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3anonHsate TOJIbKO NMEYATHbLIMW 6ykeamu

3aKa3uuk:

MNaunenT:

[aTta poxaeHus:

OnarHos:

4yuncno mecsay roa

Mpeanonaraemas gata Havana 3abosieBaHus :

yucno

Mon:
MYX KeH

Homep nonuca:

mecsiL

C AaHHbIMM 6naHka 03HaKkoMseH(a), MPEeTEH3UI HE UMEID.

Mpobupka(n) npomapkmpoBaHa(bl) B MOEM MPUCYTCTBUU.

126rn

7803ABCA

7101

7802CY

7624SLC

7704GPF
7102
7804TYR
7103
7805CRX
7104
7105
7106

7881RPS

7806FBN2

7807SCN5A

7107

7905FRDA
7808FRDA

7108

76250PA1

7109

76100HK

77610PA1

7110

7111

7706 TNFRSF

7705TNFRS

7770GRN

7707Col2A
7112
7809FGFR3
7113

VHBUTPO

Homep OK:

[ata v Bpemsa

B35TUSA obpasua:

OUNO Bpava:

roa

yuncno

mecay roa vac MUH

-

4yncno mecsy roa

HACNEACTBEHHbIE MOHOTEHHbIE 3ABOJIEBAHUA N COCTOAHUA

Wccneayemblit MaTepuan: uenbHas kposb — 060 @

O6sa3aTesibHbl K 3anosiHeHUIo! AHKeTa reHeTU4ecKoro uccnenoBaHusa, uHoOpMUpPoOBaHHOE corsiacue
M. — MyTaLuu, 4.M. — YacTble MyTaumm

OCHOBHblE HaceaCTBEHHbIE
3aboneBaHusa
CFTR, GIJB2, PAH, SMN

Ab1oTpodUa ceTyaTKy,
T1n ®paHyeckeTTn ABCA4 y.M.

AbuoTpodus ceTyaTku, TMN
DpaHyeckeTTH
ELOVL4 «ropsiu.» yuy. M.

AApeHOoreHuTanbHbI CUHAPOM
CYP210HB 9 u.M.

AKpoAepMaTUT 3HTeponaTUYecKuii
SLC39A4 M.

Anb61HU3M rnasHon GPR143 M.

Anb6VMHN3M rNasokoXHbIn OCA2 M.

AnbOMHM3M rNasoKoXHbIN TYR M.
AmaBpo3s Jlebepa CRB1 M.
AMaBpo3 Jlebepa CRX M.
AmaBpo3 Jlebepa LCAS M.
AmaBpo3 Jlebepa LRAT M.

AmaBpo3 Jlebepa RPE65 M.

AHemus JanmoHaa-bnekdeHa
RPS19 m.

ApaxHOAaKTUNUSA KOHTPaKTypHas
BpoxaeHHas FBN2 m.

ApuTMOreHHas aucnnasus/
KapauoMuonaTus rnpasoro
wenygouka SCN5A M.

ApTpOrpunos AncTasnbHbIn
(cvHapom ®pumeHa-LlenaoHa)
MYH3 4y.M.

ATtakcusa Opugpenxa FXN M.
Atakcua dpuaperixa FXN y.m.

ATenocrteoreHes (amcnnasus
ae na Wanensa) SLC26A2 M.

ATpodUs 3pUTENbHOrO HepBa
OPA1 M.

ATpodus 3puTENbHOrO HEepBa
Nebepa MTx-AHK 12 y.m.

ATpodus 3puTENBHOIO HEpPBa
Nebepa MTx-AHK 3 4.Mm.

ATpodus 3pUTENBHOrO HEpBa
c rnyxoTton OPA1 «ropsy.» y4. M.

ATpodus 3puTEeNLHOrO HEepBa
OPA3 M.

ATpodus 3pUTENbHOMO HepBa
TMEM126A ™.

AYTOMMMYHHbIN
numdonponmbepaTMBHbI
cnHapoMm TNFRSF6 M.

AYTOMMMYHHbIN
numdonponmdpepaTMBHbIN

cnHapoM TNFRSF6 «ropsy.» yy. M.

Adasus nepBuyHas
nporpeccupytowas GRN M.

AxoHaporeHes, Tun II Col2A1 m.
AxoHaporeHes SLC26A2 M.
AxoHaponnasnsa FGFR3 y.m.
AxpomaTtoncua CNGB3 M.

6naHk gencreyet ¢ 19.08.14

7114

7708ALSIN

7773VAPB

7772VAPB
7709BEST
7774ATP7B

7810ATP7B

7115

7812PANK2

7813PRNP

7762EDNR
7764NTRK
7765ZEB2

7763RET
7775PTEN
7814PRNP

7776PTEN
7816NDP

7710CAV3
7626GAA
7818CSTB

7817CSTB

7819ABCA4
7116

7117

7820ROR2
7777KRT5

7118

7766LAMB3

7119

7992NTR

7711ADAMTS

7120

BokoBoi aMmoTpoduyeckuin
cknepo3s FIG4 M.

BokoBsol aMmmnoTpoduyecknin
cknepos ALSIN M.

BokoBon amnoTpoduryeckmni
cknepos VAPB M.

BokoBoi aMmnoTpoduyecknii
cknepo3 VAPB 4.M.

BonesHb Becta BEST1 M.

BonesHb BunbcoHa-KoHoBanosa
ATP7B M.

BonesHb BunbcoHa-KoHoBanosa
ATP7B 4.Mm.

BonesHb MannepsopaeHa-LnaTua
PANK2 M.

