHonmsa: PAIL
aHaJIN3 TEHOB, OTBETCTBEHHBIX 3a 00MeH romonucrenna: MTHFR, MTRR
aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 MeTabonu3M aapenanuna: ADRB2, ADRBI1
aHaJIU3 F€HOB, OTBETCTBEHHBIX 32 (POPMUPOBAHUE MATPUKCA KOCTHON TKAHH:
COL1A1, BGP (BGLAP)
aHaJIU3 TeHOB, OTBETCTBEHHBIX 33 METa0OIH3M KalblUs H MUHEPAIbHBII OOMEH:
VDR, CALCR 22900 M4 28-35
aHanm3 reHa-perenropa scrporeos: ESR1 (ER)
aHanu3 reHa T-numdonut-accouunpoanHoii cepunicrepasbl: CTLA4
ananu3 redoB godamunosoro (DRD2A) u ceporonuntnosoro (HTR2A —(SR)
penentopos: DRD2A, HTR2A (SR)
aHaJIN3 TeHOB, BOBJICUEHHBIX B 00MEH XOIeCTepHHA H OKHCIICHUE JKHPHBIX
kucnot: PPARA, PPARD
aHaJN3 reHoB ankoronsaeruaporenasa ADH1B (ADH2),
anpaeruageruaporeHassl ALDH2, u ren I daser neroxcukamuu: CYP2E1
(MeTaboIn3M aNKOTroJIs)
ITucpMeHHas pa3BepHyTasi HHTepIpeTalus
IlaHes1b reHOB IO MPEAPACHOJI0KEHHOCTH K ananm3 rena Il ¢assr neroxcnkamm: NAT2
NapPOOHTO3Y aHaIM3 reHa cucteMsl pubpruHommsa: PAIL
aHaJN3 reHa, OTBETCTBEHHOTO 32 METa0O0IM3M KAIbLUsI 1 MUHEPAIbHBIH 0OMEH: 3800 M8 21-28
VDR
aHaJIM3 T€HOB NPOBOCHIAIUTENBHBIX IMTOKHHOB: IL4, IL4R
Manean «CIIOPT»
MuHHMAIBHbIH CIOPTHBHBIIH Hacnopt 9 BrlicHenne HHAMBUTyaNbHOH reHeTUUECKON PEPACTIONOKEHHOCTH K
reHOB Pa3IMYHBIM BUAM CIIOPTAa H OCOOEHHOCTSIM TPEHHPOBOYHOTO Hporecca (¢
MHTEpIpeTanuei)
aHaJIU3 T'eHOB, PEryJIMPYIOINX KpoBsiHoe AaBieHue: ACE
aHaJIN3 TeHOB, BOBICUCHHBIX B 0OMEH XOIeCTepHHA H OKHCIICHUE JKHPHBIX
kucnot: PPARA, PPARD, PRARG
aHaJIM3 TeHa KOAKTHBATOPA TPAHCKPHIIMOHHBIX (hakTopoB PPARa, PPARY, a u 5900 M5 min 2128

B penenTopos actporena u MunepanokoptukonoB: PPARGCIA (PGC-1a)
aHaJN3 'eHa, OTBETCTBEHHOT'O 32 YHEPTreTHYECKHI METa00IM3M CKENETHBIX
MBIIII] BO BPeMs MblIIIEUHOH aesrenbHocT: AMPDI

aHaJIM3 TeHa, ONPEENSIONIero THIT MBIIIEYHBIX BOJOKOH: ACTN3

ananm3 resoB godamuHoBoro (DRD2A) u ceporonnrosoro (HTR2A —(SR)
peuenropoB: DRD2A, HTR2A (SR)

[TrceMeHHas pa3BepHyTasi HHTSPIIPETALHS




OnTumaibHbIi cOPTUBHBII nacnopt 21 rexn

BersicHeHNE HHANBUYAIBHOI TCHETHYECKOM MPEIPACTIONOKEHHOCTH K
PA3IMYHBIM BHJIaM CHOPTa M OCOOCHHOCTSIM TPEHUPOBOYHOTO Iporecca (c
UHTEpHpeTalueit)

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

aHaJIU3 FEHOB, peryIupyromux kpossuoe nasienue: ACE, AGT, AGTR1,
AGTR2, BDKRB2 (BKR), REN

aHaJIM3 T'eHOB, OTBETCTBEHHBIX 32 MeTabonu3M aapeHanuHa: ADRB2, ADRBI1
QHAJIM3 '€HA, OTBETCTBEHHOT'O 32 META0O0IU3M KaJIbLIUS U MUHEPAJIbHBIA OOMEH:
VDR

aHaJIM3 IeHa-peLenTopa auporeHos: AR

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

aHaJU3 reHa KOAKTHBATOpa TPAHCKPHUIIUOHHBIX hakTopoB PPARa, PPARY, a u
B peuenTopoB sctporena u Munepanokoprukornaos: 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 TUII MbleuHbIX BookoH: ACTN3

19400

M5

28-35

Iosnblii cnopTHBHBIN NacnopT 34 rena

BbrlsicHeHue UHIMBHyalbHON FE€HETHYECKOM PeipacioioKEHHOCTH K
Pa3IMYHBIM BUAM CHOPTa H OCOOEHHOCTSIM TPEHHPOBOYHOTO IIponecca
ananm3 reHoB I, 1T u III ¢a3er nerokcukanun: CYP2C9, CYP2D6, MDR1
aHaJM3 I'eHa perenTopa aHaporeHos: AR

aHaJIN3 FeHOB, OTBETCTBEHHEIX 3a 00MeH romoructenHa: MTHFR

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

aHaJIN3 TeHOB CHCTEMBI CBEPTHIBaHMS KpoBH U pudpunomnsa: F1 (FGB), F2
(FII), F5 (FV), ITGB3 (GPllla), PAIL

aHanu3 reHoB B-aapexopenentopos: ADRB1, ADRB2

aHaJIN3 FeHOB, BOBJICUYCHHBIX B 0OMEH XOJIECTEepHHA M OKUCIICHUE )KHPHBIX
kucnot: PPARA, PPARD, PRARG, UCP2, UCP3

aHaJIM3 FeHa KOaKTHBATOpa TpaHCKpUNIMOHHBIX (pakTtopoB PPARa, PPARY, o u
B penenTopos actporeHa u MunepanokoptukonjoB: PPARGCIA (PGC-1a)
aHaJN3 reHa, OTBETCTBEHHOT'O 32 YHEPTeTHYECKHH METabOJIN3M CKEJIETHBIX
MBIIIL BO BPEMsI MbIIIEUHOH JesrenbHoct: AMPDI1

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

aHaJI3 FeHOB, OTBETCTBEHHEIX 32 ()OPMHUPOBAHUE MATPUKCA KOCTHON TKaHH:
COL1A1

aHaJIN3 'CHOB, OTBCTCTBCHHBIX 3a MeTaboJIH3M Kajapqusa 1 MPIHepaIILHLIﬁ 0oOMeH:

VDR

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

aHaJIN3 TeHa NpoBocnaiuTeNbHoro nurokuHa: 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 yimnuaos: 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 ceporonnnoBoro (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 munepanokoptukonjoB: 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 kpossaoe nasienne: ACE

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

aHaJIu3 ICHOB, OTBECTCTBCHHBIX 3a MeTaboIH3M Kalnbuus 1 MPIHepaJILHI;Iﬁ oOMeH:

VDR CALCR

aHaJIN3 TEHOB, OTBETCTBEHHBIX 3a MeTabomu3M ajapeHanmnHa: ADRB2, ADRB1
aHaJM3 TeHa-perenTopa anaporeHon: AR

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

aHaJM3 reHa, OTBETCTBEHHOT 0 3a pocT Muokapaa: PPP3R1 (CnB)

aHaJN3 'eHa, OTBETCTBEHHOT'O 32 YHEPTreTHYECKHI METa00IM3M CKENETHBIX
MBIIII] BO BPeMS MbIIIEUHOH JesrenbHocT: AMPDI

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

22000

MS5+H1

28-35




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

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

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

aHaJIN3 TEHOB, peryaupyronux kpossHoe nasnenune: ACE, AGT, AGTR1, 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 META0O0IN3M KaJbIMs U MUHEPAIbHBIA 0OMEH:
VDR, CALCR

aHanu3 reHa-perenropa scrporeHos: ESR1 (ER)

ananu3 renos godamunosoro (DRD2A) u ceporonunnosoro (HTR2A —(SR) 25500 M4+M5 28-35
peuenropos: DRD2A, HTR2A (SR)
aHaJIM3 TeHOB ankoronbaeruaporeHasa ADH1B (ADH2), ansaeruaaeruaporeHasbt
ALDH?2, u ren I dassr neroxcukammu: CYP2E] (MetaGommu3m ankorosis)
aHaJIN3 TeHa-peLenTopa anaporeHos: AR
aHaJIn3 TCHOB, BOBJICUCHHBIX B obmeH XOJICCTCPHUHA U OKHCIICHUC JKUPHBIX KUCJIOT!
PPARA, PPARD, PRARG, UCP2, UCP3
aHaJIN3 TeHa, OTBETCTBEHHOTO 3a pocT muokapaa: PPP3R1 (CnB)
aHAJIM3 IeHa, OTBETCTBEHHOIO 33 YHEPTeTUYECKHH MeTa00JIM3M CKEJIETHBIX MBIIII] BO
BpeMsl MbIIIEYHOH JiesTenapHocTn: AMPD1
aHAJIM3 TeHa, OIPe/eIIIOIIEro THII MblIedHbIX BonokoH: ACTN3
IucbMeHHas pa3BepHyTasi HHTEPIPETALs
TFEHETHYECKHE IMACIIOPTA 3J1OPOBbs
Hosmbiii TEHETUYECKHWN ITACITIOPT 3710poBhsi (aHAJIN3 BCeX TeHeTHUeCKHX MapKepoB) 72 u3 94 reHos
anaimm3 reqoB I, 11 u 11T passr neroxcukammu: CYP1AL, CYP1A2, CYPIBI, CYP2C9, CYP2C19, CYP2D6, CYP2EL, GSTMI,
GSTT1, GSTP1, NAT2, MTHFR, CYP17A1, CYP19, TPMT, EPHX1 (mEPHX), VKORC1, MDR1
aHalM3 reHa perenTopa aHaporeHos: AR
aHanm3 reHa napookcanassl: PON1
aHanu3 reHa perenTopa nporecreposa: PROG
aHaJIn3 FeHOB PUCKa CeMEeHHBIX (OpM paka MOJOYHOH xerne3bl U ssmuankoB: BRCA1, BRCA2, CHEK2
aHaJIM3 reHa-perenTopa THPEOCTUMYIIMPYoLero ropMoHa (tupeorpornuna): TSHR
aHaJIu3 FeHOB, KOHTPOJIMPYIOINX JeeHne Kietku (onkorenos): TPS53 (P53), MYCLI (LMYC)
aHaJIi3 TeHOB, OTBETCTBEHHBIX 32 00MeH romoncrenHa: MTHFR, MTRR
aHaJli3 reHoB, peryaupyromux kpossHoe nasieHue: ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHaJIN3 TeHOB, OTBETCTBEHHBIX 3a MeTabomnuam ununos: APOE, APOCIII, CETP, LPL
ananus reHos ¢pudpunommsa: 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 OKHCIeHHe )HUPHBIX Kuciot: PPARA, PPARD, PRARG, UCP2, UCP3
aHaJIN3 reHa KOaKTHBaTopa TPaHCKPHNIHOHHBIX (akTopoB PPARa, PPARY, o 1  penentopoB 3cTporeHa 1 MHHEPAIOKOPTHKOHIOB:
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, MeTaboJIM3M CKENIETHBIX MBIIIIL BO BPEMs MbILIEYHON AestenbHocTH: AMPD1
aHaJIN3 reHa, ONPeIeNsIONIero THI MblIedHbIX BOToKOH: ACTN3
aHaJIM3 TeHa, OTBETCTBEHHOTO 32 CHHTE3 OCHOBHOTO KOMITOHEHTa OpoHXxHanbHOH xuakoctr: 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 ceputactepassl: CTLA4
aHaJIN3 TeHOB, OTBETCTBEHHBIX 3a (hopMUpoBaHHe MaTpukca kocTHoM Tkanu: COL1AL, BGP (BGLAP)
aHaJIN3 TeHOB, OTBETCTBEHHBIX 32 METa00IM3M Kaiblinst U MuHepanbHblit 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 3/I0pPOBbS ONITUMAJIbHBII - 39 reHOB
anamu3 reqos I, II u 11T dassr neroxenkamum: CYPLAL, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1, NAT2, MTHFR,
VKORC1, MDR1
aHaJu3 reHoB, peryaupyromux kpossHoe nasienne: ACE, NOS3, AGT, AGTR1, AGTR2, BDKRB2 (BKR), REN
aHanm3 reHa P2-agpenopenentopa: ADRB2
aHaIn3 TeHOB CHCTEMBI CBepThIBaHUs kKpoBu u pudbpunonusa: F1 (FGB), F2 (FIl), F5 (FV), ITGB3 (GPllla), PAIL, F7 (FVII)
aHaJIN3 FeHOB, KOHTPOIMPYIOIINX JieIeHne KIeTKH (oHkoreHoB): TP53 (P53)
aHaJIM3 TeHOB, OTBETCTBEHHBIX 32 MeTabonuam jumnuaos: APOE, APOCIIT
aHaJIn3 TeHOB, BOBIEYEHHBIX B 0OMEH XOJIECTEpHHA M OKUCIIEHHE )KUPHBIX 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 [ u Il kmacca: DQA1, DQBI1

aHaJIM3 TEHOB, OTBETCTBEHHBIX 3a (popMupoBaHne MaTprkca kocTHOH Tkann: COL1A1

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 pa3BepHyTasi MHTEPIpETaLus




TEHETUYECKHWU MMACIIOPT 310poBbsi MHHH - 25 TeHOB

ananu3 reqos I, 11 u 111 dassr neroxcukammu: CYP1AL, CYP2C9, CYP2C19, CYP2D6, GSTM1, GSTT1, NAT2, MTHFR
aHaJIi3 'eHOB, peryaupyroiux kpossHoe nasieHue: ACE, NOS3

aHAIIM3 TCHOB CHCTEMBI CBEpPThIBaHMs KpoBu U ¢pubpunommsa: F1 (FGB), F2 (FII), F5 (FV), ITGB3 (GPIlla), PAIL, F7 (FVII)
aHaJIN3 FeHOB, KOHTPOIMPYIOLINX JieJeHne KiIeTkH (oHkoreHoB): TP53 (P53)

aHaJIi3 TEHOB, OTBETCTBEHHBIX 3a MeTabosm3M unuaos: APOE, APOCIIT

aHaJIu3 FeHOB, BOBICUCHHBIX B OOMEH XOJIeCTEepHHA U OKUCIEHHE XKUPHBIX kucnoT: PRARG, UCP2

aHaJIU3 I'eHa, ONpPeIesIsIOLIEero THII MbIIeYHbIX BoJoKOH: ACTN3

aHaJIM3 F'EHOB NPOBOCHAIUTENbHBIX IMTOKUHOB: TNFA

aHaNu3 FeHOB, OTBETCTBCHHEIX 32 METa00IM3M KalblUs 1 MHHepalbHbIl 00MeH: VDR

ananu3 reHoB godamunosoro (DRD2A) u ceporonnnoBoro (HTR2A —(SR) peuentopos: DRD2A, HTR2A (SR)

12600

M12

28-35

I'eHbI BATAMHHOB

aHanu3 reHa Hecnenupuyeckoi menodnoi pocdorazpr: NBPF3 (ALPL) - puck cHmKeHHs KOHIGHTPALU BUTaMiuHa B6
aHanu3 rexa rexa anbda-1,2-pykosmirpancoepass: FUT2 - puck CHIDKEHHs! ypOBHS BCachiBaHKs BuTamuna B12

aHa/M3 reHa 6era-kapoTHH MOHOOKcHaa3bl: BCMO | HapymieHnii cuHTe3a BUTaMuHa A U3 Gera-KapoTHHA

ananus rena: APOAS - yposens anbga-Tokodeporna (Buramuna E)

ITuceMeHHast pa3BEPHyTas MHTEPIIPETALUS

4000

MI16

28-35

AHaJIM3 0TeJbHBIX T'€HOB, lleHa yKa3aHa 3a 1 ren

anaiu3 renoB I, I1 u III ¢a3er gerokenkammn: CYP1A2, CYP1B1, CYP2C19, CYP2EL, GSTM1, GSTT1, CYP17A1, CYP19,
VKORC1, MDR1

aHAJIM3 TeHa pelenTopa aHaporenos: AR

aHaJu3 reHa nmapookcanaspi: PON1

aHaJIM3 reHa pelentopa nporecrepona: PROG

aHAJIH3 TeHa-pelenTopa THPeoCTHMYJINPYIOLIero ropMoHa (TupeorponnHa): TSHR

aHAJIN3 FeHOB, KOHTPOJIMPYIOLIMX JejeHne KieTkH (onkorenos): MYCL1 (LMYC)

