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NAHEJb «HENPOLEFEHEPATUBHbIE
3ABOJIEBAHUA>»

682:...

B naHenb BXOOUT LUMPOKUMA CMEKTP PasfiMyHbIX Mo CBOel npupone GonesHen,
06YyCNIOBNIEHHbIX MOCTEMNEHHOMN r’MGeNbo OTAeNbHbIX FPYNM HEPBHbIX KNETOK.

XapakTepusyTCs HEYKOHHO MPOrpeccupyrolMM HEBPOJIOTUYECKUM  AehULUTOM,
BKJItOYasl ABUraTesibHble paccTPONCTBa, MCMXO3MOLMOHANbHbIE Y KOTHUTUBHbIE (BMIOTb
[0 AeMEHLMM) HapYLUEHWS1 U 3NUNenTUYecKue NpucTynbl.

DEMEHLMK

HACNEACTBEHHbIE
MOTOPHO-CEHCOPHbIE
HEWPONATUM

HENPOMETABONWUYECKUE
3ABOJIEBAHMA

AMUNENTUYECKUE
SHUE®ANONATUMN

NMAPKUHCOHU3M

CMNACTUYECKUE
NAPANNErMn

PEAKNE MOHOTEHHbIE
CUHAPOMBI,
CONPOBOXOAIOLUMECH
HEMPOErEHEPALIVEN

HACNEOCTBEHHbBIE
MbILLEYHBLIE AUCTOHUK

HEWPOQErEHEPALIUM,
ACCOLUUPOBAHHBIE C
HAKOMJIEHWEM METANIOB

BOMNE3HU MOTOHEWPOHA

NaHenb «HelipogereHepaTNBHbIE 3a60/1€BaHNA»

NAPOKCU3MATbHBIE
LBUrATENbHBIE
PACCTPOMCTBA

(MAPOKCU3MATBbHbIE
[WUCKUHE3UK)

ATAKCUMU

BOJIE3HW BENOro
BELLECTBA

MUTOXOHOPUATIbHBIE

3ABONIEBAHUA BCNEACTBUE

MYTALMI
B ALEPHbIX FEHAX



AARS 613287 BonesHb LLlapko-Mapu-TyTa; paHHSs anuaenTuyeckas aHuedanonatms
AARS2 614096 ch;n;6nv2-|;ll:|(ggsi:$:ﬁoﬁzqm;w okmcaTenbHoro GochopunMpoBaHUS; MPOrpeccupyto-
ABCB7 301310 CuaepobnactHast aHeMusi € aTakcuei

ABCD1 300100 AapeHonelikoancTpodus

ABHD12 612674 MonuHeliponaTus, aTakcus, NOTEPs Cyxa, MUIMEHTHBbI PETUHNT 1 KaTapakTa
ACAD9 611126 Jednunt pepMeHTOB MUTOXOHAPUANBHOrO KoMmieKca |

ACADM 201450 Jednunt cpeaHmx Leneli Aumn-KoA gerngporeHassl

ACADS 201470 Jedunumt KopoTkux Leneii Aumn-KoA gervnaporeHassl

ACADVL 201475 [Jednumnt oyeHb ANNHHBIX Lenel Aumn-KoA gerngporeHassl

ACO2 614559 WNHdaHTUNbHas Lepebpo-peTrHanbHas AereHepaLms

ACTB 243310 CuHapoM bapaiiuepa-BuHTepa; AUCTOHNS

ACTG1 614583 CuHapom bapaiiuepa-BuHTepa; rayxoTta

ADAMTSL2 231050 leneodumsnyeckas gucnnasms

ADAR 615010 CuHapom Alikapaun-TyTbepeca

ADCK3 612016 MepBrUHbIZ gedrumnT KosH3nma Q10

ADCY5 606703 CeMeilHast ANCKUHE3NA C INLLEBON MUOKUMUEN

ADGRG1 606854 BunatepanbHaa NOAVMUKPOrnpus

AFG3L2 614487 CnacTtuyeckas atakcus

AGA 208400 AcnapTaTritoKo3aMUHypust

AGK 212350 CuHapowm CeHrepca

AHI1 608629 CuHgpom Xybep

AIEM1 300816 CKMo':AfFI)AoHMMpOBaHHbM AednumnT okmcauTensHoro pochopunmpoanus; Cowchock
AIMP1 260600 TMNoMUennHN3npytoLLas nernkoagmncTpodums

AIRE 240300 CVHAPOM ayTOVMMYHHOW NONV3HAOKPUHONATUN

AKT3 615937 CVHAPOM MeransHuedanmn-noaMMnKpornpun-noanaakTUANnU-rugporedanm
ALAS2 300752 SputponosTrnyeckas nporonopdupms

ALDH18A1 616603 CrHAPOM "BANOI KOXM"; cnacTnyeckas napannerus

ALDH3A2 270200 CuHapom CberpeHa-/lapcceHa

ALG1 608540 BpoxaeHHOe HapyLueHWe rnKo3naMpoBaHus

ALG11 613661 BpoxzaeHHOe HapyLLeHWe rnKo3naMpoBaHus

ALG12 607143 BpoxzeHHoe HapyLLeHWe rNKO3nIMpoBaHus

ALG3 601110 BpoxzeHHOe HapyLLeHWe rNKO3nIMpoBaHus

ALG6 603147 BpoxaeHHoe HapyLleHne rKO3NINpoBaHNs

ALG8 608104 BpoxzaeHHoe HapyLueHWe INKO3naIMpoBaHUs

ALS2 205100 BokoBoli aMnoTpodrUecKmnin Cknepos, BeHWIbHbIN; cnacTU4eckui napanmy



res on cmgpow |

AMACR 614307 Jeduumnt anbda-metrnaymn-KoA paurmasbl

AMPD1 615511 Mwuonatus cBasaHHas ¢ AebnLMTOM MoaeHaTAe3aMNHa3bI
AMPD2 615809 MocTomo3xeukoBasi rMNonaasns; cnacTmyeckasa napaniervs
ANG 611895 BokoBoli amnoTpoduryecknin cknepos

ANO10 613728 CnunHouepebennsipHas atakcmns

ANO3 615034 ANCcToHnA

ANTXR2 228600 TMannHoBbIN GUB6POMATO3HbIA CUHAPOM

AP1S2 304340 X-cuenneHHas CMHAPOManbHas yMCTBEHHAs OTCTanocTb

AP4B1 614066 CnacTunyeckas napannierus

AP4E1 613744 CnacTunyeckas napanierus

AP4M1 612936 CnacTunyeckas napannierus

AP4S1 614067 CnacTunyeckas napannierus

AP5Z1 613647 Cnactnueckas napanneruns

APOE 104310 BonesHb AnbLreimepa

APP 104300 BonesHb Anburerimepa; uepebpanbHas aMUIOVAHas aHronaTus
APTX 208920 ATaKcusi € rnasogsuratenbHor anpakcueii U runoansbymMmmuHemmnen
ARFGEF2 608097 MepuBeHTPUKYNSIPHas reTepoTonusa ¢ MuKpoLedpanveit

ARG1 207800 ApPruHnHemMus

ARL13B 612291 CuHgpom Xybep

ARLG6IP1 615685 Cnactnyeckas napannerus

ARSA 250100 MeTaxpomaTtunyeckas nenkoamctpopus

ARSB 253200 Mykononncaxapusos

PaHHAs anunenTnyeckas 3HLI,e¢al'|OI'IaTI/Iﬂ,' J1I/ICC3HLI,e¢a}'II/Iﬂ; X-cuenneHHasn YMCTBEH-

ARX 308350 Hasi OTCTaNOCTb; CMHAPOM MMapTUHITOH; CHAPOM lpayaa

ASAH1 228000 ﬂmzzgi;)c/ginizfc;):g&pa; CrMVHaNbHas MbllleyHas aTpodus C NporpeccrpyoLLeit
ASCL1 209880 LleHTpanbHbIA rMNOBEHTUAALNOHHBIA CUHAPOM; CUHAPOM XaAAaz

ASPA 271900 BonesHb KaHaBaH

ASPM 608716 MepBryHas MukpoLuedpanms

ATCAY 601238 Mo3xeukoBas aTakcus

ATL1 613708 HacnezctBeHHas ceHCopHasa HelponaTus; cnactuyeckas napannierns

ATM 208900 ATakcus-TeNneaHrnsKTasns

ATN1 125370 JeHTaTto-pybpansHas atpodus

ATP13A2 606693 HelpoHanbHbI LeponaHbI AMnodycLmHo3

ATP1A3 614820 Jetckasn anbTepHupytowas remunnerns; CAPOS cMHAPOM; ANCTOHMSA

ATP5E 614053 JednumT pepMeHTOB MUTOXOHAPUANBLHOro KoMnaekca V

ATP6AP2 300423 X-cuenneHHas CMHAPOMasbHas yMCTBEHHAs OTCTaNoCTb; MaPKMHCOHM3M CO CacTUKOM

NaHenb «HeliposereHepaTBHbIE 3a60/1€BaHUA»



leH
ATP7A
ATP8A2
ATPAF2
ATR

ATRX
ATXN1
ATXN10
ATXN2
ATXN3
ATXN7
AUH
B3GALNT2
BAGALNT1
BAGAT1
BID1
B9D2
BCAP31

BCS1L

BDNF
BEAN1
BEST1
BICD2
BOLA3
BRAF

BSCL2

BTD
BUB1B
C100RF2
C120RF65
C190RF12
C50RF42
C90RF72
CA2

CA8

S ompon

309400
615268
604273
210600
301040
164400
603516
183090
109150
164500
250950
615181
609195
615287
614209
614175
300475

262000

610269
11721
611809
61529
614299
115150

615924

253260
257300
271245
613559
615043
614615
105550
259730
613227

BonesHb MeHkeca; cnurHanbHas MbllleyHa atpodus

CVHAPOM MO3XEeUKOBOW aTakCUn, yMCTBEHHON OTCTANOCTU U ANCKOOPANHALNN
Jedbnunt pepmMeHTOB MUTOXOHAPMAaNLHOro Komnaekca vV

CnHapom Cekkens

CnHAPOM anbda-TanacceMms 1 yMCTBEHHasa OTCTaNnoCTb
CnnHouepe6ennsipHas atakcus

CnvHouepebennsipHas atakcus

BokoBoli aMroTpoduyecknii cknepos; CnMHoLepebennspHas atakcms
BonesHb Mauago-Jxo3eda

CnvHoLepebennsipHas atakcus

3-MeTUNrNyTakoHMKOBas aLyaypus

MbileyHas AUCTpoduUa ANCTPOrIvKaHoNaTHs

Cnactuyeckas napannerus

MblLleyHas ANcTpodurs ANCTPOrNNKaHONATUS

CnHapom Mekkenst

CnHgpoM Mekkenst

r}'IyXOTa, ANCTOHUA N uepe6paanaﬂ rmnoMunenMHn3auns

CuHapoM BbepHcTaga; cuHapoM GRACILE, cuHapom Jn; 4eduumt MUTOXOHAPUANbHO-
ro komnnekca lll

CVHAPOM LieHTPanbHOI M’MNOBEHTUNALMN

CrnivHoLepe6ennspHas atakcus

BectpoduHonatus

CrnHanbHas MblllieYHas aTpoduist

CUHAPOM MHOXECTBEHHOV MUTOXOHAPVANBHOMN ANCOYHKLMN C rMNepranUMHeMnen

KapAronnueKkoxHbIn cuHApoM; cnHApom LEOPARD; cnHapom HyHaH

MporpeccrpytoLuas sHUepanonaTus; BpoXAeHHas TMNoANCTPOdUS; HacleACTBEHHas
AVCTanbHas MOTOPHas HeliponaTus; cnacTuyeckas napanierus

JednumT 6noTUHNAA3LI

C/YHAPOM MO3an4yHON aHeynaongmmn

CVHAPOM MCTOLLEHNA MUTOXOHAPMansHoOM JHK

KoMBUHVPOBaHHbIV fedUUMT OKUCANTENBHOTO pocHopUApOBaHNS
CnacTnyeckas napanaerns

CuHApOM Xybep

®poHTO-TeMMopanbHas AeMeHLVst 1 60KOBOW aMMOTPOPUUECKINIA CK1epo3
OcTeoneTpos ¢ NoYeYHbIM Ty6yAAPHbLIM aLg030M

CnMHou,epe6ennﬂpHaﬂ aTakcna N ymCcTBeHHasa OTCTanoCTb



lFeH

CACNA1TA

CACNA1B
CACNB4
CASC5

CASK

CC2D2A
CCDessc
ccm2
ccTs
CDK5RAP2
CDON
CENPJ
CEP135
CEP152
CEP290
CEP41
CEP63

CHCHD10

CHKB
CHMP1A
CHMP2B
CISD2
CLCN2
CLN3
CLN5
CLN6
CLN8
COA5
COASY
COL11A2
COL18A1

COL2A1

COL4A1
COL6A3

108500

614860
607682
604321

300749

612285
236600
603284
256840
604804
614226
608393
614673
614852
615991
614464
614728

615911

602541
614961
614696
604928
607628
204200
256731
601780
600143
616500
615643
614524
267750

200610

175780
158810

SNu3oAMYeckas aTakcus; ceMeliHas remunaernyeckasl MUrpeHb ¢ mporpeccupytoLLel
MO3)XeYKOBOW aTakcuer

AnctoHnsa
Vanonatunyeckas reHepanv3oBaHHas 3NUIENCUs; SNM30AMYecKas aTakcms
MepBryHaa Mukpoledanms

YMCTBEHHAas OTCTanocTb 1 MMKpOue¢aﬂMﬂ C rmnonnasmer Mo3xeuka; yMCTBEHHasA
OTCTanocCTb

CuHapoM Xybep

HecnHapomanbHas rugpouedanms

LlepebpanibHble KaBepHO3HbIe MOPOKW Pa3BUTUSA
CeHcopHasi HeiiponaTusi Co cnacTU4eckon napannerviei
MepBUYHas MukpoLedans

FononpossHuedanvs

MepBUYHas MukpoLedanms

MepBUYHas MukpoLedanms

MepBuUYHas Mukpouedanus; cuHapom Cekkens
CuHapom Bapgae-buans; amaspos Jlebepa; cnHApom CeHbop-JlokeHa
CuHgpom Xybep

CnHgpom Cekkens

JTo6HO-BUCOYHASA AeMeHLMA 1 6OKOBOW aMMOTPOPUYECKINIA CKAepPO3; CVHANbHAs
MblLLeYHast aTpopus

BpoxaeHHas MblleyHas gucTpodus

MocToMo3xeukoBas rmnonaasus 6 Tuna

BokoBol ammnoTpoduryecknii cknepos; cemeriHas geMeHLms

CuHApom Bonbdpama

ManonaTtuyeckas reHepannsoBaHHas anuaencus; nelikosHuedpanonatuns c atakcmen
HelipoHanbHbIl LLeponAHbIA AnNnodycLmMHO3

HelipoHanbHbIl LLeponaHbIi AnnodycLmHoO3

HelipoHanbHbI LepongHblii 1MnodycLmnHo3

HelipoHanbHbIl LLeponAHbIA AnnodycLmMHO3

PaTanbHas MHGaHTUNbHAA KapAnosHLedanommonaTus

HelipoaereHepauusi ¢ HakomeHWeM xenesa

PdrnbpoxoHaporeHes; cuHapom CTuknepa; cMHApoM BaiiceHbaxep-LiBelimtonnepa
CuHapoM KHoboxa

AXOHApOreHes UV M’MMoxXoHAporeHes; cHapom CTrknepa; 6onesHb Jlerr-Kanse-Mep-
Tec

MopaHuedanna

Mwuonatusa betnema; AUCTOHUS; BpPOXAeHHasA MblLLeYHasa AVICTpO(I)I/Iﬂ anplea

NaHenb «HeliposereHepaTBHbIE 3a60/1€BaHUA»



leH
c0oQ9
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

Son ompon

614654
256000
220110
615119
220110
612714
220110
604290
255120
616282
608836

221820
615636
254800
219800
256540
245010
610127
615362
265800
213700
615030
613812
600721

615281

611105
241080

601390

105400

300067
278740

609340

615033

251880

MepBuYHbIN AedrumnT Ko3H3UMa Q10

CnHapom J/ln

Jednunt pepmMeHTOB MUTOXOHAPMANBLHOro Komnaekca IV
®daTtanbHas UHaHTUAbHAsA KapANO3HLepanomMMonaTust; CMHAPOM J1n
Jednunt pepmMeHTOB MUTOXOHAPUANBLHOro KoMnaekca IV
SK30KPUHOBAas HeA0CTaTOMHOCTb MK, AM33pUTPONO3THYECKas aHeMYst U TUMepoCcTo3
JednunT pepmMeHTOB MUTOXOHAPMANbLHOrO kKoMraekca IV
Mo3xeukoBast aTakcus

Hef0CTaTOUHOCTb KAPHUTVH NanMUTUATPaHCcdepasb
Cnactunyeckas napannerus
Hef0CTaTOUHOCTb KAPHUTVH NanMUTUATPaHCpepasbl
HezocTaTouHOCTL KapHUTWH aumnTpaHcdepasbl
TelikosHuedanonaTtns

CuHapom Xy6ep

MporpeccrpytoLLas MMOKIOHUYECKan 3nmnnencus
ATUNMYECKNA HeiponaTUYecknin LIUCTUHO3
[anakTocnannzos

CuHApoM XarnmMa-MyHka; cuHapoMm ManunnoH-ledespe
HelipoHanbHbIl LeporaHbli AnnodycLumHo3
HelpoHanbHbI LiepongHblin AMnodycLnHo3
MnKkHoAM30CTO3

LlepebpoTeHananbHbI KCaHTOMAaTo3

Cnactuueckas napannerus

Bpo>AeHHbI fedeKT CUHTe3a XeNUHbIX KUCIoT
D-2-rnapokcurnytapoBsas auuaypus

FmnomMmmenvHm3aums ¢ nopaxeHmem CTBoJ1a roJIOBHOIro Mo3ra 1 CrMHHOro Mosra n co
CMacTUYHOCTbHO HOI

NelkosHuedanonaTns ¢ naktaT-aLyA030M
CuHapom Byaxayca-Cakatu

CnHapom BaH Mangeprema

BokoBol amMnoTpoduryeckmnii cknepos; AUCTanbHas MOTOPHAas HeliponaTus; CUHAPOM
Meppwn

JNlnccaHuedpanms; cybkopTrKanbHas laMMHapHas retepoTonus

MurmeHTHas kcepozepMa
Cnactuyeckast napannerus

CnacTunyeckas napanierns

C/HAPOM UCTOLLEHMS MUTOXOHAPUanbHo AHK (renaTouepebpansHoro Tnna)



DDHD1 609340 Cnactnyeckas napannerns

DDHD2 615033 Cnactuyeckas napannerns

DGUOK 251880 CVHAPOM MCTOLLEHNS MUTOXOHAPUansHo IHK (renatouepebpansHoro Tvna)

DHCR7 270400 CnHapom Cmuta-flemnn-Onuvua

DHCR24 602398 [JlecmocTeponos

DHCR7 270400 CnHapom Cmuta-flemnn-Onuvua

DLAT 245348 Jedununt nupysart AervaporeHassl E2

DLD 246900 [Jednumnt gernaponnoamMus AerngporeHasbl

DNAJB2 616233 bonesHs LLlapko-Mapu-TyTa

DNAJC19 610198 3-MeTUNrNYyTaKoOHNKOBAas aumaypus

DNAJC5 162350 HelipoHanbHbIl LileponaHbIv 1MnodycLmHO3

DNAJC6 615528 bonesHb MNMapkMHCOHa € paHHVM HavanoM

DNM1L 614388 JletanbHas sHUedanonatTus

DNMTA 604121 LiepebpanbHas aTakcus, rayxoTa v HapKONencusi; HaceACTBEHHas CEHCOPHas Helpo-
natus

DPAGT1 608093 BpoxzaeHHOe HapyLueHVe rNKO3UIMpoBaHs

DYM 223800 BbonesHb [lnrrse-Menbxmnopa-KnayseHa; gncrinasmsg CMut-MakKopt

DYNC1TH1 614228 BonesHb LLlapko-Mapu-TyTa

DYRK1A 614104 YMCTBEHHas OTCTaNocTb

EARS2 614924 KOoM6UVHMPOBaHHbIN AedULINT OKMCANTENBHOTO GocHopUNMpoBaHUS

ECE1 145500 BonesHb MpLunpyHra, MOpoku cepaua 1 BereTaTuBHOM ANCHYHKLIN

EDN3 209880 LieHTpanbHbIV IMNOBEHTUNALMOHHbIV CUHAPOM; CMHAPOM BaapaeH6ypr

EEF2 609306 CnunHouepebennspHas aTakcms

EFTUD2 610536 MaHgmnbynodaumanbHbli 4130CTO3

EIF2AK3 226980 CuHgpoM YonkoTTa-PannmcoHa

EIF2B1 603896 JlelikosHuedanonaTnsa C ncHe3HOBEHMEM 6enoro BeLLecTsa

EIF2B2 603896 TNeikosaHuedanonatns ¢ ucyesHoBeHVeM 6e0ro BellecTBa

EIF2B3 603896 JeikosHuedanonatns ¢ ucHesHoBeHVeM 6e10ro BellecTBa

EIF2B4 603896 TNeikosHuedanonatns c ucyesHoBeHVeM 6e0ro BelLecTBa

EIF2B5 603896 JeiikoaHuedanonatns ¢ ucHesHoBeHVEeM 6e10ro BellecTBa

EIFAG1 614251 bonesHb MapknHcoHa

ELOVL4 614457 VIXTrno3, cnactnyeckas KBagpunaerus n yMcTBeHHas OTCTanocTb

ELOVL5 615957 CnvHouepebennsipHas atakcms

EMX2 269160 Ln3aHuedpanmns

ENTPD1 615683 CnacTunyeckas napanaerns

EPM2A 254780 MporpeccupytoLlas MMOKIOHMYEeCKas anuaencus

n NaHenb «HeliposereHepaTBHbIE 3a60/1€BaHUA»



leH
ERBB4
ERCC2
ERCC3
ERCC4
ERCC5
ERCC6
ERCC8
ERLIN2
ETFA
ETFB
ETFDH
ETHE1
EXOSC3
EZH2
FA2H
FAM126A
FAM134B
FARS2
FASTKD2
FAT4
FBXO38
FBXO7
FGF14
FGF8
FGFR3
FH

FIG4
FKRP
FKTN

FLNA

FLVCR1
FOLR1
FOXRED1

FTL

615515
278730
610651
615272
278780
133540
216400
611225
231680
231680
231680
602473
614678
277590
612319
610532
613115
614946
220110
615546
615575
260300
609307
612702
610474
606812
612577
613153
253800

314400

609033
613068
256000

600886

Slon amapon

BokoBoli amnoTpoduryeckniin cknepos
LiepebpookynodaLmockeneTHblin CUHAPOM; MUrMEHTHas Kcepojepma
TpuxoTnoancTpodus; NUrMeHTHas kcepogepma

AHemunsi PaHKOHN

LiepebpookynopalmockeneTHbln CUHAPOM; MUTMEHTHas KcepoAepma
CuHApoM KokkeliHa; LepebpookynopaLmockeneTHbl CUHAPOM
CnHapom KokkeliHa

Cnactuueckas napannerus

InyTapoBas aumgemus

[nyTapoBas aumgemus

InyTapoBas aumaemus

STunmanoHoBas aHuUedasonaTms

MocToMo3xeukoBas runonnasus

CnHgpoM Busepa

Cnactuueckas napannerus

FvnomMmnenHu3npytoLLas neikoanctpodus

HacnesctBeHHas ceHcopHas Heliponatus

KoMB1HNPOBaHHbIV AepULNT OKUCAUTENBEHOTO pOocHOpUMpPOBaHUS
Jednunt pepMeHTOB MUTOXOHAPUANBLHOrO KoMniekca IV

CuHapom BaH Mangeprema

JlnctanbHas MOTOpHas HeliponaTus

BonesHb MNapknHcoHa

CnuHouepebennsipHas atakcms

TMNOroHaA0TPOMHbIV MMNOrOHaAM3M C UAN 6e3 aHOCMUN

CATSHL cnHgpom; SADDAN cnHapom; cnHapom KpysoHa

Aednumnt pymapassbl

BokoBoW amnoTpoduUeckunii cknepos; bunatepanbHas NoAMMUKPOrPUS
MbileyHas AncTpodurs ANCTPOrIKaHONaTus

MbilieyHas AncTpodus ANCTPOravKaHonaTus

KapavoBackynspHas Aucnnasus;nepeBeHTpUKyIapHas reTepoTonusi; CUHAPOM Menb-
HUK-Huanca

ATakcus C NUreMeHTHbIM PETUHNTOM
HeliposereHepauus cBsizaHHas ¢ geduLMTOM TpaHcnopTa ¢ponatos

CnHapoM J/ln

CUHAPOM r1neppeppuUTNHeMUs-kaTapakTa; HelipojereHepaLyisi C HakorieHem
Xenesa



FUCA1 230000 PyKo3nA03

FUS 608030 BokoBoli amMnoTpoduyeckmnii cknepos

FXN 229300 Atakcuns Ppugperixa

GAA 232300 [nvkoreHo3

GAD1 603513 CnacTnyeckunin LiepebpanbHbIi napanny

GALC 245200 BonesHb Kpabbe

GALNS 253000 Mykononuncaxapunaos

GAN 256850 AKCOHanbHas Heiponatuns

GARS 601472 BonesHb LLlapko-Mapu-TyTa; AnCTanbHas MOTOpHas HeliponaTtus
GATA3 146255 fmnonapatupeonamnsm, TyroyxocTb 1 noYeyHas gucnnasns

GBA 608013 BonesHb lMNowwe

GBA2 614409 CnacTtunyeckas napanierus

GBE1 232500 FnukoreHos IV

GCDH 231670 [nytaposast aungypvs

GCH1 128230 JlopaMurH-3aBUCUMan ANCTOHUS; runepdeHnnanaHnHeMns

GCLC 230450 lemonuTMyeckasi aHeMus, CBs3aHHas € AePULIMTOM ramma-rayTaMUNLUCTENH CUHTETa3b!
GDAP1 607831 BonesHb LLlapko-Mapu-TyTa

GDNF 209880 LleHTpanbHbIV TMNOBEHTUNALMOHHBIA CUHAPOM

GFAP 203450 BonesHb AnekcaHaepa

GFER 613076 MporpeccnpyroLLas MUTOXOHAPYaNbHas MnonaTuns

GFM1 609060 KoMB1HMpOBaHHbIV AepULNT OKUCAUTENBHOTO GpOocHOpUPOBaHUS
GJB1 302800 Heiponatus LLapko-Mapu-TyTta

GJCc2 608804 TMNOMUENNHM3NPYIOLLAs NeNKOANCTPOGUS; cnacTnyeckas napanierus
GLA 301500 BonesHb Pabpun

GLB1 230500 GM-raHrnnosngos | Tmna; Mykonosmcaxapuios

GLI2 610829 Fononpo3ssHuedanus; cuHapom Kynnepa-ZxoHca

GLI3 146510 CuHapom Manancrepa-Xonna; CMHAPOM LiedanononncnHaakTuamna Kperira
GM2A 272750 GM2-raHrnno3nzos

GMPPB 615350 MeileyHas AncTpodus-gucTporanmkaHonaTms

GNAL 615073 AncToHns

GNAQ 163000 Mopokn pa3BUTUSt KANUANAPOB; CUHAPOM LLITypre-Bebepa

GNE 605820 Mwvionatna HoHaka

GNPTAB 252500 Mykonnnngos

GNPTG 252605 Mykonnnngos

GNS 252940 Mykononucaxapugos

GOSR2 614018 MporpeccupytoLas MMOKIOHMYecKas anuaencms

BB Naxenb «HelipoaereHepaTUBHbIE 3a60/1€BaHUS»



lFeH
GPC3
GRID2

GRN

GUSB

HADH
HARS2
HEPACAM
HEXA

HEXB
HGSNAT
HNRNPA1
HNRNPA2B1
HPRT1

HRAS

HSD17B4
HSPB1
HSPB3
HSPB8
HSPD1

HTRA1

HTRA2
HTT*
HYAL1
IBAS7
IDS

IDUA
IER3IP1
IFIH1
IGHMBP2
INPPSE
IScu
ISPD
ITM2B
ITPR1

312870
616204

607485

253220
231530
614926
613925
272800
26880

252930
615426
615442
300322

218040

261515
606595
613376
608673
612233

616779

610297
143100
601492
615330
309900
607014
614231
615846
616155
213300
255125
614643
176500
606658

S ompon

CuHapom CumncoHa-lonabun-bemens

CnuHouepebennsipHas atakcus

MepBrYHas nNporpeccrpytollas adasus; HelipoHabHbIV LIepoVAHbIA TMMOGYCLVHOS;
NOBHO-BICOYHas AereHepaLus C y6UKBUTUH-MO3NTUBHBIE BKIOYEHUSMY

Mykononucaxapuzos

[Jednumnt 3-rngpokcraumn-KoA gervporeHassi
CvHapoMm Meppo

MeransHuedpanmyeckas neiikosHuepanonatns
GM2-raHrnmo3unaos; 6onesHb Tes-Cakca

BonesHb CaHaxopdpa

Mykononuncaxapuzos

BokoBoli ammnoTpoduyeckuii cknepos

MvionaTtusa ¢ paHHUM Hayanom 6onesHu Megxeta
CuHapom Jlewa-HasHa

CuHapom Koctenno; BpoXAeHHaa MuonaTus; cuHApom LLnMmvensneHHUHra-®bép-
wTeriHa-Mumc

[Jednumnt D-andyHKLMOHaNbHOro 6enka; cMHApom Meppo

bonesHb LLapko-Mapu-TyTa

JncTanbHas MOTOpHas HeliponaTus

BonesHb LLlapko-Mapu-TyTa

TMNOMUENNHM3NPYIOLLAs NeNKOANCTPOGUS; cnacTnyeckas napanierus

LlepebpanbHas apTepronaTis ¢ CybKkopTUKanbHbIMU MHApPKTaMu 1 NeiikoaHLedpano-
natuem

BonesHb MNapknHcoHa

BonesHb MeHTMHITOHa

Mykononncaxapuios

CVHAPOM MHOXECTBEHHO MUTOXOHAPWUANLHON ANCHYHKLIMN
Mykononuncaxapugos

Mykononuncaxapuzgos

CvHApOM MuyKpoLedanus, snunencus n guabet
CuHapoM Alikapan-TyTeepeca

BonesHb Lapko-Mapu-TyTta

CuHapoM Xybep

MuonaTtua ¢ naktat-aumao3om

MbileyHas ANCTPOPUA-AUCTPOrINKaHONaTUA
cemeiiHas AeMeHLVs; ANCTPOPUSA ceTHaTKN

CnvHouepebennspHas atakcus

*reHsbl, OTHOCHALMecA K 601e3HSAM 3KCNAHCUN TPUNHYKNEOTUAHbBIX MOBTOPOB.
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JPH3 606438 [eHTVHITOH-NoA06HasA 60ne3Hb

KANK1 612900 Cnactuyeckuii LepebpanbHblii napanmy

KARS 613641 bonesHb LLlapko-Mapu-TyTa

KCNA1 160120 anusogmyeckast atakcns/MNoOKMMNSA

KCNC3 605259 CnvHouepebennsipHas aTakcms

KCND3 616399 CuHapoM bpyraga; cnvHouepebennsipHas atakcms

KCNJ10 600791 YBeNnYeHHbIN BeCTUOYNSPHbIT BOZONPOBOA; cMHAPOM SESAME

KCNMAT1 609446 leHepannsoBaHHas 3NUNENCUA U NapoKCn3ManbHas ANCKMHE3Ns

KCTD17 616398 MuOKNOHNYeckasa AUCTOHUSA

KCTD7 611726 MporpeccnpytoLLas MUOKIOHNYecKas 3nuaencus

KIAA0196 603563 Cnactnyeckas napanneruns; cMHApom Putwepa-LUnHuens

RUBCN 615705 CnunHouepebennspHas atakcus

KIF11 152950 Mwuikpouedanus, numbesema N yMCTBEHHAs OTCTaNoCTb

KIF1A 614255 z’::l;;i?_g:a: OTCTaN0CTb; CracT1yeckas naparierus; HacieACTBEHHas CeHCopHas

KIF1C 611302 CnacTnyeckas atakcus

KIF2A 615411 KopTukanbHas gucnnasuns

KIF5A 604187 CnacTnueckas napannerus

KIF5C 615282 KopTukanbHas gucnnasuns

KIF7 200990 CuHgpom Xybep; cuHapoM Anb-lTasann-bakanvHosa

KMT2D 147920 CuHapom Kabykn

KRIT1 116860 LlepebpanbHas KaBepHO3HbIe MOPOKM

L1CAM 304100 YacTnyHas areHe3I/lﬂvM030nl/ICTOer Tena; CRASH CI/IHLquM; MASA-cnHgpoMm; rngpoLie-
danns ¢ BPOXAEHHON KMLLEYHOW NceBaobCTpyKLMel.