BonesHb MNannepsopaeHa-LnaTua
PANK2 y.M.

BonesHb NepcTMaHHa-
LWTpeyccnepa-LUenHkepa PRNP M.

BonesHb MpwnpyHra EDNRB M.
BonesHb MpwnpyHra NTRK1 M.
BonesHb MpwnpyHra ZEB2 m.

BonesHb MpwnpyHra sk3oHbl 10,
11, 13, 14, 15 reHa RET

BonesHb KoyaeHa PTEN M.

BonesHb KpenTudenbaa-akoba
PRNP M.

BonesHb lepmMutT-Ayknoc PTEN M.

BonesHb Hoppu NDP M.

BonesHb neprnoanyecknx
MblWweYHbIX cna3moB CAV3 M.

BonesHb MNomne GAA M.

BonesHb YHdeppuxTa-JlyHabopra
CSTB ™.

BonesHb YHdeppuxTa-JlyHabopra
CSTB 4.M.

BonesHb WTaprapata ABCA4 u.m.
BonesHb WTaprapata CNGB3 M.

BonesHb WTapraparta ELOVL4
«ropsy.» y4y. M.

Bpaxuaaktunus, tun B1 ROR2 m.
BynnesHbiit annaepmonus KRT5 M.

BynnesHblii annaepmMonus
LAMB3 6e3 «ropsiy.» y4. M.

BynnesHblil annaepmMonus
LAMB3 «ropsiy.» y4. M.

BenokapanodaumanbHbIi
cuHapom TBX1 M.

BpoxaeHHasi HeYyBCTBUTENbHOCTb
K 6051 C aHrMApo3oM
(BpOXAEHHAsA ceHCcopHas
HelponaTus C aHrMApo3om,
HSAN4, CIPA) NTRK1 M.

Feneodusnyeckas gmcnnasms
ADAMTSL2 M.

Feneodusmnyeckas aucnnasus
FBN1 M.

7822B

7989MVK

7778MVK
7823CD

7898SCN4A

7782SCN4A

7783KRT1
7121

7122

7824TNNT2

7123

7124

7125

7603SCN4A

7126

7906FGFR3
7825SCN4A

7127

7826MYOC

7784HNF1B

7627SSH

7920ACADM

7128

7129

7828DES

7924EYA4

7926FKTN

7922LMNA

FeMmodunusa daktop IX npu
remopunuun B m.

'mnep-IgD cnHapom MVK
«FopsY.» y4. M.

M'mnep-IgD cnHapom MVK M.
'mnep-IgM cnHapom CD40LG M.

MnepkanneMmyeckui
nepuoanYeckui napanmy
9K30Hbl 13, 24 reHa SCN4A

MMnepkanvemMmnyeckni
nepuoaunyeckumii napanmy SCN4A m.

'mnepkepato3 KRT1 M.
'mnepkepaTo3 KRTS M.

'nepTpoduyeckas
kapanommonaTtua CAV3 M.

M'nepTpoduyeckas
kapanommonatna TNNT2 M.

M'MnepdeHnnanaHnHemms
c pedmunTom
TeTparngpobuontepuHa GCH1 m.

M'MnepdeHnnanaHnHemms
c aepuumTom
TeTparngpobuontepuHa PTS M.

M'MnepdeHnnanaHnHemms
c aepuunTom
TeTparngpobuontepuHa QDPR M.

mnokannemmyeckum
nepuoaMYecKui napanuny
3K30HbI 12, 18, 19 reHa SCN4A

'nodocdatemmnyeckmi
BUTAMWH-D-pe3nCTeHTHbIN
paxut PHEX M.

'mnoxoHaponnasusa FGFR3 u.m.
naykoma BpoxaeHHas CYP1B1 m.

[naykoma toBeHUsIbHas
OTKpbITOYronbHasa (CMHAPOM
Purepa) CYP1B1 m.

Fnaykoma toBeHWbHas
OTKPbITOYrosibHast (CUHAPOM
Purepa) MYOC m.

nomMepyounTos noyek
rMMNoniacTMYeckoro Tuna
HNF1B ™.

FononposaHuedanusa SSH M.

Neduunt aumn-KoA
AernaporeHasbl XUPHbIX KMCNOT
co cpeaHeit annHont uenn (MCAD)
ACADM y.mM.

NeduunT KapHUTMHA CUCTEMHBbIN
nepBuYHbIA SLC22A5 M.

[wnactpoduyeckas aucnnasus
SLC26A2 M.

AunsaTtaumoHHas kKapavomuonaTus
DES M.

AunnaTtaumoHHas KapamomuonaTma
EYA4 M.

AvnataumoHHas Kapanomuonartums
FKTN ™.

AunaTtaumoHHas KkapamomuonaTma
LMNA M.



7827SCN5A

7130

7923TAZ

7925TNN

792135MU

7714Col2A

7928GARS

7927BSCL

7131

7132

7628COL8
7629SLC4
7715CHST6

7929SCN5

7716BTK

7604KRT2
7133
7829TGM1
7832CRYAA
7134

7135

7136

7137

7138
7830GJA3
7833GIA8
7139

7140

7141

7142

7143
7717MSX2

7718LAMA3

7630GIC2
7719FLT4
7631GIC2

7834LMNA

7144
7835LMNA

7632PRP

7720LMNA

7605MVK
7908DIA1
7836DIA1

7145

OunaTtaumoHHas KapamomuonaTms
SCN5A M.

AvnataumoHHas KapavomuonaTums
SGCD m.

OunnaTtaunoHHas KapamomuonaTums
TAZ ™.