AHAJIN3 T€HOB, OTBETCTBEHHBIX 32 06Men romonucrenna: MTHFR, MTRR,MTR (3-5pa6. nueii, nenb nocranoBku Br.)
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 pudpunonusza: F1 (FGB), F2 (FIl), F5 (FV), F7 (FVII), ITGB3 (GPllla), ITGA2
(GPla), PAIL, PLAT

aHaJu3 reHoB B-aapenopeuentopo: ADRB1, ADRB3

aHAJIN3 TeHOB, BOBJIEYEHHBIX B 00MEH X0JIeCTEPHHA H OKHCIeHHe KUPHBIX Kucjaot: PPARA, PPARD, PRARG, UCP2, UCP3
AHAJIN3 reHa KOAKTHBATOPa TPAHCKPUNUIHOHHBIX akTopoB PPAR0, PPARY, 0 u B penenTopoB 3cTporeHa u
MuHepasokopTuxkonaos: PPARGC1A (PGC-1a)

aHAJIN3 TeHOB, BOBJIEYEHHBIX B KOHTPOJB Beca: FABP2, PLIN

aHaJIM3 reHa, OTBETCTBEHHOrO 3a poct muokapaa: PPP3R1 (CnB)

aHAJIM3 TeHa, JHepreTHYecKHii MeTad0/IM3M CKeJIeTHBIX MBI BO BpeMsl MbIlIe4HoH JesiTeibHOcTH: AMPD1
aHAJIN3 TeHa, ONpeaesIonero THI MbIIIeYHbIX BOIoKOH: ACTN3

aHAJIN3 TeHa, OTBETCTBEHHOT0 32 CHHTE3 OCHOBHOTO KOMIIOHEHTa GPOHXHaIbHOI :kuakocTn: CC16

aHAJIM3 TeHOB MPOBOCHAINTEIbHBIX HUTOKHHOB: |L4, IL4R, IL1p, ILIRN

aHaJIN3 reHa, KoAupymomero HeiiponanabHyio NO-cuaTa3sy 1 (06Men okcuaa a3ora): NOS1

AHAJIN3 TeHOB MAaTPUKCHOI MeTatonporteas 1 u 3: MMP1 u MMP3

anajau3 reia T-1umdonuT-acconnupoBannoii cepundcrepasbi: CTLA4

aHAJIN3 TeHOB, OTBETCTBEHHBIX 3a (popMupoBaHHe MaTpuKca KocTHol Tkanu: COL1AL, BGP (BGLAP)

aHAJIN3 TeHOB, OTBETCTBEHHBIX 32 MeTA00TM3M KAJbIMS U MHHepaabHbIii o0Men: VDR, CALCR

aHam3 reHoB Ao¢pamunoBoro (DRD2A) u ceporonnnosoro (HTR2A —(SR) peuenropos: DRD2A, HTR2A (SR)
aHaJIu3 reHa peuentopa gosnkya-crumyaupyiomero ropmona (®CI'): FSHR A1961G (Asn680Ser)

aHaJIu3 penentopa TMMGOIUTOB (XeMOKHHOBOT0 penentopa): CCR5

AHAJIM3 FeHOB aJIKoroJibaeruaporenasa ADH1B (ADH2)

agpaerniernaporenassr ALDH2

aHAJIM3 reHa KaTtexo-O-mertmarpancgepasel COMT

750

Tenl

14-28

anaius resos: CETP(2), EFEMP1, ZBTB38, HHIP, LCORL, LIN28B, PLAG1, ADAMTSL3 (2), GDF5, ZNF462, CDH13,
JAZF1, IGFBP3, IGF1R, GHSR, CDK6, CABLES, ESR2, IFNG, VDR3, TNFRSF11A, NEGR1, SH2B1, BDNF, FTO,
MC4R, LEPR, GHR, GHRL, TNF-a, LPIN1, ESR1, NRXN3, MSRA, TFAP2B, ANGPTL3, GCKR, AKR1D1, CEL, Fad
s2/s3, CYP7Al, APOA1-A2, LIPC, ABCA1, CILP2, APOB, ABCG5, NPC1L1, SCARBI1, LIPE, PPARG (2)

750

Ten 2

14-28

anaiu3 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 reHOB MPOBOCHAIUTEILHBIX HUTOKHHOB: TNFA

aHaJIM3 reHa-penentopa scrporenos: ESR1 (ER)

aHaJIM3 reHa BHYTPUKJIETOYHOIO PelenTopa K NPOAYKTAM KU3HeAesITeTbHOCTH 0aKTepHii (acCOMMPOBaH ¢ 60/1e3HbI0
Kpona): NOD2

AHAJIM3 FeHOB IJIaBHOro KoMmiuiekca rucrocoBmecrumoctu I u II kimacca: DQA1 u DQBI1

1200

Ten 3

21-28

IUCbMEHHAS PASBEPHYTASI AHTEPIIPETAIIASI CIEIIAAJIMCTA B OBJIACTHA MEJJAIIMHCKON TEHETAKHA

1-7 renoB

1500

0Ol

14

8-20 renos

5500

03

14

21-40 renoB

8000

04

14

>4( reHoB

10500

05

14

BCIIOMOTI'ATEJIBHBIE YCJIYI'

Beinenenne JIHK u3 xposu

1100

11

14

Broinenenne JJHK u3 cionst

1200

2

14




I[narﬂocnuca THKEJIBIX BPOKACHHBIX l'laTOJIOI‘l/[ﬁ, rpynmna 1

Xopest eHTHHITOHA anamu3 yncia CAG-nosropos B reue IT15 (HTT) 3900 Il 35
AnpeHoreHuTaNIbHbII cuapom (Bpoxkaenubiit | CYP21A2: delA2, P30L (ex 1), i2splice (in 2), del8bp (ex 3), I172N (ex 4),
aepuuut 21-ruApoKcuIa3bl) V237E (ex 6), V281L (ex 7), Q318X (ex 8), R356W (ex 8), P453S 6000 2 21-35
AHAJIH3 3HAYMMBIX MyTaIHii
ANpeHOreHUTATBHBII CHHAPOM (BpoxkaenHblil | KoMIuiekcHoe reHeTHYecKoe HCCiIe[0BaHHE 00pas3lioB BEHO3HOM KPOBH y
neuuUT 21-THAPOKCHIIA3bI) npo0aH/a ¥ ero poIUTeNIeH A1l TTOATBEPKICHUS IMArHO3a HACJIESCTBEHHOTO 29900 I2-1 90-120
3a00J1eBaHHs aAPEHOTCHUTAIBHBIN CHHAPOM ITyTeM CEeKBEHUPOBAHHS reHa 21-
THAPOKCHIIa3bl U Bepudukanueii no CaHrepy HaiiIeHHbIX MyTalUi
MyxkoBucnuno3 (20 myranmii) aHanu3 3HaYnMMbIX MyTaruii delF-508, dell 507, CFTRdel21kb, 2143delT,
2184insA, 2113delA, 2118del4, 2141insA, delE672, 2176insC, 2183AA-G, 4500 3 28-35
2183delAA, 2184delA, 2184insA, 394delTT, R334W, R347P, G542x, G551d,
R553x
MykoBHCHU103 (MAKOPHBIE) ananu3 myrtauuii delF-508, dell 507, CFTRdel21kb 1800 T4 21-28
MykoBucumao3 (35 myranmii) PacmmpenHsIif BApHaHT AMarHOCTUKH MYyKOBHCITH103a 6600 T4a 45-52
MyxkoBHCIHI03 KoMmriekcHOe reHeTHyecKkoe ucclieioBaHue 00pasLoB neprdepuyecKkoi
BEHO3HOI KpOBHU NPOOAHa U €ro POAUTENel JUIs HOATBEP KACHUS IUarHo3a
HACJIICTBEHHOT0 3a001€BaHMsI MyKOBUCIH/I03 ITyT€M CEKBEHHPOBAHMUS 35000 46 90-120
9K30HOB I'€Ha TPAHCMEMOPAHHOTO PEryJIsTOpa MyKOBUCIMAO03a H
Bepuukaruelt mo CoHrepy HailJeHHBIX MyTaIHid
DCHUIKETOHYPHS a”anus mytauuii R408W, R261Q, R252W, R261X 3200 I'5a 21-28
DeHUIKETOHYpUS aHanmm3 mytauii R408W, R261Q, R261X, R252W, IVS10-11G>A, 4500 's6 35-42
1IVS12+1G>A, IVS4+5G>T, R158Q u P281L
DeHUIKETOHYPHS aHam3 R408W 1200 '8 21-28
DeHNIKeTOHYpPHS KoMIntekcHOe TeHeTHIecKoe UccileioBane 00pas3noB neprdepuaeckon
BEHO3HOI KPOBH Np00aH/1a U ero poJMTENeH Uil ITOATBEPKACHUS TUarH03a
HACJICJICTBEHHOT0 3a00JIeBaHusI (PCHUIIKETOHYPHSI ITyTEM CEKBEHHPOBaHHUS 35000 Tr6 90-120
9K30HOB I'eHa (peHMIaTaHHHTHIPOKCUIIa3kl ¥ Beprudukanueii mo ConHrepy
HalJJeHHbIX MyTalui
Mbuneynas nucrpodus Jomenna/bexkkepa IMowuck nernenuii B reHe TUCTPOPUHA (TOTBKO MYKUHH) 4000 r7 35-42
Mpeimeunas quctpodus Jomenna/bexkepa Touck neneunii B rere aucrpopuxa merogom MLPA
ITH-10 12, BT- B Teu.1H, cp- 10 12.Kposb B D/TA He MeHee 4 MIL. 13000 I'7a 21-35
Ha nanpasnennn nmomeruts uto 11t Kucenesa .
MuoTonunueckas gucTpopus Amnanyus 3Ha4uMbIX MyTanuii B rere DMPK (1 uen.) 3500 s 35-42
Cunapom Maprtuna-Besn (1omkoii X- aHaJIM3 3HAYMMBIX MyTalHii (aHaIM3 TOBTOPOB B reHe FMR1) 6000 o 35-42
XpOMOCOMBI)
CnuHajabHasi MblieyHasi arpogus (0o/1e3Hb (uccnenoBanue 7 u 8 5k30HOB reHOB SMN1 1 SMN2)
Bepannra-I'opdmana) 4000 rio 35-42
AHAJIN3 3HAYMMBIX MY TAIHIi
CnunanbHasi MplniedHas aTpous (001e3Hb ompesienieHne KoauuecTsa konuit SMN2 rena 7000 r10a 35-42
Bepauura-I'oddmana)
Temodpuniams A — ceMeHHbIH aHam3 (3 JenoBeka) aHAIN3 3HAYMMBIX MyTanui (+1 uen=1500) 6000 ri1 35-42
T'emodpunius b — ceMeHHbIH aHanu3 (3 yenoBeKa) aHaIN3 3HAYMMbIX MyTallUi 6000 Illa 35-42
HeiipoceHcopHasi Tyroyxocrn aHau3 3HAYUMBIX MyTanui B reae GJB2 (30delG, 167delT) 3000 ri2 21-28
lanaxTozemus ananus mytauii Q188R, K285N (GALT) 3000 ri3 21-28
TanakTozeMus ananus mytamuii Q188R, K285N, N314D (Asn314Asp, 940A>G) (GALT) 3900 T'13a 21-28
HocuTenbeTBO YaCThIX MyTaLMid 1151 aHanu3 yacTeix MyTanuii B renax CFTR, R408W(PAH), SMN1, GJB2 (1 uemn.)
HanboJIee YACTBIX HACJIEICTBEHHBIX (MyKoBUCLIHIO3, eHUNKeHeTypus, 0-ub Bepauura-I'oddmana, 10000 res7 35-42
3a00/1eBaHuil HelfpoceHCOpHas TyrOyXOCTh)
Cunapom Kuanbepa HUccnenoBanue mpoMotopHoit obmactu rera UGT1AL 3100 ri4 10-14
Cunjapom Buibcona-KonoBasioBa aHanm3 4-x Hanbosee JacTeIX MyTaruii B rene ATP7B
(c.2304dupC(p.Met769fs), ¢.3207C>A(p.His1069GIn), 3900 ris 14-21
€.3402delC(p.Alal135fs), ¢.3649_3654del6, ¢.3190G>A(p.Glu1064Lys)
HXTHO3 BPOKIEHHBIH, X-clenJeHHbIi ITouck nmomuelii aenenmu reda STS seimonnasercs B 1’540 3000 ri6 14-21

peLecCUBHbI




JAATHOCTHUKA TSIKEJIBIX BPOKJIEHHBIX ITATOJIOT W, T'PYIITIA 2

CEKBEHUPOBAHHE
Ha o0opynoBannu Illumina

IMoHo3K30MHO0e cexkBeHnpoBanue JTHK co

B TOM YHCJIC CKPUHHUHI' HA MOHOT'€HHBIC 3a6OJIeBaHI/I$I, aHans

cpeHeil KpaTHOCTHIO NOKPLITHS OT 30X M MIPEAPACIONOKEHHOCTEH Ha OCHOBE aHKEThI, KOHCYJIbTALMs Bpaya- 90000 C7 60

Bepudukanueii no Caurepy, reHeTuka 10 u nociae tecra OBA3ATEJIbBHA

Ionnosk3omHuoe cexsenupopanne JTHK co aHaJIN3 I[eIeBOro 3a00IeBaHN.

cpefHeii KPATHOCTBIO MOKPHLITUS 0T 30X 1 Hampasiienne ot Bpaya ¢ yKa3aHHEM HHTEPECYIOLIEro 3a00JIeBaHuUsI UM TCHOB 70000 C8 60

Bepudukanueii no Caurepy, 00s13aTeIILHO

IMonnorenomuoe cekpenuposanue JJHK co B TOM YHCJIE CKDUHUHT Ha MOHOT€HHbIE 3a00JI€BaHus], aHAIU3

cpefHeii KPATHOCTHIO MOKPHLITUS 0T 30X 1 IpeIpacoloKeHHOCTEN Ha OCHOBE aHKEThI, KOHCYJIbTAlHsl Bpaua-reHeTHKa 590000 C9 90

Bepupukammeii mo Courepy, 110 1 nocuie Tecta. HazHauaercst ToJIbKO BpauoM IeHETHKOM

IMono3k30MH0e cekBennposanue JTHK co (mpemocTaBIsiIOTCS He 00paboTaHHble faHHbIe) HazHauaercs: TOIbKO BpauoM 60000 c10 60

cpeHeil KPaTHOCThIO MOKPbITHs 0T 30X TEHETUKOM

IHonnorenomuoe cexkpenuposanue JJHK co (mpemocTaBIsifoTCsl He 00paboTaHHble faHHbIe) HazHauaercs: TOIbKO BpauoM 500000 ci1 90

cpeHeil KPaTHOCTHIO MOKPLITHS OT 25X TEHETUKOM

KoMmiiekcHoe reHeTnyeckoe uccae0BaHue 006pasioB nepudepruuecKkoil BeHO3HOI KPOBH IPO0aH/a 1 ero poaUTeNeH s

cunapoma Buibcona-KonoBanoBa HOJTBEPXKACHHUS IMarH03a HaCJICCTBEHHOTO 3a00/IeBaHUsI CHHAPOM 90-
Bunbscona-KonoBasoBa myTeM ceKBEeHHPOBAHUS T'eHa OeTa-TIOIUIENTH] 50000 Cl18 120
Mep-TiepeHocsIei aneHo3unTpudocharassl ATP7B u Bepudukanueit no
CaHrepy HallJIeHHbIX MyTalMi

KoMIuiekcHoe reHeTHYeCKoe HCCIeJ0BaHHE 006pa3ioB nepudepruuecKkoil BeHO3HOI KPOBH IpodaH/a Ul IIOATBEPKACHHS

3a0osieBaHus runepgeHnIaIaHuHEMHs ¢ JIMarHo3a HacJIe[ICTBEHHOro 3a60/1eBaHNs THNepeHNIAJaHUHEeMHUS ¢ 50000 c19 90-

NeUIHUTOM TeTParupoouonTepuHa AeHIHMTOM TeTparnIpoduoNTepuHa, ITyTeM IOHCKa MyTaluii B reHax PTS, 120
QDPR, GCHI, PAH u Bepudukanueii no CoHrepy HaiIeHHBIX MyTaLHi

TpeauMNIAHTAMOHHAS TUATHOCTUKA IS 1 6mactome. Ha3nagaercst TOJIBKO BpauoM

HOCHTeJIeil CTPYKTYPHBIX XPOMOCOMHBIX 26400 C13 14-21

nepectpoek - VeriSeq PGS

TpeaMMNIAHTAMOHHAS TUATHOCTUKA IS 1 6mactomep (ot 24 00Opa3noB ogHOBpeMeHHO)HazHagaeTcs TOIbKO BpauoM

HOCHTeJIeil CTPYKTYPHBIX XPOMOCOMHBIX TeHEeTUKOM 19900 C13b 28

nepecrpoex - VeriSeq PGS

TAPTETHOE CEKBEHUPOBAHHUE: CEKBEHUPOBAHHE CO CpeAHEN KPaTHOCTBIO NOKPHITHs OT 200X (aHaNu3 KPOBU U 28000 Cl6c 45-60

MOJIEKYJISIDHASI OHKOJIOTHSI omyxoJu nanpenta) Hasxnauaercs TobKo BpauoM IeHETHKOM

IMAHEJIN: KIMHUYECKHUHU 3K30M

KJIMHUYECKHWM IK30M. IManenn CEKBEHUPOBAHHE CO CPeAHEN KPaTHOCTBIO MOKPHITHA OT 70X U Bepudukanueit

"I'unepuncyaunusm u MODY" o CaHrepy
HNF1A, GCK, HNF4A, HNF1B, PDX1, NEUROD1, KLF11, CEL, PAX4, 38900 cl2 90-
INS, BLK, EIF2AK3, RFX6, WFS1, ZFP57, FOXP3, KCNJ11, ABCC8, 120
GLUD1, HADH (SCHAD), SCL16A1, UCP2, INSR, AKT2, GCG, GCGR,
PPARG, PTF1A

KJIUHUYECKHH IK30M: MOJIEKYJISIPHAs OHKOJIOTHsI
CEKBEHMPOBAHNE CO CPeJHEN KPaTHOCTBIO MOKPHITHs oT 200X (aHaIM3 KpoBU 1 150000 Cl6a 15-30
omyxoJu narpenTa) HasHauaercs ToIbKo BpauoM IeHETHKOM

KJIUHUYECKHUI DK30M: MOJIEKYJISIPHAs OHKOJIOTHsI
CEKBEHUPOBAHHE CO CPEAHEN KPATHOCTBIO OKPHITHS OT 200X (aHaIHU3 KPOBU U 90000 Cléb 30-45
omyxoJy narpenTa) Hasxnauaercst ToIbKO BpauoM TeHETHKOM