L2HGDH 236792 L2-ruapokcurnytaposas auuaypus

LAMA2 607855 MUPO3nH-AePULNTHAS MblLLeYHas AUCTPOdUS

LAMC3 614115 3aTblI0YHbIE KOPTUKAa/IbHbBIE MOPOKMN

LAMP2 300257 BonesHb [laHoHa

LARGE 613154 MbiLleYHas ANCcTpodUS-ANCTPOrAMKaHoNaTHA

LIAS 614462 fvnepranumMHemus, nakTaT-aLnaos 1 cysoporu

LIPA 278000 BonesHb HakonieHns 3GpUPOB xonectTepunHa

LMNB1 169500 J1eAKoANCTPOPUS C MO3AHVIM HaYasom

LRPPRC 220111 CnHapoM J/ln

LRRK2 607060 BonesHb MNMapknHcoHa

LYST 214500 CnHapoM Yeanaka-Xuratim

MAG 616680 CnacTunyeckas napanaeruns

MAN2B1 248500 MaHHO031403

BEM NaHenb «HelpogereHepaTyBHble 3a60/1€BaHUSI»



lFeH

MANBA

MAPT

MARS

MARS2

MATR3
MBD5
MCOLN1
MCPH1

MECP2

MED12
MED17

MEF2C

MFN2
MFSD8
MGAT2
MGME1
MKS1
MLC1
MPI
MPV17
MRE1T1A
MRPS16
MRPS22
MSMO1
MTFEMT
MTHFR
MTO1
MTPAP
MTTP
NAGA
NAGLU
NDE1
NDUFA1

248510

600274

616280

616430

606070
156200
252650
251200

300496

305450
613668

613443

609260
610951
212066
615084
249000
604004
602579
256810
604391
610498
611719
616834
614947
236250
614702
613672
200100
609241
616491
614019
252010

S ompon

MaHHO031403

J106HO-BMCOYHasA AeMeHLus; 6one3Hb Mrka; NporpeccupyoLLmin cynpaHykieapHbIi
napanvy

bonesHs LLlapko-Mapu-TyTa

KoM6UVHMpOBaHHbI AepULNT OKUCANTENBHOTrO0 GOoCHOPUNMPOBAHIS; CracTUYeckas
aTakcus

BokoBoli amnoTpoduryeckniin cknepos
YMCTBEHHAas OTCTaNocTb
Mykonunungos

MepBuyHas MukpoLedpanns

CI/IHApOM PetTa; X-cuenneHHas YMCTBEHHasA OTCTaNoCTh; MyﬂbTI/Iq)aKTOpI/IaI'IbHaﬂ
HeOHaTaNbHaaA 3HLl,e¢aJ'IOI'IaTI/IH

CuHapom Onuua-Kasegxua; cHApom JlyaH-®puHca; cnHapom Oa0
MocTHaTanbHas nporpeccupytoLas mmkpoledanmns

YMCTBEHHas OTCTaNoCTb, CTEPEOTUMHbIE ABUXXEHWS, SNNIENCUa U NOPOKN Pa3BUTUSA
rON0BHOr0 MO3ra; CUHAPOM Jeneummn XxpoMocomsl 5q14.3

BonesHb Llapko-Mapu-TyTa

HelpoHanbHbI LiepongHblii AnodycLmHo3

BpoxzeHHoe HapyLleHve rvKo3nnnmpoBaHus

CVHAPOM NUCTOLLEHNS MUTOXOHAPManbHo JHK

CnHgpom Mekkenst; cuHapom bapane-bunns

MeranaHuedannyeckasn nekosHuedanonatms

BpoxzeHHoe HapyLleHve rnKo3nnnpoBaHns

CYHAPOM UCTOLLEHUS MUTOXOHAPUanbHon AHK
ATaKkcus-TeNeaHrnsKTasmna nojobHas 6onesHb

KomMb1HMpoBaHHbLIV AepULNT OKUCAUTENLHOTO GocOopUIMpPOBaHUS
KoM6UHMpoBaHHbIN AedULmMT okncanTensHoro GochopunmpoBaHus
MuikpoLedanus, BpOXAeHHasa KkaTapakTa v ncopuas
Komb1HMpoBaHHbIN AepuumnT okMcanTensHoro ¢ochopunmposaHms
FomoumncTHypus

KoM6UHVpPOBaHHbIV fedULmMT OKUCANTENbHOTO pochopranpoBaHns
Cnactuyeckas atakcus

BonesHb MapkrHcoHa; abeTannnonpoTenHeMus

BonesHb LLUnHANepa; 6one3Hb KaH3akm

bonesHb LLlapko-Mapn-TyTa

JInccaHuedanms ¢ MyukpoLedanmnei

AednunT GepMeHTOB MUTOXOHAPUANILHOTO KoMrekca |
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NDUFA10 256000 CnHapom J/ln

NDUFA11 252010 Aednumnt pepMeHToB MUTOXOHAPUANBLHOIO KoMnaekca |
NDUFA12 256000 CnHapom /ln

NDUFA13 607464 TupeongHas kapumMHoMa

NDUFA2 256000 CnHapom /ln

NDUFA9 256000 CuHapom Jln

NDUFAF1 252010 Jednunt pepmMeHTOB MUTOXOHAPMANBLHOrO KoMnaekca |
NDUFAF2 256000 CuHapom Jln

NDUFAF3 252010 Jednunt pepmMeHTOB MUTOXOHAPUANBHOrO KoMraekca |
NDUFAF4 252010 Jednunt pepMeHTOB MUTOXOHAPVANBLHOrO KoMmieKca |
NDUFAF5 252010 Jednunt pepmMeHTOB MUTOXOHAPUANBHOrO KoMnaekca |
NDUFAF6 256000 CuHapom Jln

NDUFB3 252010 Jednumt pepMeHTOB MUTOXOHAPUANbLHOro komniekca |
NDUFB9 252010 Jednumt pepMeHTOB MUTOXOHAPVANBHOro Kommniekca |
NDUFS1 252010 Jednumt pepMeHTOB MUTOXOHAPUANLHOro Kommniekca |
NDUFS2 252010 Jednumt pepMeHTOB MUTOXOHAPUANBHOrO Komriekca |
NDUFS3 256000 [ednumt dpepmMeHTOB MUTOXOHAPUANBLHOro Komriekca |
NDUFS4 256000 Jednunt pepMeHTOB MUTOXOHAPUAIBHOrO KoMmiekca |
NDUFS6 252010 Jednumt dpepmMeHTOB MUTOXOHAPVANBHOro Komriekca |
NDUFS7 256000 CuHgpom Jn

NDUFS8 256000 CuHgpom Jn

NDUFV1 252010 Jednunt pepMeHToB MUTOXOHAPUANILHOIO KOMMieKca |
NDUFV2 252010 Jednumt dpepMeHTOB MUTOXOHAPUANBHOIO KoMMleKca |
NEFH 105400 BokoBol ammoTpoduryecknii cknepos

NEU1 256550 Cnanngo3s

NFIX 602535 CnHapom Mapuwana-Cmuta; cnHgom CoToca

NFU1 605711 CUHAPOM MHOXeCTBEHHOM MUTOXOHAPUANbHOM ANCHYHKLN
NHEJ1 611291 Tskenbii UMMYHOAePULINT C MUKpoLiedanmeit 1 3aep>KKoli pocTa
NHLRC1 254780 MporpeccupytoLlas MMOKIOHMYEeCKas anuaencus

NIN 614851 CuHapowm Cekkens

NIPA1 600363 Cnactuyeckas napannerns

NKX2-1 118700 JlobpokayecTBeHHas XOpes; XOpeoaTeTo3 1 HeoHaTalbHbIV PeCNMPaTOPHBbIA ANCTpecc
NOP56 614153 CnunHouepebennsipHas atakcns

LiepebpanbHas apTepronatus ¢ cybkopTUKanbHbIMU MHGapKTaMu 1 neinkosHLedano-

NOTCH3 125310 o o

naTuen; CUHAPOM laTepanbHON MeHUHroLene
NPC1 257220 bonesHb HuMaHHa-Trka
NPC2 607625 bonesHb HnmaHHa-Mrka

BEN MaHenb «HelipogereHepaTvBHble 3a60/1€BaHUS»



leH
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

609583
267010
130650
613162
252010
251290
300804
165500
258501
300486
613435
607432
234200
600116
606324
106210
266150
210720
603285
615483
615007
312170
614111
245349
608782
614651
614652
610245
214100
614870
614920
614859
614883
614887
614876
614886

S ompon

CuHapoM Xybep

CnHapoM Mekkens

CnHapom beksBuTa-BugemaHa

Cnactunyeckas napannerus

Jednunt pepmMeHToB MUTOXOHAPMANBLHOrO KoMnaekca |
MNceBao-TORCH-cnHAPOM

CuHgpom Xybep

OnTnyeckas atpodus

3-meTunrnytaposas auuaypus

YMCTBEHHas OTCTaNoCTb C rurornaasuneii Mosra

BokoBoli amnoTpoduryecknii cknepos
CybkopTrKanbHas JaM1UHapHas retepoTonus; AnccaHLuedanms
HelipogereHepauus ¢ HakonneHvem xenesa; HARP-CHApPOM
FOBeHUNbHasA 6one3Hb MapkMHCOHa

BonesHb MapKMHCOHa € paHHUM Havaniom

AHVPUANS; cUHAPOM XXnnecnu; rmnonnasuns 3puTeNLHoro Hepea
Jednumt nupysaT Kapbokcnnasbl

MepBrUHas MyKpoLedpanbHas ocTeogmcnaacTmyeckas KapanKoBoCTb
LlepebpanbHble KaBepHO3HbIE MOPOKM Pa3BUTUSA
Kanbundurkaums 6asansHbix raHraves
Kanbumndukauma 6asanbHbIX raHraneBs; MaageH4ecknin MmopmnbpomaTos
Jedununt NnupysaT AernaporeHassl
Jedununt NnupysaT AgernaporeHassl

JlakTaTaungemms

[edunumT nupyBsaT germaporeHasbl pocdaTtasbl
MepBuyHLIN gednumnT KosH3MMa Q10
MepBuUYHbIN AedpnumnT KosH3UMa Q10
CnnHouepebennapHas atakcus

HapyLeHure 6roreHesa nepokcrcom (bonesHe Liennbserepa); cuHapom Meimnepa
HapyLieHvie 6roreHesa nepokcrcom (bonesHb Liennbserepa)
HapyLueHvie 6roreHesa nepokccom

HapyLueHvie 6roreHesa nepokcr1com

HapyLueHvie 6roreHesa nepokcncom (bonesHe Liennsserepa)
bonesHb Llennbserepa

bonesHb Llennsbserepa

bonesHb Llennsbserepa



leH
PEX2
PEX26
PEX3
PEX5
PEX6
PEX7
PFN1
PGAP1
PHOX2A
PHOX2B
PHYH
PIGA
PIGN
PIK3CA
PIK3R2
PIK3R5
PINK1

PLA2G6

PLEKHG5
PLP1
PMM2
PNKD
PNKP

PNPLA6

PNPT1
POLG

POLG2

POLH
POLR3A
POLR3B
POMGNT1
POMGNT2
POMK
POMT1

614866
614872
614882
214110
616617
614879
614808
615802
602078
209880
266500
300868
614080
615108
603387
615217
605909

256600

615376
312920
212065
118800
613402

245800

614932
203700

610131

278750
607694
614381
253280
614830
615249
236670

bonesHb Llennsbserepa

bonesHb Llennbeerepa

bonesHb Llennsbeerepa

bonesHb Llennsbeerepa

CuHapoMm leiimnepa

HapyLueHure 6roreHesa nepokcmMcom

BokoBoli amnoTpoduryeckniin cknepos

YMCTBEHHasA OTCTanoCTb

BpoxaeHHbI G1nBp0o3 3KCTPAOKYNAPHbBIX MbILLILY
LleHTpanbHbIN MMNOBeHTUAALMOHHBIV CUHAPOM
BonesHb Pedcyma

CUHAPOM MHOXeCTBeHHble BIMP-runoToHns-cyaoporu
CVHAPOM MHOXeCTBeHHble BIMP-rmnotoHuns-cyaoporn
CuHapom KoyzeHa

CuHapom MeransHuedpanus-noaMmMnpornpus-nonnaakTuans-ruapouepanus
ATakcus-rnasojsuraTenbHas anpakcus

BonesHb MapkMHCOHa C paHHUM Havaiom

VNHpaHTUNbHas HelpoakCcoHanbHasa ANCTPOdUS; HelposereHepaLums ¢ HakonaeHnem
xenesa

BonesHb LLapko-Mapu-TyTa; cnuHanbHasa MbllleyHas aTpodus
Cnactuyeckas napannerus; 6onesHs lMNenvuynyca-Mepuebaxepa
BpoxzeHHOe HapyLleHre rnKo3nnnMpoBaHus
Mapokcr3ManbHas HeKMHEe30reHHas ANCKMHe3ns
Mwukpouedanus, Cyaoporu 1 3ajepxKa passutus

CnHapoM JloypeHca-MyHa; cnHgpomM Onveepa-Mak®apnaHe; cuHgpom JlaypeHc-MyH;
cnactuyeckas napannerus

KoMB1HMpoBaHHbIM AepULNT OKUCANTENBHOTO GocOopUNVpPOoBaHUS
CVHAPOM VCTOLLEHNS MUTOXOHAPUanbHon JHK

MporpeccupytoLlas HapyxHas opTasbMONerus ¢ Aeneuysimm MUTOXOHAPUANbHO
LIHK

MrMeHTHas Kcepogepma
TNoMMennHU3MpYHoLLAs NenkoancTpodus
TVNOMUEeNVHU3VPYHOLLAS TENKOANCTPOPUS
MblLleyHas ANCTPOUSA-ANCTPOrIMKAHONATHS
MbllLeyHas ANCTPOdUS-ANCTPOrIMKAHOMNATHS
MbllLeyHas ANCTPOUS-ANCTPOrIMKaHONATIS

MbliLweyHas AMCTpOd)I/Iﬂ-AI/ICTpOFﬂI/IKaHOI'IaTI/Iﬂ

MUl NaHenb «HelpogereHepaTyBHble 3a60/1€BaHUSI»



POMT2 613150 MblleyHas AncTpodus-aAncTporankaHonaTus

PPP2R2B 604326 CnuHouepebennsipHas atakcus

PPT1 256730 HelpoHanbHbI LepongHbli AnnodycLmHo3

PQBP1 309500 CVHAPOM PeHMeHHNHra

PRICKLE1 612437 MporpeccupytoLlas MUOKAOHWYEeCKas anuaencus

PRKCG 605361 CnunHouepebennspHas atakcus

PRKRA 612067 AncToHna

PRNP 137440 E:,?fﬁﬂiﬂ.ﬁﬁjﬂ;gﬁ:,famﬂ aHrnonatus; 6onesHb KpenTudenbaa-Akoba; 6onesHb
PRPH 105400 BokoBoli amnoTpoduryecknii cknepos

PRPH2 608133 AmaBpos Jlebepa

PRRT2 602066 CeMeliHble CyA0pOry C MapoKCM3MabHbIM XOPeoaTeTo30M

PSAP 610539 BonesHb loLe, aTnnuyHas; MeTaxpomaTtmyeckas 1enkoAncTpodus
PSEN1 607822 BonesHb AnbLrelimepa; kapAvomuonaTus; 6onesHe Muka

PSEN2 606889 BonesHb AnbLreimepa; KapAvoMMonaTuns

PTCH1 610828 lononpo3ssHuedanuns

PTEN 158350 2223%%5%ﬁ:ﬁ;;;&gpom BaHaliaH-Punu-PyBanbkaba; cuHHApoM KoyaeHa; cuH-
PTPN11 151100 CuHapom LEOPARD; cnHapom HyHaHa

PUS1 600462 Mwvionatus, naktaT-aunzos v cuaepobnactHas aHemus

QDPR 261630 TmnepdeHnnanaHnHeMms

RAB18 614222 CuHzpoM Bapbypr

RAB3GAP1 600118 CuHapom Bapbypr

RAB3GAP2 614225 CnHapom Bapbypr; cnHgpom MapTtconbda

RAF1 611554 CnHapom LEOPARD; cuHapom HyHaHa

RAI1 182290 CuHgpom CmuT-MareHumc

RARS2 611523 MocTomo3xeukoBas runoniasns

RBBP8 606744 CnHapom Cekkens; cnHApom Jxasag,

REEP1 614751 [luctanbHas MOTOpHas HeliponaTus; cnactTnyeckas napannerus
REEP2 615625 CnacTnyeckas napanierns

RELN 616436 CemeliHas BUCOYHas anuaencusi; anccaHuedanuns

RET 209880 LleHTpanbHbI TMNOBEHTUAALMOHHbIV CUHAPOM

RFT1 612015 BpoxzeHHoe HapyLueHWe rNKO3nIMpoBaHus

RMND1 614922 KoMBVHVPOBaHHbIV AedULMT OKUCANTENBHOTO pocHoprapoBaHnS
RNASEH2A 610333 CuHapom Akapgaun-Tytbepeca

RNASEH2B 610181 CuHapoM Alikapan-ryTbepeca



res on_cmapow |

RNASEH2C 610329 CuHapom Aikapgaun-TyTbepeca

RNASET2 612951 JNlerikosHuedanonatusa ¢ meransHuedanvei

RPGRIP1L 611560 CuHapom Xybep

RRM2B 612075 C/HAPOM UCTOLLEeHNS MUTOXOHAPUanbHoW HK (3HLedanommonaTtmnyeckoro Tuna)
RTN2 604805 Cnactnyeckas napannerns

RTTN 614833 Monumukpornpus ¢ cygoporamu

SACS 270550 CnacTtrnyeckas atakcms

SAMHD1 612952 CuHapom Alikapan-ryTbepeca

SARS2 613845 IvnepypukemMus, NeroyHas runepTeH3ns, NoYeyHas HeJOoCTaTOuHOCTb U a/ikano3
SCARB2 254900 MporpeccupytoLLas MUOKIOHWYEeCKas anuaencus

SCO1 220110 Jednunt pepmMeHTOB MUTOXOHAPUANBHOrO KoMnaekca IV

SCO2 604377 KapavoaHuedanommonatms

SCP2 613724 Jeliko3HUepanonaTus ¢ AUCTOHNEN 1 MOTOPHOW HelponaTtunen

SDHA 256000 CuHapom Jln

SDHAF1 252011 Jednunt pepMeHTOB MUTOXOHAPMANLHOro KoMnnekca Il

SDHAF2 601650 MaparaHrivomsl

SDHB 612359 CuHapom KoyseHa

SDHC 605373 MaparaHrnnomsl

SDHD 615106 CnHgapom KoyaeHa

SEPSECS 613811 MocTomo3zxeukas runonnasns

SERACT 614739 ?A-gAJTmnrnyTaposaﬂ aunAypuvs C ryxoToi, sHuedanonatueit 1 JIn-nogobHbIM CUHAPO-
SETX 602433 BokoBol ammoTpoduryeckuii cknepos

SGCE 159900 MwnoknoHnyeckas ANCTOHNSA

SGSH 252900 Mykononuncaxapugos

SHH 142945 lononpo3ssHuedanus; LUN33HLePanus

SIGMAR] 614373 gsll;oaoﬁ aMNoTPOPUUECKIMI CKNEPO3, OBEHW/bHBIN; CMHaNbHas MbllLeYHas aTpo-
SIL1 248800 CnHapom MapuHecko-LLerpeHa

SIX3 157170 lononpo3saHuedanus; WwWnssaHLedanns

SLC16A2 300523 CnHapoM AnnaHa-XepHZAoHa-Aaanm

SLC17A5 604369 bonesHb Canna; cmanngos

SLC19A2 249270 TrnamuH-3aBrcMMas MeranobnactHas aHeMus

SLC19A3 607483 CYHAPOM ANCOYHKLUMM MeTabonn3ma TaMmHa

SLC1A3 612656 Snu3oanyeckas atakcms

SLC20A2 213600 Manonatunyeckas kanbumdurkaumsa 6asanbHbelx raraves

SLC22A5 212140 CucTeMHbI 4edUUNT KapHUTUHA

SLC25A12 612949 [nobanbHas LepebpanbHas rMNOBEHTUAALMNS

MM NaHenb «HelipogereHepaTyBHble 3a60/1€BaHUS»



TeH
SLC25A15
SLC25A19
SLC25A20
SLC25A3
SLC25A38
SLC25A4

SLC2A1

SLC30A10
SLC33AT
SLC5A2
SLC5A7
SLC6A3
SLC6AS
SMPD1
SNAP29
SNCA
SoD1
SORL1
SOX10
SPAST
SPG11
SPG20
SPG21
SPG7
ALDH18A1
SPR
SPTBN2
SQSTM!1
SRD5A3
SRPX2
STAMBP
STIL
STUB1
SUCLA2
SUCLG1
SUMF1

238970
607196
212138
610773
205950
615418

614847

613280
614482
233100
158580
613135
300352
257200
609528
168601
105400
104300
611584
182601
602099
275900
248900
607259
248900
612716
600224
616437
612379
300643
614261
612703
615768
612073
245400
272200

S ompon

CUHAPOM TVNEepOPHUTUHEMUS-TUNEPAMMOHNEMUS-TUNEPLUTPYAIVHEMNS
Mwuikpouedanmns

[ednumT KAPHUTUH-aMUNKAPHUTUH TPAHCI0Ka3bl

Hef0CcTaTouHOCTE MUTOXOHAPUANBbHBIX MepeHoCcUKoB dochaTos
CugepobnactHast aHeMust

CUHAPOM MCTOLLEHNA MUTOXOHAPUansHon IHK (kapanomMmonaTyeckoro Tuna)

Mavnonatunyeckas reHepanv3oBaHHas anuaencus; AUCTOHNS; CUHAPOM AeduunTa
GLUT1

IMnepmarHesveMusi, NOAULUTEMUA U LMPPO3

BpoxgeHHas KkaTapakTa, moTeps c/iyxa 1 HelipoereHepauus
MoyeyHas raykosypus

JnctanbHas MOTOpHas HeliponaTtus
MapKNHCOHN3M-ANCTOHNUSA

CnHApoM aedurumnTa LiepebpansHOro kpeaTnHa

BbonesHb HumaHHa-MNnka

LlepebpanbHblii gucreHes, HeliponaTus 1 UXTUO3

BonesHb MNapknHcoHa

BokoBoli ammoTpoduryecknii cknepos

BonesHb AnbLreimepa

CuHapom BaapaeH6bypra

CnacTnyeckas napanierns

BokoBolt amrnoTpoduUecknii cknepos, BEHWbHBIN; cnacTuyeckas napanierus
CuHgpom Tpoepa

CnHapom MacTa

Cnactuyeckas napannerus

CnacTnyeckas napanaeruns

JodaMunH-3aBrCMasn ANCTOHUS

CnunHouepebennsipHas atakcms

J106HO-BMCOYHasA AeMEHLNS

BpoxzeHHOe HapyLLeHWe rNKo3naIMpoBaHus

Snunencus, yMCTBEHHas OTCTanoCTb 1 peyeBas AUCcrnpakcus
Mukpouedanua-kanuanspHele Manbpopmaumm
Mwvikpouedanmns

CnvHouepebennsipHas atakcms

C/HAPOM UCTOLLEeHNS MUTOXOHAPUanbHoW AHK (3HLedanommonatnyeckoro Tuna)

C/HAPOM UCTOLLEeHMSE MUTOXOHAPUanbHo AHK (3HUedanommonatnyeckoro Tuna)

MHoXeCTBEHHast He0CTaTOUHOCTb CyNbdaTasbl
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SURF1 616684 bonesHb LLlapko-Mapu-TyTa

SYNE1 612998 MelweyHas agnctpodus Smepu-Aperidyca; cnnHoLepebennspHas atpodus
SYNJ1 615530 BonesHb MNapKnMHCOHa ¢ paHHUM Havyanom

SYT14 614229 CnuHouepebennsipHas atakcuns

TACO1 220110 [lednunTt pepMeHTOB MUTOXOHAPUANBLHOrO KoMnaekca IV

TAF1 300966 X-cuenneHHas CMHAPOMasbHas yMCTBEHHAs OTCTanocTb

TARDBP 612069 BokoBoli amnoTpoduryeckniin cknepos

TAZ 302060 CnHapoM bapta

TBC1D20 615663 CuHapom Bapbypr

TBP 168600 BonesHb MNapknHcoHa

TCF4 610954 CrHApoMm MuTTa-XonkunHca

TCTN1 614173 CuHgpom Xybep

TCTN2 616654 CuHgpom Xybep

TDP1 607250 CnunHouepebennsipHas atakcus

TECPR2 615031 Cnactnueckas napanneruns

TFG 604484 HacneacteBeHHas MOTOpHas U CEHCOpHas HelponaTus; cnacTuyeckas napanierns
TGIF1 142946 lononpo3ssHuedanuns

TGM6 613908 CnuHouepebennspHasa atakcms

TH 605407 CuHgpom Cerasbl

THAP1 602629 TOpCMOHHasa AUCTOHUA

TIMM8A 311150 CUHAPOM SAHCOHa; cnHApoM Mop-TpeHebbsipra

TK2 609560 CVHAPOM UCTOLLeHNst MUTOXOHAPUanbHo IHK (3HUedanommonatnyeckoro Tnna)
TMEM126A 612989 OnTnyeckas atpodus

TMEM138 614465 CuHapoMm Xybep

TMEM165 614727 BpoxaeHHoe HapyLleHve rUKO3UINpoBaHNs

TMEM216 608091 CuHapom Xy6ep

TMEM231 614970 CuHapoM Xybep

TMEM237 614424 CuHApoM Xybep

TMEM5 615041 MblWweyHasa AUCTPOPUSA-AUCTPOrANKaHONATUS

TMEM67 615991 CuHapoM bapae-buans; cuHapom COACH; cuHapom Xy6ep; cuHapom Mekensi
TMEM70 614052 JednumT pepMeHTOB MUTOXOHAPUANBHOrO KoMnaekca V

TORTA 128100 TOpCHOHHas ANCTOHNSA

TPK1 614458 CUHAPOM ANCHYHKLMN MeTabonmnsma TnammHa

TPP1 204500 HelpoHanbHbI LeponHblii AnnodycLMHo3; crnHoLlepebennsipHas atakcus
TREM2 221770 bonesHb Hacy-Xakona

TREX1 225750 CuHapom Ankapaun-TyTbepeca

ARl NaHenb «HelpogereHepaTyBHble 3a60/1€BaHUS»



leH
TRMU
TRPV4
TSC1
TSC2
TSEN2
TSEN34
TSEN54
TSFM
TTBK2
TTC19
TTC21B
TTPA
TUBA1A
TUBA8
TUBB2B
TUBB3
TUBB4A
TUBG1
TUBGCP6
TUFM
TUSC3
TYMP
TYROBP
UBA1
UBE3A
UBQLN2
UQCRB
UQCRC2
UQCRQ
VAMP1
VAPB
VCP
VEGFA
VLDLR
VPS13A
VPS13B

613070
606071
607341
613254
612389
612390
277470
610505
604432
615157
613820
277460
611603
613180
610031
614039
128101
615412
251270
610678
611093
603041
221770
301830
105830
300857
615158
615160
615159
108600
608627
613954
603933
224050
200150
216550

S ompon

MpexoaaLlan NHPaHTUNbHAA NeYeHOYHasa HeJ0CTaTOUHOCTb
MoTopHas 1 ceHcopHas HeliponaTtus; CNHanbHas MbllleyHas aTpodus
®okanbHas KopTUKanbHas AUCNnasus; TybeposHbIii cknepos
Ty6epo3HbIii cknepos

MocTomo3xeukosas runonnasns

MocToMo3XeukoBas rrnonnasns

MocTomo3sxeukoBas rmnonsiasns
KoMBVHMPOBaHHbIV AePULINT OKUCAUTENBHOTO pocdHopUaMpoBaHnS
CnnHouepe6ennsipHas atakcus

Jednunt pepMeHTOB MUTOXOHAPMaNbHOro komnnekca |l
HedppoHodpTn3

ATaKCyis C U30NMPOBaHHbIM AepULUTOM BUTaMUHa E
NnccaHuedanuns
MoAMMUKPOrMpUS C rNonaasven 3puTeNbLHOro Hepsea
MoanmMukpornpus

KopTtukansHasa gucnnasuns
TOpPCMOHHAaA ANCTOHWS; NeikogncTpodus

KopTtukansHas gucnnasuns

Muikpouedanua n xopropeTmHonaTs
KomMB1HMpoBaHHbIV AepULNT OKUCANTENBHOTO GOCHOPUAPOBaHUS
YMCTBEHHas 0TCTanoCTb

CVHAPOM MCTOLLEHNS MUTOXOHAPManbHoM JHK

bonesHb Hacy-Xakona

CnuHanbHas MbllleyHas atpodus

CVHAPOM AHrenbMaHa

BokoBo amM1oTpoduryecknii ckiepos

JednumT pepMeHTOB MUTOXOHAPMANBHOro kKoMnaekca Il

JednumT pepMeHTOB MUTOXOHAPUANBHOro KoMnaekca lll

JednunT pepmMeHTOB MUTOXOHAPUaNbHOro komnaekca il
Cnactuyeckas atakcus

Bokosoli amMnoTpoduryeckunii cknepos; CnvHanbHas MbileyHas atpodus
BokoBoli amnoTpoduryecknin cknepos; bonesHs Llapko-Mapu-TyTta
MUKPOCOCYANCTbIE OCNOXHEHNA AnabeTa

I'Mnonnasusa Mo3xeuka 1 yMCTBEHHAst OTCTaNoCTb
XopeoakaHToLMTO3

CuHapom KosHa



lFeH Kog CuHapom

VPS35 614203 bonesHb MNMapknHcoHa

VPS37A 614898 CnacTunyeckas napansierns

VRK1 607596 MocTomo3xeukoBas runoniasuns

WDR45 300894 HelpogereHepaLus ¢ HakonaeHVeM xenesa

WDR62 604317 MepBuyHas MukpoLedanms

WES1 125853 Accoupanms ¢ MHCYANH-3aBUCMMbIM CaxapHbIM AnabeTom; cHApoM Bonbdpama
WWOX 616211 PaHHsAsa anvnenTnyeckas sHUuedanonatuns; cnnHoLepebennsipHas atakcms
XK 300842 CvHapom Mak/leosa

XPA 278700 MurmeHTHas kcepogepma

XPC 278720 MurmeHTHas kcepogepma

XPNPEP3 613159 HedppoHopTn3-Nnogo6Has HeliponaTus

YARS2 613561 MwvionaTtus, naktaT-aunzaos 1 cuaepobnactHas aHemus

ZEB2 235730 CnHapoM MoBarta-BuibcoHa

ZFYVE26 270700 Cnactnyueckas napanneruns

ZFYVE27 610244 Cnactnyueckas napanneruns

ZIC2 609637 Fononpo3ssHuedanus

ZNF335 615095 MepBrYHaa mukpouedanms

ZNF423 614844 CuHgpom Xybep

el MaHenb «HelipogereHepaTuBHble 3a60/1eBaHUS»



NMAHEIb «HACJNEACTBEHHbIE

HAPYLLEHUA OBMEHA BELLIECTB» 566cuos

MaHenb BKOYaeT B ceba 6osbLUyo rpynny HaceAcTBEHHbIX 3a00neBaHuil,
3aTparuBaloLLMx MeTabosiMaM 1 06yCIIOBNIEHHbIX HapyLleHneM MeTaboMyecKux
MPOLIECCOB B TKaHSIX, Yallle BCEro n3-3a 0TCyTCTBUS UM HEOCTAaTOYHOCTH
onpenenéHHoro oepMeHTa.

