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3anoJIHATb TOJIbKO NeYaTHbIMKU 6yKBaMM!
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Homep OK

/ /

yucno  Mecsy roa

HacneacrBeHHble MOHOreHHble 3a60/1eBaHUA U COCTOSAHUSA

Uccnepyemblii maTepuan — kpoBb ([TA): npobupka ¢ cupeHeBoit kpbilwkoii (060 @)

O6s3aTesibHa K 3aM0NHEHNIO AHKETAa MONEKYNAPHO-reHeTUUEeCKoro uccneaoBaHus!

M. — MyTalUM, 4.M. — 4YacTble MyTaLuuu

BokoBoit ammoTpoduueckuit cknepos VAPB

BonesHb becta BEST1 m.

BonesHb BunbcoHa-KoHoBanosa ATP7B y.m.

BonesHb lannepsoppexa-Lnatua

BonesHb lepctmManHa-LUTpeyccnepa-
LWeiHkepa PRNP m.

BonesHb MMpwnpyHra EDNRB m.

BonesHb MpwnpyHra NTRK1 m.

BonesHb MpwnpyHra ZEB2 m.

BonesHb MMpwnpyHra
3k30Hbl 10,11,13,14,15 reHa RET

BonesHb Koyaena PTEN m.

BonesHb Kpentudenbaa-Akoba PRNP M.

BonesHb NlepmutT-lyknoc PTEN m.

BonesHb Hoppu NDP M.

BonesHb neproamnyeckmx MbileUHbIX
cnasmos CAV3 m.

BonesHb YHdeppuxTa-Slynadopra CSTB m.

BonesHb YHdeppuxTa-Jlynabopra

BonesHb Wraprapata ABCA4 y.m.

Bpaxupaktunus, Tun B1 ROR2 m.

Bynnesnbiii annaepmonus KRTS m.

BynnesHbii anugepmonus

BynnesHbivi annaepmonus

7766LAMB3 LAMB?3 «ropsiu.» yu. m.

BenokapanodaunanbHblii CMHAPOM
7119 TBX1 M.

BpoxaeHHas HeyyBCTBUTENBHOCTb K 6onn

C aHMMAPO30M (BPOXAEHHAs CEHCOpHas
799INTR HeriponaTus ¢ aHruaposom, HSAN4, CIPA)

NTRK1 m.

leneodusmueckas gucnnasms
77L1ADAMTS ADAMTSL2 m.
7822B lemodunus dakrop IX npu remodunum B m.
7989MVK Tunep-1gD cuHapom MVK «ropsu.» yu. m.
7778MVK Munep-IgD cuuapom MVK m.
7823CD Munep-IgM cuHpgpom CDA0LG m.

[MnepkanueMmyeckmin nepuoanyeckuit
78985CN4A napanuy 3k3oHbl 13, 24 reHa SCN4A
7783KRT1  Tunepkepato3 KRT1 m.

7121 Mnepkepato3 KRT9 m.
7122 Mneptpoduueckas kapanommonaTus

CAV3 m.

Mneptpoduueckas kaparommonaTus
7824TNNT2 TNNT2 m.

[MnokanueMmnyeckunin nepuoanyeckuin
76035CN4A napanuy 3k30Hbl 12,18, 19 rena SCN4A
7126 Mnodocdhatemnyeckuit BUTaMuH-D-

pe3ncTeHTHbIN paxut PHEX M.
7906FGFR31 Tunoxonaponnasus FGFR3 y.m.
7825CYP Maykoma BpoxaeHHas CYP1B1 m.