KJIUHUYECKUH DK30M: OLIEHKA HACJIEICTBEHHBIX TSDKEIIBIX PEleCCUBHBIX 3a00eBanuii 6onee 4000
KJIMHUYECKH 3HAYUMBIX T€HOB, CEKBEHHPOBAHHE CO CPeHell KpaTHOCTHIO 49000 Cl7a 30-45
MOKPBITUS 0T 70X

KJIUHUYECKUH DK30M: OLIEHKA HACJIEICTBEHHBIX TSDKEIBIX PEIleCCUBHBIX 3a00eBanuii, 6onee 4000 90-
KIMHIYECKH 3HAYMMBIX TEHOB, CEKBEHUPOBAHNE CO CPENHEH KPAaTHOCTBIO 38900 Cl17b 120
nokpbITHs 0T 70x OnpejiesieHHble TeHbI HA3HAYEHHbIE BPAYOM

KJIMHUYECKHUI DK30M: Ianean "Hacieacrsennnie snuencun"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 38900 c17d 90-
Bepubukanuei no Caurepy CHHCOK T'€HOB CM. TIPHIIOKEHUE 120
Ne 1 x mpaiic-nucty

KJIMHITYECKHH 5K30M: IManens "HacieacTBeHHbIE HAPYIIEHUs] OGMeHa BellecTB"
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MIOKPHITUS OT 70X U 38900 Cl7e 90-
Bepudukarueii mo Conrepy Crnucok reHoB cM. mpuitoxeHne Ne 1 k 120
npanc-nucTy

KJIMHUYECKHH 9K30M: IManens "3a60/eBanusi coeAMHUTEIbHON TKaHU"
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MTOKPHITUS OT 70X U 38900 C17f 90-
Bepudukanueit mo Conrepy Crmcok reHOB cM. puiioxkenue Ne 1 k 120
Mpanc-JINCTy

KJIUHUYECKHUI DK30M: [Manens "HaciencTBeHHbIE OMYX0JI€BbIe CHHAPOMbI"
CEKBEHHUPOBAHUE CO CPEIHEH KPAaTHOCTBIO MOKPHITUA OT 70X 1 38900 c17 90-
Bepudukanueit mo Conrepy Crmcok reHOB cM. Tpuiioxkenue Ne 1 k g 120

Mpanc-JINCTy




KJIMHUYECKHUH 3K30M:

IHanens "HaciencrBeHHas Tyroyxocrn"

CEKBEHHPOBAHUE CO CpeIHEN KPaTHOCTBIO MOKPHITUS OT 70X 1 90-
M 38900 Cl7h
Bepudukanueii no Conrepy CrucoK reHOB cM. mpriiokenue Ne 1 k 120
IIPaNC-JIUCTY
KJIMHUYECKHUI 3K30M: Ianens "Kenckue Hac/ieICTBEHHbIE OIyX0J1U"
CEKBEHHPOBAHHE CO CpeIHEN KPaTHOCTBIO MOKPHITUS OT 70X 1 . 90-
o 38900 C17i
Bepudukanueil mo Caarepy  Crmcok reHoB cM. npuitoxenue Ne 1 k 120
Ipaic-nucTy
KJIMHAYECKHUH DK30M: IManens "®PakoMaTo3bl M HACAECTBEHHBIH pak'
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTHIO MOKPHITUS OT 70X U 38900 C17K 90-
Bepudukanueit mo Conrepy CHUCOK TeHOB cM. TpuiioxkeHue Ne 1 k 120
Mpaic-JIMCTy
KJIMHUYECKUH 3K30M: Ianens "HacneacTBeHHBIH paKk MOJIOYHOM Kene3nl"
CEKBEHHUPOBAHUE CO CPEIHEH KPATHOCTHIO MOKPHITUS OT 70X U 38900 C17L 90-
Bepudukanueii no Courepy CIIHCOK FeHOB M. npriioskeHne Ne 1 k 120
MIpalC-JIIUCTY
KJIMHUYECKHUH DK30M: ITanens "HaciiencTBeHHBII pak TOJCTOH KHIIKK"
CEKBEHHPOBAHME CO CpeHel KpaTHOCTBIO MOKPHITHS OT 70X 1 90-
o 38900 Cl7m
Bepudukanueil mo Caarepy CrHmcok reHoB cM. mputoxeHue Ne 1 k 120
MIpalC-JIIUCTY
KJIMHUYECKHI 3K30M: Ianens "IlepBUYHBIi HMMYHOeULHUT H HACJIEICTBEHHbIE
a”Hemuu" 90-
CEKBEHHPOBAHUE CO CPEJHEH KPaTHOCTBIO MOKPBITHS OT 70X 1 38900 Cl7n 120
Bepudukanueit mo Conrepy Crnucok TeHOB cM. Tpuiioxkenue Ne 1 k
npaiic-nucTy
KJIMHAYECKUN DK30M: IManenp "YMCTBEHHAs OTCTAJIOCTH U PacCTPOiicTBa
ayTHCTHYECKOro crexkTpa' 90-
CEKBEHHPOBAHUE CO CPEJHEH KPaTHOCTBIO MOKPBITHSA OT 70X 1 38900 Cl7o 120
Bepudukanueit mo Conrepy CHUCOK IeHOB cM. mpuiioxeHue Ne 1 k
npaic-nucTy
KJIMHITYECKHH 3K30M: IManesnb "HepBHO-MbILIeYHbIE 3260 eBaHus"
CEKBEHHPOBAHHE CO CpeIHEH KPaTHOCTBIO MOKPHITUS OT 70X 1 38900 C17 90-
o p
Bepudukanueii no Courepy CHHCOK TeHOB cM. mpuiiokenue Ne 1 k 120
npaic-nucTy
KJIMHUYECKUH 3K30M: Hanens "HeiipogerenepatuBHble 3a001eBanus"
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MOKPHITUS OT 70X U 38900 c17 90-
Bepudukanueii mo Courepy CIIHCOK FeHOB M. priIokeHue Ne 1 k q 120
panc-JIuCTy
KJIMHUYECKHUH DK30M: Maneas "Hacaeacreenunie 3a00/eBanus riaas"
CEKBEHMPOBAHHUE CO CPesiHell KPaTHOCTBIO MOKPHITHS OT 70X U 38900 c17r 90-
Bepudukanueid mo Canrepy Crmcok reHoB cM. npuioxenue Ne 1 k 120
panc-JINCTy
KJIMHAYECKUA DK30M: IManens "HacieacrBennsle 3a60/1eBaHus MoOYeK"
CEKBEHHPOBAHME CO CpeTHEel KPaTHOCTBIO MOKPHITHS OT 70X 1 38900 C17s 90-
Bepudukanueit mo Conrepy Crnucok TeHOB cM. Tpuioxkenue Ne 1 k 120
npaic-mucTy
KJIMHUYECKUI DK30M: IManens "HacieacTBennsle 3a601eBanus cepaua'’
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MIOKPHITUS OT 70X U 38900 C17t 90-
Bepudukanueii mo Courepy CHHCOK reHOB cM. Tipuioxerne Ne 1 k 120
pac-JINCTy
KJIMHUYECKHI 3K30M: IManens "HacneacTBeHHbIe HAPYIIEHHS PENPOIYKTHBHOIM
cucremMbl" 38900 %
CEKBEHHPOBAHUE CO CPEIHEH KPATHOCTBIO MIOKPHITUS OT 70X U C1l7u 12(_)
Bepudukanueit mo Conrepy CHHUCOK reHOB cM. mpuiiokeHue Ne 1 k
panc-JINCTy
KJIUHUYECKHUH DK30M: Ianesns "HaciiencTBeHHbIE 32001€BAHNUS 5KeJIy10YHO-KHIIEYHOT O
TpakTta'" 38900
CEKBEHHUPOBAHUE CO CPEIAHEH KPATHOCTBIO MOKPHITUS OT 70X U Clrv fg(_)
Bepudukanueit mo Conrepy Crmcok TeHOB cM. Tpuiioxkenue Ne 1 k
panc-JIMCTy
KJIMHIYECKHUHI DK30M. Manens Maneas "'TIpeApacno0:KeHHOCTH K PA3BUTHIO HACJIEACTBEHHBIX 90-
TeHETHYECKOIi IPEIPACHOI0KEHHOCTH K _ | xapmmommonaTmii'* ot 70x u BepuduKauueis mo Conrepy. CrHCOK TEHOB CM. 38900 Cl8a 120
PA3BHTHIO HACTEACTBEHHBIX KAPAHOMHONATHH | 1yppiojkerme Ne 1 k npaiic-mucty
Bepuduxanus no Canrepy nociae NGS
Tlovick BBISBICHHOH B JaHHOH ceMbe OJJHON MyTaIuy y poacTBeHHuKa (rmocine NGS B Hamreit naboparopun) (1-2 yenosexa) 3000 BC1 14-21
Tlouck BBISIBICHHO# B TaHHOW C€Mbe OHOM MyTaluK y poacTBeHHHUKa (mocine NGS B Harueit 1abopatopun) (JlononHuTensHO K
yeiyre BC1 3a KaXIoro CIIeQyIOIIero 4yeaoBeKa) 1500 BCla 14-21
Tlouck BBISIBICHHO! B TaHHOW ceMbe MyTalluu y poacTBeHHUKa (nocie NGS naHHbIe U3 m000ii nadopatopun) (1-2 yenoseka) 5000 BC2 28-35
Tlovick BBISBICHHOH B JTaHHOM ceMbe OJJHON MyTaIMy y poAcTBeHHHKa (Tociie NGS, nanHble U3 1r000ii 1abopaTtopun) 2500 BC2 28-35
(JononnuTenbHo K yeayre BC2 3a kaI0ro cieylonero 4ejioBeKa) 4 i
Ipenaramsuas JJHK-quarnoctuka B cembe (mocine NGS B Hameit mabopatopun) (1-3 genosexa) 5000 BC3 14-21
Ipenaransnas JJHK-nuarsoctuka B cembe (mocie NGS nanHble U3 Jito6oit taboparopun) (1-3 denoBeka)
8000 BC4 28-35




Bbunonndopmarnyecknii anaan3 1aHHBIX JlabopaTopuei kinan4eckoil Onounpopmatuku ClinBio mox

pyxoBoacTBoM Penopa KonoBajioBa

DKCHEepTHBII aHAIN3 TaHHBIX CEKBEHHPOBAHUSI MOJIHOTO 9K30Ma, KIIMHMYECKOTO 9K30Ma WM TeHHOH nanenu JlabopaTopueit
KimHr4eckoit ononndopmarku ClinBio nox pykoBoactBom ®enopa Konosanopa. [{is uccienoBanust HEOOXOIMMBI IaHHBIC B

¢dopmare FASTQ, a Taxoke oOe3nuueHHas KIMHIYecKast nHdopMalys. AHaIM3 KayecTBa JaHHbIX BKIoueH (He Bkitodaer B cedst 7500 b1 14-21
KIMHAYECKYK0 HHTEPIPETALMIO BPAYOM KIMHHYECKUM TCHETUKOM.
Tanens «KiHHIYECKHH 9K30M» ¢ OHOHH(pOpMATHIECKON 00pabOTKON JAHHBIX CEKBEHHPOBAHUSI DKCIIEPTHOTO YPOBHS C17+ 90-
. o P 33400
JlaGoparopueii knuHIYecKkoi buonHdopmaruku ClinBio mog pykoBoactsoM Penopa Konosanosa. bH1 120
BbuonndopmaTnka 1 KIMHAYeCKAs HHTePIPeTANMA JAHHBIX CEeKBEHHPOBAHUS

Buonndopmatrueckas 06paboTka U KIMHAYECKas HHTEPIPeTaIys JaHHBIX cekBeHHpoBaHus B popmare FASTQ, momydyeHHbIX 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
AbduoTpodus ceruarku, Tun OpaHyecKeTTH

IMouck HanGonee yacTeix MyTaruii B reie ABCA4 (xpoBs ¢ D/ITA) 7700 181 14
AJpeHOreHNTAJIBLHBINA CHHAPOM

Iowuck 9-tu HanGonee yacTeix MyTanuii B reie CYP21A2 ¢ 00si3aTenbHbIM MPeIOCTaBICHHEM MaTepHalia poauTeNnei 9700 56 21
GosbHOrO pebenka (kposb ¢ DJITA) )

IMouck 9-tu Haubonee yacTbix Mytaiuii B rene CYP21A2 y ponutenbcKkoii mapbl IpH HEJOCTYITHOCTH MaTepuaia 601bHOro 11 600 7718 21
pebenka (kposb ¢ D/ITA) (2 yein.)

Ipenaransuas JJHK-quarsoctrka 12 000 11.7.3 14
Alikapau-I'yTeepec cHHIpOM

Iowuck yacteix Mytauii B renax TREX1, RNASEH2B, ADAR 8000 72.35 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.72.35 14
AKpOJepMATHT 3HTEPONATHY eCKHIi

Iowuck mytanmii B rene SLC39A4 17 500 82.9 21
ITouck BBISBIEHHBIX B JaHHOW CEMbE MyTallMii Y pOJCTBEHHHKA 6600 4.1 21
AkceHpenbaa-Purepa cunapom

ITouck myranwmii B rene PITX2 15 500 76.22 21
Iowuck mytanuii B rene FOXC1 8000 72.37 21
ITonck BEISBIICHHON B JaHHOH CeMbe MyTallul y POACTBEHHHKA 6600 3.125 21
ABOMHHU3M IU1230KO0KHbII

Iowuck mytanmii B rene TYR 12 200 77.4 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.2 21
Iowuck mytarmii B renax TYR, OCA2, SLC24A5, GPR143 (kposs ¢ D/ITA) 35500 80.11.6 60
AJIbCTpEMa CHHAPOM

Iowuck mMyTarmii B "ropsanx" yyactkax reaa ALMS1 8000 72.31 21
INoucK BBISBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 6600 4.59 21
AHJIepceHa CHHIPOM

Iowuck myTarmii B rene KCNJ2 10 700 735.1 21
IMonck BEIABIEHHON B ITAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.64 21




Anemus Jaiimonaa-biexdena

Touck myrauwuii B reae 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 Hanbosnee yacTeix MyTarmii B reie FGFR2 9800 15 14
IIpenatansnas JJTHK-quarnoctuka 12 000 11.15 14
ApPHTMOTreHHAs! AUCIJIA3HS / KADAHOMHONATHS IPABOTI0 KeJIyA0YKa

IMouck myraumii B renax SCNSA, KCNQ1, KCNE1, KCNH2, KCNE2 (kposb ¢ DITA) 37 000 80.8.3 60
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.3 21
ApTa cuHApOM

Touck myranwuii B rene PRPS1 15500 76.8.2 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTALlUH Y POACTBEHHHUKA 6600 3.65 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.421 14
ApTporpuno3 AucTaiabHbli (cuaapom @pumena-Illennona)

Iowuck yacTeix MyTarmii B rene MYH3 7 100 79.34 21
ITouck BEISIBICHHON B JaHHOH CeMbe MyTalluH y POACTBEHHHKA 6600 3.4 21
ATrakcusi Dpuapeiixa

TTouck Hanbosee 4acThIX MyTanuii B rene FXN 9800 1.22 14
ITouck myranwmii B rene FXN 12 200 77.13 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.2.6 14
Atakcusi, Xopesi, CyZl0pOTrH H JeMeHIHs

Iowuck yacTeix MyTarmii B rene ATN1 4500 2.52 14
ATpodus 3putesbHOro Hepsa Jledepa

Iowuck 3-x gacTeix MyTauuit muroxonapuanshoit JJHK (kposs ¢ D/ITA) 4500 243 14
Iowuck 12-ti acTeix MyTauuit mutoxonapuanbhoit JJHK (kposs ¢ DATA) 8000 72.28 21
ATpodus 3puTEJHLHOr0 HepBa € IIyX0Toi

IMouck MyTaImii B «ropsiaux» ydactkax reaa OPAL 7100 79.26 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.79.26 14
AyTOMMMYHHBIH JJUM(ponpoandepaTHBHbIH CHHAPOM

IMonck MyTanmii B «ropstanx» ydactkax rea FAS 6600 75.15 21
IMouck myrauuii B rene FAS 17 500 82.6 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.7 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.82.6 14




AyTOMMMYHHBIH NOJUIHIOKPUHHBIA 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

IMowuck mytarmii B rene GRN 14 200 88.11 21
ITouck BBIABIEHHON B JaHHON 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 ¢ D/ITA) 9800 1.18.1 14
Ipenaransuas JJHK-quarsoctrka 12 000 11.2.13 14
Baniepa-I'epoiibaa cuHaApOM

IMowuck mytarmii B rene RECQL4 25800 84.27.2 21
INoucK BBISBICHHBIX B JAHHOW CEMbE MYTALHH Y POJCTBEHHUKA 6600 4.80 21
Banasu-Paiiiu-PyBanbkada cuaapom

Iowuck myTarmii B rene PTEN 19 500 81.6.3 21
ITouck BEISIBICHHON B JaHHOH CeMbe MyTalluH y POACTBEHHHKA 6600 3.66 21
Bapae-bunis (Jlopenca-MyHa) cHHIpOM

TTouck myranwuii B rene BBS10 11 000 77.28 21
Bapra cunapom

Iowuck myTanmii B rene TAZ 14 200 88.1.2 21
ITonck BEISBIICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.67 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.32.1 14
Becra 6o1e3Hb

Iowuck myTarmii B rene BEST1 21 600 83.10.1 21
Bépra-Xora-/Ipro06a cuHAPOM

IMouck myranuii B rene FLCN 25800 84.13.2 21
INowrck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.68 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.16.2 14
Baedapodumos, 00paTHbIN JMUKAHT U NITO3

IMonck myrarmii B rene FOXL2 8000 79.38 21
IMonck BEIABIEHHBIX B JaHHOH CEMbE MYTAIlUH y POJCTBEHHHKA 6600 3.145 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.79.38 14
Buaoxa-CyJsibudeprepa cHHIpOM