[MouTun Kaxgoe 3abosieBaHue N3 3TON rpynnbl UMeeT HECKOJIbKO CbOpM, KOTOpble
pasnnyaroTCcA No BO3pacTy Havana 3abos1eBaHUsA, KIIMHUYECKOM BbIPaXXeHHOCTMH, U,
Hepeako, No Tuny HacsiegqoBaHuA.

HAPYLLUEHME OBMEHA

noPeUPUU AMUHOAUMAONATUN
YINEBOOAOB
OPFAHUYECKME HAPYLLUEHUE OBMEHA HAPYLLUEHWUA OKUCNEHUA
AUUOONATUU CTEPOMOOB JXXUPHbIX KUCNOT
MUTOXOHAPUATbHBIE
HAPYLUEHUE OBMEHA BOJIE3HN BCNEACTBUE
MYPUHOB ¥ NUPUMUANHOB MYTALUN B AQEPHBIX
FEHAX
NEPOKCUCOMHBIE BOJIE3HU JIN30COMHBIE BOJIE3HU



lFeH

Koa CuHapom

AARS2 614096 KoM6u1HMpoBaHHbI AepuumnT okmcantTensHoro gochopunrposaHms
AASS 238700 fvnepnnsnHemuns
ABAT 613163 [Jednumt FTABA-TpaHcaM1Ha3bl
ABCA1 604091 Jedunuwmt /MBI
ABCB6 609153 CemMeliHast nceBgormnepkaavemMms
ABCB7 301310 CuaepobnactHast aHeMusi € aTakcuei
ABCC8 125853 CaxapHblil AnabeT, MHCYNNH-He3aBUCUMBbIA
ABCD1 300100 AzpeHonenkogmctpodus
ABCD3 616278 [ledekT cMHTe3a XenyHbIX KNCNoT
ABCD4 614857 MeTuamanoHosas aunaypus 1 FoMOLMCTUHYPUS
ABCG5 210250 CuTtocTeponemusi
ABCG8 210250 CuTocTeponemusi
ABHD5 275630 CuHgpom JopdmaHa-HaHaprHa
ACACA 613933 Jednumt Aunn-KoA kapbokcunasbl
ACAD8 611283 Jednunt n3o06yTrpun-KoA gerngporeHassbl
ACAD9 611126 Jednumt pepMeHTOB MUTOXOHAPUAIbHOTO KOMMIeKca
ACADM 201450 [Jedunumnt cpegHux Lener aumn-KoA gernaporeHasbl
ACADS 201470 Jedunumnt KopoTkux Lener aumn-KoA gernaporeHassbl
ACADSB 610006 2-MeTUNBYTUPUNTANLNHYPUS
ACADVL 201475 [ednumnT odeHb ANNHHBIX Lienei aunn-KoA agerngporeHasbl
ACAT1 203750 Anbda-meTunaveroaleTnnoBas aumaypus
ACAT2 100678 [Jedunumnt auetnn-KoA aueTnntpaHcdpepassbl
ACO2 614559 NHdaHTUNbHas Lepebpo-peTuHanbHas gereHepaumns
ACOX1 264470 Jedunumt aumn-KoA okcnzasbl nepokcmcom
ACSF3 614265 KoMbuHMpoBaHHaa ManoHoBas 1 MeTUAManoHoBas auuaypus
ACSL4 300387 X-cuenneHHas yMCTBEHHas OTCTanoCTb
ADAMTSL2 231050 leneodusnyeckas gncnnasms
ADCK3 612016 MepBuUYHbIN AednumnT KoaH3UMa Q10
AFG3L2 610246 CnunHouepebennsipHas atakcus
AGA 208400 AcnapTuArn6Ko3aMuHypus
AGK 212350 BbonesHb CeHrepa
AGL 232400 InvkoreHo3
AGXT 259900 MepBuryHas rmnepokcanypus
AIFM1 300816 KoM6VHMpoBaHHbI AepULNT oKMcAnTensHoro ¢ocopuarpoBaHms
AIMP1 260600 Nenkoamnctpodus
AK2 267500 PeTukynapHas gucreHesns
-25-

MaHenb «HacneacTBeHHbIE HapyLLEeHMS 06MeHa BeLecTB»



lFeH Koa CuHapom

AKT2 125853 CaxapHblit gnabet

ALAS2 300752 SpuTponoaTnyeckas npotonopdupuns

ALDH18A1 601162 Cnactnyeckas napannerns

ALDH2 610251 MoBbIeHHas YyBCTBUTE/IbHOCTL K asIkOrosito
ALDH3A2 270200 CnHapom Lerpena-flapccoHa

ALDH4A1 239510 fmnepnponnHemuns

ALDH5A1 271980 [lednumnT AHTapHO cemmnanbaerng AerngporeHassl
ALDHG6A1 614105 [ednumnT MeTUIMaNOHOBOM CeMUanbAerng AerniporeHassl
ALDH7A1 266100 MupngokcH3aBUCMas 3nmunencus

ALDOA 611881 FnnkoreHo3

ALG1 608540 BpoxaeHHOe HapyLleHVe rNKO3UINPOBaHS
ALG11 613661 BpoxzaeHHOe HapyLleHVe rNKO3UIMpoBaHS
ALG12 607143 BpoxaeHHOe HapyLleHVe rNKO3UIMPOBaHS
ALG13 300884 SnunenTuyeckas aHUuepanonaTus

ALG2 607906 BpoxaeHHoe HapyLLeHre rnKo3nanpoBaHns
ALG3 601110 BpoxaeHHOe HapyLleHVe rMNKO3UIMpoBaHUS
ALG6 603147 BpoxaeHHoOe HapyLLeHe rnKo3nanpoBaHns
ALG8 608104 BpoxaeHHOe HapyLLeHe rnKo3nanpoBaHns
ALGY9 608776 BpoxaeHHOe HapyLLeHe rnKo3nanpoBaHns
AMACR 214950 JledexT crHTe3a XeNUHbIX KUCNoT

AMPD1 615511 MuonaTus cBasaHHas ¢ 4epULUTOM MUOAAEHUNAT JeaMHa3bI
AMT 605899 FnnumHoBas sHuedanonatns

ANTXR2 228600 ManvHoBbIN $prnbépomMaTos

APOA1 604091 fmnoanbdpanunonporenHeMmns

APOAS 144650 FvnepxmaomMukpoHemms

APOB 144010 vnepxonecrepnHemuns

APOC2 207750 vnepavnonpoTenHeMus

APOC3 614028 Aednumt anoavnonpotenHa C-lll

APOE 611771 JinnonpoTtenHosas raomMepyionartus

APTX 208920 ATaKcusi C OKyJIOMOTOPHOU anpakcreli 1 rmnoanbbymmHemmel
ARG1 207800 ApruHnHemus

ARSA 250100 Jleikognctpodus

ARSB 253200 Mykononucaxapunzaos

ASAH1 228000 JlunornaHynomatos ®apbepa

ASL 207900 ApPrHMHOCYKLMHAa3Has aungypvs

ASPA 271900 BonesHb KaHaBaHa



lFeH Koa CuHapom

ASS1 215700 UutpynnnHemns

ATIC 608688 AICA-pn60o3ypusi

ATL1 613708 HacnepctBeHHas ceHcopHas HeliponaTtus

ATP13A2 606693 HelpoHanbHbIV LepongHbli AannodycLmHo3

ATP5E 614053 [lednunTt GepMeHTOB MUTOXOHAPMANBLHOIO KOMIIeKca
ATP7B 277900 BonesHb BunbcoHa-KoHoBasoBa

ATPAF2 604273 BonesHb BunbcoHa-KoHosanosa

ATXN2 183090 AMMnoTpodurUecknin natepanbHblii ckiepos

AUH 250950 3-MeTUNrNYyTaKoHNKOBAas aumaypus

B4GALT1 607091 BpoxaeHHoe HapyLleHVe rNKO3UIMpoBaHs

BAX 613065 T-kneToyHas octpas MMMdobaacTnyeckas aHemus
BCAT2 fmnepsannHemuns

BCKDHA 248600 BonesHb kieHoBoro crupona

BCKDHB 248600 BonesHb kieHoBOro crupona

BCL2 B-kneTtoyHas nevikemmns

BCS1L 124000 Jednunt pepMeHTOB MUTOXOHAPUAIBHOIO KOMMIeKca
BEST1 611809 BectpodurHonaTma

BLK 613375 [nabet y Monogapix

BOLA3 614299 CVHAPOM MUTOXOHAPUANbHOM ANCPYHKLIMM C TUnepravkeMmeit
BRIP1 609054 AHemMust DaHKOHW

BTD 253260 Jednumt brnatnHnaasbl

C100rf2 271245 Jednunt pepMeHToB MUTOXOHAPUAILHOIO KOMMAEKca
C12orf65 613559 KomMBrHMpoBaHHbIN AepuLmnT oKMCANTeNbHOTO GochopuapoBaHms
CACNA1S 170400 fmnokanvemmnyecknii Nnepuognyecknii napanny

CASP8 607271 AYTOVMMYHHBIN AMponponndepaTnBHbIA CUHAPOM
CAT 115470 C/HAPOM KoLlaybero raasa

CD320 613646 MeTunmanoHnkosas aumaypus

CEL 609812 Anabet

CETP 143470 MmnepanepanmnonpoTenHemMuns

CHKB 602541 BpoxzeHHas MbllleyHas AucTpodus

CISD2 604928 CnHapom Bonbdpama

CLDN16 248250 TmnomarHesvemusi, peHanbHas

CLDN19 248190 fvnomarHesvemusi, peHanbHas

CLN3 204200 HelipoHanbHbIV LeponaHbIvi NMNodyCcLnHO3

CLN5 256731 HelipoHanbHbIl LeponaHbli NMnodycLmnHO3

CLN6 601780 HelipoHanbHbIV LeponaHbivi NMNodyCcLnHO3

MaHenb «HacneacTBeHHbIE HapyLLEeHMS 06MeHa BeLecTB»



lFeH Koa

CLN8 600143
CNNM2 613882
COA5 616500
COGT 611209
CoG4 613489
COG5 613612
C0OG6 614576
COG7 608779
COoG8 611182
COL11A2 614524
COL2A1 200610
coMmT 181500
coqQ2 607426
coQ4 616276
coQ6 614650
coQ9 614654
Cox10 256000
coxi4 220110
cox15 256000
cox4i2 612714
COX6B1 220110
CPOX 121300
CPS1 237300
CPT1A 255120
CPT2 600649
CRBN 607417
CSFIR 221820
CTNS 219800
CTSA 256540
CTsC 245010
CTSD 610127
CTSK 265800
cuL3 614496
CYB5A 250790
CYB5R3 250800
CYcs 612004

HelipoHanbHbIV LeponaHblr NMNodycLnHO3
TmnomarHesvemus, peHanbHas
KapanoaHuedpanommonatus cesisaHHas ¢ AeduLmMTOM LnToxXpoM-C-oKkcnaasbl
BpoxzaeHHoe HapyLleHWe FNKO3UIMpoBaHWSA
BpoxzgeHHoe HapyLueHre rMNKO3UIMpoBaHus
BpoxzaeHHoe HapyLueHVe rNKO3UIMpoBaHUS
BpoxzaeHHoe HapyLleHVe rMNKO3UIMpoBaHUS
BpoxzaeHHoe HapyLueHre rNKO3UAMpoBaHs
BpoxzaeHHOe HapyLLeHre rNKO3NIMpoBaHUs
®rbpoxoHAporeHes

AXOH/ApPOreHes Uan rmnoxoHAporeHes
MpeapacnonoXeHHOCTb K LWN30ppeHnn
Jednunt kosHsmma Q10

Jednumt kosH3mma Q10

[Jednumnt KosH3nma Q10

Jedunumt kosH3mma Q10

Jednumt GepMeHTOB MUTOXOHAPUAILHOTO KOMM/IEKCa

JednunT pepMeHTOB MUTOXOHAPUANIBLHOIO KOMMAeKca
Konponop¢upus

Jedunumt kKapbamonnpocpaTcmHTeTasbl

AednumnT KapHUTUH NanMUTounTpaHcdepasbl, MeYeHOUHbIN TN
AednumnT KapHUTVH NanMuTounTpaHcdepasbl, MeYeHOUHbIN TV
AYTOCOMHO peLCcCrBHas yMCTBEHHAasA OTCTaNoCTb
NelikosHuedanonaTtns

HelponaTuyeckunin LncTnHo3

lanakTocmanngos

CrHApoM Xanma-MyHka

HelipoHanbHbIV LeponaHbiri NMNodycLnHO3

MnKHOAM30CTO3

MceBAOrMNOanbLA0CTEPOHN3M

MeTremoriobuHypus

MeTremornobuHypus

TpomboLumToneHms

3K30KpVIHOBaF| HeAOCTaTOYHOCTb I'IOA)KGIIyp,OLIHOVI xXenesbl, AN33pUTpono3Tnyeckas
aHeMua 1 rmnepocTos CcBoAa Yepena



leH Kop, CuHAapom

CYPT1A1 613743 BpoxzaeHHas Hagnove4HKoBas He0CTaTOUHOCTb C MHBEepCKeit nona

CYP11B1 202010 BpoxaeHHast rvnepniasms Kopbl HaAMNOYeUYHNKOB

CYP11B2 203400 MnoanbA0CTEPUHOHU3M

CYP24A1 143880 WNHdaHTUNBbHasA runepkanvemMms

CYP27A1 213700 LlepebpanbHO-CyXOXMNbHbIA KCAHTOMAaTo3

CYP27B1 264700 ButamuH D-3aBUCUMBIV paxuT

D2HGDH 600721 D-2ruapokcurnytaposas aungypus

DARS2 611105 JleikoaHLedanonatns C NoBbILLEHWEM nakTaTa

DBT 248600 BonesHb kneHoBoro cnpona

DDOST 614507 BpoxaeHHoe HapyLleHVe rNKO3UIMpoBaHs

DGUOK 251880 Jednunt pepMeHTOB MUTOXOHAPUANBHOrO KOMIeKca

DHCR24 602398 [JlecmocTeponos

DHCR7 270400 CuHapom Cmuta-lemnan-Onutua

DHODH 263750 CuHapom Munnepa

DIABLO 614152 Fnyxota

DLAT 308940 JleiomromaTos

DLD 246900 Jednumnt gerngponvnoammasernaporeHasb

DMGDH 605850 JednumnT ANMeTUArNNLNHAETNAPOreHasbl

DMPK* 160900 MuoToHMYeckas gnctpodus

DNAJC19 610198 3-MeTUNTAYyTaKoHUKOBas aunaypus

DNAJC5 162350 HelipoHanbHbIl LLeporaHbIi AnnodycLmHo3

DNMAL 614388 JleTanbHas sHUepanonatna BCneACTBms gedpekta MUTOXOHAPUAAbHOro NePOKCMCOM-
HOro paclyenneHmns

DOLK 610768 BpoxaeHHoe HapyLleHne rnKo3uInpoBaHus

DPAGT1 608093 BpoxzeHHOe HapyLueHWe rnKo3nanpoBaHus

DPM1 608799 BpoxaeHHOe HapyLlueHue rMnKo3nInpoBaHns

DPM3 612937 BpoxaeHHOe HapyLueHWe rnKo3nanpoBaHus

DYM 223800 bonesHb Jurree-Menbxmnopa-KnayseHa

EARS2 614924 KoMBUHVPOBaHHbIV AedULMT OKUCANTENBHOTO pochoprapoBaHns

EGF 300239 JednumnT anngepmanbHOro gpaktopa pocta

EIF2AK3 226980 CrHApPOM YonkoTT - PoanncmHa

EIF2B1 603896 JleiikoaHLedpanonatns ¢ ncyesHoBeHeM 6e10ro BeLLecTsa

EIF2B2 603896 JlelikoaHLedpanonatuns ¢ ncyesHoBeHNeM 6e/10ro BeLLecTsa

EIF2B3 603896 JNerikosHuedanonaTusa c ncuesHoBeHVeM 6e10ro BeLlecTsa

EIF2B4 603896 JlerikosHuedanonatTusa c ncHe3HoBeHVeM 6e10ro BeLLecTsa

EIF2B5 603896 JNerikosHuedanonaTus c ncuesHoBeHVeM 6e10ro BeLlecTsa

*reHbl, OTHOCALLMECS K 60Ie3HAM 3KCMNaHCUM TPUHYKEOTUAHbIX MOBTOPOB.

Ml Manenb «HacnecTBeHHbIe HapyLLeHVsi 0O6MeHa BeLLecTB»



leH
ELAC2
ENO3
EPHX2
ERCC6
ETFA
ETFB
ETFDH
ETHE1
FA2H
FAM126A
FARS2
FASTKD2
FBP1
FECH
FH
FKBP10
FOXP3
FOXRED1
FTH1
FUCA1
FXN
FXYD2
G6PC
GAA
GALC
GALNS
GALT
GAMT
GARS
GATM
GBA
GBE1
GCDH
GCH1
GCK
GCSH
GDAP1

Koa

615440
612932
143890
214150
231680
231680
231680
602473
612319
610532
614946
220110
229700
177000
143890
610968
304790
252010
615517
230000
229300
154020
232200
232300
245200
253000
230400
612736
600794
612718
608013
232500
231670
233910
602485
605899
607831

CuHapom

KoM6u1HMpoBaHHbI AepuumnT okmcantTensHoro gochopunrposaHms
[nvkoreHo3

CeMmeliHas runepxonectepuHemms
Liepe6pookynopacLmockeneTHblli CUHAPOM
InytapoBas aungemmns

InytapoBas aungemus

[nyTaposasi auugemus

STnAManoHosas aHUedpanonaTus

CnacTrnyeckas napannierus

Telikognctpodus

KoMBVHMPOBaHHbIV AePULINT OKUCANTENBHOTO GpOoCHOpUMPOBaHNS
Jednunt pepMeHTOB MUTOXOHAPVAIbHOMO KOMMIeKca
Jednunt dppykTo30-1,6-andocdhoTasbl
SpuTponoaTMYeckas npoTonopprpus

CemeliHas runepxonectepuHemus

HecosepLueHHbIN ocTeoreHes

NMMyHoAMCperynaums, NOAN3HAOKPUHONATUA 1 SHTeponaTus
Jednunt pepMeHToB MUTOXOHAPUALHOIO KOMMIeKca
lemoxpomatos

dyKo3nao3

Atakcunst Ppugperixa

PeHanbHas runomarHesvemums

[nukoreHo3

[nvkoreHo3

BonesHb Kpabbe

Mykononucaxapuzos

lanakTozemus

CVHAPOM AeduumnTa LepebpanbHOro kpeatnHa
AnctanbHas MOTOpHas HeliponaTtus

CuHapom AeduumTta LiepebpanbHOro kpeatuHa
BonesHb MNowe

[nvkoreHo3

InyTapukaumaypus

TmnepdpeHnnanaHvHemus, BH-4-aepununtHas
IMnepuHcynMHemmnyeckas runoravkeMms

InuumHoBas sHUHdanonaTus

bonesHb LLlapko-Mapu-TyTa



lFeH Koa CuHapom

GFAP 203450 BonesHb AnekcaHaepa

GFER 613076 MwuToxoHApuanbHas nporp?ccmpyrou.laﬂ MMOMNaTUS C BPOXAEHHOI KaTapaKToW, Hapy-
LUEHVEM CNyXa 1 3aepP>KKOi pasButus

GFM1 609060 KoM6U1HMpoBaHHbI AeduumnT okmcantTensHoro gochopunrposaHms

GHR 604271 HeuyBCTBUTENBEHOCTL K FOPMOHY pocTa

GJc2 608804 NelikogncTpodums ¢ runoMmennHmsasmeit

GK 307030 JednumnT ranuepon KnHasbl

GLA 301500 BonesHb ®abpun

GLB1 230500 GM1-raHrnno3smngo3

GLDC 605899 InumHoBas 3HUHpanonaTus

GLIS3 610199 HeoHaTanbHbIV caxapHblii AMabeT ¢ BPOXAEHHbLIM r’MnoTYPEoVAN3MOM

GLRX5 616860 Cungepobnactnyeckast aHeMust, MMPUAOKCUH pe3nCTeHTHas

GLUD1 606762 TMNepPUHCYANHU3M-TNePaMMOHNEMINS

GLYCTK 220120 D-raviuepoBas aungypus

GM2A 272750 GM2-raHrnno3unao3

GNE 269921 Cnanypusa

GNPTAB 252500 Mykononucaxapunzaos

GNPTG 252605 Mykononucaxapunzaos

GNS 252940 Mykononucaxapunzos

GPC3 312870 CuHapom CumncoHa-Fonabu-bemens

GPHN 615501 [Jedunumnt KopakTopa MonnbaeHa

GPI 615802 AyTOCOMHO-peLieccMBHas YMCTBEHHasa OTCTanoCTb

GPIHBP1 615947 vnepavnonpoTenHeMums

GPX1 614164 lemMonuTUUecKas aHeMusa CBA3aHHasA C A4elndUTOM ryTaTUOH-NepoKcnasbl

GRHPR 260000 vnepokcanypus

GSR 614164 lemonuTnyeckas aHeMuns CBi3aHHasA C AeLMPUTOM ryTaTUOH-NEePOKCMAA3bI

GUSB 253220 Mykononucaxapuzos

GYG1 613507 InukoreHo3

GYS1 611556 [NMKOreH03, MblLLEYHbI

GYS2 240600 [nvKoreHos, neyeHoYHbI

HADH 231530 Aednumnt 3-rnapokcraumn-KoA-gerngporeHassl

HADHA 609016 OCTpbIi X1POBOI renatos bepeMeHHbIX, HELLP-cHApOM

HADHB 609015 HepocTaTouyHOCTb MUTOXOHAPUANBHOIO TPUGYHKLIMOHANBLHOrO 6enka

HARS2 614926 CnHapom lMNepponTa

HAX1 610738 Tsxenas BpoXAeHHas HeATponeHus

HCCS 309801 JINHeHble AedeKTbl KOXM C MHOXECTBEHHbLIMW BPOXAEHHbIMN aHOMansMu

HEPACAM 613925 MerasHuedanunyeckan neiikosHuedpanonatus

Il MaHenb «HacneacTBeHHbIe HapyLLEeHVst 0O6MeHa BeLLiecTB»



lFeH Koa CuHapom

HEXA 272800 BonesHb Tea-Cakca

HEXB 268800 BonesHb CaHaxoddpa

HGSNAT 252930 Mykononuncaxapunzaos

HIBCH 250620 Jedununt 3-ruapokcnnsobytpun-KoA-rugponassl
HK1 235700 lFemMonuTUYeckas aHemMus CBA3aHHasA C AePULIMTOM reKCOKMHa3bI
HLCS 253270 [JlednumnT ronokapboKCnMNas3Hom CUHTETasbl

HMBS 176000 OcTpas MHTepMUTTMPYIOLLaa nopdupus

HMGCL 246450 Jedununt 3-ruapokcn-3-metunrnytapun-KoA-nmassl
HMGCS2 605911 [Jednumnt 3-rngpokcn-3-metunrnytapmn-KoA-cnmHTasbl
HNF1A 612520 CaxapHblii AnabeT, NHCYNNH 3aBUCUMBIIA

HNF1B 125853 CaxapHblii AnabeT, NHCYNNH He3aBUCUMBIIA

HNF4A 125850 MODY-anabet

HOGA1 613616 Tmnepokcanypus

HRAS 218040 CuHapom Koctenno

HSD11B2 218030 M36bITOK MUHEPanoKopTUKONA0B

HSD17B10 300438 Jednumnt 17-6eTarnapokcnctepons AernaporeHasbl
HSD17B4 261515 Jednumt D-6MPYHKMLIOHANBHOrO NpoTerHa
HSD3B2 201810 BpoxaeHHas runepniasmsa Kopbl HaAMNOYeYHNKOB
HSPA9 182170 CuaepobnactHas aHemusi

HSPD1 612233 TelikoagncTpodus ¢ rmnoMmenHmsaumer

HTRA2 610297 BonesHb MNapknHcoHa

HYAL1 601492 Mykononuncaxapugos

IDH1 137800 MpespacnonoxXeHHOCTb K rome

IDH2 613657 D-2-rugpokcuraytapoBsas auuaypust

IDH3B 612572 MUrMeHTHBIA PeTUHUT

IDS 309900 Mykononucaxapuzos

IDUA 607014 Mykononucaxapugos

IER3IP1 614231 Muikpouedpanusi, anunencus n guabet

INS 616214 vnepnponHcynmHemMms

INSR 610549 CaxapHblil AnabeT NHCYNNH-PE3NCTEHTHbIV C HErPOUAHbLIM akKaHTO30M
ISCU 255125 MwvonaTtus ¢ nakraT-aungo3om

IVD 243500 V3oBanepunaHoBas aumaemMusi

KARS 613641 bonesHb LLlapko-Mapn-TyTa

KCNA1 160120 anusognyeckast atakcus

KCNJ11 606176 HeoHaTanbHbIli caxapHbIii AnabeTt

KIF1B 171300 ®eoxpomMoLMToMa



lFeH Koa CuHapom

KIF5A 604187 Cnactnyeckas napannerns

KLF11 610508 HOHoLLIeCKMIA caxapHbIiA gnabet

KLHL3 614495 MNceBgornnoanbAo0CTEPOHN3M

KMT2D 147920 CuHapom Kabykn

KRT5 131760 BynnesHbliii anngepmonmns

L2HGDH 236792 L-2-ruapokcurnytaposas auugypus

LAMP2 300257 bonesHb JaHoHa

LARS2 615300 CnHapom MepponTa

LDHA 612933 InukoreHo3

LDLR 143890 CeMmeliHas runepxonectepuHemMums

LDLRAP1 603813 CemeliHas runepxonectepuHemMums

LIAS 614462 fnnepravkemus, nakTat aungos v npunagku
LIPA 278000 BonesHb HakonneHns 3GpMpoB XxonecteprHa
LIPC 614025 Jednumt neyeHoUHON 1nasbl

LMBRD1 277380 MeTunnmanoHoBas aunaypus 1 roMoLUMUCTUHYPUS
LMNB1 169500 TelikogncTpodust

LPIN1 268200 OcTpas peumanBMpyoLLas MMOrno6uHypus
LPL 144250 CemeliHasi KOMBUHUPOBaHHAas rNepaAnnNUAemMns
LRPPRC 220111 CuHgpom Jn

MAN1B1 248500 MaHHO03103

MAN2B1 248500 MaHHO031403

MANBA 248510 MaHHo31z03

MAOA 300615 CnHApoM bpyHHepa

MARS2 616430 KoMBUHMPOBaHHbIV AedULMT OKUCANTENBHOTO pochopranpoBaHns
MCCC1 210200 Aednumnt 3-meTnnkpoToHWN-KoA kapbokcmnassl
MCCC2 210210 Aednumnt 3-meTnnKpoToHWA-KoA kapbokcmnasbl
MCEE 251120 Jednumt meTunmanoHnn-KoA snvmepassbl
MCOLN1 252650 Mykononucaxapugos

MFN2 609260 bonesHb LLlapko-Mapu-TyTta

MFSD8 610951 HelpoHanbHbI LeponaHbli AMnodycLmHo3
MGAT2 212066 BpoxaeHHoe HapyLleHne rKO3UINpoBaHNs
MIP 615274 KartapakTa

MLC1 604004 MeransHuedanmyeckas nerikosHuedpanonaTms
MLH1 276300 CMHAPOM HECOOTBETCTBUS penapaumm

MLYCD 248360 Jedunumnt manoHmnn-KoA gekapbokcmnassl
MMAA 251100 MeTuamanoHoBas aunaypus

BEcBl Marenb «HacneacTBeHHbIe HapyLLeHVst 0O6MeHa BeLLecTB»



leH
MMAB
MMACHC
MMADHC
MNX1
MOCS1
MOCS2
MOGS
MPDU1
MPI
MPV17
MRPL3
MRPS16
MRPS22
MSRB3
MTEMT
MTO1
MTPAP
MTR
MTRR
MUT
MUTYH
MVK
NAGA
NAGLU
NAGS
NARS2
NDUFA1
NDUFA10
NDUFA11
NDUFA12
NDUFA13
NDUFA2
NDUFA9
NDUFAF1
NDUFAF2
NDUFAF3

Koa

251110
277400
277400
176450
252150
252160
606056
609180
602579
256810
614582
610498
611719
613718
614947
614702
613672
250940
236270
251000
608456
610377
609241
252920
237310
616239
252010
256000
252010
256000
607464
256000
256000
252010
256000
252010

CuHAapom

MeTrnmanoHoBas auuaypust

MeTunimanoHoBas aLyAypvisi U FOMOLIMCTUHYPUS

MeTunmanoHoBas aLyAypyst U FOMOLMCTUHYPUS

CuHapom KyppapuHo

[Jednunt KopakTopa MonnbaeHa

Jednumnt KopakTopa MonnbaeHa

BpoxaeHHoOe HapyLLeHVe rnKo3nInpoBaHnNs

BpoxzeHHOe HapyLleHue rMKo3nnMpoBaHns

BpoxaeHHoOe HapyLLeHVe rnKo3nanpoBaHns

Jednunt pepMeHTOB MUTOXOHAPUANBLHOrO KOMMIeKca
KoMBVHMPOBaHHbIV AePULINT OKUCANTENBHOTO GpOoCHOpUMPOBaHNS
KoMBVHMPOBaHHbIV AePULINT OKUCAUTENBHOTO GpOocHOpUMpPOBaHUS
KoMBVHMPOBaHHbIV AePULINT OKUCAUTENBHOTO pOCHOpPUPOBaHUS
Fnyxota

KoM61HMpOBaHHbIV AepULINT OKUCAUTENBHOTO OocHOpUPOBaHUS
KoMBVHMPOBaHHbIV AepULINT OKUCAUTENBHOTO GocdOopUapoBaHUS
Cnactnueckas aTakcms
TOMOLWCTUHYPUS - MeranobaactHas aHemust
TOMOLMCTUHYPUS - MeranobaactHas aHemust

MeTunmanoHoBas aumaypus

MHoOXecTBeHHble KonlopeKTabHble aleHOMb

MeBanoHoBas auuaypus

BonesHb WnHanepa

Mykononucaxapuzos

Jedurumt N-aueTunrnytamat cMHTasbl
KoMBUHMPOBaHHbIV AedULMT OKUCANTENBHOTO pochoprapoBaHns
JednunT pepMeHTOB MUTOXOHAPVAIBLHOMO KOMMIeKca
CuHapom Jn

AednunT pepMeHTOB MUTOXOHAPMANABLHOMO KOMMIeKca

CuHapom Jln

KapuviHoMa LLMTOBUAHOW Xenesb!