OunaTtaunmoHHas KapavomuonaTms
TNNT2 ™.

AunnataunoHHas KkapanomuonaTus
reH amepuHa npu X-cuenseHHomn
dopme M.

Oncnnasus KHucta red Col2A1 M.

[AvcTtanbHas MOTOpHas
HerponaTusa, Tun V (HMN5,
ANCTanbHas crnvHanbHas
amunoTtpodusi) GARS M.
JAvcTtanbHas MOTOpHas
HenponaTtusa, Tun V (HMN5,
ANCTanbHasa crnvHanbHas
aMnoTpodusa) sk3oH 3 reHa BSCL2

[OunctanbHas cnnHanbHas

amnoTpodumsa BpoXAEHHAs
C napanuyom guadparmbl
IGHMBP2 M.

AuncTanbHas cnuHanbHas
amMnoTpodusi BpOXXAEHHas,
Henporpeccupytowas TRPV4
«ropsiy.» y4. M.

Ouctpodus porosuubl COL8A2 M.
OuncTtpodus porouubl SLC4A11 M.
Auctpodusa porosuubl CHST6 M.

Manonatuyeckas xenyaoykoBas
Taxmkapams SCN5SA M.

MN3onnpoBaHHbIl AedpuumT
ropMoHa pocTa

C rmnorammarnobynuHemuen
BTK M.

NxTno3 bynnesHbiin KRT2 M.
NxTno3 BynbrapHblii FLG 4.M.
NxTrno3 namennspHblii TGM1 M.
Katapakta CRYAA M.
KaTtapakta CRYAB ™.
KaTtapakta CRYBA1 M.
KaTtapakta CRYBB1 M.
Katapakta CRYGC M.
KaTtapakta CRYGD ™.
Katapakta GJA3 M.
Katapakta GJA8 M.
KaTtapakTta MIP M.

KocTHas reTteponnasmus
nporpeccupytowas GNAS M.

KpaHvnomeTadusapHasa aucnnasms
ANKH «ropsiy.» y4y. M.

KpaHuomeTadusapHas aucnnasus
ANKH M.

KpaHunocnHocto3s TWISTL M.
KpaHnocmHocTo3z MSX2 M.

J1apvHro-OHUX0-KyTaHHbIN
CUHAPOM 3K30H 39 reHa LAMA3

Nenkoauncrpodus
runommenuHosasa GIC2 M.

Numdenema FLT4 M.

JNiumbenepma HacneacTeeHHas
GIC2 m.

Nunoanctpopua LMNA
«ropsiy.» y4. M.

Nunoanctpodusa BSCL2 M.
Nunoanctpodusa LMNA M.

MakynsipHas auctpodus
PRPH2 ™.

MaHanbynoakpanbHas avcnnasms
c nunoanctpodunen
9K30HbI 8, 9 reHa LMNA

MeBanoHoBasa auuaypus MVK M.
MeTremornobuHemms DIAL M.
MeTremornobuHemums DIA1L y.m.

MeTunrnyTakoHoBas aunaypws
OPA3 ™.

7633CACN

7146

7991CRYBA

7147

7767 ITG

7722SEPN

7838DMPK

7837ZNF9

7148

7723CLCN

7839DES

7149

7150

7151
7791

7606ITGA7

7152

7153

7840LAMA2

7842FKRP

7843FKRP

79720MC

7701X

7931CAPN3

7154

7930CAPN3

7155

7844FKRP

7845FKRP

7932FKTN

7156

7933POMT

7157

7158

7159

7160

MurpeHb, cemeliHas
remunnermnyeckas CACNAIA M.

MukpodTanbM U30NMPOBaHHbIN
GDF6 M.

MukpodTanbM C KaTapakTon
CRYBA4 M.

MuoknoHnyeckas ANCTOHMSA
SGCE M.

Mwnonatunsa BpoxaeHHas [TGA7 M.

MuonaTus ¢ aucnponopumen
TUMOB MbILLIEYHbIX BOSIOKOH
SEPN1 M.

MuoToHMuyeckas amctpodus
DMPK y.mM.

MuoToHMyeckasa auctpodus
ZNF9 u.mM.

MuoToHus ToMceHa/Bekkepa
CLCN1 y.m.

MuoToHns ToMceHa/bekkepa
CLCN1 ™.

MuocdunbpunnspHas AeCMUH-
3aBucumas muonaTtusa DES m.

MuocdunbpunnsapHas MuonaTms
CRYAB M.

MuodunbpunnspHas MuonaTms
TTID ™.

Mykosucumaos CFTR m.
Mykosucumaos CFTR y.m.

MblweyHaa anctpodus
BPOXAEHHasA, NHTerpuH A7
HeratuBHasa ITGA7 M.

MbiweyHas auctpodus
BPOX/AEeHHas, Mepo3nH-3aBnucmumas
LAMA2 «ropsiy.» y4. M.
MblweyHas anctpodus
BPOXJAEHHas, MEpPO3MH-3aBUCMMas
LAMA2 6e3 «ropsiy.» y4. M.

MblweyHas aucTpobus
BpOX/JEHHasi, Mepo3nH-3aBmcumas
LAMA2 M.

MbiweyHas auctpodus
BpoxaeHHas, Tun 1C FKRP M.

MblweyHas auctpodus
BpoxaeHHas, Tun 1C FKRP y.m.

MbllweyHaa anctpodus
[oweHHa/bekkepa aeneummn

B reHe AUCTpoduHa y Manb4ymkos
MblweyHas anctpodus
[oweHHa/bekkepa naioHnsaums
X-XpOMOCOMbI Y AeBoYeKk

MbllweyHas AMcTpodums NosiCHo-
KOHeYHoCTHas CAPN3 «ropsy.»
y4d. M.