Iowuck gacTeix MyTamuii B rere IKBKG 5200 2.47 14
Jlationn3anus X-XpoMocoMsl y ieBodek (KpoBb ¢ DJ[TA) 6600 10.1 14
Mpenaramsuas JJHK-nuarsoctrka 12 000 11.2.47 14
Bayma cunapom

Touck yacteix myrauuit B rede RECQL3 4500 2.48 14
BoxkoBoii amuoTpoduyeckuii ckiepo3

IMouck myranuii B reae SOD1 12 200 77.27 21
Iowuck gacTeix MyTaiwii B reae VAPB 6600 75.20.1 21
IMouck yacteix Myranuii B rene C90RF72 9800 1.23 14
IMonck BHISBICHHBIX B JaHHON CEMbE MYTAIlUH y POACTBEHHHKA 6600 4.6 21
Boysna-Konpaau cunapom

Iouck myranuii B rene EMG1 10 700 73.23 21
IMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIMH Y POJACTBEHHHUKA 6600 4.37 21
Bpaxugakruiaus

Touck myranuii B rene HOXD13 10 700 73.14.2 21




[Tonck MyTarmii B 9k30Hax 8 u 9 rera ROR2 8000 72.2 21
Iouck myranwuii B reae NOG 6600 75.32.2 21
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllMH y POACTBEHHHKA 6600 3.17 21
Bpyrana cuaapom

IMouck myranuii B rerax SCNSA, KCNQ1, KCNE1, KCNH2, KCNE2 (xposs ¢ D/ITA) 37000 80.8.4 60
ITouck BBIABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.69 21
BuépHcTaga cuHapom

IMowuck mytarmii B rene BCSIL 10 700 73.15.1 21
ITouck BBISBIECHHBIX B JaHHOW CEMbE MyTallMi Y pOJCTBEHHHKA 6600 4.38 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.73.15.1 14
Baapnenoypra cuaapom

Touck myranwuii B rene PAX3 17 500 82.1.1 21
ITorck BBISBICHHOW B JaHHOI CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.70 21
IIpenartansnas JHK-auarnoctuka 12 000 11.82.1.1 14
Baapnendypra-1llaxa cunapom

ITouck myranuii B rene EDNRB 15 500 76.4.1 21
INouck BBISBICHHBIX B JAHHOU CEMbE MYTALIMH Y POJCTBEHHUKA 6600 4.39 21
Ban gep Byaa cunapom

ITouck myrarnwmii B rene IRF6 19 500 81.11.1 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIMH Y POACTBEHHHKA 6600 3.71 21
BepHepa cunpom

Iowuck myTarmii B rene RECQL2 (xpoBb ¢ D/ITA) 63 600 86.2 45
ITouck BBISBIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.40 21
IIpenartansnast JJHK-auarnoctuka 12 000 11.64 14
Bunnedpanaa 6oJe3Hn

IMonck myrammii B renax F8, F9, VWF (xposs ¢ D/ITA) 37 000 80.6.3 60
Buascona-KonoBasiosa 0o/1e30b

IMonck 12-n Hanbonee gacTeIX MyTaimii B reae ATP7B 9800 14 14
INoucK BHISBICHHBIX B JAHHOU CeMbE MYTAIMH Y POJCTBEHHUKA 6600 4.7 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.6.2 14
IMonck mMyTanmii B 15 rerax oOmena mexu 1 xkenesa (kposb ¢ DJITA) 37 000 80.14.1 60
BuibsiMca cuHAPOM

IMonck nenennii B pernone 7q11 (kpos ¢ O/ITA) 10 500 5.9 21




BuckorTa-OJijipuya CHHIPOM

IMonck mytarmii B rene WAS (xpoBs ¢ 3JITA) 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'MIOBEeHTIISIIIHNA CHHAPOM

Touck yacteix Mytanuii B rere PHOX2B 5200 2.42 14
IMouck myranmii B rene PHOX2B 10 200 73.32 21
T'anunepBopaena-Illnarua 6o1e3Hb

IMouck Hanbonee yacTeiX MyTaluii B rene PANK2 6600 75.8 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.7.35 14
IMouck mMyTanmii B 15 reHax odmeHa meau u xenesa (kpoeb ¢ DJITA) 37 000 80.14.2 60
I'eneodusuyeckas AMCIIAZHA

IMouck myrarmii B rene ADAMTSL2 35700 85.10 30
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 411 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.72.18 14
I'emodmius

ITonck SK30HHBIX Jelelnii 1 9acThIX HHBepcHil B reHe F8 npu remodmmmu A (kpoBs ¢ DJITA) 10 200 5.25 21
Touck myranwuii B rere F9 npu remoduinu B 16 500 76.2 21
ITorck BBISBICHHOW B JaHHOIT CEMbE TOYKOBON MYTAlUH Y POACTBEHHUKOB 6600 3.19 21
Tpenaranpras JJHK-muarHoctika (py U3BECTHOM B CEMbE MYTALHN) 12 000 11.8.9 14
Iowuck mytanuii B renax F8, F9, VWF (kposs ¢ D/ITA) 37 000 80.6.1 60
I'eHnTOonaTe/NISIpHBINA CHHIPOM

Iowuck myTarmii B 9k30He 18 rena KAT6B 10 400 73.30.2 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.144 21
I'epmancku-Ilyniaka cunapom

Iowuck yacTeix MyTanuii B rere HPS1 7100 79.32 21
I'epcrmanna-LlTpeyccnepa-Ileiinkepa 60J1e3Hb

Iowuck myTarmii B rene PRNP 8000 72111 21
ITouck BBISABIEHHON B JaHHOM CEMbE MyTallUH y POJICTBEHHUKA 6600 3.11 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.7.411 14
I'mapouedannsi, 00yciioBIeHHas BPOKICHHHBIM cTeH030M CHIIbBHEBa BOJONPOBOAA

IMouck myrarmii B rene LICAM 35000 85.13.2 21
INowrck BHISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.127 21
T'unep-IgD cunapom

Iowuck mMyTaruii B "ropsanx" yuactkax reaa MVK 7100 79.25 21
Iowuck myTarmii B ree MVK 21 000 83.11.2 21
ITouck BBHISBIEHHBIX B JAHHON CEMbE MyTallMi Y POJICTBEHHUKA 6600 412 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.79.25 14
I'unep-IgM cunapom

Iowuck myTarmii B rene CD40LG 12 200 77.3 21
ITonck BEIBICHHON B IAHHOH CeMbE MYTalli y POJICTBEHHUKA 6600 3.20 21
Ipenaransuas JTHK-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
IMonck MyTarmii B 8 reHax HaCJIEACTBEHHBIX Mapannyeil 1 MUOTOHHH (KpoBb ¢ D/{TA) 37000 80.13.1 60
I'unepkeparo3

ITouck myranuii B rene KRT1 14 100 88.10 21
Iowuck mytanmii B rene KRT9 16 300 76.20 21
Touck myranuii B rene KRT6C 16 300 76.25 21
Iowuck myranmii B rene KRT6A 16 300 76.26.1 21
Touck myranuii B rene AQP5S 10 600 73.33 21
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.22 21
I'uneprpoduyeckass KAapAHOMHONATHS

Touck myranuii B rene CAV3 7100 79.23.2 21
Iowuck mytarmii B rene TNNT2 25000 84.4.1 21
ITouck BbIABIEHHON B JaHHON CEMbE MyTallUU y POJCTBEHHUKA 6600 3.23 21
I'nnepdenniaganuHeMus ¢ AeUIUTOM TeTparnIpoduonTepuHa

INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.13 21
Touck myranwuii B renax PAH, PTS, QDPR, GCH1, PCBD1, SPR (kpoBbs ¢ 3/ITA) 37000 80.3.2 60
I'nnokanueMu4ecKuii NepHOAMYECKHH MapaIuy

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

IMouck myrammii B rene PHEX 40 000 90.10 30
Iowuck mytanmii B rene FGF23 10 300 77.44.1 21
ITouck BbISABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.24 21
I'unoxoHaponaasus

TTouck Haubonee yacTeix Mytanuii B rene FGFR3 (kpoBb ¢ D/ITA) 9800 1.18.2 14
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.21 14
I'unnens-JInaaay cuHApOM

IMonck myrarmii B rene VHL 10 300 72.7.1 21
Awnanus yncna xornuit rena VHL (kpoBs ¢ D/ITA) 11 200 55 21
ITonck BEIABICHHON B ITAHHOM CeMbE TOUYKOBOW MYTaI[! y POJICTBEHHUKA 6600 3.89 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.7 14
I'1a30-3y60-naJjbueBoii CHHIPOM

IMouck myranuii B rene GJA1 8000 72.38.1 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.132 21
Ipenaransuas JIHK-nuarsocrika 12 000 11.72.38 14




I'maykoma Bpo:kaeHHas

Touck myranwuii B rene CYP1B1 10 600 73.7.1 21
I'1aykoMa 10BeHHJIBHASI OTKPbITOYT 0JIbHAS

IMouck myranmii B rene CYP1B1 10 600 73.7.2 21
I'’ToMepyonnTO3 NOYEK rMIONIACTHYECKOTO THIIA

Iowuck myranmii B rene HNF1B 19 500 815 21
ITouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.26 21
Ipentatansuas JHK-guarnoctuka 12 000 11.815 14
Tosnonpo3z3nuedanus

Touck myranuii B rene SHH 10 600 73.17.1 21
I'peiira cunapom

Touck myranwuii B rene GLI3 35000 85.2.1 30
ITorck BBISBICHHOW B JaHHOIT CEMbE MYTAIlMH Y POACTBEHHHKA 6600 3.114 21
I'pucnenan cuHAPOM

IMouck myTarmii B rene RAB27A 12 100 77.10 21
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.60 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.77.10 14
Jenenun xpomocomel 1p36 cuaapom

Tlouck neneuwii B perrone 1p36 (kpoeb ¢ DATA) 10 300 5.10 21
Jeduuut ropMona runousa, KOMOHHHPOBAHHBIIH

TTouck myranuii B rene PROP1 9800 72.42 21
ITowck BEHISIBICHHBIX B JAHHOH CeMbE MyTalli Y POJCTBEHHHUKA 6600 4.86 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.42 21
Jepuuut UMMYHOII00yIHHA A

Iowuck mytaruii B rene TNFRSF13B 12 500 77.25 21
ITowck BEHISBICHHBIX B JAHHOH CeMbe MyTalli Y POJCTBEHHHUKA 6600 4.66 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.77.25 14
JepuuuT KAPHUTHHA CUCTEMHBIN NMePBUYHbIH

Iouck myrauuii B rene SLC22AS5 21000 83.14 21
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIMH Y POJCTBEHHUKA 6600 4.15 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.83.14 14
JepuuuTt nupyBaTACTUAPOreHa3bl

IMouck myranuii B rene PDHA1 25 800 84.25.2 21
ITonck BEISBICHHON B JaHHOH CeMbe MYyTaIlMH y POACTBEHHHKA 6600 3.137 21
Hedunur dpakropa F12

IMonck myrarnmii B rene F12 17 000 82.17.2 21
INowrck BHISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 4.88 21
Ipenaransuas JJHK-nuarsoctika 12 000 11.82.17.2 14
Jxexcona-Beiicca cuHapom

Iowuck myTarmii B 9k30He 9 rena FGFR2 u sx3one 7A rena FGFR1 7100 79.19 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.79.19 14
Ju JIKOpaKM CHHAPOM

IMouck nenennii B pernone 22q11 (xposs ¢ DATA) 10 300 5.8.2 21
Juacrpoduyeckasi Jucniasus

Iouck myranuii B rene SLC26A2 14 100 88.16.1 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.88.16.1 14
IMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIMH Y POJACTBEHHHUKA 6600 4.16 21
JMIsTANNOHHAS] KAPAHOMHUONATHS

Iowuck myTarmii B rene EMD 8000 72.4.1 21
IMouck myTarmii B rene LMNA 21 500 83.6.1 21
Iouck myranwuii B rene DES 16 300 76.7.1 21




IMonck myTarmii B rene EY A4 25 800 84.3.1 21
Touck myranuii B rene TNNT2 25800 84.4.2 21
IMouck mytarmii B rene FKTN 25 800 849.1 21
Iouck myranwuii B rene TAZ 14 100 88.1.1 21
IMowuck myTanmii B rene SGCD 19 500 81.13.2 21
ITouck BBIABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 4.3.27 21
IMownck myraumii B rerax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE2 (kposs ¢ DITA) 37 000 80.8.5 60
HMucnaasus ae as Hlanens (Atenocreorenes)

Touck myranwuii B rene SLC26A2 14 000 88.16.4 21
ITouck BBISBICHHOW B JaHHOIT CEMbE MYTALlUH Y POACTBEHHHUKA 6600 4.4 21
IIpenartansnas JJHK-auarnoctuka 12 000 11.88.16.4 14
JMucnnasus Kuucra

IMowuck mytanmii B rene Col2A1 (kposs ¢ D/ITA) 63 600 86.1.2 45
ITouck BbIABIEHHON B JaHHON CEMbE MyTallUU y POJCTBEHHUKA 6600 3.28 21
JucTaabHasg MOTOPHasi HelpPONaTHs

TTouck myranuii B rene BSCL2 16 300 76.18.1 21
Iowuck myTarmii B rene HSPB8 8000 72.39.2 21
IMouck myrammii B rene GARS 35000 85.8.2 30
TTouck myranwuii B rene HSPB1 7100 79.1.2 21
Iowuck myranmii B rene IGHMBP2 30 000 89.1.2 30
TTonck mMyranuii B ropsiunx ydactkax rena TRPV4 8000 72.30.2 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.29 21
IIpenartansnas JJHK-quarnoctuka 12 000 11.7.58.1 14
JlicTajnbHasi ClIMHAJIBLHASI AaMHOTPO(HS BpOXKIEHHAs ¢ NAPAJIHYOM AHa(parmel

Iowuck mytanmii B rene IGHMBP2 30 000 89.1 30
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.78 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.25 14
JMcTanbHas CIHHAJILHAS AaMHOTPO(US, BPOKIEHHAs1, HEIPOIrpecCHPYIOLIast

IMorck MyTaImii B «ropsiaux» y4dactkax rena TRPV4 8000 72.30 21
Hucxonapocreos Jlepu-Beiis

IMouck myrarmii B rene SHOX/SHOXY 10 600 73.29.1 21
Ananu3 yncia kornii resa SHOX/SHOXY 10 300 5211 21
ITouck BEISBIEHHBIX B JAHHON CEMbE TOYKOBOM MyTallMii y POJCTBEHHUKA 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 (kposs ¢ 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 myrarwmii 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
ITonck BEISBICHHON B JaHHOH CeMbe MyTalllH 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 JJHK-nuarsocruika 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




KepaTura-nxTHo3a-TyroyXocTH CHHAPOM

Iouck myranwuii B rene GJB2 7100 79.10.2 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.79.10.2 14
KepaToaepmus ¢ pakoM NHUIIEBOAA

Touck myranuii B rene RHBDF2 25000 84.20 21
ITorck BBISBICHHOW B JaHHOIT CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.118 21
IIpenatansnas JJTHK-quarnoctuka 12 000 11.84.20 14
Kmunnens-®eiins cunapom

Touck myranuii B rene GDF6 8000 72.26.1 21
KoxkeiiHa cHHApPOM

Iowuck myranmii B rene ERCC6 40 000 90.1.1 30
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.73 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.90.1.1 14
KomM0nnupoBaHHbIii epuuuT BuTaMud K-3aBHCHMBIX GaKTOPOB CBePTHIBAHUS KPOBH

Iowuck myrammii B rene VKORC1 8000 729.2 21
Koporkoro narepsana QT cunapom

TMounck myraumii B reax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE1 (kpoes ¢ DITA) 37 000 80.8.1 60
IMowuck BHISBICHHON B JaHHOI CEMbE MYTAIMHU Y POACTBEHHHKA 6600 3.74 21
Kocomanocts BposkaeHHasi ¢ HiIH 0e3 feUIUTA JIHHHBIX KOCTell /WM 3ePKaILHOM MOJHIaKTHIHelH

Iowuck myTarmii B rene PITX1 9800 73.31 21
ITonck BEISBIICHHON B JaHHOH CeMbe MyTallul y POACTBEHHHKA 6600 3.146 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.73.31 14
Kocrenno cunapom

TTouck myranuii B kogonax 12, 13 rena HRAS 7600 75.24 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.75.24 14
KocTtHas rereponia3usi mporpeccHpyomas

Iowuck myTarmii B rene GNAS 19 500 81.9.3 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.35 21
Koynena 60s1e30b

Iowuck myTarnmii B rere PTEN 19 500 81.6.1 21
ITouck BBISABIEHHON B JaHHOM CEMbE MyTallUH y POJICTBEHHUKA 6600 3.12 21




Kodduna-Jloypu cunapom

Touck myranuii B rere 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 JaHHOIT CEMbE MYTAIlMH Y POACTBEHHHUKA 6600 3.36 21
IIpenartansnas JHK-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
Kpannodanmanbnoii 1ucMop(puu-TyroyXoCTH-yIbHAPHON IeBHAIIMM KHCTeH CHHAPOM

TTouck myranuii 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 BEISBIICHHON B JaHHOH CeMbe MyTaIlMH 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 MyTallUii Y POACTBEHHHUKA 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
ITouck BEISBIICHHON B JaHHOH ceMbe MyTallUH y POACTBEHHHKA 6600 3.151 21
JIapuHIro-OHHXO0-KYTaHHBIH CHHIPOM

IMouck myranuii B 3x30He 39 rena LAMA3 7600 75.14 21
JlelikoaucTpousi rTHIIOMHUETHHOBAs

Mowuck myTarmii B rene GJC2 10 600 73.18.1 21
Ipenaransuas JJHK — nuarsocruka 12 000 11.73.18.1 14
Jlepmurt-/lykioc 601e3Hb

IMouck myranuii B rene PTEN 19 500 81.6.2 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.14 21
JIu cuHapom