CuHapoMm Jn

CnHapom J/ln

[lednumTt pepMeHTOB MUTOXOHAPUANBLHOIO KOMIeKca

CnHapoM J/ln

Ae(bl/lLll/IT ¢epMeHTOB MUTOXOHAPWaNbHOro Komrekca



lFeH Koa CuHapom

NDUFAF4 252010 JednumnT pepmMeHTOB MUTOXOHAPUANBHOIO KOMMIeKca
NDUFAF5 252010 Jednunt GepMeHTOB MUTOXOHAPUANBLHOrO KOMMaekca
NDUFAF6 256000 CnHapom J/ln

NDUFB3 252010 Jednunt pepmMeHTOB MUTOXOHAPVANLHOrO KOMIeKca
NDUFB9 252010 [lednunTt GepMeHTOB MUTOXOHAPMANBLHOIO KOMIIeKca
NDUFS1 252010 Jednunt pepmMeHTOB MUTOXOHAPMANBLHOrO KOMMaeKca
NDUFS2 252010 Jednunt pepmMeHTOB MUTOXOHAPMANBLHOrO KOMMaekca
NDUFS3 252010 Jednunt bepMeHTOB MUTOXOHAPMANBLHOrO KOMMIekca
NDUFS4 252010 Jednunt pepMeHTOB MUTOXOHAPUANBHOrO KOMeKca
NDUFS6 252010 Jednunt pepMeHTOB MUTOXOHAPUANBLHOrO KOMMIeKca
NDUFS7 256000 CuHapom Jln

NDUFS8 256000 CuHapom Jln

NDUFV1 252010 Jednunt pepMeHTOB MUTOXOHAPUANBHOTO KOMIIeKca
NDUFV2 252010 Jednunt pepMeHTOB MUTOXOHAPUAIBHOIO KOMMIeKca
NEU1 256550 Crnanngos

NEUROD1 125853 CaxapHblii AnabeT NHCYNMH-He3aBUCUMBIIA

NEUROG3 610370 BpoxaeHHbI CMHAPOM Manbabcopbumm

NFU1 605711 CVHAPOM MHOXECTBEHHOW MUTOXOHAPWANbHON ANCOYHKLN
NOTCH3 615293 MuodpunbpomaTos

NPC1 257220 BonesHb HumaHa-lMuka

NPC2 607625 BonesHb HumaHa-lMurka

NR3C2 177735 MceBAoOrnMNoanbAo0CTEPOHM3M

NTHL1 616415 CemeliHbIli aZleHOMAaTO3HbI NONMMNO3

NUBPL 252010 Jednumt pepMeHToB MUTOXOHAPUANBHOIO KOMMIeKca
OAT 258870 KonbueBrAHas aTpodusa COCyANCTON 060104KIM CETHATKN C OPHUTUHEMUER
OGG1 144700 KapunHoma noyku

OPA1 616896 CVHAPOM Aeneumnin MutoxoHApuansHon JIHK

OPA3 258501 3-meTunrayTapoBsas auuaypus

OoTC 311250 JednumT OpHUTUH TpaHckapbammnasbl

OXCT1 245050 Aednumnt cykumHun KoA:3-okcoaum KoA TpaHcdepassbl
PAH 261600 DeHNIKeTOHYpUSA

PANK2 607236 HARP cnHapom

PARK2 600116 bonesHb MapknHCOHa, toBEHWIbHAS

PARK7 606324 bonesHb MNapknHCOHa € paHHMM HavasioM

PAX4 125853 CaxapHblit gnabet 2 Tuna

PC 266150 Jedununt nupysat Kapbokcunassbl

=Bl Manenb «HacneacTBeHHbIe HapyLLeHVst 0O6MeHa BeLLecTB»



leH
PCBD1
PCCA
PCCB
PCK2
PCSK9
PDHA1
PDHB
PDHX
PDP1
PDSS1
PDSS2
PDX1
PEX1
PEX10
PEX11B
PEX12
PEX13
PEX14
PEX16
PEX19
PEX2
PEX26
PEX3
PEX5
PEX6
PEX7
PFKM
PGAM2
PGK1
PGM1
PHKA1
PHKA2
PHKB
PHKG2
PHYH
PINK1

Koa

264070
606054
606054
261650
603776
312170
614111
245349
608782
614651
614652
125853
214100
614870
614920
266510
614883
614887
614876
614886
614867
614873
614882
202370
616617
614879
232800
261670
300653
614921
300559
306000
261750
613027
266500
605909

CuHapom

TmnepdeHnnanaHHemus, BH-4-aedpnuntHas
MponuoHukaumaemms

MponuoHukaumaemns

Jedununt MnutToxoHApransHon pocdoeHonnmpysaTt kapbokcmaasbl
CemeliHas runepxonectepuHemms

[Jednumnt nupysat germaporeHassl E1-anbda
[Jednumnt nupysat germaporeHassl E1-6eta
Jednunt nupysBaTaernaporeHasHoro Komnaekca
[Jednunt nupysat germaporeHasbl pocdaTasbl
Jedununt KosH3mma Q10
MepBuYHbIA AedrumnT Ko3H3MMa Q10
CaxapHblii gnabet

BbonesHb Llensserepa

BonesHb Llensserepa

HapyLeHve 6roreHesa NepokcMcom
HapyLueHvie 6rioreHesa nepokc1com
BonesHb Llensserepa

BonesHb Lensserepa

BonesHb Llensserepa

bonesHb Lienbserepa

HapyLueHve 6rnoreHesa nepokKcMcom
HapyLleHune 6rioreHesa nepokcMcom
HapyLueHure 6roreHesa nepokcMcom
HapyLleHune 6rioreHe3a nepoKcmMcom
CrHapoM Xelimnepa

HapyLieHvie 6roreHesa NepokCcrcom
FnnkoreHos

FnnkoreHos

Jednumnt pocdornnuepatkmHasbl
BpoxzeHHoe HapyLueHue rMKo3UIMpoBaHns
MblILWeYHbIV FINKOreHo3

nnkoreHos

Jeduumnt pochornnuepat KMHa3bl
nnkoreHos

BonesHb Pedcyma

bonesHb napKI/IHCOHa C PaHHVM Ha4Ya/ioM



lFeH Koa CuHapom

PKLR 266200 JedvumnT nupyBsaT KMHa3bl

PLP1 312080 BonesHb Mepubaxepa-lenuvueyca

PMM2 212065 BpoxgeHHoe HapyLLeHve rnKo3nInpoBaHns
PNKD 118800 Mapokcr3masnbHas HeKMHe3NoreHHas ANCKNHe3ns
PNPLA2 610717 BonesHb HakonNeHWs HelTpanbHbIX MMNNAOB C MUonaTuen
PNPO 610090 Jednumnt nupunaokcammnH-5-pocdaT okcmaassbl
POLG 203700 CVYHAPOM UCTOLLEHNSt MUTOXOHAPUanbHo HK
POLG2 610131 MporpeccupytoLas opTanbMonaerns ¢ geneuusmMmm MUToxoHapransHoli AHK
POLR3A 607694 TNelikogncTpodums ¢ runoMmenHusaumei

POLR3B 614381 JelikoagncTpodus ¢ rmnoMmenHusaume

PPARG 604367 MHCYNMHPEe3NCTeHTHOCTb

PPOX 176200 BapwueratHas nopoupus

PPT1 256730 HelpoHanbHbIV LepongHblii AMnodycLmHo3
PRKAG2 261740 CepAeyHbIi IIVIKOreHo3 NeTanbHbIVi BPOXAEHHbIA
PRODH 239500 vnepnponvHemuns

PSAP 611722 BonesHb Kpabbe

PTF1A 615935 AreHesuns NoJKenyA04HON xenesbl

PTRF 613327 BpoxaeHHas reHepanvsoBaHHasa AMNOANCTPoOPUsA
PTS 261640 mnepdeHnnanaHnHemms, BH-4-gednumtHas
PUS1 600462 MuonaTus, nakTaT aunaos 1 cuaepobnactHas aHeMunst
PYCR1 612940 «Bsinas koxa» (Cutis laxa)

PYGL 232700 [nvkoreHo3

PYGM 232600 bonesHb Mak-Apana

QDPR 261630 MmnepdeHnnanaHnHemuns, BH-4-gepnumntHas

RAI1 182290 CuHgpom CmuT-MareHumc

RARS2 611523 MocTomMo3xeukoBas runonnasus

RECQL4 218600 CnHapom bannepa-Feponbga

REEP1 614751 JAuncTanbHas MOTOpHas HeliponaTus

RFT1 612015 BpoxaeHHOe HapyLLeHWe rNKO3NIMpoBaHus
RFX6 615710 CuHapomom Mutuenna-Penes

RMRP 250460 MeTadeszanbHas gucnnasus

RNASEH2A 610333 CuHapom Ankapgaun-TyTbepeca

RNASEH2B 610181 CuHapom Aikapgaun-TyTbepeca

RNASEH2C 610329 CuHapom Akapgaun-TyTbepeca

RNASEL 601518 Pak npocrartbl

RNASET2 612951 JelikosHuedpanonatus

BB Marenb «HacnescTBeHHbIe HapyLLEeHVst 0O6MeHa BeLLecTB»



leH

RPIA
RPL35A
RRM2B
RYR1
SACS
SAMHD1
SARDH
SARS2
SCNN1TA
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

Koa

608611
612528
612075
145600
270550
612952
268900
613845
264350
211400
613071
220110
604377
602162
252011
252011
601650
171300
606764
252011
609698
252900
263800
245340
300523
269920
249270
607483
212140
612949
603471
238970
613710
212138
609304
610773

CuHAapom

Jedunumnt pnboso-5-pocdaT nsomepasbl

AHemus [laimoHaa-bnekdeHa

CVHAPOM UCTOLLEHNS MUTOXOHAPManbHoM IHK
3n0KavecTBeHHasA runepTepmums

Cnactuyeckas aTakcust

CuHapom Aikapaun-TyTbepeca

Capko3nHemusa
Mnepyprkemus, NerouHas rmnepTeHsuns, noyYeyHast HeloCTaTOYHOCTb 1 ankanos
MNceBfOrMNoOanbAOCTEPOHN3M

BpOHX03KTa3bl C MOBbILLEHVEM MOTOBbIX XJIOPUA0B
BpOHX03KTa3bl C MOBbILLEHVEM MOTOBbIX XJIOPUA0B

Jednunt pepMeHTOB MUTOXOHAPVANBHOrO KOMMIeKca
KapavoaHuepanomuonatusi obycnoeneHHas geduumtom umutoxpom C okcraassbl
Jedununt npoTerHa CMHaNTOHEMHOrO KOMMIeKca

Jednumt pepmMeHTOB MUTOXOHAPUANbHOM fbixaTeNbHOM Lenu
Jednumt pepMeHTOB MUTOXOHAPUAIbHOTO KOMMIeKca
MaparaHranomsl

PeoxpomoLmToMa

FacTpoOMHTEpCTULMANbHbIE OMYXOan

Jednumt pepmMeHTOB MUTOXOHAPMANBLHOrO KOMMIeKca
AHOMasnbHbI MeTaboNn3M TUPEOUAHbBIX FOPMOHOB
Mykononucaxapuzos

CnHApoM MMTenbmaHa

[ednumnT 3puTpOLIMTapHOro TpaHcnopTepa nakTata

CnHApoM AnnaHa-XepHgoHa-Jdaann

bonesHb HakoMIeHNs CManoBbIX KUCIOT

TrnamuH-3aBrcMMas MeranobnactHasi aHeMust

CVHAPOM ANCHYHKLUMM MeTabonm3ma TMaMmnHa

JednumnT KapHUTUHA

LiepebpanbHas runoMmenvHnsaums

UuntpynnnHemuns

C/YHAPOM rMNepuUnTpyIINHEMUA-TUNEePaMMOHNEMNSA-TOMOLIMCTUHEMNS
CUHAPOM ANCOYHKUMM MeTabonm3ama TMaMmnHa

[ednumnT KapTUHUH-aLUAKaPTUHNH TPaHNOKa3bl
SnunenTuyeckas aHuedpanonaTms

[ledbnumT MUTOXOHAPMANLHOTO NepeHocyrka docdata



lFeH Koa CuHapom

SLC25A38 205950 MpUAOKCNH-pedpakTepHas MeranobnactHas aHeMus
SLC25A4 615418 CVHAPOM UCTOLLEHNS MUTOXOHAPUanbHoM HK
SLC2A2 125853 CaxapHblil gnabeT, MHCYANH-He3aBUCUMBbINA

SLC33A1 612539 CnacTtrnyeckas napansierns

SLC35A1 603585 BpoxgeHHoe HapyLLeHve rnKo3nanpoBaHns
SLC35C1 266265 BpoxaeHHoe HapyLleHVe rNKO3nIMpoBaHus
SLC37A4 232220 InukoreHos

SLC6A8 300352 CuHapom geduumnta LepebpanbHOro kpeatuHa
SLC9A6 300243 X-cuenneHHas CMHAPOMabHas yMCTBEHHAs OTCTaNoCTb
SLCO1B1 237450 ImnepbunnpybrHemns

SMPD1 257200 BonesHb HumMaHHa-Tnka

SNAP29 609528 Ez;izzgizzzzp::woro AuncreHesa, HeliponaTtuu, XTUOXa 1 N1a0HHO-NOAOLLIBEH-
SOD1 105400 AMUOTpOdUYECKNIA NaTepanbHbIi Cknepos

SOD2 612634 MVKPOCOCYANCTbIE OCNOXHEHNS AvabeTa

SOX10 609136 PCWH cnHapom

SPAST 182601 Cnactnyueckasn napanneruns

SPG20 275900 CuHapom Tpoliepa

SPG7 607259 Cnactnyeckasn napannerus

SPR 612716 JlodamunH-3aBrCUMast UCTOHNSA

SPTLC2 613640 BpoxaeHHas ceHcopHas 1 aBTOHOMHas HelponaTus
SRD5A3 612379 BpoxaeHHoe HapyLleHve rnKo3uImpoBaHus

STAR 201710 JlnnonaHas runepnnasnsa Kopbl Hagno4YeyHNKoB
SUCLA2 612073 CYHAPOM UCTOLLEHUS MUTOXOHAPUanbHon AHK
SUCLG1 245400 CVHAPOM MCTOLLEHNS MUTOXOHAPManbHoM JHK
SUMF1 272200 MHOXecTBeHHbIV geduumnT cynbdaTasbl

SUOX 272300 Aednumnt cynbGuUT okcnaasbl

SURF1 256000 CuHapom Jln

TACO1 220110 JednumT MUTOXOHAPVANBHOTO KOMMIeKCa

TAZ 607392 JednumnT TpaHCKPUMLMOHHOTO KoakTMBaTopa

TCF4 610954 CuHApoM MuTTa-XonkmnHca

TCIRG1 259700 OcteoneTpo3s

TIMMS8A 304700 CuHApoM Mopa-TpaHebbepra

TK2 609560 C/HAPOM UCTOLLEHUS MUTOXOHAPUanbHoM HK
TMEM126A 612989 OnTtunyeckas atpodus

TMEM165 614727 BpoxaeHHoe HapyLleHue rnKo3nInpoBaHns
TMEM70 614052 [lednunT MUTOXOHAPMANBHOIO KOMMIeKca

BEEMl Marenb «HacnescTBeHHbIe HapyLLeHVsi 0O6MeHa BeLLecTB»



lFeH Koa

TMLHE 300872
TPI1 615512
TPK1 614458
TPP1 204500
TREM2 221770
TREX1 225750
TRMU 613070
TRPM6 602014
TSFM 610505
TTC19 615157
TUBB3 614039
TUFM 610678
TUSC3 611093
TYMP 603041
TYROBP 221770
UNG 608106
UQCRB 615158
UQCRQ 615159
WDR81 610185
WFS1 222300
WNK1 614492
WNK4 614491
WWOX 616211
XPNPEP3 613159
YARS2 613561
ZFP57 601410

CuHapom

MpeApacnonoxeHHOCTb K ayTnsmy

Femonmyeckas aHeMus cBsizaHHas ¢ geduumTom Tprosedocdatmomepasbl
CrHAPOM AnchYyHKLMN MeTabonrsma TnammHa

HelipoHanbHbIl LeponaHbI 1MNodycLnHO3

bonesHb Hacy-Xakona

CuHapom Aikapaun-TyTbepeca

MpexoasLlan neyeHoUHas He0CTaTOYHOCTb

KvweyHas runomarHesvemmns

KoMBVHMPOBaHHbIV AepULINT OKUCAUTENBHOTO GpocHOpUMpPOBaHNS
Jednunt MUTOoXOoHAPMansHOro komnaekca Il

KopTukanbHas gucnnasuns

KoMBVHMPOBaHHbIV AePULINT OKUCAUTENBHOTO GpOocHOpUMpPOBaHUS
AyTOCOMHO-peLeccMBHas yMCTBEHHasi OTCTaNoCTb

CUHAPOM VCTOLLEHNS MUTOXOHAPUanbHoM AHK

BonesHb Hacy-Xakona

NMMyHoaeduumnT ¢ runep-IgM-emueii

Jednumt MuToxoHApuansHoro kommnekca Il

Jednumt MuToXoHApManbHoro komnnekca i

CviHApPOM LiepebpasbHO aTakcyu, yMCTBEHHOI OTCTAIOCTV U HapyLUEeHWsi paBHOBe-
st

CuHapom Ponbppama

MceBAOrMNoanbA0CTEPOHU3M
lNceBAOrMNoanbA0CTEPOH3M

SnunenTnyeckas sHLUenonaTus

Hedpponatus

MwuonaTus, naktaT-auuAo3 1 cnaepobnactHas aHeMus

MpexoAaLnii HeoHaTaNbHbIV CaxapHbI grnabet



NMAHEJIb «HACJIEACTBEHHbIE

ANMUNENCUUN~» 560reHos

Bknap reHeTuyeckux chakTopoB B pasBuTMe anunencum coctaensieT 70-80% oT Bcex
Cny4yaeB, HO TOJIbKO 0Kkoso 40% npencTaBieHbl MOHOreHHbIMY 3a60/1eBaHUAMM.

leHeTUYECKN [eTePMUHUPOBAHbI He TONbKO UAMONaTUYECKUE, HO U CUMMNTOMaTUYeckue
dopMbl anunencum.

B naHenb BOLUIM reHbl, OTBETCTBEHHbIE 3@ BO3HMKHOBEHME HacNefCTBEHHbIX 6onesHen,
cornpoBoXgatoLmxca cygoporamu n/vnm 3a,u,ep)K|<oF1 pas3BUTUA.

MAPOKCU3MATbHBIE
WAMONATUYECKMUE OBWUFATENbHbIE
FEHEPAJTU30BAHHbIE PACCTPOMCTBA

ANUNENCUU (napokcuamanbHble
[MCKUHE3NN)

HACTEACTBEHHBIE
MOPOKU PA3BUTUA NPOrPECCUPYIOLLUE CUHOPOMBI,
rOJIOBHOI0 MO3rA MWOKIOHYC 3NUNENCUK COMPOBOXXOAIOLLMECA
CYLOOPOrAMK

HEWPOQErEHEPATUBHBIE
SMUNENTUYECKUE 3ABOJIEBAHUA
SHUE®ANONATUMN COMPOBOXXOAIOLLMECA
CYOQOPOrAMU

MUTOXOHAPUATIbHBIE

BOJIE3HN BCNEACTBUE

MYTALIMI B AAEPHBIX
TFEHAX
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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
ALG3
ALG6
ALG8
ALGY9
AMACR
AMT
ANK3
AP1S2
APOC3

613287
125853
300100
201450
201470
607371
614583
609924
615010
612016
606854
604352
615873
103050
614487
208400
608629
260600
615937
239510
271980
266100
613661
613666
607143

300884

607906
601110
603147
608104
608776
614307
605899
615493
304340
614028

BonesHb LLapko-Mapu-TyTa; paHHAs anuaenTuyeckas sHuedanonatus
CaxapHbli Anabet, NHCYNMHOHE3aBUCUMBINA; FTNEPUHCYAINHEMMYECKAs FTMOrINKeMUS
AspeHoneiikognctpodus; ajpeHomuenoHeliponatus

[Jednumnt cpeaHux Lener Aumn-KoA-gervaporeHassl

[Jednumt KopoTkux Leneit Aumn-KoA-gernaporeHassl

JINCTOHWSA toBEHWNbHAS; CMHAPOM bapaiiuepa-YuHtepa

CuHapom Bapaiiuepa-YuHtepa

JednumT ammHoaumnassbl

CuHapom Alikapan-TyTbepeca

Jednumt KoaH3mMa Q10

BrnatepanbHas NOANMUKPOTrMpUs

CewmeliHble GebpunbHbIe Cys0porn

CuHApom XencmypTena-BaH Aep AA

JednunT ageHnIoCyKLmMHa3sbI

Cnactuyeckas aTakcusi; CnvHoLepebennsapHas atakcms
ACNapTUArNOKO3aMUHYpUS

CuHapom Xybep

fmnomuneHunsmpyoLas nernkoancTpodus

C1HAPOM MeransHuepanmn-noaMMnKpornpun-noanaakTUANU-ruapotedanum
mnepnponvHemmns

JednumnT cykumHaT-nonyansAerng-AureporeHassl
MpunaoKcrH-3aBUCMas 3NUNencus

BpoxzeHHoe HapyLueHWe rnKo3nIvpoBaHus

BpoxzeHHoe HapyLueHWe rNKO3nIvpoBaHus

BpoxzeHHoe HapyLLeHre rMNKO3nIMpoBaHns

BpO)K,quHOQ HapyLleHune rnnkosnanpoBaHnA, paHHAA snnaenTrnyeckas 3H|_|,e¢ano—
natuna

BpoxzaeHHoe HapyLleHWe rNKO3nInpoBaHus
BpoxzaeHHoe HapyLueHue rNKO3nIMpoBaHus
BpoxzaeHHoe HapyLleHVe rNKO3nInpoBaHus
BpoxzaeHHoe HapyLueHVe rNKO3nIMpoBaHs
BpoxzaeHHoe HapyLleHVe rNKO3nInpoBaHus
Aednumnt anbda-meTrnaumnn-KoA pauymasbl
InuumHoBas sHUedanonatns
AyTOCOMHO-peL|eccMBHas YMCTBEHHast OTCTaNoCTb
X-cuenneHHas yMCTBEHHast OTCTanoCTb

Jednumt anonnnonpotenHa C-lI



APOPT1
APTX
ARFGEF2
ARG1
ARHGEF9
ARL13B
ARSA
ARSB
ARX

ASAH1

ASL
ASPA
ASPM
ASS1
ATIC
ATN1
ATP1A2
ATP1A3
ATP2A2

ATP5A1

ATP6AP2
ATP7A
ATR

ATRX

B3GALNT2
B4GALT1
B4GAT1
BCKDHA
BCKDHB

BCS1L

BRAF
BRAT1
BTD
BUB1B

220110
208920
608097
207800
300607
612291
250100
253200
308350

228000

207900
271900
608716
215700
608688
125370
602481
614820
124200

616045

300911
309400
210600

301040

615181
607091
615287
248600
248600

262000

613707
614498
253260
257300

Jednumt MUTOXOHAPUanbHOro komnaekca [V

ATaKcusi C OKyJIOMOTOPHOW anpakcuein 1 runoansbymmHemumein
MeprBeHTPUKYNSIPHAA reTepoTonus ¢ MyukpoLedanven
AprvHnHemums

PaHHAsa snunenTnyeckas sHuedpanonatuns

CuHgpom Xybep

MeTaxpomaTtunyeckas nenkoancTpopus

Mykononncaxapusos

PaHHSAs snunenTnyeckas sHuedpanonatuns

NunorpaHynemato3 ®apbepa; cnHanbHas MbllLeyHast aTpodus ¢ MporpeccrpytoLLei
MVIOK/IOHYC-3MM/ENCUen

APrYHUHOCYKUMHATHasA aumaypus

BonesHb KaHaBaHa

MepBryHasa mukpoledanms

LntpynnHemumsa

Prnbosnaypus

[leHTaTopybpanbHas atpodus

MurpeHb cemeliHas; anbTepHUpPYOLLAs remunaeris
MepemexaroLasncs geTckas reMunaerus; AUCTOHNA

bonesHb Japbe

KomM6VHMpoBaHHbI AepULnT GepMeHTOB KOMMMIEKCa OKUCIUTENbHOMO pochopunn-
poBaHus

napKl/IHCOHl/BM CO CNAaCcTUYHOCTbIO; X-CLienaeHHas YMCTBEHHasa OTCTanoCTb
bonesHb MeHkeca; cnnHanbHasa MbllleyHas anOC')VIﬂ

CnHapom Cekkens

CI/IH,CI,pOM aﬂbq}a-Tal’laCCEMl/lﬂ N YMCTBEHHasA OTCTaNoCTh; CMHAPOM YMCTBEHHAaA OTCTa-
JIOCTb U TMNOTOHUA

MbliweyHasn AI/ICTpOd)MH-,CI,I/ICTpOI’/'II/IKaHOI'IaTI/Iﬂ
BpO)KAeHHOG HapyLleHne rnmkosnanpoBaHma
MblweyHasn AMCTpO¢Mﬂ-AMCTpOFﬂMKaHOI'IaTI/Iﬂ
bonesHb KneHoBOro cmpona
bonesHb KneHoBOro cmpona

CuHapoM BbépHcTaga; cuHapom Jn; Aedunumt MutoxoHapruanbHoro komnaekca lll;
cnHapom GRACILE

CuHapom LEOPARD
HeoHaTanbHbI CUHAPOM PUTMAHOCTYA U MYNbTUGOKANBHBIX CYA0POT
Jednunt 6MoTUHMAA3LI

CVHAPOM pasnvyHO MO3anYHoOV aHeynaouaum



C120RF57
C50RF42

CACNA1TA

CACNATH
CACNB4
CASC5

CASK

CASR
CC2D2A
CCDC88C
CCND2
CDK5RAP2
CDK6
CDKL5
CDON
CENPE
CENPJ
CEP135
CEP152
CEP164
CEP290
CEP41
CEP63
CERS1
CHD2
CHMP1A
CHRNA2
CHRNA4
CHRNB2
CLCN2
cLic2
CLN3
CLN5
CLN6
CLNS
CNTN2

218340
614615

617106

611942
607682
604321

300749

601198
612285
616053
615938
604804
616080
300672
614226
616051
608393
614673
614852
614845
610188
614464
614728
616230
615369
614961
610353
600513
605375
607628
300886
204200
256731
601780
600143
615400

CnHgpom Temtamn
CuHapom Xybep

PaHHAs anunenTnyeckas 3HLI,e(1)aJ'IOI'IaTMF|; cemeliHasi remunnermnyeckas MUTpeHb;
CI'II/IHOLLepeGeJ'I}'IﬂpHaFl aTakcms

Mavionatnyeckasi reHepanv3oBaHHas anmnencms
Mavonatnyeckas reHepanv3oBaHHas anmnencms
MepBrYHas MyKpoLedanvis

YMCTBEHHAas OTCTaNoCTb U MUKpoLedanis ¢ MOCTO-MO3XXe4YKOBOM rinonnasmnen;
FG-cnHapom