MblweyHas anctpodus
NosICHOKOHeYHoCTHas CAPN3 y.M.

MblweyHas anctpodusa
NosiCHOKOHe4YHoCcTHas CAPN3
6e3 «ropsiu.» yuy. M.

MblweyHas anctpodusa
MOSACHOKOHeYHOoCTHasa CAV3 M.

MblweyHas anctpodusa
NOSACHOKOHeYHOoCTHasa FKRP M.

MblweyHas anctpodusa
NOSICHOKOHEYHOCTHasA FKRP y.M.

MblweyHas anctpodusa
NOSACHOKOHeYHOoCTHasa FKTN M.

MblweyHas anctpodusa
NOACHOKOHeYHoCTHas LMNA M.

MblweyHas anctpodusa
NOACHOKOHEYHOoCTHas POMT1 M.

MblweyHas anctpodusa
NOSACHOKOHEYHOCTHas SGCA M.

MbiweyHas auctpodus
MOSACHOKOHEYHOCTHas SGCA u.M.

MblweyHas anctpodus
MOSAICHOKOHEeYHOCTHasa SGCB M.

MbiweyHas anctpodus
MOSACHOKOHEYHOCTHasa SGCD M.

7162

7607TTID

7934FKTN

7163

7999LMNA

79355ME

7936TRIM

7903SRY

7846SRY

7938EGR

7941GIB1

7939LITAF

7942PRPS

7608GDAP1

7943YARS

7937PMP

7940P0

7918PMP22

7609NDR

7951DNM

7164

7904GARS

7949GDAP

7947HSPB

7948LMNA

7946MFN2

7944MFN2

7950NEFL

MblweyHasa anctpodus
NOSACHOKOHEeYHOCTHasa SGCG M.

MblweyHasa auctpodus
MOSACHOKOHEYHOCTHasa TTID m.

MbiweyHas ancrpodus,
T1n ®ykysama FKTN M.

MblweyHasa anctpodus
SMepu-Aperidyca FHLL M.

MblweyHas ancTpodus
SMepu-Apelidpyca LMNA M.

MbiweyHas anctpodus
SMepu-Apendyca reH smMmepuHa
npu X-cuenneHHon popme

HaHnam MULIBRAY TRIM37 M.

HapyleHus aeTepMuHaummu nona
SRY M.

HapyweHus agetepmmHaunn nona
aHanu3 Hannuusa SRY reHa

HacneacTtBeHHas MOTOPHO-
ceHcopHasi HeliponaTus (6onesHb
Lapko-Mapu-TyTa), Tun I EGR2 M.

HacneactBeHHast MOTOpPHO-
CeHcopHas HeliponaTtus (6onesHb
Llapko-Mapu-TyTa), Tun I GIB1 M.

HacnenctseHHasi MOTOPHO-
ceHcopHasi HeliponaTus (6onesHb
LWapko-Mapu-TyTa), Tun I LITAF m.

HacneactBeHHas MOTOPHO-
ceHcopHas Heriponatus (6onesHb
LLlapko-Mapwu-TyTa), Tvn I PRPS1 M.

HacnenctseHHas MOTOPHO-
ceHcopHasi HeliponaTtus (6onesHb
LWapko-Mapu-TyTa), Tvn I
SH3TC2, FIG4, FGD4 1 GDAP1 y.Mm.

HacnencrseHHas MOTOPHO-
CeHCopHasi HeliponaTus
(6onesHb LLlapko-Mapu-TyTa),
T1n I YARS M.

HacnepcTtBeHHas MOTOpPHO-
CeHcopHas HerponaTtus (6onesHb
Llapko-Mapu-TyTa), Tvn I
Aynnvkauns B obnacTtu reHa
PMP22 xpomocombl 17

HacneacTtBeHHas MOTOPHO-
CceHcopHas HerponaTtus (6onesHb
Lapko-Mapu-TyTa), Tun I PO M.

HacneacTtBeHHas MOTOpPHO-
CeHcopHas HerponaTtus (6onesHb
Lapko-Mapwu-TyTta), Tvn I PMP22 M.

HacnencrseHHast MOTOPHO-
CeHcopHas HeliponaTtus (6onesHb
LLlapko-Mapu-TyTa), Tvn I

NDRG1 n SH3TC2 4.M. ubIraHCKOro
NPONCXOXAEHMS

HacneactBeHHasi MOTOPHO-
CeHcopHas HeliponaTtus (6onesHb
LLlapko-Mapu-TyTa), Tmn II DNM2 M.

HacnencrseHHast MOTOPHO-
CeHcopHas HeliponaTtus (6onesHb
Llapko-Mapu-TyTta), Tvn II FIG4 M.

HacnenctseHHast MOTOPHO-
CeHcopHast HeliponaTtus (6onesHb
LLapko-Mapu-TyTta), Tun II GARS M.

HacnencreeHHasi MOTOPHO-
ceHcopHasi HeliponaTus (bonesHb
LLlapko-Mapu-TyTta), Tun II GDAP M.

HacneacTtBeHHas MOTOPHO-
ceHcopHasi HeliponaTus (6onesHb
Llapko-Mapu-TyTa), Tun II HSPB1 M.

HacneactBeHHas MOTOpPHO-
CceHcopHas HerponaTtus (6onesHb
Lapko-Mapu-TyTa), Tun II LMNA M.