IMouck myranuii B rene PDHA1 25000 84.25.1 21
Iowuck myTarmii B rene BCSIL 10 600 73.15.2 21
ITonck BEIABICHHOMN B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.136 21
Ipenaramsuas JIHK-nuarsoctrka 12 000 11.73.15.2 14
Jlumdenema HacseICTBEHHAS

Iouck myranwuii B reae GJC2 10 600 73.18.2 21




H Ipenaransuas JJHK — nuarocruka

| 12000 |

11.73.18.2




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 JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.77 21
MakJieoaa CHHAPOM

Iowuck myTarmii B rere XK 10 600 73.22 21
ManauoynoakpajbHas AUCILIA3US ¢ JIMIIOAUCTPOduei

Iouck mMyTanmii B 9k30Hax 8, 9 rena LMNA 7600 75.12 21
Mapunecky-Illerpena cunapom

Iowuck myTarmii B rene SIL1 21600 83.18 21
ITouck BBISBIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.74 21
IIpenartansnast JJHK-quarnoctuka 12 000 11.83.18 14
Mapdana cuaapom

ITouck Myrauuii B «ropstunx» ydactkax resa FBN1 16 300 76.15 21
Iowuck mytanmii B rene FBN1, kpome «ropsaux» yaactkoB (kpoBb ¢ DJITA) 96 300 94.1 45
IMonck myranuii B rene FBN1 (xpoBs ¢ D/ITA) 105 000 95.1.1 60
INowrck BHISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.78 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.95.1.1 14
Mapmaia-CMUTa CHHAPOM

Iowuck myTarmii B rene NFIX 21 600 83.17.1 21
IMonck BEIABIEHHON B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.123 14
MeBaioHOBasi aUAYPHS

Iouck myrauuii B rere MVK 21 600 83.11.1 21
ITouck BEISBIEHHBIX B JAHHON CEMbE MyTallMii y POJICTBEHHUKA 6600 4.19 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.83.11.1 14
Me3omesmmyeckast qucniasus Jlanrepa

Iowuck myTarmii B rene SHOX/SHOXY 10 600 73.29.2 21
IMownck uncia kormit rena SHOX/SHOXY 10 600 5212 21
TowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJICTBEHHUKA 6600 4.83 21
Mertremorio0nHemMust

ITouck Hanbonee yacTex MyTarmii B reie CYBSR3 6600 2.25 14
Iowuck myTtarmii B rene CYB5R3 17 000 82.8 21
ITonck BBISBIEHHBIX B JAHHON CEMbE MyTalLlMii Y POJICTBEHHUKA 6600 4.20 21
MeTnarayTakoHOBasi AUy pUSsT

IMouck myrauuii B rene OPA3 7100 79.30.2 21




MuxkpodTajbM H30JMPOBAHHDII

Touck myranuii B rene GDF6 8000 72.26.2 21
MuxpodTaasM H30THPOBAHHBI ¢ K01000MOit

IMouck myTarmii B rene SHH 10 300 73.17.2 21
MuxkpodTajabM ¢ KATAPAKTOH

Iouck myranmii B rene CRYBA4 14 100 88.6 21
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.39 21
Muxpouedannu ¢ KanWIIAPHbIME MaabGopManusiMU CHHAPOM

Touck myranuii B rene STAMBP 21 600 83.20 21
IIpenartansnas JJHK-quarnoctuka 12 000 11.83.20 14
ITorck BBISBICHHOW B JaHHOIT CEMbE MYTAIlMH Y POACTBEHHHUKA 6600 4.87 21
Muuiepa-/lukepa CHHAPOM

Iowuck neneunit B peruone 17p13 (kposs ¢ DATA) 10 300 5.12 21
Touck myranuii B rene PAFAH1B1 25000 84.22 21
ITorck BBISBICHHON B JaHHOIT CEMbE TOUKOBON MYTAllMH Y POACTBEHHHUKA 6600 3.120 21
Mpuaposi 601e3ub (IuM(peremMa HacaeACTBEHHAST)

IMouck myrarnmii B rene FLT4 45000 91.1 30
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.15 21
IIpenartansnast JJHK-quarnoctuka 12 000 11911 14
MuoxkI0HHYeCKasi JUCTOHHS

TTouck myranuii B rene SGCE 25000 84.18.1 21
ITonck BEISBICHHON B JaHHOH CeMbe MyTallu y POACTBEHHHKA 6600 3.40 21
Muonatust Bpoaun

IMonck MyTanmii B 8 reHax HacJIEACTBEHHBIX Mapanudell 1 MUOTOHHI (kpoBb ¢ D/TA) 37 000 80.13.9 60
Muonatusi Muomu

IMouck myrarmii B rene ANOS 37000 80.5.4 60
Iowuck yacTeix mytarmii B renax CAPN,FKRP,ANOS5,SGCA 10200 1.25.2 21
MuonaTtusi ¢ JUCHPONOPIHEii THIIOB MBIIIEYHBIX BOJIOKOH

Iouck myranuii B rene SEPNI 21 600 83.9.2 21
Iowuck mytarmii B rene ACTA1 10 600 73.25.2 21
ITouck BEISBIEHHBIX B JAHHON CEMbE MyTallMii y POJCTBEHHUKA 6600 421 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.83.9.2 14
MuoTonuyeckasi AMCTpodus

ITouck Hanbomee yacTeIX MyTarmii B reae DMPK 6600 2.7 14
Iowuck Hanbomnee 9acTeix MyTaluii B ree ZNF9 6600 2.32 14
Ipenaransuas JIHK-nuarsocrika 12 000 11.2.7 14
Mpuortonus Tomcena/Bexkepa

IMonck wacTeix mytarmii B reae CLCN1 (kposs ¢ D/ITA) 9800 117 14
TowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJICTBEHHUKA 6600 4.22 21
Iowck MyTaruii B 8 reHax HACIEACTBEHHBIX Mapanndeil u MHOTOHHI (KpoBb ¢ DJITA) 37 000 80.13.3 60
MuopuépuiisipHast MHOIIATHS

Iowuck myTaruii 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
IMouck BEHISBIEHHOM B JaHHOH ceMbe MyTallul 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
IMonck 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
MHo:kecTBeHHbIe BHIBUXH CYCTABOB, 32/[ePiKKA POCTA, YePeNHO-JINIeBbIe AHOMAIHA U BPOsKIeHHbIE TIOPOKH CepAna

IMouck myranumii B rene B3GAT3 12 100 77.22 21
ITouck BBISBIECHHBIX B JaHHOW CEMbE MyTalLlMii Y POACTBEHHHUKA 6600 4.64 21
MHO0:KeCTBEHHBIX ITEPUTUYMOB CHHAPOM

Touck myranuii B rere CHRNG 17 400 82.5.2 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallMii Y POACTBEHHHUKA 6600 4.49.2 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.825.2 14
MHo0:keCTBEeHHBIX CHHOCTO30B CHHAPOM

Iowuck myTarwii B rene NOG 7600 75.32.1 21
MoyaTt-BuiibcoH cHHIpoM

Iowuck myTanmii B rene ZEB2 30 000 89.12.1 30
Ipenaransuas JJHK-quarsoctrka 12 000 11.89.12.1 14
MbieyHasi 1ucTpodusi BPo:KAEHHAS], HHTeIPUH A7 HeraTuBHast

Iouck mytanmii B rene ITGA7 30 000 89.10 30
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.24 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.89.10 14
MpimeyHast JUCTPOgUsT BPOKIEHHAS, MEPO3HH-HEraTHBHAS

ITouck Myrauuii B «ropstunx» ydacrkax resa LAMA?2 21 600 83.15 21
Iowuck myTarmii B rene LAMA2 (kpoBs ¢ D/ITA) 110000 61.3.2 60
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.25 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.87.1 14
MpbieyHasi iuctpogust Bpo:kaennasi, Tun 1C

Iowuck Hanbonee yacTeix MyTarmii B rene FKRP 7600 75.9.1 21
Iowuck mytanmii B rene FKRP 8000 72.10.1 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.7.36 14
Mpenmeunas guctpodus Jromenna/Bekkepa

IMonck nenennii u gymmukammii B reie DMD y manbunkoB (kpoBb ¢ DJITA) 14 100 88.21 21
Iowuck menenuit U AYyIUTHKAIMI y POACTBEHHHI] OOIBHOTO 10 YKEHCKO# THHIK (KpoBb ¢ DJ[TA) 16 300 76.17 21
IMonck ToukoBBIX MyTanmii B reHe DMD meronom NGS 37 000 80.1 60
ITouck BEISBIEHHON B JaHHOH CEMbE TOUKOBOM MyTalluH y POJICTBEHHHKA 6600 3.147 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.6.1 14
MpIeyHast JUCTPOGUsI NOSCHOKOHEYHOCTHAS

Iowuck yacteix mytarmii B renax CAPN3, FKRP, ANO5, SGCA 9000 1.25 14
Iouck mytaumii B rerax CAPN3, DMD, EMD, SGCG, SGCA, SGCB, SGCD, TCAP, FKRP, POMT1, ANO5, FKTN, 37 000 805.1 60
ISPD, LMNA, CAV3 (kposb ¢ DITA)

IMouck myranuii B rene SGCA 14 100 88.25 21
IMouck myranuii B rene SGCB 14 100 88.24 21
TowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 6600 4.26 21
Ipenaransuas JTHK-nuarsocrika 12000 11.775 14
MpenueyHast fuctpopust Tun Pykysama

IMouck myrarmii B rene FKTN 25000 84.9.3 21
TMowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 6600 4.27 21
Mpbnueynasi fuctpodus Imepu-Jpeiidyca

Iouck myranuii B rene EMD 8000 72.4.2 21
Iowuck myTarmii B rene LMNA 21 600 83.6.3 21
IMouck myrarmii B rene FHL1 17 400 82.13.1 21
ITouck BbIABIECHHON B TaHHOM CEMbE MyTallUH y POJCTBEHHUKA 6600 3.42 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.80.2 14




MioHKe CHHAPOM

Touck yacteix myrtanuii B reie FGFR3 7600 75.31 21
Haxkomiennsi HeHTPaIbLHBIX JTHIIHAOB C MHONIATHEli §0J1€3Hb

Iouck myranuii B rene PNPLA2 14 100 88.29 21
ITouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH Y POJCTBEHHHUKA 6600 484 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.88.29 14
Hannsm MULIBREY

IMouck MyTaiuii B «ropsiaux» ydactkax reHa TRIM37 7100 79.14 21
HaciieacTBeHHAsi MOTOPHO-ceHCOpHasi HeliponaTus (6o0J1e3nb Illapko-Mapu-Tyra) Tun 1

IMowuck nymiukanuii Ha Xxpomocome 17 B obnactu rena PMP22 6600 2.1 14
Touck myranwuii B rene GJB1 (Cx32) 7100 79.9 21
ITouck myranuii B rene MPZ 10 650 73.3 21
IMouck myTaruii B rene PMP22 10 650 73.4.1 21
ITouck myranwmii B rene LITAF 10 650 73.10 21
IMowuck mytanmii B rene EGR2 10 650 73.9 21
Touck myranuii B rene PRPS1 16 350 76.8.1 21
Iowuck myTaruii B rene YARS 25000 84.1 21
Iowuck yacTeiX peneccuBHbIX MyTauuii B renax FGD4, SH3TC2, FIG4, GDAPI1 (xposs ¢ D/ITA) 9600 1.15 14
ITonck 9acThIX MyTaIMii IBITAHCKOTO TporucxokaeHus B renax NDRG1 u SH3TC2 6600 2.39 14
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.43 21
IIpenaransnas JJTHK-quarnoctuka 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 myranmii 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 myranuii B rene GARS 35000 85.8.1 30
Iowuck myranmii 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
HaciieqcTBeHHast HelpoNaTHsl ¢ MOBEP/KEHHOCTHIO MAPAIHYY OT C/IaBJIEHUS

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 MYTAIMH y POACTBEHHHKA 6600 3.149 21
IMonck Hanbomnee yacTeIx MyTaruii B ree TTR 4000 32.25 14
HacneacTBeHHBIN AHTHOHEBPOTHYECKHI 0TeK

ITouck myTanmii B 3x30Hax 8-9 rena F12 7600 7533 21
IMouck yacThix MyTanuii B resax F12 u PLG 8200 2.55 21
Iowuck mytanmii B rene C1INH 16 300 76.10 21
Touck kpynHbix fenenuii /myrunkanuii B rene C1NH (kpoBb ¢ DITA) 10 300 5.17 21
INowrck BHISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.45 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.76.10 14
He3apaieHnune poxHHYKOB

Iowuck myTarmii B rene MSX2 7100 79.13.1 21
IMouck myranuii B rene ALX4 10 600 73.12 21
HelipomMnoToHNsI M aKCOHAILHAS HeponaTHsi

IMonck wacTeix mytarmii B reae HIINT1 6600 251 14
IMonck myrarmii B ree HINT1 10 300 72.45 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.72.45 14
HeiipoceHcopHasi HeCHHAPOMAJILHAS TYTOYX0CTh

IMouck yacTeix Mytanuii B rene GJB2(CX26) 6200 2.54 21
TMownck myraumii B rene GIB2(CX26) 8200 79.39 21
Iowuck kpymHBIX Aenenuii B 1okyce DFNB1 7100 79.37 21
TTowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIM ¥ POICTBEHHUKA 6600 473 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.2.3 14
HeiiTponenus Ts:kénasi BpoxkIEHHAS

Iouck myranuii B rene ELANE 12 100 77.12 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.46 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.72.19 14
HeKoMNaKTHOIO JIEBOTO KeJIyI0YKa CHHIPOM

Iowuck myTarmii B rene TAZ 14 100 88.1.3 21
ITonck BEIABICHHOMN B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.79 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.7.32.2 14
HemanuHoBas MuonaTus

Touck myranwuii B rene ACTAL 10 600 73.25.1 21




ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllMH Y POACTBEHHHKA 6600 3.121 21
IIpenatansnas JHK-auarnoctuka 12 000 11.73.25 14
Hedponoprns

Amnanns yncina xornuii rena NPHP1 (xposs ¢ 3/ITA) 10 300 5.14.1 21
Hedpornyeckuii cuaapom

Iouck myranuii B rere NPHS2 17 400 82.15.1 21
Touck myranwuii B rene NPHS1 35000 85.9 30
ITouck BBISBICHHBIX B JAHHOW CeMbE MYTALMi Y POJCTBEHHHUKA 6600 4.28 21
IIpenartansnas JJHK-auarnoctuka 12 000 11.79.15 14
Huiimeren cunapom

IMouck Hanbomnee gacThIX MyTaruii B reHe NBN 6600 25 14
IIpenartansnas JJHK-quarnoctuka 12 000 11.25 14
HorTeii-HaKOTeHHUKA CHHIPOM

ITouck myranuii B rene LMX1B 15 300 76.21 21
ITorck BBISBICHHOW B JaHHOI CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.116 21
HopmoxaimeMuyeckuii nepuognecKuii napaany

Iowuck myTanmii B 9k30He 13 rena SCN4A 7600 75.5 21
IMouck MyTamuii B 8 reHax HAaCJIEACTBEHHBIX Mapanndyeil 1 MuoToH#Hi (kpoBb ¢ DJITA) 37000 80.13.5 60
Hoppu 60.1e3H6

Iowuck myTanmii B rene NDP 7100 79.2.1 21
ITonck BEISBIICHHON B JaHHOH CeMbe MyTalllH y POACTBEHHHKA 6600 3.16 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.79.2.1 14
HyHnan cunapom

TMownck mMyTaumii B 23 reHax, OTBETCTBEHHBIX 3a cuHapombl Hynau u Leopard (kposs ¢ DJTA) 37 000 80.12.1 60
Ipenaransuas JJHK-quarsoctrka 12 000 11.79.8 14
OkynopapuHreajbHasi MbILIeYHAs1 JHCTPOGH

Iowuck Hanbomnee yacTeix MyTarmii B reie PABPN1 6600 2.14 14
Ipenaransuas JTHK-nuarsocrika 12 000 11.2.14 14
Onnna GBBB cunzapom

Iowuck myTarmii B rene MID1 25000 84.26 21
IMonck BEIABICHHON B ITAHHOH CeMbE MyTaIli y POJICTBEHHUKA 6600 3.138 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.84.26 14
Onuua-Kasemkna cuHapom

Iowuck yacTeix MyTaiuii B rene MED12 7600 75.27.1 21
Ociiepa-Penaio-Bebepa cunapom

IMouck myranuii B rene ENG 19 500 81.14 21
INowuck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.115 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.81.14 14
OcTeon3 KapnoTap3ajibHbIiil, MyJbTHIEHTPHYECKHI

Iouck myranuii B rene MAFB 7100 79.36 21
Mpenaransuas JJHK-nuarsoctrka 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
ITouck BBHISBICHHOW B JaHHOI CEMbe MYTALMH Y POACTBEHHHUKA 6600 3.81 21
IMapamuoTonust Diijiendypra

IMonck MyTanmii B 8 reHax HaCcJIEACTBEHHBIX Mapanudeil 1 MuoToHHIT (kpoBb ¢ DJITA) 37 000 80.13.6 60
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.48 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.90.6.1 14
ITaxnonuxusi BpoKAeHHAS

ITouck myrarwmii B rene KRT6B 14 100 88.13 21
ITouck myranwmii B rene KRT6A 16 300 76.26.2 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.49 21
Heiitna-Erepca cunapom

Iowuck myranmii B rene STK11 19 500 81.17 21
ITouck BBIABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.142 21
Ipenararansuas JJHK-quarsoctrka 12 000 11.81.17 14
Ilenapena cunapom

IMonck MyTanmii B 34 reHax, OTBETCTBEHHBIX 3a HACJIEJICTBEHHYIO TYTOyXocTh (KpoBb ¢ DJ[TA) 37 000 80.10.4 60
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIMH Y POJCTBEHHUKA 6600 472 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.1.16 14
IepBuuHasi runepTpoduyecKas 0cTeoapTPONaTHs (IAXHIEPMONEPHOCTO3)