7127 [naykoma toBeHMbHas OTKPbLITOYrosibHas

(cuuppom Purepa) CYP1B1 m.
7784HNF1B [noMepyoLMTO3 NoYeK rMnonaacTUiecKoro

3aKa3umnk
MNauneHT
[ata poxaeHus / / Mon
yacno  Mecsiy rog M X
Ten./mob.:
e-mail: KonoBsoe cnoBo:
[varHos:
MpuHuMaemble
npenaparbl:
OO Bpava
MpeaynpexpaeH(a) o npaBuiax NoAroToBku nepep B3aTuem u(nan) npuemom 6momartepumana.
Mpo6upka(n) npomapkupoBaHa(bl) B MOEM NPUCYTCTBUM.
C paHHbIMK 651aHKa 03HaKOMJIeH(a), NpeTeH3ui He UMelo.
126 (C_—)'g?g:sgj;éez?sﬁc\ﬁe!péﬂi‘eHHb|e 3aboneBaHus 7772VAPB o
7803ABCA ﬁgléingfgﬁﬂ ceTyaTtku, Tun MpaHyeckeTTn 7709BEST
7802CYI é&gg'{%rﬁg“; i’?;’f"'“ CcaRApom 7810ATP7BI
76245LC étggngM;TMT 3HTeponaTUYecKui 7812PANK2 ponests @
7804TYR ANbOUHU3M TN1A30KOXHbINA TYR M. 7813PRNP
7881RPS Anemus JaiimoHpa-bnekdera RPS19 m. 7762EDNR
7806FBN2 :gg;:‘;ﬂi‘;;“’;gﬁ,;";Tpa'“yp”a“ 7764NTRK
roT Aporhanes i ot 7765z
7905FRDA  Atakcus @puppeiixa FXN m. 7763RET
7808FRDAI  Atakcus ®@pupgperixa FXN y.m. 7775PTEN
7108 AtenocteoreHes (aucnnasus ne na LWanens) 7814PRNP
SLC26A2 m.
rosE Aot speniaro epea
TeL0mHa R0 speoro epes
TresoRKy AT ST epRa CCTOT 771000
7706 TNFRSF /c\l:/:z;z:y_m;glsgzmp?onponMQJepamBHb||7| 7818CSTB
TT0STNERS T ERSFE cropma et 7817CSTB  COE Y
7770GRN 2?2);3;%1 nepBuYHas nporpeccupyoLas 7819ABCA4
7112 AxoHpporeHes SLC26A2 m. 7820ROR2
7809FGFR3  Axomapornasus FGFR3 u.m. 7777KRT5
7113 Axpomaroncus CNGB3 M. 7118

6naHk geiicteyet c 01.03.2019

LAMB3 6e3 «ropsy.» y4y. M.

na HNF1B m.



7627SSH

7128

7129

7828DES

7924EYA4

7926FKTN

7922LMNA

7130

7923TAZ

7925TNN

79215MU

7714Col2A

7928GARS

7927BSCL

71311GI

7132

7716BTK

7604KRT2

7133

7829TGM1

7140

7141

7142

7143

7717MSX2

7718LAMA3

7630GJC2

7719FLT4

7631GJC2

7834LMNA

7144

7835LMNA

7632PRP

7720LMNA

lononpo3axuedanus SSH m.

[ednunT KAPHUTUHA CUCTEMHDbI
nepBuyHbli SLC22A5 m.

[unactpoduyeckas aucnnasusa SLC26A2 m.
[unstaumoHHas kapamomuonatus DES m.
[unataumoHHas kapamomuonatna EYA4 m.

[unstaunonHas kapavomuonatus FKTN m.

[unstaumoHHas kapamomuonatns LMNA m.

OunaraunoHHas kapanomMmonaTus
SGCD m.

[unsataunoHHas KapavoMuonaTus
TAZ m.

[unaraunoHHas kapanommuonaTus
TNNT2 m.

[nnaTaunoHHas KapanommuonaTns
reH aMepuHa npu X-cuenneHHoin gopme M.

Oucnnasusa Kuucrta red Col2A1 m.

[1ctanbHas MoOTOpHasi HelponaTus,
1n V (HMN5, auctanbHas cnvHanbHas
amuoTtpodus) GARS M.

[uctanbHas MOTOpHas HeilponaTtus,
w1n V (HMN5, aucranbHas cnvHanbHas
amuoTpodus) 3k3oH 3 reHa BSCL2

[ctanbHas cnnHanbHas aMuoTpodus
BPOX/EHHas C napanuyom anadparmbl
IGHMBP2 m.

[ucTanbHas cnuHanbHas aMmmotpodus
BPOX/EHHas, HenporpeccupyoLas
TRPV4 «ropsy.» yy. M.

M30n11MpoBaHHbIN AedULMT rOpMOHa pocTa
¢ runorammarnobynuHemueit BTK m.

MxTno3 BynnesHbiit KRT2 m.
MxT1o3 BynbrapHbiit FLG 4.m.

NxTno3 namennsapHolint TGM1 m.

KocTHas reTeponnasus nporpeccupyioLias
GNAS ™.

KpaHuomeTadusapHas aucnnasus
ANKH «ropsu.» yu. m.

KpaHnometadusapHas aucnnasma ANKH m.

KpanuocuHoctos TWISTL m.