I'MnokansLmemMuns ¢ CMHAPOMOM bapTepa; runokansLypuyeckas runepkanbLemMms
CuHapom Xy6ep; cnHapom Mekkensi; COACH-cnHapom

CnunHouepebennsapHasa atakcus

CUHAPOM MeransHuepannmn-noNNMNKpornpun-nonnaakTuanm-rnapouedanin
MepBryHas MuKpoLedpanms

MepBryHas MukpoLedpanms

PaHHsAa snvnenTnyeckas sHuedanonatms

FononpossHuedanvs

MepBrYHas MukpoLedanms

MepBuryHas Mukpouedanus; cuHapom Cekkens

MepBrYHas MukpoLedanms

MepBurYHas Mukpouedanmns; cuHapom Cekkens

HedpoHodTn3

CuHapoMm Xybep; cnHgpom bapge-buans; amaspos Jlebepa; cHApomM CeHbop-J/lokeHa
CuHapoMm Xybep

CnHapom Cekkens

MporpeccrpytoLLas MUOKIOHNYeCKas 3nuaencus

SnunenTunyeckas sHuedpanonatuns, etckas

MocTo-Mo3XeuykoBas rMnonnasns

AYTOCOMHO-AOMWHAHTHAA HOYHas N06HOAONeBas SNunencms
AYTOCOMHO-AOMWHAHTHaA HOYHas N06HOA0NeBas SnNuaencus
AYTOCOMHO-AOMUHAHTHAA HOYHas N06HOAONeBas SNunencms
Manonatunyeckas reHepanv3oBaHHasa anuaencus

X-cuenneHHas yMCTBEHHas OTCTanocTb

HelpoHanbHbI LepongHbli AnnodycLmHo3

HelpoHanbHbI LepongHbli AnodycLmHo3

HelpoHanbHbI LepongHbli AMnodycLmHo3

HelpoHanbHbI LepongHblin AMnodycLmHo3

CemeliHasa MMOKNOHWYecKas anmaencus



CNTNAP2 610042 CrHApoM GoKanbHOM KOPTUKaNbHOM Ancnaasnm

COA5 616500 KapavoaHuedanommonatums

COG1 611209 BpoxaeHHOe HapyLLeHe rnKo3nInpoBaHns

COG4 613489 BpoxaeHHOe HapyLLeHe rnKo3nanpoBaHns

COG5 613612 BpoxaeHHOe HapyLLeHe rnKo3nanpoBaHns

COG6 614576 BpoxaeHHoe HapyLleHve rnKO3UIMpoBaHus

COG7 608779 BpoxpaeHHoe HapyLleHve rnKO3UIMpoBaHus

COG8 611182 BpoxaeHHoOe HapyLUeHne rnKo3nanpoBaHns

COL18A1 267750 CuHapom KHobnoxa

oL rss0 | [oPuebaney Hacreserseran awrvonarn  efponaried avespusian 1 pat
COL4A2 614483 MopaHuedpanus

CcO0Q2 607426 Jednumnt KoaH3nma Q10

CcOoQ4 616276 Jedunumnt KoaH3nma Q10

COQ6 614650 Jedunumt KoaH3nma Q10

CcOQ9 614654 Jedunumt KoaH3nma Q10

COX10 256000 CnHapom Jln

CcoxX14 220110 JednumT pepMeHTOB MUTOXOHAPUANBHOro Komniekca IV
COX15 256000 CuHapom Jn

COX20 220110 JednumT pepMeHTOB MUTOXOHAPUANBHOro Komniekca IV
COX6B1 220110 Jednumnt pepMeHToB MUTOXOHAPUANBLHOIO KoMnaekca IV
CPA6 614418 CemeliHble pebpunbHbIe CyA0pOry; ceMeliHasi BUCOUHOA0NeBast aNuaencus
CPS1 608307 Jeduumnt kapbamonnpocaT cnuHTeTasb! |

CPT1A 255120 JednumnT KapHUTUH NanMuTounTpaHcdepassb

CPT2 600649 JednumnT KapHUTUH NanMuTounTpaHcdepasb

CREBBP 180849 CVHAPOM PybuHLLTeliHa-Telibn

CSPP1 615636 CuHapoM Xybep

CSTB 254800 MporpeccnpytoLL,as MUOKIOHYC-3MMAencus

CTSA 256540 FanakTocmannaos

CTSD 610127 HelipoHanbHbIl LeponAHbl 1MnodycLmnHoO3

CTSF 615362 HelipoHanbHbIV LleponAHbIv N1MNodyCcLHO3

CUL4B 300354 X-cuenneHHasa yMCTBEHHas OTCTaNoCTb

DARS 615281 Egg;nﬁigﬁ?riaol-#m C NopaxkeHuneM CTBO/IA FOJI0BHOMO MO3ra 1 CIMHHOIO MO3ra 1
DBT 248600 BonesHb kneHoBoro cupona

DCHS1 601390 CvHapom BaH Manbeprema

DCX 300067 NnccaHuedanuns



DDOST
DEPDC5
DGUOK
DHCR24
DHCR7
DLD
DLG3
DNA2
DNAJC5
DNM1
DOCK7
DOCK8
DOLK
DPAGT1
DPM1
DPM2
DPM3
DPYD
DYNCTH1
DYRK1A
EARS2
EEF1A2
EFHC1
EIF2B1
EIF2B2
EIF2B3
EIF2B4
EIF2B5
EMX2
EPM2A
ETFA
ETFB
ETFDH
ETHE1
EXOSC3
EZH2

614507
604364
251880
602398
270400
246900
300189
601810
611203
602377
615730
611432
610746
191350
603503
603564
605951
612779
600112
600855
612799
616409
254770
603896
603896
603896
603896
603896
269160
254780
231680
231680
231680
602473
614678
277590

BpoxzeHHoe HapyLleHve rInKo3nnnMpoBaHus

CemMeiiHasi pokanbHasa anuaencus

CVHAPOM UCTOLLLeHNst MUTOXOHAPUanbHo HK
[lecmocTteponos

CnHgpom CmuTa-flemnn-Onvua

Jeduunt gnrngponvnoamung AernaporeHassbl
X-cuenneHHas yMCTBEHHasA OTCTanocTb

CuHapom Cekkens; NporpeccnpyoLas HapyxHsas opTaabmonnerus
HelipoHanbHbIl LeporaHbIi AnnodycLmHo3

PaHHsAs anunenTnyeckas sHuedpanonatuns

PaHHASA anunenTnyeckas aHUedasonaTns

YMCTBEHHas OTCTanocTb

BpoxzeHHbIe HapyLLeHWs INKO3UAVPOBaHNA
BpoxaeHHble HapyLUeHVs FNKO3UANPOBaHNA
BpoxzeHHbIe HapyLLeHWA INKO3UAVPOBaHNA
BpoxeHHble HapyLUeHVS FNKO3UANPOBaHNA
BpoxzeHHble HapyLUeHVS FNKO3UANPOBaHNA

AednumnT gervaponpuMUAVH AernaporeHassl

bonesHb LLlapko-Mapn-TyTa 1 yMCTBEHHas OTCTanoCTb
YMCTBEHHasi OTCTanocTb

JednumnT KOMBMHMPOBAHHOIO OKUCANTENBHOTO GocHOPUNMPOBAHUS
PaHHAa snunenTnyeckas sHuedanonatns

FOHoLLeckas MUOKIOHNYecKas snunencus
JlelikoaHLedanonaTus c nc4e3HoBeHVEM 6e10ro BeLlecTBa
JNlelikoaHuedanonaTus c ncyesHoBeHVeM 6e10ro BellecTBa
Jleliko3HLepanonatna C MCHe3HOBEHNEM 6eoro BeLLecTsa
JlelikoaHuUedanonaTis ¢ McHe3HOBEHMeM 6eNoro BellecTsa
JlelikoaHUedanonaTs ¢ McHe3HoBEHWeM 6eoro BellecTsa
Ln3aHuedpanns

MporpeccrpytoLLas MIMOKIOHYC 3MW1encus

InytapoBas aungeMus

[nytapoBsas aungemus

InytapoBas aungemus

STnAManoHosas sHUedpanonatus

MocTomo3KeukoBas rnunonnasns

CnHgpoM Busepa



FA2H 612319 Cnactnueckas napanneruns

FAM126A 610532 TNenkognctpodust

FASTKD2 220110 Jednumt pepMeHTOB MUTOXOHAPMANbLHOro komMnaekca IV

FAT4 616006 CnHApoM XeHHekaMa; cuHApoM Manbgeprema

FGD1 305400 X-cuensieHHas yMCTBEHHasa OTCTanoCTb; CUHAPOM Aapckora-CkoTTa
FGFR3 100800 SADDAN-c1HZpOM; cHAPOM Kpoy3oHa

FH 606812 Jednumt pymapassbl

FIG4 611228 BonesHb LLlapko-Mapu-TyTa; bunatepanbHas 3agHenpoekLMoHHas NoAMMUKPOrnpus
FKRP 613153 MbliLleyHas AUCTpodUS-ANCTPOrIMKaHONATHSA

FKTN 611588 MblLleYHas ANCTPOPUS-ANCTPOrMKaHONATHSA

FLNA 300049 MepuBeHTpUKynsapHas retepotonus; FG-cuHApoMm; cHapoM MenbHuka-Hugnc
FOLR1 613068 HelpogereHepauus, cBf3aHHas ¢ HapyLLleHeM TpaHcnopTta ¢onaTos
FOXG1 613454 CUHAPOM PeTTa, BPOXAEHHBIIA

FOXRED1 256000 CuHgpom Jn

FUCA1 230000 DyKo3nA03

GABRA1 615744 PaHHSAA anunenTuyeckasn sHUepanonatuns

GABRB3 617113 PaHHss anunenTuyeckasn sHUepanonatuns

GABRD 613060 Vanonatnyeckas reHepannsoBaHHas snuaencus

GABRG2 611277 leHepannsoBaHHasa anunencus ¢ ebpunbHLIMU Cyjoporamm

GALC 245200 BonesHb Kpabbe

GALNS 253000 Mykononucaxapunzaos

GAMT 612736 CuHapoM gedumTa LepebpanbHOro kpeatnHa

GATM 612718 CrHapoM gedurmTa LepebpanbHOro kpeatnHa

GCDH 231670 Inytapuaungypus

GCH1 233910 TmnepdeHnnanaHnHemns

GCK 606176 HeoHaTanbHbIl caxapHbIii Anabet

GCSH 605899 InuumnHoBas aHUedpanonatuns

GFAP 203450 Bone3sHb AnekcaHaepa

GFM1 609060 KoMBVHMPOBaHHbIV AepULINT OKNCAUTENBHOTO pocdHopUMpoBaHnS
GJCc2 608804 TMnomMnennHM3npyoLLas nenkoancTpodus

GLB1 230500 GM-1 raHrnnosnzos; Mykonosmcaxapuaos

GLDC 605899 InvumHoBas sHUedanonatuns

GLI2 610829 lononpo3saHuedanuns; cuHapom Kynnep-JxKoHca

GLI3 146510 CuHapoM Mananctepa-Xonna; CUHAPOM LedpanononnCUHAaKTUANN
GLRA1 149400 lvnepakcnnekcns

GLRB 614619 lvnepakcnnexkcns



GMPPB
GNAO1
GNE
GNPTAB
GNPTG
GNS
GOSR2
GPC3
GPHN
GRIA3
GRIN1
GRIN2A
GRIN2B
GRN
GUSB

HADH

HCFC
HCN1
HDACS
HEPACAM
HERC2
HEXA
HEXB
HGSNAT
HPD
HSD17B10
HSPD1
HYAL1

IDS

IDUA
IER3IP1
IFIH
ILTRAPL1
INPPSE
INS
IQSEC2

615350
615473
605820
252500
252605
252940
614018
312870
615501
300699
614254
245570
616139
607485
253220

609975

309541
615871
300882
613925
615516
272800
268800
252930
276710
300220
612233
601492
309900
607014
614231
615846
300143
213300
606176
309530

MblWweyHas AncTpodus-ANCTPOranKaHonaTus
PaHHAq snunenTnyeckas sHuedpanonatuns
Cnanypusa

Mykonunugos

Mykonunugos

Mykononncaxapuzos

MporpeccnpyroLLas MUOKIOHYC 3nuiencms
CuHapom CumncoHa-fonabu-bemens
[Jednumt KopakTopa MonnbaeHa
X-CL[EI'IHEHHaFI YMCTBEHHAsA OTCTa/IOCTb
YMCTBEHHAs OTCTaNoCTb

®dokanbHas 3nunencus ¢ paccTporicTBOM peyn
PaHHAsA anunenTyeckas sHUedantonaTns
MepBrYyHas nporpeccupytoLas adpasus; HelipoHanbHbIV LIePOVAHBIA NMMOPYCLIHO3

Mykononvcaxapugos

Oeduvunt 3-rngpokcraumn-CoA AervaporeHassl; cemeliHasi rmnepuHcyIMHeMmyeckas
rUNOraAvKeMns

X-cuenneHHas yMCTBEHHas OTCTanoCTb

PaHHAa snvnenTnyeckas sHuedanonatns

CnHapom KopHenuu ge JlaHre; cuHapom BuibcoHa-TypHepa
MeransHuedanmyeckas nerikosHuedpanonaTms

YMCTBEHHast 0TCTanocTb

BbonesHb Tea-Cakca; GM2-raHrnmosnaos

BonesHb CaHaxoddpa

Mykononucaxapuzos

TuposnHemus

X-cuensieHHasi yMCTBEHHas OTCTanocTb
TnoMuennHnsnpyroLas neikoanctpodus; cnactmyeckas napanierns
Mykononuncaxapuaos

Mykononuncaxapuios

Mykononuncaxapuaos

CrHAPOM MUKpoLedanus, SNUNeNcUs 1 caxapHblii gnabet
CuHapom Aikapaun-TyTbepeca

X-cuenneHHas yMCTBEHHas OTCTanocTb

CuHapom Xybep; yMCTBEHHas OTCTanoCTb

HeoHaTanbHbIl caxapHbIi AnabeT

X-cuenneHHas YMCTBEHHas OTCTaNIoCTb



ISPD
IVD
KCNA1
KCNA2
KCNB1
KCNJ1
KCNJ10
KCNJ11
KCNK18
KCNMAT1
KCNQ2
KCNQ3
KCNT1
KCTD7
KDMS5C
KDM6A
KIAA2022
KIF2A
KIF4A
KIF5C
KIF7
KIRREL3
KMT2D
KPTN
KRIT1
L2HGDH
LAMA2
LAMB1
LAMC3
LARGE
LGI1
MAN1B1
MAP2K1
MAP2K2
MBD5
MCOLN1

616052
243500
160120
616366
616056
241200
600791
610582
613656
609446
613720
121201
614959
611726
300534
300867
300912
615411
300923
615282
200990
612581
147920
615637
116860
236792
607855
615191
614115
613154
600512
614202
615279
615280
156200
252650

MblWweyHas AncTpodus-ANCTPOranKaHonaTus
M3oBanepraHoBas aumaemMms

Snusognyeckas atakcus

PaHHAA snunenTnyeckas sHuedpanonatuns

PaHHAsa snunenTnyeckas sHuedpanonatuns
CuHapom baptTepa

CuHapom SESAME

HeoHaTanbHbI caxapHbIi AnabeT ¢ cysoporamu
MwurpeHb c/6e3 aypbl

leHepannsoBaHHas 3NuAencus 1 NapokcM3mManbHas ANCKMHE3NS
PaHHASA anunenTnyeckas aHUedasonaTns
JlobpokayecTBEHHas HeoHaTa/lbHble CyA0poru
PaHHAsA anunenTyeckas sHUedantonaTns
MporpeccrpytoLas MUOK/IOHYC 3nmaencus
X-cuenieHHas yMCTBEHHas OTCTanoCTb

CuHapom Kabykn

X-cuenneHHas yMCTBEHHas OTCTanoCTb
KopTukanbHas gncnnasus

X-cuenneHHas yMCTBEHHas OTCTanoCTb
KopTukanbHas gncnnasus

CuHapom Xybep

YMCTBEHHast OTCTanocTb

CrHgpoMm Kabyku

YMCTBEHHasA OTCTanoCTb

KaBepHO3Hble NOPOKM pa3BUTUSA FOI0BHOMO MO3ra
L-2-rnapokcmrnytaposast aumaypus

BpoxaeHHas Mepo3unH-AeduLMTHaA MbllleyHas AncTpodus
JlnccaHuepanms

KopTuKa/ibHble NOPOKM pasBuUTUS

MbilLeYHas ANCTPOPUA-ANCTPOIIMKaHONATUSA
CemeliHas BUCOYHAas anunencus

YMCTBEHHAas OTCTaNocTb

CUHAPOM cepAaLe-NnLo-Koxa

CUHAPOM cepALie-NnLo-Koxa
AYTOCOMHO-AOMUHAHTHAA YMCTBEHHas OTCTaNoCTb

Mykonunugos



MCPH1 251200 MepBryHasa mukpouedanms

X-cuenneHHas YMCTBEHHasA OTCTa/I0CTb; CMHAPOM PetTa; PaHHAA 3nunenTnyeckas

MECP2 300260 3HLebanonaTHs

MED12 305450 CnHgpom Onunua-Kasegxua

MED17 613668 Ezg::aTaanaﬂ nporpeccupytoLas MvikpoLiedanus, Cyaoporu 1 atTpodus ro0BHOro
MEF2C 613443 YMCTBEHHas OTCTaNoCTb, 3NUIENCUS 1 MOPOKN Pa3BUTUSA FOJIOBHOIO MO3ra
METTL23 615942 YMCTBEHHasA OTCTaNoCTb

MFSD2A 616486 MepBuyHas MukpoLedpanms

MFSD8 610951 HelpoHanbHbI LiepongHblin AMnodycLnHo3

MGAT2 212066 BpoxaeHHoe HapyLleHVe rNKO3UINPOoBaHNS

MID2 300928 X-cueniieHHasi yMCTBeHHas OTCTanoCTb

MLC1 604004 MeranaHuedanunyeckas neiikosHuedpanonatus

MMAA 251100 MeTunmanoHoBsas aunaypvs, B12-uyscteutensHas
MMACHC 277400 MeTunnmanoHoBas aunaypusa U roMoLUCTUHYPUS
MOCS1 252150 Jeduumnt KopakTopa MonmbaeHa A

MOCS2 252160 Jedunumnt KodpakTopa MonmbaeHa B

MOGS 606056 BpoxpaeHHoe HapyLleHWe rKO3UANPOBaHNS

MPDU1 609180 BpoxaeHHoe HapyLleHWe rKO3UANPoBaHNS

MPI 602579 BpoxpaeHHoe HapyLleHWe rKO3UANPOBaHNS

MTHFR 601634 JledexTbl HepBHOW TPYOKK; romouncTUHYpua MTHFR-geduumnTHas
MUT 251000 MeTunmanoHoBas aunaypus

NAGLU 616491 Mykononuncaxapugos; 6onesHsb LLlapko-Mapu-TyTa
NAGS 237310 Jeduumnt N-aueTuarnyTaMmaTcuHTasbl

NDE1 614019 JnccaHuedanms

NDST1 616116 YMCTBEHHAas OTCTasocTh

NDUFA1 252010 JednumnT pepMeHTOB MUTOXOHPUANBHOTO KoMMaekca |
NDUFA10 256000 CuHapom Jln

NDUFA11 252010 JednumnT pepMeHTOB MUTOXOHPUANBHOTO KoMMaekca |
NDUFA12 256000 CnHapom J/ln

NDUFA2 256000 CnHgpoM Jn

NDUFA9 256000 CnHapoM Jn

NDUFAF1 252010 Jednunt GepMeHTOB MUTOXOHPUANBHOrO Kommaekca |
NDUFAF2 252010 Jednunt GepMeHTOB MUTOXOHPUANBHOIO Kommaekca |
NDUFAF3 252010 Jednumt pepMeHTOB MUTOXOHPUANBHOIO Kommaekca |
NDUFAF4 252010 Jednunt GepMeHTOB MUTOXOHPUANBHOIO KoMmmaekca |

NDUFAF5 252010 Jednumt pepMeHTOB MUTOXOHPUANBHOIO Komaekca |



NDUFB3 252010 Jednumt pepMeHTOB MUTOXOHPUAABHOIO Komnekca |

NDUFB9 252010 Jednunt GepMeHTOB MUTOXOHPUANBHOIO KoMMaekca |
NDUFS1 252010 Jednumt pepMeHTOB MUTOXOHPUANBHOIO Komnaekca |
NDUFS2 252010 Jednumt bepMeHTOB MUTOXOHPUANBHOIO Kommaekca |
NDUFS3 252010 Jednumt pepMeHTOB MUTOXOHPUANBHOIO Kommaekca |
NDUFS4 252010 Jednunt pepMeHTOB MUTOXOHPUANIBLHOIO KoMnnekca |
NDUFS6 252010 Jednumt pepMeHTOB MUTOXOHPUANBHOIO Kommaekca |
NDUFS7 256000 Jednumt pepMeHTOB MUTOXOHPUANBHOMO Kommaekca |
NDUFS8 256000 Jednumt dpepMeHTOB MUTOXOHPUANBHOMO Kommaekca |
NDUFV1 252010 Jednumt pepMeHTOB MUTOXOHPUANBHOMO Kommaekca |
NDUFV2 252010 JednumT pepMeHTOB MUTOXOHPUANTBLHOTO kKomrnekca |
NECAP1 615833 PaHHSs anunenTnyeckas sHuepanonatuns

NEU1 256550 Cnanngos

NF1 162200 Helipopunbpomatos

NFIX 614753 CnHapom CoToca

NGLY1 615273 BpoxzaeHHoe HapyLleHue AerVKO3UINpoBaHns
NHLRC1 254780 MporpeccrpytoLas MMOKIOHYC 3nnaencus

NIN 614851 CnHapom Cekkens

NIPBL 122470 CnHapom KopHenuu ge JlaHre

NOL3 614937 MWOKNOHYC KOPTUKANbHbIA CEMENHbI

NOTCH3 615293 VHbaHTUNBbHBIN M1odunbpomaTos

NPC1 257220 BonesHb HumanHa-Myka

NPC2 607625 BonesHb HumanHa-Mrka

NPHP1 609583 CuHapom Xybep

NRAS 613224 CnHAPOM HyHaH; cuHapom LLnmmeneneHHUHr-®yepLuTeitH-Mumca
NRXN1 614325 MunTTa-XonknHca nogo6HbIN CUHAPOM

NSD1 130650 CvHapom beksuTa-Bugemana

NSUN2 611091 AyTOCOMHO-peLieccnBHasa yMCTBEHHAA OTCTaNoCTb
NUBPL 252010 Jednunt pepMeHTOB MUTOXOHPUANBLHOIO KoMriekca |
OCLN 251290 MceBao-TORCH cnHapom

OCRL 309000 CnHapom Jloy

OFD1 300804 CuHgpom Xybep

OPHN1 300486 X-cuenneHHasa yMCTBEHHas OTCTaNoCTb

OTC 311250 JednumnT OPHUTUH TpaHckapbamunassl

PACS1 615009 YMCTBEHHasA 0TCTanoCTb

PAFAH1B1 607432 JnccaHuedanus

PAH 261600 PeHnKeToHypuUA



PAK3
PANK2
PC
PCBD1
PCCA
PCCB
PCDH19
PCNT
PDE6D
PDHA1
PDHX
PDP1
PDSS1
PDSS2
PET100
PEX1
PEX10
PEX11B
PEX12
PEX13
PEX14
PEX16
PEX19
PEX2
PEX26
PEX3
PEX5
PEX6
PEX7
PGAP1
PGK1
PGM1
PHC1
PHF6
PIGA
PIGN

300558
234200
266150
264070
606054
606054
300088
210720
615665
312170
245349
608782
614651
614652
220110
214100
614871
614920
266510
614885
614887
614876
614886
614866
614872
614882
214110
614863
614879
615802
300653
614921
615414
300414
311770
606097

X-cuenneHHas yMCTBEHHas OTCTanocTb
HelpogereHepaLus ¢ HakornaeHeM xenesa
[Jednumt nupysaT-kapbokcmnassl
ImneppeHnnanaHnHemus
MponuoHaTayngemms

MponuoHaTaungemms

PaHHAs snunenTnyeckas sHuedpanonatus
Mwukpouedanmnyeckas octeoancnaacTuyeckas KapankoBocTb
CuHgpom Xybep

[Jedunumnt nupyBataernaporeHassl E1-anbda
NakTataynios

Jedunumnt nupysaTaerngporeHassl pocdarasbl
MepBUYHbIN AedrumT KO3H3MMa Q10
MepBUYHbIV ednumnT KoaH3nMa Q10
Jednunt pepMeHToB MUTOXOHPUANLHOTO Komnnekca IV
BonesHb Llennbeerepa; cuHApoMm Xalrimnepa
HapyLlieHure 6rioreHesa nepokcrMcom
HapyLeHve 6roreHesa nepokcmMcom
HapyLleHure 6roreHesa nepokcmMcom
HapyLleHure 6roreHesa nepokcmMcom
HapyLueHre 6roreHesa nepokcmMcom
HapyLueHre 6roreHesa nepokcmMcom
HapyLueHune 61oreHesa Nepokcncom
HapyLueHne 61noreHesa Nepokcncom
HapyLueHune 61oreHesa nepokcncom
HapyLueHre 61noreHesa nepokcncom
HapyLleHvie 6roreHesa Nnepokcrcom
HapyLieHvie 6rioreHesa nepokc/com
HapyLleHve 6roreHesa Nepokccom
YMCTBEHHas OTCTanocTb

Jednumnt pochornmuepatkmHasbl 1
BpoxzeHHoe HapyLleHve rIvKo3nanmpoBaHus
MepBuyHas MukpoLedpanns

CnHapoM bopaxecoHa-®opccmaH-SlemaHHa
CNHAPOM MHOXECTBEHHbIX BPOX/AEHHbLIX MOPOKOB, CYA0POri 1 rMNOTOHNS

CI/IH,CI,pOM MHOXeCTBEHHbIX BPOX/AEHHbIX MOPOKOB, CyAOPOrn N rMNOTOHNA



PIGO 614730 Tmnepdocdatasns c yMCTBEHHON OTCTaNOCTbIO

PIGT 610272 CYHAPOM MHOXECTBEHHbIX BPOX/AEHHbIX MOPOKOB, CYyA0POrv U rMNOTOHUA
PIGV 610274 Mmnepdocdatasmns c yMCTBEHHON OTCTaNOCTbIO

PIK3CA 171834 CrHApPOM MeranaHuedanus-kanuanspHble ManbGopmMaumn-noaANMNMKPOrpus
PIK3R2 603157 CrHApOM MeranaHuedannmn-noanMmnKpOrupumn-nonnaakTUaAnn-rugpouedanmn
PLA2G6 603604 HelipogereHepaLus ¢ HakonaeHeM xenesa

PLCB1 607120 PaHHAs snunenTnyeckas sHuedpanonatus

PLP1 300401 BonesHb Menuueyca-Mepubaxepa

PMM2 601785 BpoxaeHHble HapyLUeHNs FNKO3UANPOBaHNA

PNKP 605610 MuKkpouedanus, CyAoporu 1 3agep>kka passButus

PNPO 603287 Jednumt nupuaokcammnH 5-pocdat okcnaasbl

POLG 174763 CVHAPOM VCTOLLEHNS MUTOXOHAPManbHon JHK

POLR3A 614258 Nelikoanctpodus

POLR3B 614366 Nelikoanctpodust

POMGNT1 253280 MblleyHasa ANCTpoPua-ANCTporavKaHonaTns

POMGNT2 614830 MeileyHas AncTpodus-AncTporankaHonaTus

POMK 616094 MeilweyHas anctpodus-gucTporankaHonaTns

POMT1 236670 MeileyHas AncTpodus-AucTporankaHonaTus

POMT2 613150 MelleyHas ancTpodus-gucTporankaHonaTus

PPM1K 615135 bonesHb KneHoBoro cnpona

PPT1 256730 HelipoHanbHbI LeponaHblii NMnodycLmnHO3

PQBP1 309500 CNHAPOM PeHneHHWHra

PRICKLE1 612437 MporpeccupytoLas MUOKIOHYC 3MUencus

PRODH 239500 fvnepnponvHemuns

PRPS1 311070 BonesHb LLlapko-Mapu-TyTa

PRRT2 605751 JlobpokayecTBeHHble ceMelHble MHPaHTUNbHbIE CYA0POrn

PSAP 610539 BonesHb lNowe, atnnuyHas; 6onesHb Kpabbe; meTaxpomatmyeckas nenkoanctpopus
PTCH1 610828 lononpo3ssHuedpanns

PTEN 158350 g:}:tqfaogg KoyaeHa; cmHApoM MakpoLledanus/ayTnam; cMHApPoM baHaliaH-Punu-Py-
PTS 261640 TmnepdeHnnanaHnHemns

PURA 616158 YMCTBEHHasA 0TCTanoCTb

QDPR 261630 TmnepdeHnnanaHnHemMus

RAB18 614222 CuHapom Bapbypr

RAB39B 300271 X-cuensieHHas yMCTBEHHas OTCTanocTb

RAB3GAP1 600118 CuHapom Bapbypr

RAB3GAP2 614225 CuHapom Bapbypr



RAD21
RAI1
RARS2
RBBP8
RBFOX3
RELN

RFT1
RNASEH2A
RNASEH2B
RNASEH2C
RNASET2
ROGDI
RPGRIP1L
RPS6KA3
RRM2B
RTTN
SAMHD1
SASS6
SCARB2

SCN1A

SCN1B
SCN2A
SCN8A
SCN9A
SDHA
SDHAF1
SEPSECS
SERPINI1
SETBP1
SGCE
SGSH
SHH
SIK1
SIX3
SLC13A5
SLC17A5

614701
182290
611523
606744
616999
616436
612015
610333
610181
610329
612951
226750
611560
303600
612075
614833
612952
616402
254900

604403

604233
613721
614558
613863
256000
252011
613811
604218
616078
159900
252900
142945
616341
157170
615905
604369

CnHapom KopHenunn ge JlaHre

CnHgpomM CmuT-MareHunc

MocTo-Mo3xeukoBas runonnasus

CuHgpom Cekkens

Ponananyeckas anunencus

CemeliHas navonatmyeckas snuaencus; IMccaHLepanms
BpoxzeHHoe HapyLleHVe rnKo3nnnpoBaHns