IMouck myrauuii B rene HPGD 16 300 76.11 21
IMonck BEIABIEHHBIX B JaHHON CEMbE MYyTAIlUH Y POACTBEHHHKA 6600 4.58 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.76.11 14
IepBuyHas JieroyHasi rUNEPTEH3Us

Iowuck myTarmii B rene BMPR2 30 000 89.8 30
IMonck BEIABIEHHON B ITAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.50 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.89.8 14
Ilepuoanyeckas 60J1e3Hb

IMouck yacTeix MyTaiuii B ak30He 10 rena MEFV 9800 1.7 14
Mowuck mytarmii B rene MEFV 21 600 83.4 21
Ipenaransuas JJHK-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 myranuii B reee RHO 10 600 73.27.1 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.77.6 14
IInkHOAM30CTO3

Iowuck mytarmii B rene CTSK 14 100 88.19 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallMii Y POACTBEHHHUKA 6600 4.30 21
IIHeBMOTOpaKC NEPBHYHBII CIIOHTAHHBII

IMowuck mytarmii B rene FLCN 25000 84.13.1 21
ITouck BBIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.52 21
Ipenaransbuas JJHK-quarsoctrka 12 000 11.16.1 14
IoaKoIeHHOT0 NTEPUTHYMAa CHHAPOM

Iowuck myranmii B rene IRF6 19 500 81.11.2 21
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.82 21
ToanpakTHINSA

Iowuck MyTarmii B peryastopHom anemente ZRS rena SHH 7100 79.28 21
IMonck myranmii B rene GLI3 35000 85.2.4 30
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH y POACTBEHHHKA 6600 3.53 21
IoankucTo3 novex

IMonck myranmii B renax PKHD1, PKD1, PKD2, HNF1B (xpoBs ¢ 9/ITA) 37 000 80.4 90
Ipenaransuas JJHK-quarsoctrka 12 000 11.8.19 14
ITomme 6os1e3HB

Iowuck yacTeix MyTaiuii B rene GAA 6600 2.45 14
IloHToNEpeGe I IIpHAS THIIONIA3HS

Iowuck myTarmii B rene VRK1 21 600 83.16 21
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIMH Y POJCTBEHHUKA 6600 4.63 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.83.16 14
IoTonxu-JIyncku CHHAPOM

IMonck mymmkanuii B peruone 17pl1.2 (kposs ¢ DITA) 10 300 5.16.2 21
IMoyeunas agucniIasus

IMouck myranuii B rene UPK3A 14 100 88.23 21
Iouck myranuii B 3k30nax 10, 11, 13, 14, 15 rena RET 12 100 77.11.3 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.54 21




IIporepus Xarunncona-I'nadopaa

Iouck myranuii B rere LMNA 21 600 83.6.5 21
IlceBaoaxonapomiasus

IMonck Hanbonee yacTeix MyTauii 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
ITorck BBISBICHHOW B JaHHOIT CEMbe MYTAIlUH Y POACTBEHHHUKA 6600 3.55 21
IlceBaoKkcaHTOMA 1acCTHYECKAS

Touck yacteix Myranuii B rere 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
IIceBaoONCEBAOTHNIONAPATHPEO3

Touck myranwuii B rene GNAS 19 500 81.9.2 21
ITorck BBISBICHHOW B JaHHOI CEMbe MYTAIlMH 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 reae RS1 14 100 88.15 21
INowuck BHISBICHHOW B JaHHOI CEMbE MYTAIMH Y POACTBEHHHKA 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 MYTAIlMH Y POACTBEHHHKA 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
TMowcK BBISIBICHHBIX B JAHHOW CEMbE MYTAIMH Y POJCTBEHHUKA 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 BEIABICHHOMN B IAHHOH CeMbe MyTaIl! y POJICTBEHHNKA 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




CemMeiiHblii reMogaronuTapHbIii JUM(OrHCTHOIMTO3

IMouck Hanbonee yacTeix MyTanuii B reie 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 myrarmii B rene STXBP2 25000 84.12 21
ITouck BBISABIECHHBIX B JaHHOW CEMbE MyTallii y pOJCTBEHHHKA 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
INowuck BHISBICHHOW B JaHHOI CEMbe MYTAIlUH y POACTBEHHHKA 6600 3.61 21
IIpenartansnas 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
ITonck BEISBICHHON B JaHHOH ceMbe MyTallH y POACTBEHHHKA 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
ITouck BEISBIICHHON B JaHHOH ceMbe MyTallUH y POACTBEHHHKA 6600 3.133 21
Cungpom CINCA

Iouck myrauuii B rene NLRP3 25000 84.14.1 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 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

Iowuck myTarmii B rene NR2E3 14 100 88.4.1 21
IMonck BHISBICHHBIX B JaHHON CEMbE MYTAIlUH y POACTBEHHHKA 6600 435 21
Cungpom MASA

Iowuck mytarmii B rene LICAM 35000 85.13.3 21
ITonck BEIABICHHOMN B IJAHHOH CeMbE MyTaIl! y POJICTBEHHUKA 6600 3.129 21
Cunapom RAPADILINO

IMouck mytarmii B rene RECQLA4 25000 84.27.3 21
Ilouck BHISIBICHHBIX B JaHHOH ceMbe MyTaIlli y POACTBEHHHUKA 6600 481 21




Cungpom TAR

Touck myrauuii B rene RBM8A, BKiII04ast KpYITHBIE ACICIUN 14 100 88.20 21
ITouck BBISIBICHHBIX B JAHHOW CEMbE MyTaLlMii Y POACTBEHHUKA 6600 4.36 21
CHHNOTHAAKTHIINS

Iowuck myranmii B rene HOXD13 10 600 73141 21
ITouck BBIABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 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
C1a60CTH CHHYCOBOIO y3J1a CHHAPOM

Iowuck myrarmii B renax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE2 (kpoBs ¢ DJITA) 37 000 80.8.8 60
ITouck BbIABIEHHON B JaHHON CEMbE MyTaLlUH y POJCTBEHHUKA 6200 3.84 21
Cmurt-MareHuc CHHAPOM

Touck neneuwii B peruone 17p11.2 (kposb ¢ DATA) 10 300 5.16.1 21
Cmura-Jleman-Onuua cHHIPOM

Touck myranuii B rene DHCR7 19 500 81.4 21
INouck BBISBICHHBIX B JAHHOU CEMbE MYTALIMH Y POJCTBEHHUKA 6600 4.46 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.76.3 14
Cotoca cHHAPOM

Iowuck mytanmii B ree NSD1 (kposb ¢ 3/ITA) 51 500 96.1 30
TTouck myranwmii B rene NFIX 21600 83.17.2 21
IMowuck BHISBICHHOW B JaHHOI CEMbE MYTAIUH Y POACTBEHHHKA 6600 3.122 14
Cnacrnyeckas napamierus Lltpromnens

IMonck kpynHbIX genenuii / nyruikamwii B renax SPAST u ATL1 (xposs ¢ D/ITA) 10 300 5.22 21
IMowuck BHISBICHHOW B JaHHOIT CEMbe MYTAIUH y POACTBEHHHUKA 6600 3.92 21
IIpenartansnas JHK-auarnoctuka 12 000 11.89.6 14
Iowuck MyTarmii B 63 reHax, orBeTcTBeHHBIX 32 SPG (kpoBs ¢ DJITA) 37 000 80.9.1 60
CnunanbHas amuorpodus tuns L, I, IT1, IV

Mowuck nenenuit B rene SMN1 (TObKO 17151 60IBHOTO) 9800 1.2 14
Omnpenenenne uyncna koruit reroB SMN1, SMN2 (kposs ¢ D/ITA) 10 600 5.24 14
AHanm3 HOCHTENbCTBA CTMHANBHOM amuTpodun (kposb ¢ DJITA) 10 600 53 14
AHaNN3 HOCHTENBCTBA CIHHATBHOH aMHOTPOGMHHU TSI CYTpyXeckoii maps (kpoBb ¢ DJITA) (2 uer.) 12 300 77.15 14
AHanm3 HOCHTENbCTBA CITMHAIBHOM aMHOTpoduH s syepHoii cembl (kpob ¢ DJITA) (3 wen.) 15500 88.8 14
Iowuck myTarmii B ree SMN1 (TONBKO MPH HAJTHYHN OTHON KOTIHH TeHa) 17 400 82.14 21
Ipenaransuas JJHK-nuarsocrika 12 000 11.71 14
Amnanu3s sanuuus sx30Ha 7 reaos SMN1, SMN2 5000 18.4 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 Hanbonee gacTex MyTaruii 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 ¢ HeHPONCUXHIECKHMH NPOSIBICHAIMHA

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 Col2A1 (kpoBs ¢ 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
CynepakTHBHOCTDH (hochopudosnianupodochar cuHTeTa3HI

IMonck myrarnmii B rene PRPS1 16 300 76.8.3 21
INowucK BBISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.94 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.7.42.2 14
TecTHKYJIAPHOI ()eMMHH3AIMH CHHAPOM

IMouck myranuii B rene AR 21 600 83.7 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHKA 6600 3.86 21
Mpenaransuas JIHK-nuarsoctrka 12 000 11.4.10 14
TopcHOHHASI AUCTOHUS

Iowuck myTarmii B rene GCHI1 14 100 88.22.1 21
IMouck myranuii B rene TOR1A 12 100 77.19 21
Iowuck myTarumii B rene PRRT2 10 600 73.20.1 21
IMouck myrauuii B rene THAP1 8000 72.40 21
IMouck myrauuii B reae SPR 8000 72.32 21
IMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIMH Y POJACTBEHHHUKA 6600 3.95 21
TpuxopuHodaianreaibHbli CHHIPOM

Iowuck mytarmii B rere TRPS1 21 600 83.12 21
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH Y POACTBEHHHUKA 6600 3.96 21
IIpenatansnas JHK-auarnoctuka 12 000 11.83.12 14




Tpuuep Konnnsza-®paHuyeckeTTH CHHIPOM

Touck myranwuii B rene TCOF1 40 000 90.2 30
ITouck BBISBICHHOW B JaHHOI CEMbe MYTAllMH y POACTBEHHHKA 6600 3.87 21
IIpenatansuas JHK-auarnoctuka 12 000 11.90.2 14
TpomGonuTONneHNsI BPOKIEHHASI

Touck myranuii B rene MPL 17 400 82.11 21
ITouck BBISABIECHHBIX B JaHHOW CEMbE MyTallMii Y pOACTBEHHHUKA 6600 4.53 21
Ty6epo3Hblii ck1epo3

IMouck myrammii B renax TSC1, TSC2 (kposs ¢ D/ITA) 37 000 80.7 60
ITouck BBISBICHHOW B JaHHOIT CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.97 21
IIpenartansnas JJHK-quarnoctuka 12 000 11.90.8.1 14
YanuHenHoro uatepsajga QT cuapom

IMowuck myTarmii B rene KCNJ2 10 600 735.3 21
Touck myranuii B rene SCN4B 12 100 77.7 21
IMowuck myTtarmii B rene CAV3 7100 79.23.3 21
ITonck BEISBIICHHON B JaHHOH CeMbe MyTalllH y POACTBEHHHKA 6600 3.88 21
IMouck mytaumii B renax SCN5A, KCNQ1, KCNE1, KCNH2, KCNE1 (kpoeb ¢ DJITA) 37 000 80.8.2 60
Ipenaransuas JJHK-quarsoctrka 12 000 11.4.2 14
YHudeppuxra-JIlynaéopra 60Jie3Hb

Iowuck Hanbonee yacTeix MyTanuii B rene CSTB 6600 2.10 14
TTouck myranuii B rene CSTB 8000 72.8 21
Yoxepa-Bapoypr cunapom

ITouck myranwmii B rene FKRP 8000 72.10.3 21
ITouck BBISABIEHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 461 21
Iowuck mytanmii B rene POMT1 40 000 80.5.6 60
IIpenartansnas JHK-quarnoctuka 12 000 11.85.7.1 14
®datajbHas ceMeiiHasgs HHCOMHHSA

IMouck myranuii B rene PRNP 8000 72114 21
INowuck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.98 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.41.4 14
DubpoaucIIa3us 0CCHPUIMPYIOIIAst NPOTPeccHpyoImast

Iowck MyTarmii B «ropsianx» ydactkax reia ACVRI1 10 600 73.21 21
IMonck myranmii B rene ACVRI, kpome «ropsiuux» y4acTKOB 15300 76.19 21
IMowrck BHISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.99 21
®okajbHas kKo:kHas runonazus (FCopauna-Toabua cunapom)

Iouck myrauuii B rene PORCN 19 500 81.16 21
INowuck BBISBICHHOW B JaHHOI CEMbe MYTAIMH Y POACTBEHHHUKA 6600 3.140 21
Ipenaransuas JTHK-nuarsocrika 12 000 11.81.16 14
DoKaJIbHO-KOPTHKANbLHAA Auciuia3us Teinopa

IMonck myranmii B renax TSC1, TSC2 (kpob ¢ D/ITA) 37000 80.7.2 60
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIUH Y POJACTBEHHHUKA 6600 3.100 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.90.8.2 14
X-cuenyieHHasi araMMarJIo0yJTnHeMHst

Mowuck mytarmii B rere BTK 35000 85.3.1 30
ITouck BEISBICHHOW B JaHHOH CeMbe MYTAllUH y POACTBEHHHKA 6600 3.104 21
Mpenaransuas JJHK-nuarsoctrka 12 000 11.78.7.1 14
X-cuenieHHbIi JuMdonpoandepaTuBHbIi cuHApoM (00J1e3Hb lynkana, cunapoMm Ilypruinbo)

Iouck myranuii B rene SH2D1A 10 600 73.2 21
Iowuck myTarmii B rene XIAP 17 400 82.2 21
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH Y POACTBEHHHUKA 6600 3.106 21
IIpenatansnas JHK-auarnoctuka 12 000 11.7.17 14




X-cuenJjieHHbli MOTOPHBI HUCTArM

ITouck myranuii B rene FRMD7 25000 84.11 21
ITouck BBISBICHHOW B JaHHOI CeMbe MYTallMH y POACTBEHHHKA 6600 3.107 21
X-cuenJieHHbIH TSKeIblii KOMOMHMPOBAHHBIA MMMYHOe(HUIUT

IMouck myranmii B rene IL2RG 10 600 73.1 21
ITouck BBIABIEHHON B JaHHOM CEMbE MyTaLlUH y POJCTBEHHUKA 6600 3.108 21
IIpenartansnas JJHK-auarnoctuka 12 000 11.73.1 14
Xaiiny-YeitHu cuHaApOM

IMouck mytanuii B 9x30He 34 rena NOTCH2 8000 72.43 21
ITouck BBISBICHHOW B JaHHOIT CEMbE MYTALlUH Y POACTBEHHHUKA 6600 3.150 21
Xoura-Opama cMHAPOM

ITouck myranuii B rene TBX5 21 600 83.8 21
ITorck BBISBICHHOW B JaHHOI CeMbe MYTAllMH y POACTBEHHHKA 6600 3.90 21
IIpenartansnas JJHK-auarnoctuka 12 000 11.78.4 14
Xounapoaucmiaasus meragusapuasi Tun Mak-Kelocuka

ITouck myranuii B rene RMRP 7600 75.22 21
Xonapoaucniasus TouedHass Konpagu-XiwoHepmana

Iowuck myTarmii B rene EBP 10 600 73.19 21
XoHApPOKATLIHHO3

Iowuck mytanuii B rene ANKH 25000 84.19.2 21
TTouck BBISIBJICHHO! B TJaHHOM CEMbE MyTallUH y POJICTBEHHUKA 6600 3.101 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.84.19.2 14
XopeoaTeTo3, THNOTHPEONIN3M M HEOHATAIbHAS JbIXaTeIbHAsSI HeJOCTATOYHOCTh

TTouck myranuii B rene NKX2-1 10 600 73.26.2 21
IMowuck BHISBICHHOW B JaHHOIT CEMbe MYTAIUH y POACTBEHHHUKA 6600 3.131 21
Xopesi 100pokayecTBeHHAsI HACIEICTBEHHAsN

Iowuck myTarmii B rene NKX2-1 10 600 73.26.1 21
IMonck BEIABICHHON B IJAHHOM CeMbe MyTaIli y POJICTBEHHNKA 6600 3.128 21
Xopest I'enTunrrona

Iowuck yacTeIx MyTalwii B rere TPB 5200 2.53.2 14
XopuongajabHasi IucTpopus

Iowuck myTarmii B rene PRPH2 10 600 73.16.3 21
Xopouaepmus

Iowuck myTarmii B rene CHM 30 000 89.5 30
ITonck BEISBICHHOW B JaHHOH ceMbe MyTalluH y POACTBEHHHKA 6600 3.102 21
Ipenaransuas JJHK-nunarsoctika 12 000 11.7.56 14
Xponunueckasi rpaHyJieMaTo3Has 00Je3Hb

Iouck myranuii B rene CYBB 25000 84.7 21
TMowcK BBISBICHHOW B JaHHOI CEMbE MYTAIMH 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 POACTBEHHHKA 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
ITouck BBISBICHHBIX B JAHHOW CEMbE MYTALMH 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 MyTarmii B 8 reHax HaCJIEACTBEHHBIX Mapanuyeil 1 MUOToHHH (kpoBb ¢ DJITA) 37000 80.13.8 60
IIBaxmaHa-/laliMOHa CHHAPOM

Touck yacteix MyTtauuii B reie SBDS 7600 75.29 21
Iouck myTanmii B rene SBDS 10 600 77.20 21
ITouck BBISBIEHHBIX B JaHHOW CEMbE MyTallUii Y POACTBEHHUKA 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
ITowck BEHISBICHHBIX B JAHHOH CeMbe MyTalli Y POJCTBEHHHUKA 6600 4.90 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.80.10.11 14
IMnpunTneHa-I'onsadepra cuHaApOM