KpaHnocnHoctoz MSX2 M.

J1apuHro-0HMX0-KYTaHHbIA CUHAPOM
3K30H 39 reHa LAMA3

TNetikoauctpodus runommennHosas GJC2 m.

JNumbenema FLT4 m.

Numdenema HacnencreenHas GJC2 m.

JNiunoanctpopua LMNA «ropsy.» yu. m.

JNunopuctpocusa BSCL2 m.

Jivnopnctpodus LMNA m.

MakynspHas auctpodus PRPH2 m.

ManpanbynoakpanbHas aucnnasus
¢ aunoamuctpoduen
3K30HbI 8,9 reHa LMNA

7605MVK

7908DIA1

7836DIA1

7145

7146

7991CRYBA

7147

7767 1TG

7722SEPN

7838DMPK

7837ZNF9

7148

7839DES

7149

7150

77911

7606I1TGA7

7152

7842FKRP

7843FKRP

79720MCI

7701XI

7844FKRP

7157

7159

7934FKTN

7163

7999LMNA

79353ME

7936TRIM

7903SRY

7846SRYI|

7938EGR

7941GJB1

MeBanoHoBas auuaypus MVK m.

MetremornobuHemus CYB5R3 m.

Metremorno6uHemmus CYB5R3 u.m.

MetunrnytakoHoBas aunaypus OPA3 M.

MukpodTtanbm nsonmposaHHbiit GDF6 M.

MukpodTanbM ¢ katapakToi CRYBA4 M.

MwuoknoHnyeckas aucrtoHms SGCE m.

Muonatua BpoxaeHHas ITGA7 m.

Mwuonatusa ¢ aucnponopumen TMNoB
MbILIEYHbIX BONOKOH SEPN1 M.

MwuoToHunyeckas auctpodus DMPK y.m.

MwuotoHunyeckas auctpopus ZNF9 u.m.

Mwuotonunsa TomceHa/bekkepa CLCNT u.m.

MuodubpunnapHas fecMuH-
3aBucumas muonatms DES m.

Muodubpunnapras muonatus CRYAB M.

Mwuodubpunnspras mmonatus MYOT m.

Mykosucumnaos CFTR y.m.

MbiweyHas AMCTpodUs BPOXKAEHHAS,
UHTerpuH A7 HeratuHas I TGA7 m.

MbilweyHas aucTpodus BpoxaeHHas,
MepOo3MH-33BMCUMas
LAMA2 «ropsiu.» yu. m.

MblweyHas AMCcTpodus BpoXAEHHas,
Tmn 1C FKRP m.

MbileyHas aucTpodus BpoXXaeHHas,
™n 1C FKRP y.m.

MbliweuHas auctpodus OroweHHa/bekkepa
neneumn B reHe AUCTPOPUHA Y MaNbyMKOB

MblweyHas auctpodus OioweHHa/bekkepa
NanoHu3aums X-xpoMoCoMbl Y AeBoYeK

MblweyHas auctpodus
nosicHokoHe4yHocTHas FKRP m.

MblweyHas anuctpodus
nosicHokoHeyHocTHas SGCA M.

MbiweyHas guctpodus
nosiCHOKOHeYHocTHas SGCB M.

MblweyHas aucrpodus, Tun Mykysama
FKTN ™.

MblweuHas anuctpodus Imepu-Apeiidyca
FHL1 m.

MbiweyuHas auctpodus Imepu-Apeiidyca
LMNA m.

MblweyHas auctpodus Imepu-Apeiidyca
reH asMepuHa npu X-cuenneHHon Gopme

Hanuam MULIBRAY TRIM37 m.

HapyweHuns petepmuHaumm nona SRY m.

HapyweHnus aetepMuHauum nona
aHanu3 Hanuuus SRY reHa

HacnencrBeHHast MOTOpPHO-CeHCOpHas
Heilponatus (6onesHs LLiapko-Mapu-TyTa),
™n | EGR2 m.

HacnencrBeHHas MOTOpPHO-CeHCOpHas
Heliponatus (6onesHb LLlapko-Mapu-TyTa),
™n | GIB1 m.