CuHapom Alikapan-ryTbepeca

CuHapom Alikapan-TyTbepeca

CuHapom Alikapan-ryTbepeca

NelikosHuedanonaTtnsa ¢ MeransHuedpanmen

CuHapom KoxnwyTtepa-ToHua

CuHapom Xybep

CuHapom KodpduHa-JToypu

CVHAPOM UCTOLLEHUS MUTOXOHAPManbHON AHK
MwuikpoLepanus, HA3KNA POCT 1 MONMMUKPOTVPKS C CyA0poramu
CuHapom Ankapaun-TyTbepeca

MepBurYHas MukpoLedanms

MporpeccrpytoLLas MUOKIOHYC 3nuaencus

l'eHepann3oBaHHas aNUencus ¢ pebpuibHLIMU CyA0poramu; CUHAPOM JipaBe; remMu-
naernyeckasi MUrpeHb

leHepannsosaHHas snunencus ¢ GebpunbHbLIMK CyZ0poramu
PaHHAa snunenTnyeckas sHuedanonatuns; 406pokadecTBeHHble cemMeiHble CyA0poru
PaHHsAsa anunenTnyeckas sHuedanonatns

leHepannsoBaHHas anunencus ¢ GebpuabHbIMY Cys0pOramu
CnHapom /ln

JlednunTt pepmMeHTOB MUTOXOHAPUaNbHOrO koMmnaekca Il
MocTo-MO3XeukoBas runonnasms

CemeliHas 3HLepanonaTus C BKIOYEHNEM HEPOCEPMHOBLIX TeneL|
YMCTBEHHas OTCTanocTb

MuioknoHnYeckas ANCToHNUS

Mykononuncaxapuios

FononpossHuedanuns

PaHHAA snunenTnyeckas sHuedanonatuns

lononpossHuedanus

PaHHAqA snunenTnyeckas sHuedpanonatuns

bonesHb Canna; cmannzios



SLC19A3
SLC1A3
SLC25A15
SLC25A19
SLC25A20
SLC25A22
SLC2A1
SLC33A1
SLC35A1
SLC35A2
SLC35C1T
SLC46A1
SLC6AS
SLC6A8
SLC9A6
SMARCA2
SMARCB1
SMCTA
SMC3
SMPD1
SMS

SNAP29

SOX10
SPTAN1
SRD5A3
SRPX2
SSR4
ST3GAL3
ST3GAL5
STAMBP
STIL
STT3A
STT3B
STX1B
STXBP1
SUCLA2

607483
612656
238970
613710
212138
609304
614847
612539
603585
300896
266265
229050
614618
300352
300243
601358
614608
300590
610759
257200
182290

609528

611584
613477
612379
300643
300934
615006
609056
614261
612703
615596
615597
616172
612164
612073

BUOTVH- K TMamMnH3aBMCKMas sHLedpanonatus

Snusojnyeckas atakcums

CUHAPOM rMNEPOPHUTUHEMUS-TNEPAMMOHNEMUSA-FOMOLUTPYINHEMUS
CUHAPOM ANCHYHKLMM MeTabonn3Ma TamMmnHa; MukpoLedanus
JednunT KapHUTUH-aLNAKAaPHUTUH TPaHC/I0Ka3bl

PaHHAsA snunenTnyeckas sHuedpanonatuns

MaronaTtnyeckas reHepan3oBaHHas aNuaencus; ANCToHus; aebuumnt GLUT1
Cnactunyeckas napanerus

BpoxaeHHOe HapyLleHVe rNKO3UINpoBaHNs

BpoxaeHHOe HapyLleHVe rUKO3UINPoBaHUs

BpoxzeHHoe HapyLleHve rKO3UAnMpoBaHmns

HapylieHve BcacbiBaHVs Gponatos

Fmnepakcnaekcns

CuHapom AeduumTta LiepebpanbHOro kpeaTuHa

X-cuenieHHas yMCTBEHHas OTCTanoCTb

CnHapom Hukonangeca-bapariuepa

CuHapom KoddnHa-Crpuca

CnHapom KopHenuu ge JlaHre

CnHapom KopHenuu ge JlaHre

bonesHb HuMaHHa-TNurka

CnHapoM CmuT-MareHunc

C/HAPOM LiepebpanbHOl AUCreHesnn, HerponaTum, XT1o3a, NaA0HHO-NOAOLLBEHHO-
ro runepkepartosa

CuHapoMm BaapaeHbypra

PaHHAsA snunenTnyeckas sHuedanonatns

BpoxzeHHOe HapyLueHue rMKo3UMpoBaHns

Snunencys, yMcCTBeHHas OTCTas0CTb U peyeBast ANCNpPaKCus
BpoxaeHHOe HapyLleHe rNKO3UANPOBaHNS

PaHHAa snunenTnyeckas sHUedansonaTus

CUHAPOM MHPaHTUNBHOM 3nmnencum

CnHApOM MUKpoLedanmm - KanUANSPHbIX ManbdopmMaLuii
MepBUYHas MukpoLedanms

BpoxaeHHOe HapyLLeHMe rINKO3UINPOBaHNs

BpoxaeHHoe HapyLLeHMe rNKO3VANPOBaHKs
leHepanusoBaHHas anunencus ¢ ebpuabHLIMU Cygoporamu
PaHHsAs snunenTyeckas sHUedanonaTus

CVHAPOM UCTOLLEHNSt MUTOXOHAPUanbHoW JAHK



SUMF1 272200 MHoXecTBeHHbIV geduumnT cynbdaTassbl

SUOX 272300 Jednumt cynbduT okcrAasbl

SURF1 616684 BonesHb LLlapko-Mapu-TyTa

SYN1 300491 X-cuenneHHas anuaencus C paccTponcTBaMu NoBeAeHns
SYNGAP1 612621 YMCTBEHHasA 0TCTanoCTb

SYP 300802 X-cuenneHHas yMCTBEHHas OTCTanoCTb

SZT2 615476 PaHHAs snunenTnyeckas sHuedpanonatus

TACO1 220110 Jednunt pepMeHToB MUTOXOHAPUANIBLHOrO KoMnaekca IV
TBC1D24 615338 PaHHss annnenTnyeckas aHuedanonaTms

TBCE 617207 CuHApom KeHHU-Kapdu

TBP 607136 CnunHouepebennspHas aTakcus

TBX1 192430 BenokapavodaumanbHblii CUHAPOM; CUHAPOM AUXKOPAXN
TCF4 610954 CvHapom MuTTa-XonknHca

TCTN1 614173 CuHApoM Xybep

TCTN2 616654 CuHapom Xybep

TCTN3 614815 CuHapom Xybep

TGIF1 142946 lononpo3saHuedanms

TMEM138 614465 CuHapom Xybep

TMEM165 614727 BpoxaeHHoe HapyLleHue rMKO3UINPOBaHNS

TMEM216 608091 CuHapom Xybep

TMEM231 614970 CuHapom Xybep

TMEM237 614424 CuHapoMm Xybep

TMEM5 615041 MblilWweyHasa ANCTpoPrA-ANCTPOrAINKaHONATUSA

TMEM67 610688 CuHapom Xybep

TMEM70 614052 JednumnT pepMeHTOB MUTOXOHAPUANBLHOrO KoMnaekca V
TPP1 204500 HelpoHanbHbIV LiepongHblii AnnodycLmHo3

TRAPPC9 613192 YMCTBEHHAas OTCTanocTb

TREX1 225750 CuHapom Alikapan-ryTbepeca

TSC1 191100 Ty6epo3HbIii ckiepo3

TSC2 613254 Ty6epo3Hblii cknepos

TSEN2 612389 MocTo-mo3xeuKkoBas runonnasns

TSEN34 612390 MocTo-mo3xeuKkoBas runonnasns

TSEN54 225753 MocTo-mo3xeuKkoBas runonnasns

TSFM 610505 KOM6UVHMPOBaHHbIN AedULINT OKMCANTENBHOTO GocdhopuapoBaHms
TTC21B 613820 HedpoHodTn3

TUBA1TA 611603 JnccaHuedanus



TUBAS8
TUBB
TUBB2A
TUBB2B
TUBB3
TUBB4A
TUBG!1
TUSC3
UBE2A
UBE3A
uQcc2
VLDLR
VPS13A
VPS13B
VRK1
WDR45
WDR62
WES1
WWOX
ZEB2
ZIC2
ZNF335
ZNF423

613180
615771
615763
610031
614039
612438
615412
611093
300860
105830
615824
224050
200150
216550
607596
300894
604317
222300
616211
235730
609637
615095
614844

MoAMMUKPOrMpUS C rNonaasnen 3puTeNLHOro Hepsa
KopTukanbHasa Avncnnasuns ¢ nopokamuy passuTus Mo3sra
KopTukanbHasa Ancnnasuns ¢ nopokamm passutus Mo3sra
Monanmukpornpus

KopTukansHasa Ancnnasuns ¢ Nopokamm passuTus Mo3sra
TMnoMuneHN3npyroLLas NenkoancTpodus; TOpCUOHHas ANCTOHNS
KopTukanbHas gucnnasns ¢ nopokamu passuTua Mosra
YMCTBEHHasA OTCTaNoCTb

X-cuenneHHas yMCTBeHHas OTCTasoCTb

CuHAPOM AHresibMaHa

Jednumt pepMeHTOB MUTOXOHAPMANBLHOro komnnekca Il
FMnonnasms Mo3xeuka 1 yMCTBEHHAs OTCTaNoCTb
XopeoakaHToLMTO3

CnHgpom KoxeHa

MoCTO-MO3Ke4YKoBasi runonnasns

HelpogereHepauuns ¢ HakonneHnem xenesa
MepsuyHasa mMukpouedanns

CuHapoMm Bonbdpama

PaHHAa snvnenTnyeckasn sHuedanonatns

CnHapom MoBata-BunscoHa

lononpossHuedpanmns

MepBuyHasa MukpoLledanms

CuHapom Xybep



NMAHEJ1b «HEPBHO-MbILUEYHbIE
3ABOJIEBAHUA>»

B naHesnb BOLWM reHbl, OTBETCTBEHHbIE 32 BOSHUKHOBEHWE HacnefCTBEeHHbIX HEepPBHO-

MblLLIeYHbIX Bone3Hen.

OCHOBHbIE CUMMTOMbI, XapakTepHble aisa HHM3: MbiweyHas cnabocTb, aTpodus/
rMNoTPOOMs MblLLL, MblLLIEYHbIE MOAEePriuBaHNUsA, GOMM B MblLULLAX, HAPYLLIEHWE MOXOAKH,
yTOMJIEHME MY OU3MYECKOI Harpy3Ke UK HapyLIeHWe YyBCTBUTENbHOCTU. Takxke
BCTPEeYaloTCsA NPOSABIIEHMS, CBA3aHHbIE C HapyLleHeM paboTbl cepALa U AblxaTenbHOM

MyCKynaTypbl.

NEPBUYHO-MBILLEYHLIE
3ABOJIEBAHUA

BONE3HN MOTOHEAPOHA

3ABOJIEBAHUA
NEPUPEPUYECKUX HEPBOB

BOJIE3HN HEPBHO-
MBbILLEYHbIX CUHANCOB

(munacTenum)

METABOJIMYECKUE
MMOMNATUKN

MWUOTOHUU N
MEPUOAUYECKMIA NAPANUY




ABCC9 608569 [nnataunoHHasa KapAMoMmnonaTmsa,0CTeOXOHAPOAMCNa3NA

ABHD12 612674 MonuHeriponaTnsa, NoTeps Cyxa, aTakcus, PETUHUT 1 KaTapakTa CUHAPOM
ABHD5 275630 CuHapom JopdmaHa-HYaHapuHa

ACAD9 611126 JednumnT pepmMeHTOB MUTOXOHAPUANBHOIO KOMMIeKca

ACADM 201450 JedunumnT cpegHnX Lienein aumn-KosH3nM-A-gernaporeHassl

ACADS 201470 [ledpnumnT KOPOTKUX Lieneit aumn-Ko3IH3UM-A-AernporeHassl

ACADVL 201475 JednumnT o4eHb ANNHHBIX Lienei aumn-Ko3aH3UM-A-gernporeHassl

Jlonato4yHo-nepoHeanbHas MMonNaTus, MMONaTUS C AUNPONOpPLMen BONOKOH Tun 1,

ACTAT 616852 HemanHoBas M1UoNaTus, BPOXAEHHas M1MonaTus

ACTC1 613424 JlnnaTaumoHHas kapanomuonaTus, runeptpoduyeckas kapavomMmmonaTums

ACTN2 612158 [vnaTaumoHHas KapAanomMmonaTus, rmneptTpoduyeckas kapAavomMmonaTums

ACVR1 135100 MporpeccupytoLas occuounumpytoas pubpogmcnnasns

ADCY6 616287 JleTanbHbIi BPOXAEHHbIV KOHTPAKTYPHbIA CUHAPOM

AGL 232400 nnkoreHos tun llla

AGRN 615120 Bpo>XAeHHbIVi MUaCTEHNYECKN CUHAPOM

AIEM1 300816 KoM6uHMpOBaHHbIN AedULMUT OKMCANTENbHOrO GOCHOPUNNPOBAHUS, CUHAPOM
Cowchock, X-cuenneHHas rnyxota

AKAP9 611820 CUHAPOM yANNHEHHOro nHTepsana QT

ALDOA 611881 nukoreHo3s, Tun Xl

ALG13 300884 WHpaHTUNbHas anunenTyeckas sHUedanonatus

ALG14 616227 BpoxaeHHbI MMacTeHNYeCKNn CUHAPOM 6e3 TYBYNAPHbIX BKIOYEHUIA

ALG2 616228 BpoxaeHHbIN MYaCTEHNYECK CUHAPOM, BPOXAEHHbIe 3a601eBaHNS FNKO3UAMPOBaHNA

ALS2 607225 g;agiitg%;izgaaa?gﬁggg;wBeHManblﬁ nepBUYHbIV NaTepanbHBbIA CK1epo3,60K0BOWA

AMPD1 615511 MuvonaTtusa cBA3aHHas ¢ 4epULUTOM MUOaAeHUNaT JeaMUHasbl

ANG 611895 BokoBolt ammoTpoduryecknii cknepos

ANK2 600919 CUHAPOM yANMHEHHOro nHTepsana QT, aHKMPUH-B-3aBrcrMas aputMmns

ANO5 611307 MoACHO-KOHEYHOCTHAA MbllLeYHas ANCTPOPUS, MbllLievHas anctpodus MuoLum

ARHGEF10 608236 3amej/ieHHaa HepBHasA NPOBOANMOCTb

ASAH1 159950 CnunHanbHasa MbileyHas aTpodus, nunorpaHynomaTos Papbepa

ATL1 613708 BpoxzeHHas ceHcopHas HeliponaTus, cnactuyeckas napanierus

ATL3 615632 BpoxaeHHasa ceHcopHasi HeliponaTus

ATP2A1 601003 Mwonatus bpoyaun

ATP2A2 124200 BonesHb [lapbe, akpokepaTo3

ATP7A 300489 l(igr:g::;ao;rlar\nblmewaﬂ atpodus, AnctanbHas, 6one3Hb MeHkeca, CMHAPOM 3aTbl-

ATXN2 183090 CnvHouepebennsipHas atakcms

B3GALNT2 615181 MelwweyHas anctpodus - AUCTPOranKaHonaTus



B4GAT1
BAG3
BICD2

BIN1
BMPR2

BSCL2

C100rf2
C120rf65
C90rf72
CACNA1C

CACNA1D

CACNB2
CALR3
CAPN3
CASQ1
CASQ2

CAV3

CCDC78
CCT5
CFL2
CHAT

CHCHD10

CHKB
CHMP2B
CHRNAT1
CHRNB1
CHRND
CHRNE
CHRNG
CHST14
CLCN1
CNTN1
CNTNAP1
COL12A1

615287
612954
615290

255200
178600

615924

271245
615035
105550
611875

615474

611876
613875
253600
616231
611938

192600

614807
256840
610687
254210

615048

602541
614696
601462
616314
616321
605809
265000
601776
160800
612540
616286
616470

MbllLeyHas ANCTPOdUS - AUCTPOTIMKAHONATUS
MwuodubpunnspHas MruonaTus, AUnaTrpytoLas kapa1oMmonaTus
CnHanbHast MblLLieYHast aTpOdVIst C MPENMYLLIECTBEHHBIM MOPAXKEHMEM HIKHIX KOHEUHOCTel

LleHTpoHyk/ieapHas MuonaTus
MepBrYHas fleroyHas rvrnepTeHsysi, BEHOKK/IIO3VBHas 60/1€3Hb Nerkux

MporpeccrpytoLas aHLedanonaTus, AMNOANCTPOPUS, HacTeACTBEHHAs ANCTaNbHas
MOTOpPHas HeliponaTus

CVYHAPOM UCTOLLEHNSt MUTOXOHAPUanbHo IHK
CnacTtunyeckas napanierus

J106HO-BMCOYHasA Aeneums

CnHapoM bpyraga

MepBVYHbIV anbA0CTEPOHN3M, CyA0POr 1 HEBPOIOTYECKMe HapyLLEeHWs,, ANCYHK-
LSt CMHOATPUanbHOIO y3/1a 1 FiyxoTa

CnHapoM bpyraaa

I'mnepTpoduryeckas kapAromMmnonaTms
[0SCHO-KOHEUHOCTHas MbllleYHas AUcTpodus
BakyonspHas muonatus

XKenysoukosas TaxnkapAuns, KaTexonammHeprmyeckas

ImnepTpoduryeckast KapAMOMUONATNS, MOSCHO-KOHEYHOCTHAS MblLLeYHas ANCTpodUs,
ANCTanbHas MMonaTus

LleHTpoHyK/IleapHas M1onaTus

BpoxaeHHas ceHcopHas HelponaTyisi Co cracTnyeckoli naparnaernei
HemanvHoBas MuonaTus

BpoxAeHHbI MYacTeHNYeCKN CHAPOM

CrnvHanbHas MblleYHas anO¢!I/|9| TN Ixokena, NIO6HO-BUCOYHAs AeMeHUnaA; N301n-
POBaHHasaA MUTOXOHAPKanbHad MMonaTus

BpoxaeHHas MbllleyHas gnctpodus

BokoBoOl amMnoTpodUUecknii Cknepos, cemeriHasa AemeHL s

BpoXaeHHbIN M1acTeHNYeCKI CUHAPOM; CUHAPOM MHOXECTBEHHbIX MTepUrnymos
BpoXaeHHbIN M1acTeHNYeCKi CUHAPOM

BpoxXaeHHbIN M1acTeHNYeCKWI CURAPOM; CUHAPOM MHOXECTBEHHbIX MTEPUrnymMoB
BpoxAeHHbIV MUACTEHNYECKUIA CUHAPOM

CnHApPOM Sckobapa; CUHAPOM MHOXECTBEHHbIX MTepUrnymoB

CuHapoM dnepca-JlaHno, MbILLIEYHO-KOHTPAKTYPHBbIV TUM

BpoxaeHHas MUOTOHMA

BpoxpaeHHas mvonatua KomntoHa-Hopc

JleTanbHbI BPOXAEHHbI KOHTPaKTYPHbIA CUHAPOM

BpoxaeHHas MbilLie4Has AUCTpodus Ybpuxa; MuonaTus betnema



COL4AT
COL6A
COL6A2
COL6A3
coLQ
COX6A1
CPT2
CRYAB
CSRP3
CTDP1
DAG1
DAO

DARS

DCAF8
DCTN1

DES

DHTKD1
DMD
DNA2
DNAJB2
DNAJB6

DNAJC3

DNM2

DNMT1
DOK7
DPAGT1
DPM2
DPM3
DPP6
DSC2
DSG2
DSP
COL4A1
COLG6A1

611773
254090
255600
158810
603034
616039
255110
608810
607482
604168
616538
181500

615281

610100
607641

224050

615025
300376
615807
616233
603511

616192

606482

604121
254300
608093
615042
612937
616311
610476
610193
607450
611773
254090

HacnejctBeHHas aHrnonatus ¢ Heiponatuen, aHeBpr3mMamu 1 MblLLEUYHbLIMU KpaMni
BpoxzeHHas MbllleyHas Auctpodusa Ynbpuxa; mvuonatus betnema

BposaeHHbIN M1OCKepos; MonaTus betiema; BpoXaeHHas MbllleyHas AncTpopus Yabprixa
BpoxzeHHas MbllleyHas AucTpodusa Ynbpuxa; Mvonatns betnema; ANCToHNUs
BpoXxAeHHbIN MUaCTEHNYECKUIA CUHAPOM

bonesHs LLlapko-Mapu-TyTa

Mvonatus ¢ 4edULNTOM KapHUTUH NanMUTOUANTPaHCPepasbl

MuodurbpunnapHas MuonaTus; AUnaTmpyroLas KapanoMmonaTus

JlnataumoHHas KapAMoMmonaTuns

KatapakTa, n1uesble gucMopdun 1 Heiponatus

MblilweyHas gnctpodus - ANCTPOraMKaHonaTus

LLinsopperHns

I'|/|n0M|/|en|/|H|/|3a|_u/m C Nnopa>xeHnem CTeOJ1a r0JI0BHOIO Mo3ra 1 ClMHHOIo Mo3ra u
CNacTUYHOCTbHO HOT

AKcoHanbHas HelpoI'IaTI/IH
AuncTtanbHas MOTOpHasn He|7|por|aT|/|$|

[MOACHO-KOHEYHOCTHAsA MblLLeYHas AI/ICTpOd)I/Iﬂ, fvnonnasusa Mo3sxeuka u yMCTBEHHadA
OTCTaNoCTb

BbonesHb LLapko-Mapu-TyTa

MbllweyHas guctpodus AroweHa/bekkepa

CuHapom Cekkensl, MporpeccrpyroLas HapyxxHas odTasbMonaervs
BonesHb LLlapko-Mapu-TyTa; cnHanbHas MblllevHas atpopus
MOACHO-KOHEYHOCTHAasA MblleyHas AUCcTpodus

KombrHupoBaHHas aTakcus Mo3XeukoBasi 1 nepupepuryeckas ¢ noTepei cayxa u
caxapHbIM AnabeTom

BonesHb LLlapko-Mapw-TyTa; LeHTpOHYyK/IeapHasi MMoNaTus; IeTabHbIVi CHAPOM
BPOXAEHHbBIX KOHTPAKTYp

Mo3xeuKoBas aTakcyisi, FlyXoTa Y HapKOJEMCHs,, HACIeACTBEHHAs CEHCOPHas HeliponaTyis
BpodXAeHHbI MUacTeHNYeCKNii CHAPOM

BpoxaeHHoe HapyLLleHVe FINKO3UANPOBAaHVIS; BPOXAEHHbIA MUACTEHNYECKVA CYHAPOM
BpoxzaeHHOe HapyLLeHVe rMKo3UINPOBaHNs

BpoxaeHHOe HapyLUeHVe FIMKO3UANPOBaHUS

HacneacTBeHHas xenyAoukoBas GrbPUNNSLMS; yMCTBEHHAs OTCTanoCTb
ApVITMOreHHas AVCnnasns npaBoro xenyaoyka

ApVITMOreHHast AVCriasns MpaBoro XeyAo4ka; AUNaTvpyoLLas KapAnoMmonaTms
ApVTMOreHHas AVICr/asust MPaBoro XesyAo4Ka; KapAMoMoNaTs; Byne3HbIV SnaepMonn3
HacneacTBeHHast aHTonaTus ¢ HeliporaTueli, aHeBPU3MaM 1 MblLLEYHBLIMI Kpammi

BpoxaeHHas MbilleyHas AUCTpodus Yabpuxa; Muonatus betnema



COL6A2

COL6A3
coLQ
COX6A1
CPT2
CRYAB
CSRP3
CTDP1
DAG1
DAO

DARS

DCAF8
DCTN1

DES

DHTKD1
DMD
DNA2
DNAJB2
DNAJB6

DNAJC3

DNM2

DNMT1
DOK7
DPAGT1
DPM2
DPM3
DPP6
DSC2
DSG2
DSP
DST
DTNA
DYNCTH1

255600

158810
603034
616039
255110
608810
607482
604168
616538
181500

615281

610100
607641

224050

615025
300376
615807
616233
603511

616192

606482

604121
254300
608093
615042
612937
616311
610476
610193
607450
614653
604169
614228

BpoxzeHHbIN M1oCKkNepos; Mronatus betnema; BpoXaeHHas MbllleyHas Auctpodus
Ynbpuxa

BpoxzeHHas MbllleyHasa AucTpopusa Ynbpuxa; Mvonatus betnema; ANCToHns
BpoXxAeHHbIN MUaCTeHNYECKUIA CUHAPOM

bonesHb LLlapko-Mapu-TyTa

Muonatus ¢ AedULUTOM KaPHUTUH NanMUTOUNTPaHCPepasbl
MurodurbpunnsapHas MuonaTus; AUnaTmpyroLLas KapanoMmonaTus
JlnataumoHHas KapAMoMmMonaTuns

KaTapakTa, n1uesble gncMopdun 1 Heiponatus

MblileyHas AUCTpodus - ANCTPOrAMKaHoNaTus

LLnsopperHns

f'mnomuennHmsaums c nopaxeHnem CTBoJ1a roJIOBHOIro Mo3ra U CNMHHOIo Mo3ra un
CNacTUYHOCTBLHO HOT

AKcOHanbHas Hel‘/’IpOFIaTI/Iﬂ
AnctanbHas MOTOpHas HelpoHaTMﬂ

[MOACHO-KOHEYHOCTHAsA MblLLeYyHas AVICTpOd)I/IFI, fvnonnasumsa Mmo3sxeuka n yMCTBEHHadA
OTCTaNoCTb

BbonesHb Lapko-Mapu-TyTa

MbliweyHas guctpodus JroweHa/bekkepa

CuHapom Cekkensl, MporpeccrpytoLLas HapyxxHas odTasbMonaerus
BonesHb LLlapko-Mapu-TyTa; cnuHanbHasa MbllleyHasa aTpopus

[MOACHO-KOHEYHOCTHasA MblLLeyHas AVICTpoq)I/Iﬂ

Kom6rHMpoBaHHas aTakcys MO3XeukoBas 1 nepudepuryeckas c moTepen cnyxa u
caxapHbIM gnabeTom

BonesHb Lapko-Mapu-TyTa; LEeHTPOHYyK/IeapHas MMONaTus;; NeTanbHbIVi CUHAPOM
BPOXAEHHbBIX KOHTPAKTYp

Mo3yeuKoBas aTakcus, FyxoTa U HapKonencus, HacieACTBEHHas CeHCOpHas HelponaTtus
BpoxXaeHHbIN M1acTeHUYeCKni CUHAPOM

BpoxaeHHOe HapyLLeHWe rNKO3UAVPOBAHNS; BPOXAEHHbIV MUACTEHNYECKM CUHAPOM
BpoxzeHHoe HapyLleHre rnKo3nanpoBaHmns

BpoxaeHHOe HapyLlueHVe rnKo3nAnMpoBaHNs

HacnescTBeHHas xenya04koBas GUOPUNNALNS; yMCTBEHHAs OTCTanoCTb
ApUTMOreHHas AVCria3ns NPaBoro XenyAo4ka

ApUTMOreHHas AVCMiasns NpPaBoro XenyAouka; AuaaTvpyrowas kapAauoMmonaTtus
ApUTMOreHHast AVCNa3yis MPaBoro XeyAouKa; KapAvoMMonaTUs;; Gy 1e3HbIA SNAepMOni3
BpoxaeHHas ceHcopHas HeliponaTus; 6ynnesHbIn anugepMonns

HekomnakTHbIVi M1OKapA 1eBOro Xenyaouka

BonesHb LLlapko-Mapw-TyTa; crivHanbHas MbllLevHast aTpouisi; yMCTBEHHas OTCTanocTb



DYSF
ECEL1

EGR2

EMD
ENO3
ERBB3
ERBB4
ERCC3
ERCC4
ERCC5
ERCC6
ERCC8
ETFA
ETFB
ETFDH
EXOSC3
EXOSC8
EYA4
FAM134B
FBLNS
FBN1

FBN2

FBXO38
FGD4
FHL1
FIG4
FKBP10
FKBP14
FKRP
FKTN
FLNC
FUS
FXN
G6PC
GAA
GAN

254130
615065

145900

310300
612932
607598
615515
610651
278760
616570
214150
216400
231680
231680
231680
614678
616081
605362
613115
608895
154700

121050

615575
609311
300696
612691
610968
614557
613153
253800
609524
614782
229300
232200
232300
256850

MbliweyHasn ,CI,I/ICTpOd)I/Iﬂ Mwuowun; ancranbHaa MuonaTus

[AVicTanbHbIN apTporpunos

BonesHb LLlapko-Mapu-TyTa; 60ne3Hb [lexepuHa-CoTTa; BPOXAEHHAA TMNOMUENNHI-
3MpytoLLasn HeliponaTus

MelweyHas anctpodus dmepu-Aperidyca

InvkoHeHos Xl Tvna

JleTanbHbI BPOXAEHHbIV KOHTPAKTYPHbIA CUHAPOM
BokoBoli amnoTpoduryecknin cknepos

MurmMeHTHasa KcepoaepmMa

MurmeHTHast Kcepoaepma; CUHAPOM KokkeliHa
Liepe6pookynopaLmockeneTHblin CUHAPOM
Liepe6pookynopaumockeneTHblin CUHAPOM; CUHAPOM KokkelHa
CuHApom KokkeliHa

InyTapoBas aumgemus

FnyTapoBas aumgemus

InyTapoBas aumaemus

MocToMo3xeuKkoBas runonaasus

MocToMo3xeukoBas runonnasus

[AunnataLnoHHas KapAvoMmonaTus

BpoxaeHHas ceHcopHas HeliponaTus

BpoxaeHHas HeliponaTus 1 MakyisipHast AereHepaLyst

CuHapom MapdaHa; cvHapoM Beiin-MapuesaHnn
BpoxzeHHas KOHTPaKTypHast apaxHOAaKTUANS

JAnctanbHaa MOTOpHas HeriponaTus

BonesHb LWapko-Mapu-TyTa

MbilweyHas gnctpodus dmepu-Apeidyca, nneyesonatouHas MmonaTus

BokoBol ammoTpoduryecknii cknepos; bonesHs LLlapko-Mapu-TyTa
HecosepLUeHHbI ocTeoreHes; CMHAPOM bpyka

CrHapoM Snepca-ZlaHno ¢ MPorpeccrpyroLLIM KUGOCKOMO30M, MONAaTUEN 1 NoTepelt ciyxa
MbilleyHas AncTpodus - AUCTPOraMKaHonaTus

MbllweyHasa AncTpodus - ANCTPOrAMKaHONATUS; ANNATALMOHHAA KapAYOMMONaTUs
MuodurbprnnapHaa muonaTus; gUctanbHas M1monaTus