Iouck myranuii B rene SKI 15 300 76.23 21
IMowucK BHISBICHHOW B JaHHOI CEMbe MYTAIUH Y POACTBEHHHUKA 6600 3.135 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.76.23 14
ITaprapara 00J1e3Hb

IMonck HanGonee yacTeIx MyTarmii B reie ABCA4 (xpoBs ¢ D/ITA) 9800 18.2 14
IK30CTO3bI MHOKECTBEHHbIE

Iowuck mytanmii B rene EXT1 25000 84.8 21
IMonck myranmii B rene EXT2 29 500 89.3 30
IMouck kpynHbIx generwit / nymmkaimii B renax EXT1/ EXT2 (kposs ¢ O/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 C€MbEe MyTallUM y POJICTBEHHUKA 6600 3.111 21
Ipenaransuas JJHK-nuarsoctrka 12 000 11.8.10 14
JKTOAEPMAJIbHAS THAPOTHYECKAS AHCILIAZUS

Iowuck mytanuii B rene GJIB6 8000 79.7.2 21




JKTONHUS XPyCTATHKA

Touck yacteix Mytanuii B ree FBN1 7600 75.30 21
ITouck BBISBICHHOW B JaHHOI CEMbE MYTAllMH y POACTBEHHHUKA 6600 3.112 21
Ipenaranshas JJHK-quarsoctrka 12 000 11.95.1.2 14
JJepca-/laHiio CHHAPOM

Iouck myranmii B rene FKBP14 9000 73.36 21
Touck yacteix myranuii B rese PLOD1 7500 1.9 14
ITorck BBISBICHHOW B JaHHOIT CEMbe MYTAIlUH Y POACTBEHHHUKA 6000 4.89 21
IIpenatansnas JJTHK-quarnoctuka 12 000 11.73.36 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
IMouck myTanmii B rene GS27 16 500 88.30 21
ITouck BBISABIECHHBIX B JaHHOW CEMbE MyTallUii Y pOACTBEHHHUKA 6600 4.76 21
dnudusapHasi AUCIIA3MSA, MHOKeCTBEHHAs

Iowuck mytanmii B rene SLC26A2 14 100 88.16.3 21
TTouck Haubonee yacTbix Mytanuii B rene COMP 6600 2.22.2 14
INouck BHISBICHHBIX B JAHHOU CEMbE MYTALMH Y POJCTBEHHUKA 6600 4.56 21
IIpenartansnas JJTHK-quarnoctuka 12 000 11.88.16.3 14
JpHUTpPOKEpPaTOAePMHS

TTouck myranwuii B reae GJB3 9800 79.6.2 21
TTouck myranwuii B rene GJB4 9800 79.11 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.75.4 14
JPHUTPOLNTO3 peniecCHBHBII

Iouck Hanbomnee yacTeix MyTauii B rene VHL 6600 2.31 14
ITouck myrarnwmii B rene VHL 9800 72.7.2 21
Ipenaransuas JJHK-quarsoctrka 12 000 11.7.39 14
Ickodapa CHHAPOM

Iouck myrauuii B rere CHRNG 17 400 82.5 21
INoucK BHISBICHHBIX B JAHHOW CeMbE MYTAIMH Y POJCTBEHHUKA 6600 4.49 21
Ipenaransuas JJHK-nuaraocrika 12 000 11.82.5 14




MMATOJOIOAHATOMUYECKHUE UCCJIEJOBAHUSA

KoMmruiekcHoe uccieJoBaHie CaMOIPOU3BOJIBHOTO MPEPBIBAHUS OCPEMEHHOCTH, 3aMepliel 6epeMEHHOCTH 1
HepasBHUBaromIeiicss OepeMeHHOCTH 10 12 Henens (THCTONOTHYECKOE + HMMYHOrHcToxumuaeckoe perentopsl ER + PR)

4320

20.023

14-21

KomruiekcHoe uccejoBaHie abOpPTUBHOIO MaTepHaia 1o 12 Henellb OepeMeHHOCTH (THCTOIOTHYECKOE,
HMMYHOTHCTOXUMHYECKOE HccienoBanue perentopos ER + PR, Ha Bupyc npocroro reprieca I u II tuna +
IIUTOMETaJIOBHPYC, KUCCHENTHHBL, anTu(ochomunuausii (ADPC) curgpom).

8400

20.024

14-21

KoMmIuiekcHOe uccieJoBaHie CaMOIPOU3BOJIBHOTO PEPIBAHUs OEPEMEHHOCTH, 3aMepliel 6epeMEHHOCTH U
HepasBuBatomieiicss 6epemenHocTH npu anTHochHommmuaHoM (ADC) curApoMe 10 12 Hexenb (THCTONIOrHYecKoe +
HMMYHOTHCTOXHMHYECKOE HccieoBanie Annexin V).

2900

20.025

14-21

I'ucronornueckoe UCCIeIOBaHIE CAaMOIPOU3BOIBHOTO IIPEPhIBAHNS OEPEMEHHOCTH, 3aMepIieii OepeMEeHHOCTH U
HepasBuBaronieiics: bepemMeHHocTH ¢ 13 Hemens no 20 Hemensb (WIOA+IOCTEN)

4320

20.026

14-21

KowminekcHoe nccne[oBaHie caMOIPOH3BOIEHOTO IPEPBIBAHMS O6pEMEHHOCTH, 3aMepIieil 0epeMeHHOCTH 1
HepasBuBatomieiics 6epemenHoctH npu antudochomunuaaoM (ADPC) curapome ot 13 10 20 Hexenb (THCTOIOTHIECKOE +
HMMYHOTHCTOXHMHYECKOE HccieoBanie Annexin V).

5400

20.027

14-21

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

8400

20.028

14-21

VIMMyHOTHCTOXUMUYECKOE UCCIIeI0BaHIe a0OPTUBHOrO MaTepHrana 10 20 Henellb 6epeMEHHOCTH Ha BUPYCHBIE TOPAXKCHUS
(Ha Bupyc npocroro repreca I u Il Tuna + uutomeranoBupyc).

3600

20.029

14-21

KOMIUIEKCHOE OBCJIEJIJOBAHME ITPA HEPA3BUBAIOIIENCSA BEPEMEHHOCTH

Kapuotunupoanue abopTHBHOrO MaTepuaia

+ I'ucronorus uccnenoBanue

+ MMyHOTMCTOXMMHUECKOE HccnenoBanue peuentopsl ER + PR

+ IILP — nuarHoctuka: BeusinexHune 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 — nuarnocruka: Boisiiienne JJHK Chlmydia 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 (KOHTpoIb B3ATHS
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, ALGY9, 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, CACNAIA,
CACNAIH, CACNB4, CASC5, CASK, CASR, CC2D2A, CCDC88C, CCND2, CDK5RAP2, CDK6, CDKLS5,
CDON, CENPE, CENPJ, CEP135, CEP152, CEP164, CEP290, CEP41, CEP63, CERS1, CHD2, CHMP1A,
CHRNAZ2, CHRNA4, CHRNB2, CLCNZ2, CLIC2, CLNS3, CLN5, CLN6, CLN8, CNTN2, CNTNAP2, COAS,
COG1, COG4, COG5, 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, DHCRY7, 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, FGFRS3, FH, FIG4, FKRP,
FKTN, FLNA, FOLR1, FOXG1, FOXRED1, FUCAL, GABRAL, GABRB3, GABRD, GABRGZ2, GALC, GALNS,
GAMT, GATM, GCDH, GCH1, GCK, GCSH, GFAP, GFM1, GJC2, GLB1, GLDC, GLI2, GLI3, GLRA1, GLRB,
GMPPB, GNAOL1, GNE, GNPTAB, GNPTG, GNS, GOSR2, GPC3, GPHN, GRIA3, GRIN1, GRINZA, GRIN2B,
GRN, GUSB, HADH, HCFC1, HCN1, HDACS8, HEPACAM, HERC2, HEXA, HEXB, HGSNAT, HPD,
HSD17B10, HSPD1, HYALL, IDS, IDUA, IERS3IPL, IFIH1, ILIRAPLI, INPP5SE, INS, IQSEC2, ISPD, IVD,
KCNA1, KCNA2, KCNB1, KCNJ1, KCNJ10, KCNJ11, KCNK18, KCNMA1, 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, RAI1, RARS2, RBBP8, RBFOXS3, RELN,
RFT1, RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, ROGDI, RPGRIP1L, RPS6KA3, RRM2B, RTTN,
SAMHD1, SASS6, SCARB2, SCN1A, SCN1B, SCN2A, SCN8A, SCN9A, SDHA, SDHAF1, SEPSECS,
SERPINI1, SETBP1, SGCE, SGSH, SHH, SIK1, SIX3, SLC13A5, SLC17A5, SLC19A3, SLC1A3, SLC25A15,
SLC25A19, SLC25A20, SLC25A22, SLC2A1, SLC33A1, SLC35A1, SLC35A2, SLC35C1, SLC46A1, SLCEAS,
SLC6AS8, SLCI9A6, SMARCA2, SMARCB1, SMC1A, SMC3, SMPD1, SMS, SNAP29, SOX10, SPTAN1,
SRD5A3, SRPX2, SSR4, ST3GAL3, ST3GALS, STAMBP, STIL, STT3A, STT3B, STX1B, STXBP1, SUCLAZ2,
SUMF1, SUOX, SURF1, SYN1, SYNGAPL, SYP, SZT2, TACO1, TBC1D24, TBCE, TBP, TBX1, TCF4, TCTN1,
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



KJIUHUYECKHWHA DK30M. Ianeas "HacieicTBeHHbIe HAPYIIEHNs] 06MeHa BemecTs"

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, ALASZ,
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, COGS, 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, CYP24Al, CYP27Al, CYP27B1, D2HGDH, DARS2, DBT, DDOST, DGUOK, DHCR?24,
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, FASTKD2, FBP1, FECH, FH,
FKBP10, FOXP3, FOXRED1, FTH1, FUCAL, FXN, FXYD2, G6PC, GAA, GALC, GALNS, GALT, GAMT, GARS,
GATM, GBA, GBE1, GCDH, GCH1, GCK, GCSH, GDAP1, GFAP, GFER, GFM1, GHR, GJC2, GK, GLA, GLB1,
GLDC, GLIS3, GLRX5, GLUD1, GLYCTK, GM2A, GNE, GNPTAB, GNPTG, GNS, GPC3, GPHN, GPI, GPIHBP1,
GPX1, GRHPR, GSR, GUSB, GYG1, GYS1, GYS2, HADH, HADHA, HADHB, HARS2, HAX1, HCCS, HEPACAM,
HEXA, HEXB, HGSNAT, HIBCH, HK1, HLCS, HMBS, HMGCL, HMGCS2, HNF1A, HNF1B, HNF4A, HOGA1,
HRAS, HSD11B2, HSD17B10, HSD17B4, HSD3B2, HSPA9, HSPD1, HTRA2, HYAL1, IDH1, IDH2, IDH3B, IDS,
IDUA, IER3IP1, INS, INSR, ISCU, IVD, KARS, KCNA1, KCNJ11, KIF1B, KIF5A, KLF11, KLHL3, KMT2D, KRT5,
L2HGDH, LAMP2, LARSZ2, 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, PEXS,
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, SLCIA6, SLCO1B1, SMPD1, SNAP29, SOD1, SOD2, SOX10,
SPAST, SPG20, SPG7, SPR, SPTLC2, SRD5A3, STAR, SUCLA2, SUCLGL1, SUMF1, SUOX, SURF1, TACO1, TAZ,
TCF4, TCIRG1, TIMM8A, TK2, TMEM126A, TMEM165, TMEM70, TMLHE, TPI1, TPK1, TPP1, TREM2, TREX1,
TRMU, TRPM6, TSFM, TTC19, TUBB3, TUFM, TUSC3, TYMP, TYROBP, UNG, UQCRB, UQCRQ, WDR81,
WFS1, WNK1, WNK4, WWOX, XPNPEP3, YARS2, ZFP57



KJIUHUYECKHUM DK30M. [Mauneas "3a601eBanus coeTnHATEIbHOIM TKAHN"

HccnemyeMbie TEHBI:

AAGAB, ABCA12, ABCB6, ABCC6, ABCC9, ABHDS5, ACP5, ACTA2, ACVR2B, ACVRL1, ADAM10, ADAMTS2,
ADAMTSL2, ADAR, AGPS, AKT1, AKT3, ALDH18A1, ALDH3A2, ALMS1, ALOX12B, ALOXE3, ALPL, ALX4,
AMER1, ANKH, ANO5, AP1S1, AP2S1, AP3B1, APCDD1, AQP5, ARSB, ARSE, ATM, ATP2A2, ATP2C1,
ATP6VOA2, ATPT7A, ATR, AXINZ2, B3GALT6, BAGALT7, BANF1, BCS1L, BHLHA9, BLM, BLOC1S3, BLOC1S6,
BMP1, BMP2, BMPER, BMPR1B, BRAF, C10orfl1, CA2, CANT1, CARD14, CASR, CBL, CBS, CCBE1, CCDCS8,
CCM2, CCND2, CDC6, CDH3, CDKN1C, CDSN, CDT1, CENPJ, CEP152, CEP63, CERS3, CFC1, CHST14,
CHST3, CLCN5, CLCN7, CLDN1, COL10A1, COL11A1, COL11A2, COL17A1, COL1AlL, COL1A2, COL2A1,
COL3A1, COL4A1, COL5A1L, COL5A2, COL7AL, COL9A1, COL9A2, COL9A3, COMP, CREBBP, CRELD]1,
CRTAP, CSTA, CTC1, CTSC, CTSK, CUL7, CYLD, CYP27B1, CYP2R1, CYP4F22, DDB2, DDR2, DHCR24,
DHCR7, DKC1, DLL3, DLX3, DMP1, DNA2, DOK7, DSC3, DSE, DSG1, DSG4, DSP, DST, DTNBP1, DYM,
DYNC2H1, EBP, ECEL1, EDN3, EDNRB, EFEMP2, EFNB1, EIF2AK3, ELN, ELOVL4, ENG, ENPP1, EP300,
EPGS5, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCCS8, ERF, ESCO2, EVC, EVC2, EXPH5, FAM111A,
FAM20C, FAMS58A, FAT4, FBLN1, 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, ITGAS, ITGAG6, ITGB4, JUP, KIF11,
KIF22, KIT, KITLG, KRAS, KRIT1, KRT1, KRT10, KRT14, KRT16, KRT17, KRT2, KRT5, KRT6A, KRT6B, KRT6C,
KRT74, KRT81, KRT83, KRT86, KRT9, LAMA3, LAMB3, LAMC2, LARP7, LBR, LEFTY2, LEMD3, LIFR, LIPH,
LIPN, LMBR1, LMNA, LMX1B, LOR, LPARG, LRP4, LRP5, LTBP4, LYST, MAP2K1, MAP2K2, MATN3, MBTPS2,
MC1R, MEGF8, MEOX1, MFAP5, MGP, MITF, MLH1, MLPH, MMP1, MMP13, MMP9, MPLKIP, MSH2, MSH6,
MSX2, MTAP, MYBPC1, MYH11, MYH3, MYH8, MYLK, MYO5A, NAGLU, NEK1, NF1, NF2, NHP2, NIN,
NIPAL4, NKX2-5, NKX3-2, NODAL, NOG, NOP10, NPR2, NRAS, NSDHL, OBSL1, OCA2, OFD1, ORC1, ORC4,
ORC6, OSTM1, P3H1, PAPSS2, PAX3, PCNT, PCYT1A, PDCD10, PDE4D, PDGFRB, PEX7, PHEX, PHYH,
PIEZO2, PIK3CA, PIK3R2, PKP1, PLEC, PLEKHM1, PLOD1, PLOD2, PLOD3, PLS3, PMS2, PNPLA1, POC1A,
POFUT1, POGLUTL, POLD1, POLH, POMP, POR, PORCN, POT1, PPIB, PRDM5, PRKAR1A, PRKG1, PTCH1,

RBM28, RECQL4, RHBDF2, RIN2, RIT1, RMRP, RNU4ATAC, ROR2, RTEL1, RUNX2, SALL1, SALL4, SBDS,
SDHB, SDHD, SERPINB7, SERPINF1, SERPING1, SERPINH1, SF3B4, SGSH, SH3PXD2B, SHOC2, SKI,
SLC26A2, SLC27A4, SLC2A10, SLC34A1, SLC34A3, SLC35D1, SLC39A13, SLC40A1, SLC45A2, SLCIA3RI,
SLCO2A1, SLURP1, SMAD3, SMARCAL1, SNAI2, SNAP29, SNRPE, SNX10, SOS1, SOST, SOX10, SOX18, SOX9,
SP7, SPINKS, SPRED1, ST14, STAMBP, STK11, STS, SUMF1, TAT, TBCE, TBX15, TBX3, TBX5, TBXAS1, TCF12,
TCIRG1, TCTNS, TERC, TERT, TFR2, TGFB1, TGFB2, TGFB3, TGFBR1, TGFBR2, TGM1, TGM5, TINF2,
TMEM38B, TNFRSF11A, TNFRSF11B, TNFSF11, TNNI2, TNNT3, TNXB, TP63, TPM2, TRAPPC2, TREX1,
TRIP11, TRPS1, TRPV3, TRPV4, TSC1, TSC2, TTC21B, TWIST1, TYR, TYROBP, TYRP1, USB1, VDR, VPS33B,
WDR19, WDR34, WDR35, WDR60, WISP3, WNT1, WNT10A, WNT10B, WNT5A, WNT7A, WRAPS53, WRN, XPA,
XPC, XYLT1, ZIC3, ZMPSTE24, ZNF469, ZSWIM6

KJIUMHUYECKHHN SK30M. Ianeas "HacieicTBeHHbIE ONMyX0J1eBbIe CHHAPOMbI"

Uccnenyemble reHsI:
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, COL4A5, 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 omyxoJu"

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

KJIVMHAYECKHUHN 3K30M. Manens "®akoMaTo3bl U HACIeICTBEHHBII pak"

Uccnenyemble TeHbI:

ABL1, AKT1, ALK, APC, AR, ARID1A, ASXL1, ATM, ATR, AXIN2, BAP1, BARD1, BLM, BMPR1A, BRAF, BRCA1,
BRCAZ2, BRIP1, BTNL2,CD82, CDC73, CDH1, CDK4, CDKN1B, CDKN2A, CEBPA, 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.