7939LITAF

7942PRPS

7608GDAP1

7943YARS

7937PMPI

7940P0

7918PMP22

7609NDR

7951DNM

7164

7904GARS

7949GDAP

7947HSPB

7948LMNA

7946MFN2

7944MFN2I

7950NEFL

7902PMP

7952PMP

7725CINH

7779

7847ALX4

7848MSX2

7954GJB3

7955GJB6

7165

7953DFNB

7963GIB2I

7961GJB2I

7910ELA2

HacnencrBeHHast MOTOpPHO-CeHCOpHas
Helponatus (6onesHs LLiapko-Mapu-TyTa),
™n | LITAF m.

HacnenctBeHHast MOTOpPHO-CeHCOpHas
Heilponatus (6onesHb LLiapko-Mapu-Tyta),
™n | PRPS1 M.

HacnenctBeHHas MOTOpPHO-CEHCOPHas
HeliponaTus (6onesHb LLapko-Mapu-TyTa),
mn | SH3TC2, FIG4, FGD4 1 GDAP1 u.m.

HacnencrBeHHas MOTOpPHO-CeHCOPHas
Heliponatus (6onesHb LLlapko-Mapu-TyTa),
™n | YARS m.

HacnepctBeHHasi MOTOPHO-CEHCOPHas
Heiponatus (6onesHs LLlapko-Mapu-TyTa),
™n | gynavkaums B obnactv reHa PMP22
XpoMocoMmbl 17

HacnencrseHHas MOTOPHO-CEHCOpPHas
Heiponatus (6onesHb LLlapko-Mapu-TyTa),
mn | MPZ M.

HacnencrBeHHas MOTOpPHO-CeHCOpHas
HeliponaTus (6onesHb LLlapko-Mapu-TyTa),
™n | PMP22 M.

HacnencrBeHHast MOTOpPHO-CeHCOpHas
Heiponatus (6onesHs LLlapko-Mapu-TyTa),
™n | NDRG1 1 SH3TC2 .M. upiraHckoro
NPOUCXOXAEHMNS

HacnencrseHHas MOTOpPHO-CEHCOpHas
Heiponatus (6onesHb LLlapko-Mapu-TyTa),
™n Il DNM2 M.

HacnencreeHHas MOTOpPHO-CEHCOPHas
HeliponaTus (6onesHb LLlapko-Mapu-TyTa),
™n Il FIG4 M.

HacnencrBeHHas MOTOpPHO-CeHCOpHas
HeliponaTus (6onesHb LLlapko-Mapu-TyTa),
™n Il GARS M.

HacnencrBeHHas MOTOpPHO-CeHCOpHas
Heiponatus (6onesHs LLlapko-Mapu-TyTa),
™n Il GDAP m.

HacnencrBeHHast MOTOpPHO-CeHCOpHas
Heiponatus (6onesHs LLlapko-Mapu-TyTa),
™n 1l HSPB1 m.

HacnepctBeHHasi MOTOPHO-CEHCOPHas
Heitponatus (6onesHs LLlapko-Mapu-TyTa),
™n I LMNA m.

HacnenctBeHHas MOTOpPHO-CeHCOpHas
HeriponaTus (6onesHb LLapko-Mapu-TyTa),
™n [l MEN2 m.

HacnenctBeHHas MOTOpPHO-CEHCOPHast
HeriponaTus (6onesHb LLapko-Mapu-TyTa),
™n [l MEN2 y.m.

HacnepctBeHHast MOTOPHO-CEHCOPHas
HeliponaTus (6onesHb LLlapko-Mapu-TyTa),
™n I NEFL m.

HacnepctBeHHas Heliponatus

C NOABEPXKEHHOCTbIO Napanuuy

oT caasnenums PMP22 m.

HacnepctBeHHas Heliponatus

C NOABEPXKEHHOCTbIO Napanuuy

OT CAABNEHUS aHan3 Yncna

Konuii reHa PMP22

HacnencTBeHHbIN aHIMOHEBPOTUYECKUI
otek CINH m.

HacneacrseHHblit reMoxpomaros, | Tun
HFE ™.

He3apauieHnne poaHuykos ALX4 M.

HesapaueHne pogHuykos MSX2 M.

HelipoceHcopHas HecMHApoManbHas
Tyroyxoctb GJB3 m.

HelipoceHcopHasi HecUHAPOManbHas
Tyroyxoctb GJB6 M.

HelpoceHcopHas HecMHApOManbHas
Tyroyxoctb SLC26A4 M.

HelpoceHcopHas HecMHApOManbHas
TYroyxocTb yacras geneums
(309kb del Cx30) DFNB1

HelipoceHcopHasi HecHHAPOManbHas
Tyroyxoctb, G/B2 m.