HacnepcTBeHHBIN 3cceHUManbHbIN Tpemop; 60K0BOV aMMoTPOGUUECKNiA Cknepos
Atakcus Ppuaperixa

[nvkoreHos la

InukoreHos Il

AKCOHanbHas HeliponaTtus



GARS 601472 BonesHb LLlapko-Mapu-TyTa; gncTanbHas HacleACTBeHHas MOTOpHas HelponaTtuns

GBE1 232500 InvkoreHos IV

GDAP1 607831 bonesHb LLlapko-Mapu-TyTa

GFPT1 610542 BpoxzgeHHas M1acTeHuns ¢ TyBynnsipHbIMU BKIOYEHUSMUN
GJA1 218400 OKynofeHToANrMTaNbHas AUCNNa3NSA

GJAS 614049 CemeliHas Gubpunnaums npeacepania

GJB1 302800 Hefponatus LWapko-Mapu-Tyta

GLA 301500 BonesHb ®abpu

GLE1 253310 JleTanbHbI BPOXAEHHbIV KOHTPAKTYPHbIN CUHAPOM; apTPOrpmnmnos
GMPPB 615350 MbllLeyHas ANcTpodust - ANCTPOranKaHonaTns

GNB4 615185 BonesHb LLlapko-Mapu-TyTa

GNE 605820 Mwvionatuna HoHaka

GPD1L 611777 CvHapom bpyrajaa

MepBMYHasa nporpeccupytoLas agasus; HelpoHanbHbIN LLeponAHbIA ANNOPYCLINHOS;

GRN 607485 NO6HO-BUCOYHas AereHepaLyis

GYG1 616199 MuonaTus ¢ HakonaeHnem NoNAUrINKO3aHOBbIX Tenew,

GYS1 611556 InukoreHo3s 0, MbllleyHas popma

GYS2 240600 InukoreHos 0, neyeHouHast popma

HADH 231530 Jednumnt 3-rugpokcnaumn-KoA gernaporeHassbl

HADHA 609015 [ednumT MUTOXOHAPUANbHOro TpUdYHKLMOHaNbLHOro 6enka
HADHB 609015 JednumT MUTOXOHAPUANBHOTO TPUYHKLMOHANBHOrO 6eska
HARS 616625 BonesHb LWapko-Mapwu-TyTa; cMHApPOM Yilepa

HCN4 613123 CuHapom bpyraga

HEXA 272800 BonesHb Tes-Cakca; GM2-raHrnmosnzos

HINT1 137200 HelipoMnoToHMA 1 akcoHanbHasa HeliponaTus

HK1 605285 BpoxaeHHas MOTOPHasi 1 CeHCOpHas HelponaTus

HNRNPA1 615426 BokoBO aMroTpodurUecknii Cknepos; MMoNaThs C paHHUM Havanom 6onesHu MNegxerta
HNRNPA2B1 615422 MwvonaTunsi ¢ TenbLaMu BKIKOYEHN

HNRNPDL 609115 MOACHO-KOHEYHOCTHAs MbllLeYHas ANCcTpopus

HOXD10 192950 bonesHb LLlapko-Mapwn-TyTa

HSPB1 606595 bonesHb LLlapko-Mapu-TyTa

HSPB3 613376 JvcTtanbHas MOTOpHasa HeliponaTus

HSPB8 608673 bonesHb LLlapko-Mapu-TyTa

IGHMBP2 616155 BonesHb Llapko-Mapu-TyTa; gncTanbHas HacleACTBEHHAs MOTOpHas HelponaTtuns
IKBKAP 223900 [ncaBToHOMUS

INF2 614455 BonesHb Lapko-Mapu-TyTa

ISCU 255125 MwonaTtuns ¢ nakTaT-aumg030M

ISPD 614643 MblilweyHasa gncTpodus - ANCTPOraMKaHonaTus



ITGA7
JPH1
JPH2
Jup
KARS
KBTBD13
KCNA5
KCND3
KCNE1
KCNE2
KCNE3
KCNH2
KCNJ2
KCNJ5
KCNQ1
KIF1A
KIF1B
KIFSA
KLHL40
KLHL41
LAMA2
LAMA4
LAMB2
LAMP2
LARGE
LDB3
LDHA
LITAF

LMNA

LMOD3
LPIN1
LRP4
LRSAM1
MAMLD1
MARS
MATR3
MED25

613204
607831
613873
611528
613641
609273
612240
607346
612347
611493
613119
613688
170390
613677
220400
610357
118210
604187
615348
615731
607855
615235
609049
300257
616907
609452
612933
601098

605588

616165
268200
616304
614436
300758
616280
606070
605589

MblweyHasa gnctpodus ceasaHHas ¢ 4edUUUTOM UHTperpuHa anbda 7
bonesHs Llapko-Mapun-TyTa

'mnepTpoduryeckas kapavommonaTms

ApUTMOreHHas AMCnaasuns NpaBoro xenygouka

bonesHb LLlapko-Mapu-TyTa

HemanuHosasa mronatus

dunbpunnauma npejcepanii

CnuHouepebennsipHas atakcus; cuHApom bpyrasa

CnHapom [xepsenna—J/laHre-HunbceHa, CUHAPOM YAJMHEHHOTO MHTepBana QT
dnbpuANaLma Npescepanii; CUHAPOM YANNHEHHOro NHTepBana QT
CvHapom bpyraaa

CVHAPOM yA/IHEHHOrO MHTepBana QT

CuHgpoM AHZepceHa

CUHAPOM YA/IMHEHHOro nHTepBana QT; cemMeiHbIV rnnepasnbjoCTepOHN3M
CnHapoMm [xepsenna—J/laHre-HunbceHa, CUHAPOM YAJIMHEHHOrO HTepBana QT
Cnactuyeckas napannerus; HacneAcTBeHHas ceHCopHas HelriponaTus
BonesHs LLapko-Mapu-TyTa

Cnactuyeckas napannerus

HemanunHosas muonatus

HemannHoBas muonatus

Mepo3uH-HeratneHasa MbilleyHas aAuctpodus; LAMA2 muogumctpodus
JvinataunoHHas KapAnomMronaTus

CuHapom MupcoHa

BonesHb JaHoHa

MbiLleyHas gncTpodus - AUCTPOrAMKaHONAaTKS, cnacTnuyeckas napannerns
MuodunbpunnapHas Muonatus

FnvikoreHos Xl Tuna

BbonesHb LLlapko-Mapu-TyTa

BonesHb Wapko-Mapu-TyTa; MbllLeyvHas ANCTpodus dmepu-Aperidyca; BpoxaeHHas
MbllLeYHas auctpodus

HemannHosas muonatums

OcTpas peunanBMpyoLLEAs MUOTN06UHYPUS

BpoXAeHHbI MacTeHUYecknin cMHAPOM; LieHaHu-JTeHL, CUHAAKTUANA CUHAPOM
BonesHb Lapko-Mapu-TyTa

fvnocnaguns

BbonesHb LLlapko-Mapun-TyTa

BokoBoli amnoTpoduryecknii cknepos

BonesHb Lapko-Mapw-TyTa; cuHapom Basens-BanareiT-CMupuH-Voseda



MEGF10

MEN2

MPZ

MSTN
MTM1
MTMR14
MTMR2
MUSK
MYBPC1
MYBPC3
MYF6
MYH14
MYH2
MYH3
MYH6
MYH7
MYH8
MYL2
MYL3
MYLK2
MYOT
MYOZzZ2
MYPN

NALCN

NDRG1
NEB
NEFH
NEFL
NEXN
NGF
NPPA
NTRK1
OPA1
OPA3
OPTN

614399

609260

607791

614160
310400
160150
601382
616325
614915
615396
614408
614369
605637
193700
613252
181430
608837
608758
608751
192600
159000
613838
615248

615419

601455
256030
616924
607684
613122
608654
612201
256800
256800
616896
613435

MwuonaTus, apepnekcus, pecnnpaTopHblii ANCTPecc U gncdarvsi; MuonaTus, apedek-
CVisi, pecnpaTopHbIi gncTpecc v Aucdarus

BonesHb LLlapko-Mapu-TyTa, Hac1eACTBEHHAs MOTOPHast U CEHCOpHasi HeliponaTus

BonesHb Llapko-Mapu-TyTa; 6onesHb JexepuHa-CoTreca; BpOXAeHHast rmnoMmenm-
HU3MpyoLLLaa HeponaTus

MblilweyHasa runeptpodus

MuoTybynsipHas muonaTus

LleHTpoHykneapHas muonaTtus

bonesHb LLlapko-Mapu-TyTa

BpoXaeHHbI MMaCTEHUYeCKN CUHAPOM

JleTanbHbIi BPOXAEHHbIV KOHTPAKTYPHbIA CUHAPOM

JlnnatauyoHHas KapAvoMnonaTus, runepTpopuyeckas KapAavomMmonatus
LleHTpoHykneapHas muonaTus

Mepudepnyeckas HeiiponaTuns, MMOMNATUSA, OXPUMIOCTb 1 MOTepst Clyxa
MpokcmaneHas muonaTus 1 opTanbmonaervs

JvcTanbHbIV apTporprnos

JvnataunoHHas KapanoMmonaTus

JlonaTto4Ho-nepoHeanbHbIV CUHAPOM, MUOMNAaTUYECKUIA TUM; MUO3MHOBAas MMONaTUS
CnHgpom KapHes

I'mnepTpoduryeckas kapAavomMuonaTus

I'mnepTpoduryeckas kapAavomMuonaTns

I'mnepTpoduryeckas kapAavomuonaTus

MOSCHO-KOHEUHOCTHAs MblleYHas AUCTPodurs, MMOPUBPUNNSPHasS MMonaTuns
I'mnepTpoduryeckast kapAvomMmnonaTus

JnnataunoHHas KapAmoMmonaTus; kapAMoMmonaTum

fvnoToHnsa MiageH4ecTBa ¢ 3aAep)KKOVI NCNXOMOTOPHOr0 Pa3BUTUA; BPOXAEHHbIE
KOHTPAaKkTypbl KOHeYHocTel 1 nua,rTMnpToHUA, XaZep>XKa pasButna

BonesHb Lapko-Mapu-TyTa

HemanuHosas mnonatus

BokoBol ammoTpoduryecknii cknepos

bonesHs LLlapko-Mapun-TyTa

[AnnaTtaumoHHas KapgnommonaTtus

BpoxzeHHasa ceHCcopHas 1 BereTaT1sBHas HeliponaTus

PrbpUANALMA NpeacepAnii

BpoxzeHHas HeuyBCTBUTENBHOCTL K 601

CVHAPOM aTpodun 3pUTENBLHOrO HepBa MC

ATpodusa 3pUTENBHOrO HepPBa C KaTapakTol 1 SKCTpanupaMugHbIMU HapyLLEHUSMIA

BokoBoli amnoTpoduryeckniin cknepos



ORAI1
PABPN1
PDHA1
PDK3
PFKM
PFN1
PGAM2
PGK1
PGM1
PHKA1
PHKA2
PHKB
PHKG2
PIEZO2
PIP5K1C
PKP2
PLEC
PRPS1
PRX
PSEN1
PSEN2
PTRF
PUS1
PYGL
PYGM
RAB7A
RAPSN
RAX2
RBCK1
RBM20
REEP1
RNF170

RRM2B

RYR1
RYR2
SBF1
SBF2

615883
164300
312170
300905
232800
614808
261670
300653
614921
300559
306000
261750
613027
248700
611369
609040
613723
311070
614895
600274
613697
613327
600462
232700
232600
600882
616326
613757
615895
613172
610250
608984

612075

117000
600996
615284
604563

Mwvonatus ¢ Ty6yNAapHbLIMU BKIKOUYEHUAMUN
OkynodapuHreanbHas MblllevHas ANcTpodus

Jednumnt NnupysaTaerngporeHassl e1-anspa

bonesHb LLlapko-Mapu-TyTa

FnnkoreHos VIl Tvna

BokoBoli ammoTpoduryecknin cknepos

InvkoreHos X Tvna

Jedununt pocdornnuepatkmHasbl 1

BpoxaeHHoe HapyLleHVe rMUKO3UNMPoBaHus, T1n It
MbILLEYHBI FINKOreHo3

nnkoreHos IX Tmvna

Jednunt pocdhoprnasknHassl

[nkoreHos Ixc Tvna

CuHapoM MapaeHa-Yokepa; apTporpunmnos

JleTanbHbIVi BPOXAEHHbIN KOHTPAKTYPHbIN CUHAPOM
ApUTMOreHHas AUCnaasns Npasoro Xenyjo4ka
MOACHO-KOHEYHOCTHas MbllleYHas AUCTPOdUS; bynNesHbIV 3NnAepmMonn3
BonesHs LLlapko-Mapu-TyTa

BonesHb Lapko-Mapu-TyTta; exepunHa-Cotoca
JvnataumoHHas KapAnoMumonaTtus, AeMeHLmMs co CnacTu4ecknM napanapesom
JnnataunoHHas KapgmoMmonaTus

JNvunoanctpodus

MwvonaTus, naktaT-aLungos 1 cnjeponeHnyeckas aHemms
InukoreHos VI Tuna

bonesHb Mak-Apgna

bonesHb Lapko-Mapu-TyTa

BpoXAeHHBIV MMacTeHNYeCKNA CUHAPOM

MakynapHas gereHepauus

MwionaTtus ¢ HakoneHneM NOANMINKO3aHOBLIX Teslel|
JAunnaTtaLyoHHas KapanoMuonaTtus

Cnactnyeckas napannerus, AnucraabHas MOTOpHasa HenponaTus
CeHcopHas atakcus

Jednumt pepMeHTOB MUTOXOHAPUANBHOIO KOMMIEKCa; CUHAPOM UCTOLLEHUS MUTO-
xoHApuansHoi AHK

BpoxzaeHHble MUOANCTPOPUN, 60N1E3HB LIEHTPANIbHOIO CTEPXKHS
ApUTMOreHHast ANCNNAa3nga NPaBoro Xenys04ka
bonesHb LWapko-Mapu-Tyta

bonesHb LLlapko-Mapu-TyTa



SCN10A
SCN1T1A
SCN1B
SCN3B

SCN4A

SCN4B
SCN5A
SCNOA
SCO2
SEPN1
SEPT9
SETX
SGCA
SGCB
SGCD
SGCE
SGCG
SH3TC2
SIGMAR1
SIL1
SLC12A6
SLCT6A1
SLC22A5
SLC25A20
SLC37A4
SLC5A7
SMCHD1
SMN1
SMN2
SNAP25
SNTA1
SOD1
SOX10
SPEG
SPG11
SPTLC1
SPTLC2

615551
615548
612838
613120

608390

611819
614022
243000
608908
602771
162100
602433
608099
604286
601287
159900
253700
613353
605726
248800
218000
245340
212140
212138
232220
158580
158901
253300
253400
616330
612955
105400
611584
615959
602099
162400
613640

C/HAPOM 3nK1304M4eckon 6oiun

BpoxaeHHas ceHCOpHast 1 BereTaT1BHas HeliponaTtus
CnHapom bpyraga

CvHapowm bpyraga

ATUNMYHAA BPOXJEHHas MUOTOHUS, runepkanmeMmnyecknii nepuognyecknii napanny
BPOX/AeHHas NapamM1oTOHNS

drbpunNaLMS Npeacepanii, CUHAPOM YATMHEHHOrO nHTepBana QT

drbpunnaums npeacepanii; kapanommnonaTs; cuHapom bpyraga;

Heliponatus mManbix BOJIOKOH; 3Muiencus; napokcnsmanbHas 601b B KOHEUHOCTAX
KapavnosHuedpanomvonaTsi; Mvonus

MbliweyHasa AncTpodus, CUHAPOM PUTMAHOTO MO3BOHOYHMKE; BPOXAEHHAs M1onaTus
AmroTpodus HeBpanrnyeckas

BokoBoV amnoTpodurUecknin cknepos; crnmnHoLiepebenspHas atakcus
MOACHO-KOHEYHOCTHas MbllleYHas 4ucTpodus

M0SCHO-KOHEYHOCTHas MbllleYyHas AUcTpodus

MOACHO-KOHEUHOCTHAs MbllleYHas AUCTPOPUS; AnnaTaLMoHHas KapAroMmuonaTus
MuoknoHnYecKas ANCTOHNS

MOSCHO-KOHEUHOCTHas MblLLeYHas AUCTpodurs

MoHoHerponaTus cpeAnHHOro Hepea, 6onesHb LLlapko-Mapu-Tyta

CnunHanbHasa MblleyHas aTpodusi, 60KOBOM ammnoTpodrUecknii cknepos
CnHgpoM MapuHecky LLerpeHa

AreHesusi MO30/IMCTOrO Tena C nepnudepmnyeckoin HeponaTtunen

[ledexT TpaHcnopTa 3pUTPOLMTAPHOTO SakTaTa; AedULIMT MOHOKapboKCMAaT TpaHcnopTepa
JednunT KapHUTNHA

JepnunT KapTUHWH-aLWIKaPHUTUH TPaHCI0Ka3bl

rnukoreHo3s Ib Tvna

JAnctanbHas MOTOpHas HerponaTus

JNnuenneyenonatoyHas MbllleYHas ANCTPOPUS

CnuHanbHasa MbllleyHas atpodus

CnuHanbHasa MbllleyHas atpodus

BpoXxAeHHbIN MUaCTeHNYECKUIA CUHAPOM

CNHAPOM yANVHeHHoro nHtepsana QT

BokoBoli amnoTpodurUeckmnin cknepos

CuHapom BaapaeHbypra, cnHgpom PCWH

LleHTpoHykneapHas MuonaTtus

BokoBoli ammoTpoduyeckuii cknepos; 6onesHb LLlapko-Mapu-TyTa; cnactuyeckas napannervis
BpoxzaeHHas ceHcopHasa 1 aBTOHOMHasi HeliponaTtus

BpoxzeHHas ceHCopHas 1 aBTOHOMHas HeliponaTus



SQSTM1
STAC3
STIM1
SUCLA2
SURF1
SYNE1
SYNE2
SYT2
TARDBP
TAZ
TBK1
TCAP
TDP1
TFG
TGFB3
TIA1
TK2
TMEM43
TMEM5
TMPO
TNNC1
TNNI2
TNNI3
TNNT1
TNNT2
TNNT3
TNPO3
TPM1
TPM2
TPM3
TRAPPC11
TRDN
TRIM2
TRIM32
TRPA1
TRPM4

TRPV4

167250
255995
160565
612073
616684
612998
612999
616040
612069
302060
616439
601954
607250
615658
615582
604454
609560
614302
615041
613740
611879
601680
611880
605355
601494
601680
608423
611878
609285
609284
615356
615441
615490
254110
615040
604559

113500

J106HO-BMCOYHasA AeMeHLMs 1 6OKOBOW aMNOTPOPUUECKI Cknepo3
Mwvonatuns

Muonatus ¢ Ty6yNspHbIMU CKOMAEHUAMI

JednumnT pepMeHToB MUTOXOHAPUATBHOIO KOMMIeKca

BonesHb Lapko-Mapu-TyTa; cHApoM Jln

MblweyHas anctpodusi Imepu-Apelidyca, cnnHoLepebennspHas atakcus
MbliweyHas guctpodus dmepu-Aperidyca

BpoXAeHHbI MUACTEHNYECKUIA CUHAPOM

BokoBoli amroTpoduyecknii cknepos

CvHapom bapta

JTobHO-BMCOYHasA AeMeHLMA 1 60KOBOI aMMOTpoduUecknii cknepos
[0sICHO-KOHEYHOCTHasA MblLLeYHas AUCTPOdUS; KapAroMmMonaTus
CnunHouepebennspHas atakcus

CracTnyeckas napanierys; HacieACTBEHHas MOTOPHas 1 CeHCOPHas HerponaTus; Tvn OKVHaBbI
CuiHapom Jloca-AunTua

[ncranbHasa myonatua BenaHgepa

CVHAPOM UCTOLLLeHNSt MUTOXOHAPManbHo JHK

MblwweyHas anctpodus dmepu-Aperidyca

MblleyHasa gncTpodus - ANCTPOranKaHonaTus

JunataumoHHas KapAnoMmonaTus
JnnataumoHHas/runepTpodpuyeckas KapanmommonaTus
BpoXAeHHbI MHOXECTBEHHbIV ANCTaNbHbIA apTPOrpunos3
JnnataumoHHas KapgmoMmonaTtus

HemannHosas mnonatus

JnnataumoHHas KapgmoMmonaTtus

AncTanbHeIn apTporpunnos

MOACHO-KOHEYHOCTHAasA MblLeYHas ANCTpopurs

JAnnatauyoHHas KapanoMuonaTtus

HemanvHoBas Muonatus; apTporpunos

HemannHoBasa MmnonaTus; BpoOXAeHHas M1MONaThs ¢ AUCNPOnopLmei BONOKOH
MOACHO-KOHEYHOCTHAsA MbllleYyHas AucTpodus

XenyaoukoBas TaxvKapaus ¢ MblLLEYHOW c1aboCTbio

bonesHb LLlapko-Mapu-TyTa

MOACHO-KOHEYHOCTHAs MbllleyHasa AUcTpodus

C/HAPOM 3nK1304M4eckon 6oiu

CemeliHas nporpeccvpytoLLas cepaeyHas 61okazsa

HacnepcrBeHHas MOTOpPHadA U CeHCopHasa Hel‘/lpOﬂaTMﬂ; nineye-nepoHeanbHasa cnn-
Ha/lbHaaA MbllleYyHaa MmonaTtuna



I'IpOchvlaanaﬂ MUonaTnsa C BOBNEYEHNEM AblXaTe/IbHbIX MblILUL, KapANOMUMNOMATUA;

TN 603689 TMbranbHas MblllevHas AUCTpodus

TTR 115430 CeMeHbI/i CUHAPOM 3aMACTHOrO KaHana; HacieACTBeHHbI aMnUIonA03

TUBA4A 616208 BokoBoli amnoTpoduyecknii cknepos

TYMP 603041 Jednunt pepMeHTOB MUTOXOHAPMANBHOrO KOMMIeKca

UBA1 301830 CnunHanbHas MbllleyHas aTpodus

UBQLN2 300857 BokoBoli amroTpoduyecknii ckiepos

VAPB 608627 BokoBol amnoTpodrUecknii Cknepos, cnnHaabHas MbillevHas atpodus

VCL 611407 [AvnaTaumoHHas/runeptpoduryeckas kapgmommonartuns

vCP 613954 BokoBoli amnoTpoduydecknii cknepos; 6onesHs LLapko-Mapu-TyTa; MrmonaTms ¢ TeNb-
Lamu BKIOYEHWS 1 PaHHM Havanom 6onesHun Megxeta

VMA21 310440 Mvionatua

VRK1 607596 MocTo-mo3xeuKoBas rmnonnasns

WNK1 201300 HacneacteeHHas HeliponaTus, MOTOpPHas 1 CEHCOPHas; NCeBAOrNoanbA0CTEPOHN3M

YARS 608323 BonesHb LLlapko-Mapu-TyTa

YARS2 613561 MwvonaTus, nakTaT-aunaos 1 cngepobnactHas aHemus

ZBTB42 616248 JleTanbHbI BPOXAEHHbIV KOHTPaKTYPHbIA CUHAPOM

ZC4H2 314580 CuHApom Bukepa-Bonbda

PLEKHG5 615376 BonesHb LWapko-Mapu-TyTa; cnMHanbHHasa MbllleyYHas aTpodus

PLN 172405 Kapanomuonatus

PLOD2 609220 CuHgpoma bpyka

PMP22 118220 BonesHb LLlapko-Mapu-TyTa; 6onesHb AexepuHa-CoTtoca; CuHApom Pyccn-/leBu

PNPLA2 610717 BonesHb HakonneHUs IMNUAOB C MMoNaTmen

LG T e e o TP NS SN0, SCA)

POLG2 604983 MporpeccrpytoLas HapyXXHAS opTanbnonnerns

POMGNT1 606822 BpoxaeHHas MbllLeyHas AucTpodus: gucTporankaHonatns Tmn A, B n C

POMGNT2 614830 BpoxaeHHast MbllleYHas ANCTPOPUS: ANCTPOrAMKaHONATUA TN A

POMK 615247 BpoxaeHHas MbllLeyHas AUCTpodus; ancTporankaHonats tmn A n C

POMT1 607423 BpoxzeHHas MbllleyHas AucTpodus; anctporankadonatuns Tun A, B n C

POMT2 607439 BpoxzaeHHas MbllLeyHas AUCTpodus; AncTporankaHonatus Tun A, B u C

PRDM12 616458 HacnepctBeHHasi ceHcopHas 1 BeretaTuBHas HeiiponaTtus

PRKAG2 602743 Kapavomunonatus runeptpoduryeckas, 601e3Hb HaKOMNEHNSA FMKOreHa B cepaLe,

BonesHb Bonbd-MapKHUHCOH-YainT

PRPH2 179605 BpoxzaeHHbI amaBpos Jlebepa



NMAHESNb «YMCTBEHHASA
OTCTANOCTb U PACCTPOUCTBA 228 cros
AYTUCTUYECKOIO CNEKTPA»

MpU UCKIOYEHUM CUHLOPOMA JIOMKOM X-XPOMOCOMbI M XPOMOCOMHbIX MepecTpoek
y nNauueHTOB C PacCTPOWCTBAMM ayTUCTUYECKOro CreKTpa U WHTEeSIeKTyaslbHbIMU
HapyLUeHUAMM  LieflecoobpasHo  MpoBoAUTb  AudddpepeHuManbHbIi  MOUCK  cpeawn
MOHOTreHHbIX 3a60sieBaHNI, NPeACTaB/IEHHbIX B NaHese.

MOKA3AHWA K NMPOBEOEHUIO NCCJTIEQOBAHUA:

CoueTaHue 3 KJOYEBbIX (DAKTOPOB: HWU3KMIA ypoBeHb |Q, BblpaXeHHble HapylleHus
coumanbHON KOMMYHUKALUM U B3aUMOAENCTBUA U AebloT B feTCKOM Bo3pacTe.

MOHOTEHHbIE CUHAPOMbI
(cvHopom AHrenbmaHa, cuHppoM PeTTa,
cuHOpoM PybuHwTeHa-Teibu n np.)

BTOPUYHO-
ACCOLIMPOBAHHBIE
PACCTPOMCTBA PA3BUTUA

(M1oTOHMUeCKan ancTpodona,
Heiipochnbpomartos,
Ty6eposHblit cknepos, ap.)

X-CLENNEHHAA
YMCTBEHHAA OTCTAINOCTb

HACNEACTBEHHbIE HAPYLUEHUA OBMEHA
(6onesHu HakonneHus, MyKononucaxapuaossl, 1 ap.)

AYTU3M

AN NaHenb «YMCTBEHHas OTCTANOCTb W PACCTPOICTBA ayTUCTUUECKOrO CrieKTpa»



lFeH Koa CuHapom

ABCD1 300100 AzpeHonenkoanctpodus

ACSL4 300387 X-cueniieHHaa yMCTBEHHas OTCTanoCTb

ADAT3 615286 AyTOCOMHO-peLieccBHaa yMCTBEHHasA OTCTanoCTb

ADNP 615873 CuHzpoM XencmypTena-BaH gep Aa (4epuumnT KosH3UM Q)

ADSL 103050 JednumnT ageHnNCyKUmMHasbl

AFF2 309548 X-cuenneHHas yMCTBEHHasa OTCTanoCTb

AHDC1 615829 CuHapom Ca-Tnbbea

AHI1 608629 CuHapom Xy6ep

ANK3 615493 AyTOCOMHO-peLieccBHas YMCTBEHHAsA OTCTaNoCTb

ANKRD11 148050 KBG crHapom

AP1S2 304340 X-cuennieHHasi yMCTBeHHas OTCTanocTb

ARHGEF6 300436 X-cuensieHHas YyMCTBeHHas OTCTanoCTb

ARHGEF9 300607 PaHHsAs anunenTnyeckas aHLedpanonatuns

ARID1A 614607 CuHgpom KodpoduHa-Crpuca

ARID1B 135900 CuHapom KopdpuHa-Crpuca

ARX 308350 ﬁaggﬂHﬂuaegv;;ilr;mquKaﬂ sHUedpanonatus; X-cLenneHHas yMcTBeHHasi OTCTan0CTb;
ATP2A2 124200 BonesHb [lapbe

ATP6AP2 300423 X-cuensieHHas yMCTBEHHas OTCTanocTb

ATP7A 309400 Bone3Hb MeHkeca; AncTanbHasa CNMHanbHas MblllevHas atpodus
ATR 210600 CuHgpom Cekkens

ATRX 301040 CuHApoM anbda-TanacceMus; X-cLenneHHas yMCTBeHHast OTCTanocTb
AUTS2 615834 AyTOCOMHO-AOMNHAHTHAas YMCTBEHHAas OTCTaNoCTb

BCKDK 614923 [ednumnt KeToaunaaernapornHasbl C pa3BeTBAEHHON Lienbio

BCOR 300166 CrHAPOManbHast MUKPOpTanbMus

BDNF 610269 MpeapacnonoXeHHOCTb K HEPBHOM aHOPEKCUW/BYNUMUU/HaPYLLEHWIO NaMATN
BLM 210900 CuHapom bnyma

BRAF 613706 CuHapom HyHaH; cuHapom LEOPARD

BRWD3 300659 X-CueniieHHas yMCTBeHHasi OTCTanoCTb

CACNA1C 601005 CnHapoM TumoTtn

CACNG2 614256 AyTOCOMHO-OMWHaHTHas YMCTBEHHAas OTCTaNoCTb

CASK 300749 YMCTBEHHasa 0TCTanocTb, MukpoLedanus, rmnonnasna Mosxedka; FG-cuHapom
CC2D1A 608443 AyTOCOMHO-peLieccMBHas yMCTBEHHasa OTCTanoCTb

CCD(C88C 236600 Tmapouedpanus

CDH15 612580 AyTOCOMHO-ZAOMNHAHTHasA YMCTBEHHas OTCTanoCTb

CDKL5 300672 PaHHss anunenTuyeckas sHUepanonaTns



lFeH Koa CuHapom

CENPJ 613676 CnHapom Cekkens

CEP152 614852 Mukpouedanna nepBrYHas, ayTocoOMHO-peLieccrBHas

CEP63 614728 CnHapom Cekkens

CHD7 214800 CHARGE cvHapom

CHD8 615032 AyTnam

CLCNKA 613090 CnHapoM bapTTepa

CLICc2 300886 X-cuenneHHas yMCTBEHHasA OTCTanoCTb

CNTNAP2 612100 AyTn3m, GokanbHas KOpKoBas AMcnnasns

CRADD 614499 AyTOCOMHO-peLeccnBHas yMCTBEHHas OTCTaNoCTb

CRBN 607417 AyTOCOMHO-peL|eccMBHas YMCTBEHHAas OTCTaNoCTb

CREBBP 180849 CuHAPOM PybuHLWwTEliHa-Telibn

CTCF 615502 AyTOCOMHO-JOMNHAHTHAasA YMCTBEHHas OTCTaN0CTb

CUL4B 300354 X-cuenneHHas yMCTBEHHast OTCTanoCTb

DCX 300067 JinccaHuepanus

DEAF1 615828 AyTOCOMHO-AOMNHAHTHAs yMCTBEHHas OTCTaNoCTb

DHCR7 270400 CuHapom CmuTa-Jleman-Onuua

DKC1 305000 BpoxaeHHbI gnckepaTos

DLG3 300850 X-cuensieHHas yMCTBEHHas OTCTanoCTb

DMD 310200 MblweHas anctpodus JrolleHa/bekkepa

DNA2 615807 szzf‘pl)(om Cekkenst; nporpeccvpyoLLas HapyxHsist opTanbMonaervisi ¢ geneuueit

DOCK8 243700 CuHapom runep IgE

DYNC1HA 614563 AYTOCOMHO-JOMUHAHTHas YMCTBEHHas 0TCTaNoCTh; CMHaNbHAs MbllleyHas aTpodus;
6onesHb LLlapko-Mapu-TyTa

DYRK1A 614104 AyTOCOMHO-/JOMNHAHTHaA YMCTBEHHAs OTCTaNoCTb

EHMT1 610253 CuHapoM KnudceTpa

EPB41L1 614257 AyTOCOMHO-JOMNHaHTHasa YMCTBEHHAas OTCTaNoCTb

ERCC6 214150 LiepebpookynodalmockeneTHbIi CUHAPOM

ERCC8 216400 CuHApOM KokkeliHa

FANCB 300514 AHeMnsa PaHKoHW

FBXO31 615979 AyTOCOMHO-peLieccMBHan yMCTBEHHasa OTCTaNoCTb

FGD1 305400 X-CLensieHHaa yMCTBEHHasa OTCTanoCTb; CMHAPOM Aapckoro-CkoTTa

FLNA 314400 MepnBeHTPUKYNAPHasA retepoTonust; cMHApomM MenbHUK-Hnanc

FMR1* 300624 CVHAPOM NOMKOW X-XPOMOCOMbI; CUHAPOM TPemop/aTakcus

*reHbl, OTHOCALMeca K 601e3HAM 3KCMAHCUN TPUHYKNEOTUAHbBIX MOBTOPOB.