HacneacTBeHHas MOTOPHO-
CeHCcopHas HelponaTtus
(6onesHb Wapko-Mapu-TyTa),
T1n II MFN2 M.

HacnenctseHHas MOTOPHO-
CeHCopHasi HeliponaTus
(6onesHb Wapko-Mapu-TyTa),
T1n II MEN2 4.m.

HacnepctBeHHast MOTOpPHO-
CeHCopHas HeliponaTus
(6onesHb LLlapko-Mapu-TyTa),
T1n II NEFL m.



7902PMP

7952PMP

7724TTR

7725C1NH

7779

7847ALX4
7848MSX2

7988GIB2

7956EYA4

7954GIB3

7955GIB6

7165

7953DFNB

7910ELA2
7909WAS

7849NPHP1

7166
7167

7997SCN

7007L

7013

7009P

7008M

127rn

7957RABPN

7958TCIRG

7168

7850CRX

7634ADAM

7169

7892SCN4A
7876KTR6B

7727HPGD

7728BMPR

7851MEFV
7012ME

7635PRP

HacnencrseHHas HeponaTtus
C NOABEPXEHHOCTLIO Napanuyy
OT caasfieHns PMP22 .

HacnepctBeHHas HeviponaTus
C NOABEPXEHHOCTbLIO Mapanuyy
OT CAaBNIEHNS aHanns3 yucna
Konui reHa PMP22

HacneacrtBeHHbIi aMmnonaos TTR M.

HacnencTBeHHbIN
aHMMOHEBPOTUYECKNI OTEK
C1NH m.

HacnencTBeHHbIN reMoxpoMaTos,
I Tvn HFE M.

HezapalieHne pogHnukos ALX4 M.
HezapalweHune poaHMYKoB MSX2 M.

HelipoceHcopHas
HeCMHAPOManbHas TYroyxocTb
GIB2 ™.

HeipoceHcopHas
HeCcUMHApOMabHas TyroyxocTb
EYA4 M.

HerpoceHcopHas
HecuHApoMasbHas TyroyxocTb
GJB3 ™.

HeWpoceHcopHas
HecuHApoMasbHas TyroyxocTb
GIB6 M.

HeiipoceHcopHas
HecrHApOManbHas TYroyxocTb
SLC26A4 u.Mm.

HelipoceHcopHas
HecuHApoMasbHasi TyroyxocTb
yactas geneumns (309kb del Cx30)
DFNB1

HeWtponenns ELA2 m.
HewTponenunss WAS M.

HedpoHodTN3 aHanms ymcna
konui reHa NPHP1

HedpoTnueckunini cuHapoM NPHS1 M.
HedpoTnueckunin cuHapoM NPHS2 M.

Hopmokannemumueckui
nepuoaMyeckuii napanuy
3Kk30H 13 reHa SCN4A

OXWnpeHne MOHOreHHoe.
NenTtuH LEP M.

OXXMpeHne MOHOreHHoe.
MpoonMoMenaHoKOpTUH —
MyTaumsa POMC M.

OXWpeHne MOHOreHHoe.
MpoonnoMenaHoKOpPTUH-
nonumopcdusm POMC

OXMpeHne MOHOreHHoe.
PeuenTtop MenaHokopTuHa
MC4R ™.

OXXMpeHne MOHOreHHoe: nosaHas
naHenb LEP M., MC4R M., POMC M.

OkynodapuHreanbHas Mbille4yHas
anctpodua RABPN1 y.M.

OcTeoneTpo3 peueccuBHbIN
(MpaMopHast 6one3Hb KOCTewn)
TCIRG1 4.M.

OcTeoneTpo3 peLeccuBHbIN
(MpaMopHasa 6one3Hb KocTen)
TCIRG1 M.

Manouko-kon6oukosas AncTpodus
CRX M.

Manouko-konboukoBas AncTpodus
ADAMO9 M.

Manouko-konboukoBas ANCTpodus
RPGR M.

MapamunoToHunsa dineHbypra
SCN4A M.

NaxnoHnxms BpoxaeHHas KTR6B M.

MepBuyHas runepTpoduryeckas
ocTeoapTponaTus
(naxnaepmonepunoctos) HPGD M.

MepBuyHas neroyHas
rmnepteHsns BMPR2 M.

MNepuoanyeckasa 6onesHb MEFV M.
MNepuoanyeckas 6onesHb MEFV 4.M.

MNMurmMeHTHas aereHepaums
ceTtyaTkn PRPH2 M.

7170

7856CA4

7172

7173

7855NR2E3

7852NRL

7853RP2

7174

7175
7176
7998FLCN

7995FLCN

7729CAV3

7636SHH
7730GLI3

7959PKHD

7177
7178
7179

7180

7860 COMP
7181

7182

7183

7184

7759LPIN
7185

7732SCN5A

7799TNFR

7916PRF

7917STX

7915STXB

7914UNC

7914UNC1

7004MR

7798RET

7797CIAS1

7857HSN2

7858NGFB

7733CIAS1
7870NR2E3

MurmeHTHas aereHepaums
ceTyaTkn BEST1 M.

MurmMeHTHas gereHepaums
cetyaTkm CA4 M.

MurMeHTHas gereHepauns
cetyaTkn CRB1 M.

MurmeHTHasa aereHepaums
cetyaTtkmn LRAT M.

MurmMeHTHas fereHepaums
cetyaTkm NR2E3 M.

MurMmeHTHas gereHepauns
cetyaTkm NRL M.

MurmeHTHas aereHepaums
ceTyaTkn RP2 M.

MurMeHTHas gereHepauns
ceTyaTkn RPE6G5 M.