HelpoceHcopHas HecMHApOManbHas
Tyroyxoctb GJB2 u.m.

Hevitponenus ELA2 m.



7849NPHP1

7166

7167

7997SCN

127mM

7957RABPN

7958TCIRG

7168

7850CRX

7169

7876KTR6B

7727HPGD

7728BMPR

7851MEFV

7012ME

7853RP2

7175

7176

7998FLCN

7729CAV3

7636SHH

7730GLI3

7959PKHD

7178

7179

7180

7860 COMP

7181

7182

7183

7184

7759LPIN

7185

7799TNFR

7916PRF

HedpoHodTH3 aHanus umncna konuii reHa
NPHP1

Hedpotnueckuit curapom NPHS1 M.

Hedpotnueckuit curapom NPHS2 m.

HopMokanveMuyeckunin nepuoamyeckui
napanuy 3xk30H 13 reHa SCN4A

OxMpeH1e MOHOTEHHOE: NoNHas NaHenb
LEP M., MC4R m., POMC m.

OkynodapuHreanbHas MblleyHas
anctpodums RABPNT y.m.

OcTeoneTpos peLeccuBHbIi (MpamMopHas
6one3Hb koctei) TCIRGL y.m.

OcTeoneTpos peLeccuBHbIi (MpamMopHas
6onesHb koctei) TCIRGL m.

Manouko-kon6oukoBas aucrtpodus CRX M.

Manouko-kon6oukosas ancrtpodus RPGR m.

MaxnoHnxusa spoxaeHHas KTR6B m.

MepsuyHas runeptpoduyeckas
0CTeoapTponaTus (NaxuaepMoneprocTos)
HPGD ™.

MepBuyHas neroyHas runepreHsuns
BMPR2 M.

Mepuoamnyeckas 6onesnb MEFV m.

Mepuopanyeckas 6onesHb MEFV y.m.

MurmeHTHas aereHepaums cetyatkn RP2 m.

MUrMeHTHas aereHepauus ceT4aTku
RPGR M.

MukHoaunsoctos CTSK m.

[THeBMOTOpPaKC NepBUYHbINA CMOHTAHHBIN
FLCN ™.

MoBbILWEHHbIN YyPOBEHD
KpeaTUHPOCHOKMHA3bI B CbIBOPOTKE KPOBM
CAV3 M.

Monupaktunma SHH m.

Monupaktunng GLI3 m.

MonnKMCTo3 noyek peLLeccuBHbI
PKHD1 «ropsiu.» yu. M.

MoueyHas agmcnnasua UPK3A m.

MoueyHas agmcnnasus ak3oHbl 10,11, 13,
14,15 reHa RET

Mporepus XatunHcoHa-Mmndopaa
LMNA m.

McespoaxoHaponnasus COMP u.m.

Mcespornnonapatmpeos GNAS m.

MNceBnokcaHToMa anactmyeckas ABCCH m.

MceBpokcaHToMa anactuyeckas ABCC6 y.m.

MNceenoncespornnonapatnpeos GNAS m.

Pabnomuonus (MuornobuHypms) LPINT m.

PetuHowwmsnc RS1 m.

CemeiiHas nepuoamnyeckas nuxopanka
TNFRSFIA M.

CeMmeliHbIi reModaroumTapHbii
mumdoructnoumtos PRFL m.

7917STX

7915STXB

7914UNC

7914UNC1

7004MRI

7798RET

7797CIAS1

7857HSN2

7858NGFB

7733CIAS1

7870NR2E3

7186

7859FGD1

7187

7861KCNJ2

7913FGFR

7862FGFR2

7863PRPS1

7796PTEN

7864TAZ

7703FLCN

7188

7189

7734BCS

7866PAX3

7867EDNRB

7190

7736RECQL

7868WAS

7785PHOX2B

7192

7869GLI3

7737RAB27

7738FGFR

7193

7003UG

CeMeliHbli reModaroLmTapHblit
numooructroumTos STX11 M.

CeMeliHbli reModarouuTapHbli
numdoructmoumntos STXBP2 m.

CeMmeliHbIi remodaroumTapHbii
mumbornctroumtos UNCL3D m.

CeMmeliHbli reModaroumTapHblit
aumoructmountos UNCL3D y.m.