BEM Natenb «YMCTBEHHas OTCTaNOCTb U PacCTPOICTBa ayTMCTMUECKOro CrekTpa»



lFeH

FOLR1

FOXG1
FOXP1
FOXP2
FTS)1
GABRB3
GDI1
GK
GPC3
GRIA3
GRIK2
GRIN1

GRIN2B

HCCS
HCFC1
HDAC8
HERC2
HOXA1
HPRT1
HRAS

HSD17B10

HSPG2
HUWET
IDS
IGBP1
ILTRAPL1
IQSEC2
KANSL1
KCNJ1
KDM5C
KIAAO196
KIAA1033
KIAA2022

KIFTA

Koa

613068

613454
613670
602081
309549
612269
300849
307030
312870
300699
611092
614254

616139

309801
309541
300882
615516
601536
300322
218040

300438

255800
300706
309900
300472
300143
309530
610443
241200
300534
220210
615817
300912

614255

CuHapom

HelpoaereHepauus BceacTBre LiepebpanbHOl He0CTaTOYHOCTY TpaHcnopTa ¢ponu-
eBOl KNCNOThI

CnHapoM PeTTa

YMCTBEHHas OTCTaNOCTb C AVHIBUCTUYECKUMI HaPYLLIEHUAMUN 1 YepTaMu ayT3ma
PeyeBble paccTpoliicTBa

X-cuenneHHast yMCTBeHHast OTCTanoCTb
Snunencus, AeTckas abcaHcHas

X-CLl'eI'IJ'IeHHaH YMCTBEHHAs OTCTanoCTb

JednunT rnLeponkmHasbl

CuHgpom CumncoHa-Monabu-bemens
X-cuenneHHas yMCTBeHHasi OTCTanoCTb
AyTOCOMHO-peL|eccBHas yMCTBEHHas OTCTanocTb
AYTOCOMHO-OMUHaHTHas YMCTBEHHas 0TCTaNoCTb

PaHHAs annnenTrnyeckas aHued)anonang; AYTOCOMHO-AOMWHAHTHAA yMCTBEHHAsA
OTCTaNnoCTb

JIHelHble fedeKTbl KOXM C MHOXECTBEHHbLIMY BPOXAEHHbBIMU aHOMannamm
X-cuenneHHas yMCTBEHHas OTCTanocTb

CnHgapom KopHennn [le NlaHre

AyTOCOMHO-peL|eccnBHas yMCTBEHHan OTCTanocTb

CUHAPOM AvCreHesa CTBO/1a FONOBHOMO MO3ra; CMHAPOM bocnn-Cann-Anopelidn
CuHgpoMm Jlewa-HuxaHa

CuHapom Koctenno; cnHapom LLnMmenbneHHUHr-®ObepLuteiiH-Mumc

Jedununt 17-6eTarnapokcncrepons AernaporeHassl; X-cLenieHHas yMcTBeHHas
OTCTaNoCTb

CuHapom Lsapua-/xamnens

X-cuenneHHas yMCTBeHHas OTCTasoCTb
Mykononncaxapuios

AreHesusi MO30/IMCTOrO TeNa C yMCTBEHHOM OTCTanocTbio
X-cueniieHHas yMCTBEHHasA OTCTanoCTb

X-cuenieHHas yMCTBEHHas OTCTanocTb

CuHgpom KyneHa ge Bpusa

CnHapom baptTepa

X-cuenneHHas yMCTBEHHas OTCTanocTb

CuHzapoM Putyepa-LLUvHuens; cnactuyeckas napannerus
AYTOCOMHO-peL|eccnBHas yMCTBEHHAas OTCTaNoCTb

X-cuenneHHas YMCTBEHHasa OTCTa/IoCTb

AyTOCOMHO-,D,OMVIHaHTHaFI YMCTBEHHas OTCTasIoCTh; HacneACTBEHHAA CeEHCOPHasa HeW-

ponatus; cnactnyeckas napannerna



lFeH Koa CuHapom

KIF4A 300923 X-cuennieHHasa yMCTBEHHasa OTCTanoCTb

KIRREL3 612581 AyTOCOMHO-AOMNHAHTHaA YMCTBEHHas OTCTanoCTb

KLHL3 614495 MNceBnornnoanbAoCcTePoOHN3M

KMT2D 147920 CuHapom Kabyku

KPTN 615637 AyTOCOMHO-peLieccBHaa YMCTBEHHAsA OTCTaNoCTb

L1CAM 304100 CRASH-crHApoMm, areHesuns Mo3o0ucToro Tena; MASA-cHgpom
LAMC3 614115 3aTbl/IOUHbIE KOPTUKA/IbHbIE MOPOKW PasBUTUS

LAMP2 300257 bonesHb JaHoHa

LINS1 614340 AyTOCOMHO-peLeccnBHas yMCTBEHHas OTCTaNoCTb

MAGT1 300853 NMMyHOAepULNT C HEAOCTATKOM MarHus, BUpYcoM SniTeiH-bapa 1 Heonnasus
MAN1B1 614202 AyTOCOMHO-peLeccnBHas yMCTBEHHas OTCTaNoCTb

MAOA 300615 CvHApom bpyHHepa

MBD5 156200 AyTOCOMHO-JOMNHAHTHAas YMCTBEHHas OTCTaN0CTb

MBTPS2 300918 CuHapom Onmctesa; IFAP-cnHapom c/6e3 BRESHECK-cHapom
MECP2 312750 ATUMWYHBIV CMHAPOM PeTTa; X-cLenneHHas yMCTBeHHast OTCTanoCTb
MED12 309520 CuHapom JTiogxnHa-OpuHca; cnHapom Ofo; cnHapom Kaseakmna; cnHapom JIysH-PprHC
MED23 614249 AyTOCOMHO-peLeccMBHas yMCTBEHHas OTCTanoCTb

MEF2C 613443 i’ﬂng;:;eg;::pgﬁ::ﬁ:&;,ﬂc;;gheﬂ(z)'zlgl:ﬂilrlseqﬁj/.l;(eHvm, 3MMAEnCUs U MOPOKM PasBUTUSA
MET 616705 Inyxota

METTL2 AyTOCOMHO-peLeccMBHas YMCTBEHHas OTCTanoCTb

MID1 300000 CuHgpom Onuvua GBBB

MID2 300928 X-cuensieHHas yMCTBEHHas OTCTanocTb

MTM1 310400 MuoTybynsipHas MuonaTus

MYH3 193700 JAncTanbHbIV apTporpmnos

NDP 310600 bonesHb Hoppwn

NDST1 616116 AyTOCOMHO-peLieccMBHas yMCTBEHHAs OTCTaNoCTb

NDUFA1 252010 JednumT MUTOXOHAPVANBHOTO KoMMaekca |

NHS 302350 CuHapom HaHcmn-XopaHa

NIN 614851 CuHapowm Cekkens

NIPBL 122470 CuHapom KopHenun [le NlaHre

NLGN3 300425 AyTn3M

NLGN4X 300497 CuHapoMm Acneprepa; X-cLienneHHas yMCTBEHHasi OTCTanocTb

NRXN1 614332 LLUnsoppeHunst; cHAPOM MNTT-XONKUHC NOACOHbIN

NSD1 130650 CnHapom beksuTa-Bugemana; cnHapom Cotoc

NSDHL 308050 CHILD cnHapom

e NaHenb «YMCTBEHHas OTCTaNOCTb U PacCTPOCTBa ayTMCTMUECKOro crekTpa»



leH
NSUN2
OCRL
OFD1
OPHN1
oTC
PAFAH1B1
PAK3
PANK2
PCDH19
PDE8B
PDHA1
PGAP1
PGK1
PHF6
PHF8
PIEZO2
PIGV
PLP1
PNKP
PORCN
PQBP1
PRPS1
PRSS12
PTCHD1
PTEN
PTPN11
PURA
RAB39B
RAD21
RAI1
RBBP8
RELN
ROR2
RPL10
RPS6KA3
SATB2

SCN1A

Koa

611091
309000
300804
300486
311250
607432
300558
234200
300088
614190
312170
615802
300653
301900
300263
114300
239300
312080
613402
305600
309500
300661
249500
300830
153480
163950
616158
300271
614701
182290
606744
257320
268310
300847
300844
612313

607208

CuHapom

AYTOCOMHO-peL,eccnBHan yMCTBEHHas OTCTaNoCTb

CnHapom Jloy

CuHapoMm Xybep; cnHgpom CumncoHa-Fronabu-bemens
X-cLuenneHHas yMCTBEHHas OTCTanocTb

JednumnT OpHUTNHOBOW TpaHcapbamunassbl

JlnccaHuedanms

X-cuenneHHas yMCTBEHHas OTCTanocTb

HelpogereHepaLuus ¢ HakonaeHWeM xenesa

PaHHsAsa anunenTryeckas sHuedanonatuns
MrmeHTHO-y3€e1KoBas aZpeHoKOpPTMKaNbHas 601e3Hb
Jednunt nupysaT gervaporvuHasel E1-ansda
AYTOCOMHO-peL|ecCnBHas YMCTBEHHAs OTCTaNoCTb

Jednunt pocdornmuepatkmHasbl

CuHapom BépbecoHa - PopcmaHa - JlemaHa

X-cuenneHHas yMCTBEHHas O0TCTanoCTb

JvcTanbHbIV apTporprnos

CuHgpom runepdochTasnm ¢ yMCTBEHHOI OTCTaNOCTLI0
BonesHb Mennueyca—Mepubaxepa; cnactuyeckas napannerns
Mwuikpouedanus, Cyaoporu 1 3asepxka passuUTHS; aTakCUSA-0KYIOMOTOPHas anpakcus
PokanbHas KOXHas runepnnasuns

CuHgpoM PeHneHHMra

CynepaktnBHOCTb pochopubocunnmpodochaTt cMHTeTasbl, 6onesHb Llapko-Mapu-TyTa
AyTOCOMHO-peL|eccnBHas YMCTBEHHAs OTCTaNoCTb

AyT3M

CnHapoM BaHasH-Palinu-PyBanbkaba; cnHapoM KoyaeHa; cHApom SlepmutTa-yknoca
CuHapom HyHaH; cuHapom LEOPARD

AYTOCOMHO-AOMUHAHTHAasA YMCTBEHHasA OTCTaNoCTb
X-cuensieHHas yMCTBEHHas OTCTanoCTb

CnHapom KopHenun [le NlaHre

CnHapom CmuT-MareHmc

CnHapom Cekkens; cmHApoMm [xasaj,
JInccaHuepanus; cemeriHas BUCOUHas anuaencms

CnHapom PobuHoBa

AyTr3M

X-cuenneHHas yMCTBEHHas OTCTanocTb;cMHAPOM KodduH-TToypu
CnHapoM Macca

CuHapoM [ipaBe; reHepann3oBaHHas snuaencus GebpuibHble MPUCTYMbI +; cemeiiHas

MUrpeHb



leH
SCN2A
SERPINI1
SETBP1
SETD5
SHANK2
SHANK3

SHROOM4

SLC16A2

SLC2A1

SLC6A4
SLC6A8
SLCIA6
SLCIA9
SMARCA4
SMARCB1
SMC1A
SMC3
SMS
SNRPN
SOX11
Sox3
SOX5
SPAST
SPECCTL
SRCAP
SRPX2
ST3GAL3
SYN1
SYNGAP1
SYP
TAF2
TBX1
TCF4
TECR

Koa

613721
604218
616078
615761
613436
613950
300434
300523

606777

164230
300352
300243
613410
614609
614608
300590
610759
182290
176270
615866
300123
616803
182601
145410
136140
300643
611090
300491
612621
300802
615599
192430
610954
614020

CuHapom

PaHHss anunenTuyeckas sHuepanonatuns

CemMeliHas aHLedanonaTns ¢ BKAHOYEHUAMN HeNpoCceprnMHOBbLIX Tenel,
AyTOCOMHO-JOMUHaAHTHas YyMCTBEHHAas OTCTaNoCTb
AyTOCOMHO-OMUHAHTHas YMCTBEHHas OTCTaN0CTb

AyTU3M

CnHapom denaH-MakJepmng,

CVHAPOM YMCTBEeHHOW oTcTanocT CTokko AoH CaHToca

CnHapoM AnnaHa-XepHgoHa-Aaann

CuHapom gedurumta GLUTT; gncToHMS; cTOMaTUH-AePULIMTHBIA KPUOTMAPOLMTOS C
HEeBPONOrMYeCcKUMI HapyLLEeHUSMMN

O6LecCnBHO-KOMMNYNbCUBHOE PacCTPONCTBO

CrHApPOM LiepebpanbHoro geduumta kpeaTuHa

X-cuenieHHas yMCTBEHHas OTCTasocTh

AyTn3m

AYTOCOMHO-A0OMNHAHTHAA YMCTBEHHAasA OTCTaNoCTb
AYTOCOMHO-AOMUHAHTHAA YMCTBEHHAasA OTCTaNoCTb

CuHapom KopHenun e JlaHre

CuHapom KopHenun [le NaHre

X-cuenneHHas yMCTBEHHas OTCTanoCTb

CuHgpom Mpagepa-Bunnun

AYTOCOMHO-AOMUHAHTHAA YMCTBEHHasA OTCTaNoCTb

X-cuenneHHas yMCTBEHHas OTCTanocTb ¢ 4epuLMTOM ropMOHa pocTa
CuHapom Jlam6-Ladpdepa

CnacTtunyeckas napannerus

CnHapom Onnua GBBB

CuHapom dnoatuHra-Xapbopa

Ponananyeckas snunencus, yMcTBeHHas OTCTaNoCTb U peyeBas Ag1ucrnpakcms
AyTOCOMHO-peLieccMBHas yMCTBEHHAas OTCTaNoCTb

Snunencus ¢ NoBeAeHYeCcKMN PacCcTPONCTBAMMN U HECMOCOBHOCTLIO K 0ByYeHIo
AyTOCOMHO-AOMMHaHTHaﬂ YMCTBEHHAs OTCTanoCTb

X-cuenieHHas yMCTBEHHas OTCTanoCTb

AYTOCOMHO-peL|eccnBHas yMCTBEHHAasA OTCTaNoCTb
BenokapauodaLumanbHbli CUHAPOM; CUHAPOM An/IKopaXu
CuHapoM MnuTTa-XonknHca

AyTOCOMHO-peLLeCCI/IBHaH YMCTBEHHas OTCTa/IoCTb

NaHenb «YMCTBEHHasi OTCTaNOCTb 1 PacCTPOACTBa ayTUCTUYECKOro CriekTpa»



leH
TIMMB8A
TMLHE
TRAPPC9
TSC1
TSC2
TSPAN7
TTI2
TUSC3
UBE2A
UBE3A
UBR1
UPF3B
USPIX
VPS13B
WNT5A
ZDHHC15
ZDHHC9
ZEB2
ZMYND11
ZNF711
ZNF81

Koa

304700
300872
613192
191100
613254
300210
615541
611093
300860
105830
243800
300676
300919
216550
180700
300577
300799
235730
616083
300803
300498

CuHapom

CuHapoM Mopa-TpaHebbepra

Jednunt 3SNCUNOH-TPUMETUAN3NH TNAPOKCUIa3bI
AyTOCOMHO-peL|eccnBHas yMCTBEHHAs OTCTaNoCTb
Ty6epo3Hblii cknepos

Ty6epo3Hblii cknepos

X-cuensieHHast YMCTBEHHas OTCTanocTb
AyTOCOMHO-peL,eccMBHas yMCTBEHHAast OTCTaNoCTb
AYTOCOMHO-peLIecCnBHAs YMCTBEHHAs OTCTaNoCTb
X-cuensieHHasi yMCTBeHHas OTCTanoCTb

CvHApPOM AHresibMaHa

CuHapoMm MoxaHcoHa-bnussapa

X-cuenneHHas yMCTBEHHas OTCTanocTb
X-cuenneHHas yMCTBEHHas OTCTanoCTb

CuHapom KoaHa

CuHapom PobuHoBa

X-cuenneHHas yMCTBEHHas OTCTanoCTb
X-cuenneHHas yMCTBEHHas OTCTanoCTb

CnHgpom MoBat-BunbcoHa
AYTOCOMHO-AOMUHAHTHAsA YMCTBEHHas OTCTaNoCTb
X-cuenneHHasa yMCTBEHHasA OTCTanocTb

X-cuenneHHasn YMCTBEHHAasA OTCTa/I0OCTb



neBbidk  § S
OHJIAVH KOHCUJTUYM

lMpogbeccuoHanbHbIN cepsBuc ana spayen a8

BCeX crneynanbHoCcTes ana O@Cy)KﬂeHMﬂ

CJ10)XXKHbIX QUArHOCTU4YeCKunx criy4yaes

C Kosninieramu u akcrieptamu
B 06510CTV reHeTuku

L%s/" L 4

«KOHCUINYM>» — YHUKQITbHBIN BHY TPEHHUI HEKOMMEPYECKui npoekT nabopartopum <[ eHomen», HanpaBieHHbIA Ha

oﬁcy)K,quMe BOMpPOCOB, CBA3AHHbIX C [AMArHOCTUKOM HOCNEACTBEHHbIX 3060/1€BAHM.

HET AHAJI0IoB OKCIIEPTbI 3HAHUA BECINIIATHO

Mep.biit OHNaiiH OKCNepThI-reHeTUKN 13 PeanbHan Mnatdpopma

KOHCUMNYM, He BefyLUNX UHCTUTYTOB BO3MOXXHOCTb abconioTHo 6ecnnaTHa
VMEIOLLMIA aHaroroB. P® pa3obpatb noboi 1 He TpebyeT

KIUHUYECKMUIA Kakux-nubo onnat

[na Bpauen niobbix .
. cnyyain
cneuyanbHocTei

«KoHcunnym» npoxoauT B Buge BebuHapa, rae AoKIanuuK nokasbiBAeT KIMHUYECKMI Cllyuaii 0 CBOEM MauMUeHTe.
3970 MoXeT bbiTb KaK 3QKOHYEHHbIN Cry4aii C YCTAHOBIIEHHbIM AMArHO30M W JIUTEPATYypPHbIM 0630pOM, TaK U

CIIOXXHBIV MALUMEHT, B AUArHO3€e KOTOPOro eLUe MpeacTouT pa3obparscA.

KOHCUNANYM MPOXOAUT KAXKALIN HETBEPIT B 20 MOCKOBCKOMY BPEMEHW

anIHﬂTb ydactne MOXHO HEeCKONTbKNMMN cnocobamu:

Yepes 6pay3ep Google Chrome Cka4as NpuAO>KeHVe MNoceTuB canT KOHCUANYMa

0Obs3aTensLHO Heobxoanma

CkayaTb 1 yCTaHOBUTb
perncTpaums: JOCTyn K apxmBy

MpOCTO HaxaTb KHOMKY nNpuUOXeHVe N Yepes Hero
M KaneHzaapto 3aKpbIT BBUAY
«YyacTBoBaTb» y4acTBOBaTb B KOHCUINYME, ~
OTKPbITOM MHPOPMaLK
3TO npocTo!

O nMaumeHTax

Mo Bo3HMKLIMM BOMpocam Bbl MoxeTe:
Hanucatb Ha nouTy 1consilium@bk.ru;
NMO3BOHUTb Mo TenedpoHy ropayei nuHum 8-800-333-45-38;

nocetuTb canT Tconsilium.ru



MEAWUKO-TEHETUYECKUH
LIEHTP «TEHOME/[»

crneunanmsnpyeTcs Ha reHeTnYeckomn
ANArHOCTVIKE peaKnX HacneACTBEHHbIX
3abo1eBaHNN.

MonekynapHo-reHeTUYECKNe NccrnenoBaHnMA Ha OCHOBE
MeTofa CeKBEHMPOBaHUA HOBOro rnokoseHua (next generation
sequencing, NGS) - aTo:

- OJHOMOMEHTHOEe UccriegosaHne ecex KIimHM4yeCckKn 3Ha4YnMMblX reHoB,

- KOHTPOJ1b Ka4eCTBa Ha KaXXAOM 3Tane;

- UIHOMBMAYanNbHbIA NOAXOA K KaXXAOMY Cryyalo.

O

3aknueHune

ConocTtaBneHune

CekBeHupo-
BaHue [IHK

pesynbTaToB C

Bbinenexue
OHK

KIMUHUYECKUMMN

JaHHbIMU

MogroToska AHanus gaHHbIx

6ubnunoTekm

CekBeHupoBaHuA




MPABUNbHbLIA BbIEOP BAPUAHTA UCCIIELOBAHUA -
BAXXHbIN 3TAN AUATHOCTUYECKOIO NPOLLECCA.

TAPIETHbIE
MNAHEJTU
'EHOB

MNOJIHOSK3OMHOE
CEKBEHWPOBAHMUE

- afjanTupoBaHbl nNof peLueHune
CTaHOaPTHbIX KITMHUYECKUX 3afay;

- HECKOJ1bKO COTEH NreHoB,;

- FeHbl CrpynnuMpoBaHbl Mo CBA3U C
3aboneBaHUAMU, UMEIOLLIMMU CXOQHYIO
KIMMHUYECKYI0 CUMNTOMATHKY;

- Npu NoABMEHUU MHCDOPMAaLIMK O
HOBBbIX KMTMHUYECKM 3HAUYMMbIX FeHax
nepeaHanu3 faHHbIX No NaHesnm
HEBO3MOXEH. T.K. B NaHesb BKIIOYEHbI
TONbKO U3BECTHbBIE MEHbI.

- MPUMEHAETCA B CIIOXHbIX KITMHUYECKUX
cryyasx; B OTAEMNbHbIX CIyyaaXx MOXeT
BbITb PEKOMEH0BAHO MCClefoBaHne
Tpuo (pooutenu + npobaHa);

- okono 20 TbiCcAY reHos;

- B UCCIIeOBaHWUE BKITIOYEHbI
KOOMPYIOLLME YYaCTKN BCEX MEHOB;

- NPY NOABMNEHWUMN UHCPOPMALIMM O HOBbIX
KIMMHUYECKM 3HAUMMbIX FEHaX BO3MOXEH
nepeaHanus faHHbIX.



KnuHuueckoe npuMmeHeHve Metoga NGS cTano BO3MOXHbIM
ucknounTenbHo 6naropgapA cnaxeHHoW paboTe KAMHUUUCTOB WU
MOMeKyNAPHO-reHeTuYeckunx nabopaTopui.

o v nocne npoesefeHnAa nccrnenosaHnAa pekoMeHayeTcA KOHCYyInbTauunAa
Bpayda-reHeTuka.

KoHcynbTaumio BbICOKOKBANMAOMUMPOBAHHOIO Bpaya-reHeTuka, B T.u.
B paMKax nporpammbl 06A3aTenibHOro MeAMUMHCKOro CcTpaxoBaHuA
(OMC), nauveHT MOXeT MonyuuTb B MEAMKO-TEHEeTUUYECKOM LeHTpe
«['eHoMep».

KnnHnyeckas
nHopmauyms
0 nauueHTe

AaHHble JNlutepaTypHble
ceKkBeHUPOBaHWS cBejeHus

3aKknryeHmne

VHTepnpeTauusa
Bpaya-reHeTvKa




KIMTUHWYECKOE OEOCHOBAHUE FrEHETUYECKOW
NAWATHOCTUKWU U BbIBOP METOA UCCJIEJOBAHUA:

Llens TectmpoBaHums MeToz

[marHocTnyeckoe TecTmpoBaHye npobaHaa
(nauweHTa)

MoATBepPXAEHME HaNn4YKsa y NpobaHaa MyTaumuu,
BbIIB/IEHHOW C MomolLlbo meToaa NGS

MpeAKTUBHOE TECTUPOBaHME YNEeHOB CeMbY
npobaHia C N3BeCTHOWN MyTaLueli, Bbi3blBatoLLel
reHeTn4yeckoe 3aboneBaHne

MpeHaTanbHaa AnarHoCTMKa (MOUCK N3BECTHbIX
MaTOreHHbIX MyTaLMiA) 419 MONCKA MPUYNHBI
reHeTNUYeCcKon NaTonorum naoaa**

[eHeTMYeckoe KOHCYNbTPOBaHWeE, ynpasneHue
prckamMmn 1 naaHNpoBaHMe CeMbU

TecTnpoBaHue Ha ocHose NGS*:

- TapreTHble NaHen reHos;

- KIMHNYecKoe cekBeHMpoBaHume sk3oma (KC3);
- MOJIHOe cekBeHVpoBaHue 3k3oma (MC3);

- CeKBEHMpPOBaHVe reHoma

CexkBeHupoBaHue no CaHrepy

CexkBeHupoBaHue no CaHrepy

CekBeHVpoBaHue no CaHrepy B ciy4ae, ecau na-
TOoreHHas MyTauus (MyTaumm) 418 AaHHOW ceMbi
n3BeCTHa

Ecnum MyTaLmsi He N3BECTHA - TECTMPOBAaHME Ha
ocHoBe NGS*:

- TapreTHble NaHen reHoB;

- KIMHUYeCckoe CEKBEHVPOBAHME 3K30Ma;

- NMOJIHOE CEKBEHVPOBAaHME 3K30Ma

TecTpoBaHMe Ha ocHoBe NGS***:
- CKPVHVIHT Ha M3BeCTHble NaToreHHble 1 BeposiT-
HO NaToreHHble MyTaLun

* KIMHU4YeckadA MHq:)OpMaLWIFl 0 naumeHTe - obssaTenbHoe ycrnosue BbINONTHEHUA aHanunsa.

** YccrnefoBaHue npobaHaa Bcerfa NpeanoyTMTeNbHee UCCNefoBaHUA POAMTENENl; B Cllyyae NPUHATUA PELLEHUA
0 NpepbiBaHUM HepeMEHHOCTH C NoCcreayioLLei MONEKYNAPHOI AMarHOCTUKOI MaTepuarna nrofa crnenyeT 3apaHee
NPUHATb peLLeHne o crnocobe 3abopa MaTepuana.

*%* CKPUHUHI Ha MaTOreHHble MyTauuu HeobXooMmo NpoBoAUTb y 06oMx ByRylumMX pomMTeneid, enaTenbHo
O[IHOBPEMEHHO; Y AETEW, He OCTUTLLMX Bo3pacTa 18 neT, CKPUHUHI He MPOBOAMTCA N0 3TUYECKUM COOBPAKEHUAM.



B cnyyae BO3HWKHOBEHMS BOMPOCOB MO BbI6OPY MeToAa WCCiefoBaHUS,
noAbopy nMaHenu, NHTepnpeTauMm 3akoueHns — Npocbba obpallaTbca B
MEeANKO-TeHETUYECKN LeHTP «FeHoMea» OAHVM U3 CeAyHoLLMX CMOCO60B:

TenedoH ropsueni nnHnuM - 8-800-333-45-38
dopma Ha canTe - www.genomed.ru

ONeKTPOHHbIN agpec - mail@genomed.ru

Hawim BPaynN-KOHCY/IbTaHTbl C y40BOJ/IbCTBMEM OTBETAT Ha BCE BallX BOI'IpOCbI!






rEHOM EO IlabopaTopuda MonekynapHoi becnnaTHaa ropAvyas nuHWA:
natonoruu «[ eHomen» 8-800-333-45-38

MeanKo-reHeTnyeckmne LLeHTpPbI
«TEHOMEA»

r. Mocksa, MNMojonbckoe wocce, 4. 8, kopnyc 5
8 (495) 660-83-77 | mail@geno-med.ru

r. CaHkT-TeTepbypr, yn. Mupa, 4. 16
8(812) 407-35-10 | spb@geno-med.ru

r. Poctos-Ha-/loHy, yn. Ko3nosa, 4. 65e
8 (863) 303-21-60 | rostov@geno-med.ru

r. EkaTepuH6ypr, yn. KOmalueBa, 4. 10
8 (343) 247-83-15 | ekaterinburg@geno-med.ru

r. Mepmb, yn. MaseTbl 3Be34a, 4. 67. OTAeNbHbIV BXOJ,
8 (342) 255-40-26 | perm@geno-med.ru

r. KasaHb, yn. ®yuuika, 4. 42
8(843) 212-24-65 | kazan@geno-med.ru
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