MurMmeHTHas gereHepaunsa
ceTyaTkn RPGR M.

MukHoan3ocTo3 CTSK M.

MHeBMOTOpaKC NepBUYHbIN
CMOHTaHHbIN FLCN M.

MHeBMOTOpaKC NepBUYHbIN
CMOHTaHHbIN FLCN 4.M.

MoBbIWEHHbI YPOBEHb
KpeaTUHbOChOKNHA3bI
B CbIBOPOTKE KpoBu CAV3 M.

Monuaaktunusa SHH M.
MNonunagaktunus GLI3 M.

MoNnKMCTO3 NoYeK peLeccnBHbIN
PKHD1 «ropsiu.» y4. M.

MoHTouepebennsipHas
runonnasmna VRK1 y.m.

MoyeyHasa agucnnasna UPK3A M.

MoyeyHasa agncnnasns sk3oHbl 10,
11, 13, 14, 15 reHa RET

Mporepusa XaTtumHcoHa-Mmngopaa
LMNA M.

McespoaxoHaponnasua COMP y.m.
McespgornnonapaTtnpeos GNAS M.

MNceBaokcaHTOMa anactmyeckas
ABCC6 M.

MceBaokcaHTOMa anacTmyeckas
ABCC6 y.M.

MceBaoncesaornnonapaTMpeos
GNAS M.

Pabpomnonuns (MMornobuHypms)
LPIN1 M.

PeTnHowmsnc RS1 m.

CeMellHas napokcuamanbHas
Gubpunnauns Xenynoukos
SCN5A M.

CeMeWHas nepuoauyeckas
nuxopaaka TNFRSFIA M.

CeMelHbIV reModaroymTapHbii
numdormnctnoumnTtos PRF1 M.

CeMeWHbIN remModaroumTapHbIii
numormnctTmoumnTos STX11 M.

CeMelHbI reModaroymTapHbli
numdornctnouymTos STXBP2 M.

CeMelHbIV reModaroumTapHbIi
numdormnctnoumtos UNC13D M.
CeMelHbIV reModaroumTapHbIi
numdornctnoumtos UNC13D y.Mm.
CeMelHbI MeaynnspHbIi pak
LWMTOBUAHOM Xene3bl 3K30HbI
10,11,13, 14, 15 reHa RET

CeMelHbI MeaynnsapHbli pak
LMTOBUAHOW >Xenesbl 3K30HbI
5, 8 reHa RET

CeMeliHbll X0N040BOM
ayTOBOCMANUTESbHbIA CUHAPOM
CIAS1 M.

CeHcopHas nonunHeriponaTms
HSN2 m.

CeHcopHas nonuHerponatms
NGFB M.

CuHagpom CINCA CIAS1 m.
CuHapom ESC NR2E3 M.

7795PTPN11
7186
7859FGD1

7187

7861KCNJ2

7913FGFR

7862FGFR2
7863PRPS1

7796PTEN
7864TAZ
7703FLCN

7702FLCN

7188

7189

7865SCN5A
7734BCS
7866PAX3

7867EDNRB

7190
7736RECQL

7868WAS

7785PHOX2B

7192

7869GLI3
7737RAB27

7738FGFR

7193
7003UG

7194

7195

7196

7197
7768GIB2
7198
7739ERCC6

7963KCN

7961KCNJ2

7962KCN
7199
7202

7740PAX3

7010UG

7760FGFR3

7964FGFR2

CuHapom LEOPARD
9K30Hbl 7, 12, 13 reHa PTPN11

CuHapom TAR RBMS8A M.

CuHapom Aapckora-CkoTtTa
FGD1 M.

CuHapoM AnbCTpoMma
ALMS1 «ropsiy.» y4. M.

CuHapoM AHaepceHa
KCNJ2 M.

CuHapoM AHTNn-bukcnepa
3K30H 9 reHa FGFR2

CuHppom Anepa FGFR2 4.M.
CuHapom Apta PRPS1 M.

CuHppom BaHasiH-Painnu-
PyBanbbaka PTEN M.

CuHapom Bapta TAZ M.

CuHapom BépTta-Xora-Abtoba
FLCN M.

CuHapoM Bépta-Xora-Abtoba
FLCN y.m.

CuHapom Brnoxa-Cynbubeprepa
IKBKG u.Mm.

CuHapom BoysHa-KoHpaan
EMG1 M.

CuHapom Bpyraga SCN5A M.
CuHapoM BbépHcTapga BCS1L M.
CuHapom BaapaeHbypra PAX3 M.

CuHapom BaapaeHbypra-Llaxa
EDNRB M.

CuHapom BaH aep Byaa IRF6 M.
CuHapom BepHepa RECQL2 M.

CuHapoM BuckotTa-Ongpuya
WAS M.

CUHAPOM BPOXAEHHOW
LEeHTPaNbHOM rMMNOBEHTUASLN
PHOX2B .M.

CuHapom epmaHcku-lNyanaka
HPS1 y.m.

CuHppom pevira GLI3 M.
CuHapom Mpucuennn RAB27A M.

CuHapoM [xekcoHa-Belicca
3Kk30H 9 reHa FGFR2 un ak30H 7A
reHa FGFR1

CuHapom Oun Oxopaxn TBX1 m.
CuHapom Xunbbepa UGT1A1

CuHapoM Xybepa
aHanus yncna konun reHa NPHP1

CuHapom KapneHtepa RAB23 M.

CuHapom KapTtareHepa
DNAI1 1 DNAHS «ropsiy.» yu4. M.