CeMmelHbI MeaynnapHbIi pak LWUTOBUAHON
xenesbl 3k30Hbl 10,11, 13,14, 15 rena RET

CeMeiiHblii MenynnspHbIiA paK WUTOBUAHOM
Xenesbl 3k30Hbl 5, 8 reHa RET

CeMeiiHblit X0N04,0B0OM
ayToBocnanuTenbHbli cuHapom NLRP3 m.

CencopHas nonuHeiponatusa WNK1 m.

CeHcopHas nonuHerponatns NGF m.

Cunapom CINCA NLRP3 m.

Cunapom ESC NR2E3 m.

CuHapom TAR RBM8A M.

Cunapom Aapckora-Ckotta FGD1 m.

Cunpopom AnbctpoMa ALMST «ropsy.»
y4. M.

Cunpapom Anpepcera KCNJ2 m.

CuHapom AHTAKn-bukcnepa 3k30H 9 reHa
FGFR2

Cunapom Anepa FGFR2 y.m.

CuHppom Apta PRPS1 M.

Cunpapom baHasH-Paiinu-Pysanbbaka
PTEN m.

Cunpapom baprta TAZ m.

Cunapom bépra-Xora-Abtoba FLCN M.

Cunapom bnoxa-Cynbubeprepa IKBKG y.m.

Cunapom boyaHa-KoHpaan EMG1 M.

Cunapom bbepHctaga BCS1L m.

Cunapom BaapaeH6ypra PAX3 m.

Cunapom BaappeH6bypra-Laxa EDNRB m.

Cunapom BaH pep Byna IRF6 M.

CuHppom Beprepa RECOL2 m.

Cunapom Buckorta-Ongpuya WAS m.

CUHAPOM BPOXAEHHOW LeHTpanbHOM
runoBeHTUAAUMKM PHOX2B y.m.

Cunapom lepmancku-MNyanaka HPS1 y.m.
Cunapowm lpeitra GLI3 m.
Cunapom lpucuennm RAB27A m.

Cunapom [xxekcoHa-Bericca 3k30H 9 reHa
FGFR2 v 3k30H 7A reHa FGFR1

Cunapom [u Okopmkm TBX1 M.

Cunapom Xunbbepa UGTIAL

7194

7195

7196

7197

7768GJB2

7198

7739ERCC6

7961KCNJ2

7199

7202

7740PAX3

7010UGlI

7760FGFR3

7964FGFR2

7742BCS1

7203

7794CIAS1

7204

7208

7209

7210

7005B21

7006A21

7743ZEB2

7965TAZ

7872NBS1

7213

7214

7215

7874TBX3

7744GLI3

7217

7745FGFR

CuHppoM Xyb6epa aHannz umncna Konui
rena NPHP1

Cunapom KapneHtepa RAB23 m.

CuHppom KaprareHepa DNAIL 1 DNAHS
KrOPSAY.» y4. M.

Cunapom KaprareHepa DNAIT m.

CUHAPOM KepaTuTa-UXTMO3a-TyroyxoCTu
GJB2 m.

Cunapom Knunnens-®eiing GDF6 M.

Cunapom KokkeiiHa ERCC6 M.

CuHApPOM KOpoTKoro uHTepeana QT
KCNJ2 m.

Cunapom Koctenno HRAS M.
Cunapom KodduHa-Jloypu RPSEKA3 m.

CuHAPOM KpaHuodaLumanbHoi
LMCMOPOUN-TYrOYXOCTU-YIbHAPHO
nesuaumnm kuctein PAX3 M.

Cunapom Kpurnepa-Haiapa UGT1 m.

CuHapoM Kpy3oHa ¢ YepHbIM akaHTO30M
3k30H 10 reHa FGFR3

Cunapom Kpy3oHa 3k30HbI 7 1 9 reHa
FGFR2

CunapoM Jles, 06ycnoBneHHbli aeduum-
TOM MUTOXOHApWanbHoro komnnekca Il
BCS1L m.

Cunapom JliopkmHa-®punca MED12 y.m.
Cunapom Makna-Yannca NLRP3 m.
Cunapom Makneopa XK M.

Cunapom MapdaHna FBN1 «ropsy.» yu. M.

Cunapom Mapdana FBN1 6e3 «ropsy.»
yu. M.

Cunapom Mapdana FBN1 m.

CUHAPOM MHOXECTBEHHOM IHAOKPUHHOM
Heonnasuu BToporo Tuna (M3H2)
reH RET npn M3H2B u.m.