KJIVMHAYECKHUHN 3K30M. Manens "HaciiecTBeHHBII PaK MOJIOUHOI 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, C10QB, 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, ILIRN, 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, MYDS8,
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, ANKS3, ANKRD11, AP1S2, ARHGEF®6,
ARHGEF9, ARID1A, ARID1B, ARX, ATP2A2, ATP6AP2, ATP7A, ATR, ATRX, AUTS2, BCKDK, BCOR,
BDNF, BLM, BRAF, BRWD3, CACNA1C, CACNG2, CASK, CC2D1A, CCDCB88C, CDH15, CDKL5, CENPJ,
CEP152, CEP63, CHD7, CHD8, CLCNKA, CLIC2, CNTNAP2, CRADD, CRBN, CREBBP, CTCF, CUL4B,
DCX, DEAF1, DHCR7, DKC1, DLG3, DMD, DNA2, DOCK8, DYNC1H1, DYRK1A, EHMT1, EPB41L1,
ERCC6, ERCC8, FANCB, FBXO31, FGD1, FLNA, FMR1, FOLR1, FOXG1, FOXP1, FOXP2, FTSJ1,
GABRB3, GDI1, GK, GPC3, GRIA3, GRIK2, GRIN1, GRIN2B, HCCS, HCFC1, HDACS8, HERC2, HOXA1,
HPRT1, HRAS, HSD17B10, HSPG2, HUWEL, IDS, IGBP1, ILIRAPL1, IQSEC2, KANSL1, KCNJ1, KDM5C,
KIAA0196, KIAA1033, KIAA2022, KIF1A, KIF4A, 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 DK30M. Ianeas "HepBHo-MbleYHbIe 3a601eBanms"

Hccnenyemble reHBI:

AARS, ABCC9, ABHD12, ABHDS5, ACAD9, ACADM, ACADS, ACADVL, ACTA1, ACTC1, ACTN2, ACVR1,
ADCY6, AGL, AGRN, AIFM1, AKAP9, ALDOA, ALG13, ALG14, ALG2, ALS2, AMPD1, ANG, ANK2, ANOS5,
ARHGEF10, ASAH1, ATL1, ATL3, ATP2A1, ATP2A2, ATPT7A, ATXNZ2, BSGALNTZ2, B4GAT1, BAG3, BICD2, BIN1,
BMPR2, BSCL2, C100rf2, C120rf65, C9orf72, CACNALC, CACNA1D, CACNB2, CALR3, CAPN3, CASQ1, CASQ2,
CAV3, CCDCT78, CCT5, CFL2, CHAT, CHCHD10, CHKB, CHMP2B, CHRNA1, CHRNB1, CHRND, CHRNE,
CHRNG, CHST14, CLCN1, CNTN1, CNTNAP1, COL12A1, COL4A1, COL6A1, COL6A2, COL6A3, COLQ,
COX6A1, CPT2, CRYAB, CSRP3, CTDP1, DAG1, DAO, DARS, DCAF8, DCTN1, DES, DHTKD1, DMD, DNAZ2,
DNAJB2, DNAJB6, DNAJC3, DNM2, DNMT1, DOK7, DPAGT1, DPM2, DPM3, DPP6, DSC2, DSG2, DSP, DST,
DTNA, DYNC1H1, DYSF, ECEL1, EGR2, EMD, ENO3, ERBB3, ERBB4, ERCC3, ERCC4, ERCC5, ERCCS6,
ERCCS, ETFA, ETFB, ETFDH, EXOSC3, EXOSCS8, EYA4, FAM134B, FBLN5, FBN1, FBN2, FBX038, FGD4,
FHL1, FIG4, FKBP10, FKBP14, FKRP, FKTN, FLNC, FUS, FXN, G6PC, GAA, GAN, GARS, GBE1, GDAP1,
GFPT1, GJA1, GJA5, GJB1, GLA, GLE1, GMPPB, GNB4, GNE, GPD1L, GRN, GYG1, GYS1, GYS2, HADH,
HADHA, HADHB, HARS, HCN4, HEXA, HINT1, HK1, HNRNPA1, HNRNPA2B1, HNRNPDL, HOXD10, HSPB1,
HSPB3, HSPBS, IGHMBP2, IKBKAP, INF2, ISCU, ISPD, ITGA7, JPH1, JPH2, JUP, KARS, KBTBD13, KCNAS5,
KCND3, KCNE1, KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNQ1, KIF1A, KIF1B, KIF5A, KLHL40, KLHLA41,
LAMA2, LAMA4, LAMB2, LAMP2, LARGE, LDB3, LDHA, LITAF, LMNA, LMOD3, LPIN1, LRP4, LRSAM1,
MAMLD1, MARS, MATR3, MED25, MEGF10, MFN2, MPZ, MSTN, MTM1, MTMR14, MTMR2, MUSK, MYBPC1,
MYBPC3, MYF6, MYH14, MYH2, MYH3, MYH6, MYH7, MYH8, MYL2, MYL3, MYLK2, MYOT, MYOZ2, MYPN,
NALCN, NDRG1, NEB, NEFH, NEFL, NEXN, NGF, NPPA, NTRK1, OPA1, OPA3, OPTN, ORAI1, PABPN1,
PDHA1, PDK3, PFKM, PFEN1, PGAM2, PGK1, PGM1, PHKA1, PHKA2, PHKB, PHKG2, PIEZO2, PIP5K1C,
PKP2, PLEC, PLEKHGS, PLN, PLOD2, PMP22, PNPLAZ2, POLG, POLG2, POMGNT1, POMGNT2, POMK,
POMT1, POMT2, PRDM12, PRKAG2, PRPH2, PRPS1, PRX, PSEN1, PSEN2, PTRF, PUS1, PYGL, PYGM,
RAB7A, RAPSN, RAX2, RBCK1, RBM20, REEP1, RNF170, RRM2B, RYR1, RYR2, SBF1, SBF2, SCN10A, SCN11A,
SCN1B, SCN3B, SCN4A, SCN4B, SCN5A, SCN9A, SCO2, SEPN1, SEPT9, SETX, SGCA, SGCB, SGCD, SGCE,
SGCG, SH3TC2, SIGMARL, SIL1, SLC12A6, SLC16A1, SLC22A5, SLC25A20, SLC37A4, SLC5A7, SMCHD1,
SMN1, SMN2, SNAP25, SNTA1, SOD1, SOX10, SPEG, SPG11, SPTLC1, SPTLC2, SQSTM1, STAC3, STIM1,
SUCLAZ2, SURF1, SYNE1, SYNE2, SYT2, TARDBP, TAZ, TBK1, TCAP, TDP1, TFG, TGFBS3, TIAl, TK2, TMEM43,
TMEMS, TMPO, TNNC1, TNNI2, TNNI3, TNNT1, TNNT2, TNNT3, TNPO3, TPM1, TPM2, TPM3, TRAPPC11,
TRDN, TRIM2, TRIM32, TRPAL, TRPM4, TRPV4, TTN, TTR, TUBA4A, TYMP, UBA1, UBQLN2, VAPB, VCL,
VCP, VMA21, VRK1, WNK1, YARS, YARS2, ZBTB42, ZC4H2



KJIUHUYECKHWHA DK30M. Ianeas "Heiipoaerenepatupubie 3a601epanus""

Hccnenyemble reHBI:

AARS, AARS2, ABCB7, ABCD1, ABHD12, ACAD9, ACADM, ACADS, ACADVL, ACO2, ACTB, ACTG1,
ADAMTSL2, ADAR, ADCKS3, ADCY5, ADGRG1, AFG3L2, AGA, AGK, AHI1, AIFM1, AIMP1, AIRE, AKT3,
ALAS2, ALDH18A1, ALDH3A2, ALG1, ALG11, ALG12, ALG3, ALG6, ALGS, ALS2, AMACR, AMPD1, AMPD2,
ANG, ANO10, ANO3, ANTXR2, AP1S2, AP4B1, AP4E1, AP4M1, AP4S1, AP5Z1, APOE, APP, APTX, ARFGEF2,
ARG1, ARL13B, ARL6IP1, ARSA, ARSB, ARX, ASAH1, ASCL1, ASPA, ASPM, ATCAY, ATL1, ATM, ATN1,
ATP13A2, ATP1A3, ATP5E, ATP6AP2, ATPT7A, ATP7B, ATP8A2, ATPAF2, ATR, ATRX, ATXN1, ATXN10, ATXNZ2,
ATXN3, ATXN7, AUH, BSGALNTZ2, BAGALNT1, B4GAT1, BOD1, B9D2, BCAP31, BCS1L, BDNF, BEAN1, BEST1,
BICD2, BOLA3, BRAF, BSCL2, BTD, BUB1B, C10orf2, C120rf65, C190rf12, C50rf42, C9orf72, CA2, CAS,
CACNAIA, CACNA1B, CACNB4, CASC5, CASK, CC2D2A, CCDCB88C, CCM2, CCT5, CDK5RAP2, CDON,
CENPJ, CEP135, CEP152, CEP290, CEP41, CEP63, CHCHD10, CHKB, CHMP1A, CHMP2B, CISD2, CLCNZ2,
CLNS, CLNS, CLN6, CLN8, COAS5, COASY, COL11A2, COL18A1, COL2A1, COL4A1, COL6A3, COMT, COQ2,
C0OQ6, COQY, COX10, COX14, COX15, COX20, COX412, COX6B1, CP, CPT1A, CPT1C, CPT2, CRAT, CSF1R,
CSPP1, CSTB, CTNS, CTSA, CTSC, CTSD, CTSF, CTSK, CYP27A1, CYP2U1, CYP7B1, D2HGDH, DARS, DARS2,
DCAF17, DCHS1, DCTN1, DCX, DDB2, DDHD1, DDHD2, DGUOK, DHCR24, DHCR7, DLAT, DLD, DNAJB2,
DNAJC19, DNAJCS5, DNAJC6, DNM1L, DNMT1, DPAGT1, DYM, DYNC1H1, DYRK1A, EARS2, ECE1, EDN3,
EEF2, EFTUDZ2, EIF2AK3, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EIF4G1, ELOVL4, ELOVLS, EMX2,
ENTPD1, EPM2A, ERBB4, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCCS, ERLIN2, ETFA, ETFB, ETFDH,
ETHEL, EXOSC3, EZH2, FA2H, FAM126A, FAM134B, FARS2, FASTKDZ2, FAT4, FBXO38, FBXO7, FGF14,
FGF8, FGFR3, FH, FIG4, FKRP, FKTN, FLNA, FLVCR1, FOLR1, FOXRED1, FTL, FUCAL, FUS, FXN, GAA,
GAD1, GALC, GALNS, GAN, GARS, GATA3, GBA, GBA2, GBE1, GCDH, GCH1, GCLC, GDAP1, GDNF, GFAP,
GFER, GFM1, GJB1, GJC2, GLA, GLB1, GLI2, GLI3, GM2A, GMPPB, GNAL, GNAQ, GNE, GNPTAB, GNPTG,
GNS, GOSR2, GPC3, GRID2, GRN, GUSB, HADH, HARS2, HEPACAM, HEXA, HEXB, HGSNAT, HNRNPA1,
HNRNPA2B1, HPRT1, HRAS, HSD17B4, HSPB1, HSPB3, HSPB8, HSPD1, HTRAL, HTRAZ2, HTT, HYAL1, IBA57,
IDS, IDUA, IER3IP1, IFIH1, IGHMBP2, INPP5E, ISCU, ISPD, ITM2B, ITPR1, JPH3, KANK1, KARS, KCNA1,
KCNC3, KCND3, KCNJ10, KCNMAL, KCTD17, KCTD7, KIAA0196, KIF11, KIF1A, KIF1C, KIF2A, KIF5A,
KIF5C, KIF7, KMT2D, KRIT1, L1CAM, L2ZHGDH, LAMA2, LAMC3, LAMP2, LARGE, LIAS, LIPA, LMNB1,
LRPPRC, LRRK2, LYST, MAG, MAN2B1, MANBA, MAPT, MARS, MARS2, MATR3, MBD5, MCOLN1, MCPH1,
MECP2, MED12, MED17, MEF2C, MFN2, MFSD8, MGAT2, MGME1, MKS1, MLC1, MPI, MPV17, MRE11A,
MRPS16, MRPS22, MSMO1, MTFMT, MTHFR, MTO1, MTPAP, MTTP, NAGA, NAGLU, NDE1, NDUFAL,
NDUFA10, NDUFA11, NDUFA12, NDUFA13, NDUFA2, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3,
NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFB9, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6,
NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEFH, NEU1, NFIX, NFU1, NHEJ1, NHLRC1, NIN, NIPA1, NKX2-1,
NOP56, NOTCH3, NPC1, NPC2, NPHP1, NPHP3, NSD1, NT5C2, NUBPL, OCLN, OFD1, OPA1, OPA3, OPHN1,
OPTN, PAFAH1B1, PANK2, PARK2, PARK7, PAX6, PC, PCNT, PDCD10, PDGFB, PDGFRB, PDHA1, PDHB,
PDHX, PDP1, PDSS1, PDSS2, PDYN, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2,
PEX26, PEX3, PEX5, PEX6, PEX7, PFN1, PGAP1, PHOX2A, PHOX2B, PHYH, PIGA, PIGN, PIK3CA, PIK3R2,
PIK3R5, PINK1, PLA2G6, PLEKHGS, PLP1, PMM2, PNKD, PNKP, PNPLAG6, PNPT1, POLG, POLG2, POLH,
POLR3A, POLR3B, POMGNT1, POMGNT2, POMK, POMT1, POMT2, PPP2R2B, PPT1, PQBP1, PRICKLEL1,
PRKCG, PRKRA, PRNP, PRPH, PRPH2, PRRT2, PSAP, PSEN1, PSEN2, PTCH1, PTEN, PTPN11, PUS1, QDPR,
RAB18, RAB3GAP1, RAB3GAP2, RAF1, RAIL, RARS2, RBBP8, REEP1, REEP2, RELN, RET, RFT1, RMND1,
RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RPGRIP1L, RRM2B, RTN2, RTTN, SACS, SAMHD1, SARS2,
SCARB2, SCO1, SCO2, SCP2, SDHA, SDHAF1, SDHAF2, SDHB, SDHC, SDHD, SEPSECS, SERAC1, SETX,
SGCE, SGSH, SHH, SIGMAR1, SIL1, SIX3, SLC16A2, SLC17A5, SLC19A2, SLC19A3, SLC1A3, SLC20A2,
SLC22A5, SLC25A12, SLC25A15, SLC25A19, SLC25A20, SLC25A3, SLC25A38, SLC25A4, SLC2A1, SLC30A10,
SLC33A1, SLC5A2, SLC5A7, SLC6A3, SLC6A8, SMPD1, SNAP29, SNCA, SOD1, SORL1, SOX10, SPAST, SPG11,
SPG20, SPG21, SPG7, ALDH18A1, SPR, SPTBN2, SQSTM1, SRD5A3, SRPX2, STAMBP, STIL, STUB1, SUCLA2,
SUCLG1, SUMF1, SURF1, SYNE1, SYNJ1, SYT14, TACO1, TAF1, TARDBP, TAZ, TBC1D20, TBP, TCF4, TCTN1,
TCTN2, TDP1, TECPR2, TFG, TGIF1, TGM6, TH, THAP1, TIMMS8A, TK2, TMEM126A, TMEM138, TMEM165,
TMEMZ216, TMEM231, TMEM237, TMEM5, TMEM67, TMEM70, TOR1A, TPK1, TPP1, TREM2, TREX1, TRMU,
TRPV4, TSC1, TSC2, TSEN2, TSEN34, TSEN54, TSFM, TTBK2, TTC19, TTC21B, TTPA, TUBA1A, TUBAS,
TUBB2B, TUBB3, TUBB4A, TUBG1, TUBGCP6, TUFM, TUSC3, TYMP, TYROBP, UBA1, UBE3A, UBQLNZ2,
UQCRB, UQCRC2, UQCRQ, VAMP1, VAPB, VCP, VEGFA, VLDLR, VPS13A, VPS13B, VPS35, VPS37A, VRK1,
WDR45, WDR62, WFS1, WWOX, XK, XPA, XPC, XPNPEP3, YARS2, ZEB2, ZFYVEZ26, ZFYVE27, ZIC2, ZNF335,
ZNF423



KJIMHUYECKUM DK30M. [Maunear "Haciieacreennnie 3a601eBanus rias"

Hccnenyemble 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, PMM2, 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, PMM2, 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, CTNNA3, 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, KCNE1,
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, FGFR3,
FGG, FIGLA, FMR1, FOXL2, FSHB, FSHR, GNRH1, GNRHR, HESX1, HFE, HSD3B2, HYDIN, JAK2, KCNE1,
KCNEZ2, KCNH2, KCNJ5, KCNQ1, KHDC3L, KISS1, KISS1R, KLHL10, LHB, LHCGR, LRRC6, LZTFL1, MKKS,
MKS1, NLRP7, NMES8, NOBOX, NR5A1, POF1B, POR, POU1F1, PROK2, PROKR2, PSMC3IP, RSPH4A, RSPH9,
SCN4B, SCN5A, SDCCAGS8, SEMA3A, SEPT12, SNTAL, SPATA16, SRD5A2, SRY, STAR, SYCP3, TAC3, TACRS3,
TRIM32, TTC8, UBE2B, USP9Y, VEGFA

KJIMHUYECKHWHA DK30M. Ianeas "HaciencTBeHHbIe 32601eBAHNS Ke/TyI04HO-KHIIEYHOr0 TPAKTa"

Hccrnenyempie reHbI:

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, CDH1,
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, SLC5A1, 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