CuHapoM KaptareHepa DNAIL m.

CVHAPOM KepaTuUTa-uxTmosa-
TYyroyxoctn GJB2 M.

CuHppom Knunnens-denns
GDF6 M.

CuHapom KokketHa ERCC6 M.

CvHAPOM KOPOTKOro UHTEpBana
QT KCNH2 1 KCNE2 M.

CI/IHADOM KOPOTKOro nHTepBarsna
QT KCNJ2 M.

CI/IH,ELpOM KOPOTKOro nHTepBarsna
QT KCNQ1 1 KCNE1 M.

CuHapom Koctenno HRAS M.

Cunapom KodduHa-JToypu
RPS6KA3 M.

CuHApOM KpaHuodaumanbHON
AUCMOPDUN-TYrOyXOCTU-
y/IbHApHOM AeBMaUNKN KUCTEN
PAX3 M.

CuHapom Kpurnepa-Haisipa
UGT1 ™.

CnHApoM Kpy30Ha C YepHbIM
aKaHTo30M 3k30H 10 reHa FGFR3

CuHapom KpysoHa
3K30HbI 7 1 9 reHa FGFR2



7742BCS1

7203

7794CIAS1
7204

7208

7209
7210

7212

7005B2

7006A2

7743ZEB2
7965TAZ
7872NBS1
7213

7793PTPN11

7214

7215
7874TBX3
7744GLI3

7216

7217

7745FGFR

7218
7875SEPN1

7219
7220

7221

7746SCN5A

7877DHCR7
7878Col2A
7879AR

7747TCOF1

7222

7968KCNJ

7970SCN4

7969SCN5

7975KCN

7974KCN

7748FKRP

7749POMT1

7984VHL

CuHapom Jles 06ycnoBneHHbIN
AedUUNTOM MUTOXOHAPUANBHOIO
komnnekca III BCS1L m.

CuHapom JogxmHa-dOpuHca
MED12 y.m.

CuHapom Makna-Yannca CIAS1 M.
CuHapom Makneoga XK M.

CuHapoM MapdaHa
FBN1 «ropsiy.» y4y. M.

CuHapom MapdaHa
FBN1 6e3 «ropsy.» y4. M.

CuHppom MapdaHa FBN1 M.

CUHAPOM MHOXECTBEHHOM
3HAOKPUHHOM Heonaasnum BTOPOro
Tna (M3H2) sk30H 15 reHa RET

C/HAPOM MHOXECTBEHHOM
3HAOKPUHHOM Heonnasuu
BTOporo Tuna (M3H2) red RET
npy MOH2B 4.M.

CUHAPOM MHOXECTBEHHOM
9HAOKPUHHOW Heonasnu
BTOporo tnna (M3OH2) sk30HbI 10,
11 reHa RET npu M3H 2A

CuHapom MoyaTt-BunbcoH ZEB2 M.

CWHAPOM HEKOMMAKTHOrO J1IEBOTO
xenyaouka TAZ M.

CuHapoM HuiiMereH NBS1 y.m.

C1HAPOM HOrTeN-HaAKONEeHHUKa
LMX1B ™.

CuHAPOM HyHaH 3Kk30HbI 3, 7, 13
reHa PTPN11

CuHapom Onuua-Kasepxua
MED12 y.m.

CuHapom Ocnepa-PeHato-Bebepa
ENG M.

CuHapom Mannuctepa TBX3 M.

CuHppom Mannucrepa-Xonna
GLI3 m.

CuHapom MNenapena
SLC26A4 y.Mm.

CWHAPOM MOAKOJSIEHHOIO
ntepurnyma IRF6 M.

CuHppom Mdariddepa 3k30HbLI 7,
9 reHa FGFR2 v 3k30H 7A reHa
FGFR1

CuHapom Petta MECP2 M.

CUHAPOM PUTMAHOIO
no3BOHOYHMKA SEPN1 M.

CuHppomMm CeTtpe-HoTt3eHa TWIST1 M.
CuHapom Cunbepa BSCL2 m.

CuHapom CumncoHa-Monabu-
Bemenb GPC3 M.

CuHapomM cnabocT CMHYCOBOro
y3na SCN5A M.

CuHapom CmuTta-Slemnn-Onuua
DHCR7 ™.

CuHapom Ctuknepa, tvn I Col2A1 M.

CUHAPOM TECTUKYNSPHOM
deMmnHuzaumm AR M.

CuHapom Tpuuepa-KonnuHsa-
O®paHyeckeTTnn TCOF1 M.

CHAPOM YASIMHEHHOIO
vHTepsana QT CAV3 M.

CVHAPOM YAJIMHEHHOIO
nHTepBana QT KCNJ2 m.

CUHAPOM YASIMHEHHOTO
nHTepana QT SCN4B M.

CUHAPOM YANNHEHHOrO
nHTepsana QT SCN5A M.

CVHAPOM YAJIMHEHHOIO
nHTepBana QT KCNH2 1 KCNE2 ™.

CVHAPOM YAJIMHEHHOIO
nHTepsana QT KCNQ1 1 KCNEL m.

CuHapoM Yokepa-Bapbypr
FKRP M.

CuHapoMm Yokepa-Bapbypr
POMT1 ™.

CuHapom Xunnensa-JinHaay
VHL ™.