CUHLAPOM MHOXECTBEHHOW 3HAOKPUHHOM
Heonnasuu BToporo Tuna (M3H2)
3k30HbI 10,11 reHa RET npu M3H 2A

Cunapom MoyaTt-BunbcoH ZEB2 m.

CMHAPOM HEeKOMNAKTHOro NeBoro
xenypouka TAZ .

Cunapom Huiimeren NBN y.m.

CUHAPOM HorTeii-HaakoneHHuka LMX1B m.
Cunapom Onuua-Kasemkua MED12 y.m.
Cunppom Ocnepa-PeHato-Bebepa ENG M.
CuHppom Mannucrepa TBX3 m.

Cunapom Nannucrepa-Xonna GLI3 m.

CWMHAPOM MOAKONEHHOTO NTepUrnyMa
IRF6 M.

Cunapom MNaiiddepa 3k30HbI 7,9 reHa
FGFR2 v 3k30H 7A reHa FGFR1



7218MEI

7875SEPN1

7219

7220

7221

7877DHCR7

7878Col2A

7879AR

7747TCOF1

7222

7968KCNJ

7970SCN4

7748FKRP

7749POMT1

7984VHL

7973VHL

7880TBX5

7223

7224

7225

7911PLODI

7750CHRNG

7751HOXD

7226

7882R0B0O3

7994I1GHMB

77711

7996AMU

7228

7789VAPB

CuHppom Petta MECP2 M.

CWMHAPOM PUrMAHOTO NO3BOHOYHMKA
SEPN1 m.

Cunppom Cetpe-Yotzena TWISTL m.

Cunppom Cunbepa BSCL2 M.

CuHppom CumncoHa-lfonabu-bemens
GPC3 m.

Cunppom Cmuta-Jlemnun-Onuua DHCR7 m.

Cunppom Cruknepa, Tun | Col2AT M.

CUHAPOM TECTUKYNSIPHOM peMUHM3aLMM
AR M.

CuHppom Tpuyepa-KonnuHsa-
@paHuecketTt TCOF1 m.

CUHAPOM yanMHeHHoro uHTepeana QT
CAV3 m.

CWHAPOM yamMHEHHOTO UHTepBana QT
KCNJ2 m.

CUHAPOM yaIMHeHHoro uHTepeana QT
SCN4B m.

CuHppom Yokepa-Bapbypr FKRP m.
Cunapom Yokepa-Bapbypr POMT1 m.

Cunapom Xunnens-Jiunpay VHL m.

Cunapom Xunnens-Jiunpay
aHanus yucna konumi reda VHL

Cunppom Xonta-Opama TBX5 m.
Cunapom LBaxmaHa-farmonaa SBDS M.

Cunapom LBaxmaHa-faiimoHaa
SBDS1 y.m.

CUHAPOM LIMPOKOTrO BOAOMNPOBOA
npeaasepus SLC26A4 m.

Cunapom dnnepca-fanno, Tun VI PLOD y.m.

Cunapom Ickobapa CHRNG m.

Cunnonupaktamna HOXD13 m.

CkanynonepoHeanbHas muonatus FHL1 M.

Ckonuos ¢ napanuyom B3opa ROBO3 m.

CnurHanbHas aMMoOTpodus C Napannyom
nmadparmbl IGHMBP2 m.

CnuHanbHas amuotpodus, Tunbl |, 11 111, IV
SMN1
CnuHanbHas ammotpodus tunbl |, 11, 11, 1V

aHanu3 yucna Konuii reHoB nokyca 5q13

CnuHanbHas ammotpodus tmnbl |, 11, 111,
IV SMN1 M. (Tonbko npu HanuumMu ogHow
Konuu rexa)

CnuHanbHas ammotpodus Puxkens
VAPB M.

7792VAPB

7229

7976AR

7977ATX

7788ATXN7

7787ATXNS

7978PRNP

7230

7232

7979TRAP

7980PRPS1

7233

7234

7235

7236

7237

7638TRPS

7238

7885PRNP

7888PAH

77811

7240

7241

7786RMRP

7244

7245

7815

7639PRP

CnuHanbHas aMmmotpodus Ouxkens
VAPB u.m.

CnuHanbHas aMMoTpodus, X-cuenneHHas
UBA1 «ropsu.» y4.m.

CnuHanbHo-6ynbbapHas amuoTpodus
KeHHean AR u.m.

CnuHouepebennapHas atakcums
ATXN1, ATXN2, ATXN3 y.m.

CnuHouepebennsapHas atakens ATXN7 y.m.

CnuHouepebennsapHas atakcus ATXNG u.m.

CnoHrnodopMHas aHuedanonatms
C HEMpONCUXUYECKMMU NPOSBNEHUAMU
PRNP M.

CnoHAMnoKocTanbHbli an3octo3 DLL3 M.

CnoHaunoanudusapHas aucnnasus (SEDT)
Col2A1 m.

CnoHaunoanudwusapHas aucnnasus (SEDT)
TRAPPC2 m.

CynepakTMBHOCTb
dochopubosnnnupodocdar cMHTETa3bI
PRPS1 m.

TopcuoHHas anctoHns TORTA m.

TopcuoHHas anctoHns GCH1 m.

TopcHOHHAs AUCTOHKUSA PRRT2 M.

TopcnoHHas auctonmns SGCE m.

TopcnoHHas auctonus SPR M.

TpuxopuHodanaHreanbHbli CUHAPOM
TRPS1 m.

Tpomb6ouuTonexus BpoxaeHHas MPL m.

MatanbHas cemeitHas MHCOMHMA PRNP M.

@ennnketoHypus PAH M.

DenunnkeToHypus PAH y.m.

dubpoamncnnasmns occuduumpytoLLas
nporpeccupytowas ACVR1 «ropsy.» yy. M.

®ubpoamncnnasus occuduumpytowas
nporpeccupytowas ACVR1 6e3 «ropsay.»
y4. M.

XoHzapoaucnnasus MetadusapHas Tmn
Mak-Kbtocrka RMRP m.

XoHapoaucnnasus ToueyHas KoHpaam-
XtoHepmaHa EBP m.

XoHppokanbumHo3 ANKH m.

Xopes [eHTUHrTOHa IT15 .M.

XopuonpaanbHas auctpodus PRPH2 m.

7889CHM

7890CYBB

7891BTK

7981BIRC4

7982SH2

7894FRMD7

7983IL2RG

7247

7993MUO

7757ERCC6

7896EXT1

7895EXT2

7758NDP

7897EDA

7883GJB6

7248

7249

7985ALOX

7987L0X12

7986TGM1

7901GJB3

7899GJB4

7250

7900VHLI

Xopounnepemus CHM M.

XpoHuueckas rpaHynemMaTtosHas 6onesHb
CYBB M.

X-cuenneHHas araMmmarnobynuHemus
BTK m.

X-cuenneHHbiit niumdonponudepaTUBHbIi
cuHApoM (6onesHb [lyHkaHa, CUHAPOM
Myptunbo) XIAP M.

X-cuennenHbli niumdbonponudepaTUBHbIi
cuHapoMm (6onesHb lyHkaHa, cMHAPOM
Myptunbo) SH2D1A m.

X-cuenneHHblit MOTOPHbINM HUCTarM
FRMD7 m.

X-CLENNEHHbIN TSXKENbIN
KOMBUHMPOBAHHbIA UMMYHOLEDULUT
IL2RG M.

LeHTpoHykneapHas muonatus DNM2 m.

LleHTpoHykneapHas MuonaTus
MUOTYBYNSPUH M.

Llepe6pookynodaumockeneTHblii CMUHAPOM
ERCC6 m.

JK30CTO3bl MHOXeCTBEHHble EXT1 M.

JK30CTO3bl MHOXECTBEHHbIE EXT2 M.

JKCCynaTUBHAsA BUTPEOXOPEOPETUHANbHAN
amctpodus NDP m.

JKTOAEpManbHas aHrMapoTMyeckas
aucnnasus EDA m.

JKTOAEpManbHas rMapoTMYEeCKas
nucnnasus GJB6 m.

3nudusapHas AMCNNasus, MHOXECTBEHHAs
COMP y.m.

dnudusapHas AUCNNA3N, MHOXECTBEHHas
SLC26A2 m.

DpUTpOLEPMUS BPOXKAEHHAS NXTUO3HAs
(HebynnesHas) ALOXE3 m.

JpUTpoLEPMUS BPOXKAEHHAS UXTUO3HAS
(HebynnesHas) LOX12B m.

SpuUTposepMus BPOXKAEHHAs UXTUO3HAs
(HebynnesHas) TGM1 m.

Sputpokepatoaepmus GIB3 m.

Sputpokepatoaepmus GIB4 m.

SpuUTPOLMTO3 peLeccuBHbiit VHL M.

SpUTPOLMTO3 peLLeccUBHBbIA VHL .M.