7973VHL

7880TBX5

7223

7224

7225

7911PLOD

7750CHRNG
7751HOXD

7226

7882R0OBO3

7637GIC2

7752SPG3

7753SPG4

7227
7754ALSIN

79941GHMB

7771

7996AMU

7228

7789VAPB

7792VAPB

7229

7976AR

7977ATX

7788ATXN7

7787ATXN8

7978PRNP

7230

7232

7979TRAP

7980PRPS1

7233
7234
7235
7236
7237

7638TRPS

7238
7239
7885PRNP
7888PAH

CuHapom Xunnens-JinHaay
aHanus uyucna Kkonun reHa VHL

CuHapom XonTta-Opama
TBX5 M.

CuHapom LBaxmaHa-[ariMmoHaa
SBDS ™.

CuHapom LBaxmaHa-[AaiMoHaa
SBDS1 u.Mm.

CVHAPOM LUMPOKOro
BOAONPOBOAA NpeaaBepus
SLC26A4 y.m.

CuHapom dnnepca-AaHno,
T1n VI PLOD y4.mM.

CuHppom Sckobapa CHRNG M.
CuHnonunaaktnnana HOXD13 m.

CkanynonepoHeasibHasi M1onaTus
FHL1 ™.

Ckonnos c napanuyom B3opa
ROBO3 M.

Cnactuyeckasa napannerus
LWTptomnensa GIC2 m.

CnacTtuyeckas napanserus
LTpromnens SPG3A M.

CnacTtuyeckast napannerus
LTptomnens SPG4 M.

Cnactunyeckasa napannerus
LWTptomnens BSCL2 M.

Cnactuueckuii napanmy ALSIN M.

CnvHanbHas ammoTpodus
C napanu4yom guadparmbl
IGHMBP2 M.

CnuHanbHas ammoTtpodus, Tunbl I,
II, III, IV SMN1

CnuHanbHas amMmmoTpodus Tunbl
I, II, III, IV aHanu3 yncna Konun
reHos fokyca 5q13

CnuHanbHas ammoTtpodusa tunel I,
II, III, IV SMN1 M. (Tonbko npu
HaNM4YMM OA4HOM KOMWUW reHa)

CnuHanbHaa ammoTtpodus
Ounkens VAPB M.

CnuHanbHas ammoTtpodus
OuHkena VAPB 4.Mm.

CnuHanbHaa ammoTtpodus,
X-cuenneHHas UBAL «ropsy.» y4y.m.

CnuHanbHo-6ynbbapHas
amumoTtpodua KeHHeam AR 4.M.

CnvHouepebennspHas atakcus
ATXN1, ATXN2, ATXN3 u.m.

CnuHouepebennsipHas atakcus
ATXN7 4.mM.

CnuHouepebennspHas atakcus
ATXNS8 y.M.

CrnoHrmogopMHas
aHUedanonaTms

C HEMpONCUXNYECKUMU
nposiBneHnssMn PRNP M.

CrnoHANNOKOCTaNbHbIA AM30CTO3
DLL3 ™.

CnoHamnoanudmsapHas
avcnnasus (SEDT) Col2A1 m.

CnoHaunnoanudusapHas
aucnnasus (SEDT) TRAPPC2 M.

CynepaKkTMBHOCTb
dochopubosmnnupodocdar
cuHTeTasbl PRPS1 M.
TopcuoHHas ANCToHus DYT1 M.
TopcuoHHas ancrtoHms GCH1 m.
TopcroHHas ANCToHus PRRT2 M.
TopcuoHHas ancrtoHms SGCE M.
TopcroHHas ANCTOHUS SPR M.

TpuxopuHodanaHreanbHbl
cuHapoMm TRPS1 M.

TpoMbounToneHns BpoxaeHHasn
MPL M.

Ty6epo3HbI cknepo3 TSC1 M.

daTanbHas ceMeriHas UHCOMHUS
PRNP M.

deHnnkeToHypusa PAH M.

7781

7240

7241

7242

7243

7786RMRP

7244

7245
7815

7639PRP
7889CHM
7890CYBB

7891BTK

7246

7756SLC9A

7755ZDHH

7981BIRC4

7982SH2

7894FRMD7

7983IL2RG

7247

7993MMN0O

7757ERCC6

7896EXT1

7895EXT2

7758NDP

7897EDA

7883GIB6

7640CACN

7248

7249

7985ALOX

7987L0X12

7986TGM1

7901GIB3
7899GIB4
7250
7900VHL

®deHnnkeToHypus PAH y.m.

dunbpoancnnasus
occuduumpytowias
nporpeccupytoLias
ACVR1 «ropsy.» y4. M.

dunbpoancnnasms
occnduumpytowias
nporpeccupytoLas

ACVR1 6e3 «ropsy.» y4. M.

dokanbHO-KOpTUKaNbHas
avcnnasus Tennopa TSC1 M.

(doKanbHO-KOpTUKasbHas
avcnnasus Tennopa TSC1 y.m.

XoHapoaucnnasus MetadusapHas
TN Mak-Kbtocnka RMRP M.

XoHapoaucnnasusa ToyevHas
KoHpaau-XioHepmaHa EBP M.

XoHapokanbunHo3z ANKH M.
Xopest F'eHTUHrToHa IT15 4.Mm.

XopwouganbHasa auctpodus
PRPH2 ™.

Xopoungepemuna CHM M.

XpoHuueckas rpaHyneMaTosHas
6one3Hb CYBB M.

X-cuenneHHas
arammarnobynmHemuns BTK m.

X-cuenneHHas ymMCTBeHHas
oTCTanoctb RPS6KA3 M.

X-cuenneHHas yMCTBEHHas
oTctanoctb SLCOAG M.

X-cuenneHHas yMCTBEHHas
oTctanoctb ZDHHCY M.

X-CLUEenseHHbIn
numdonponudepaTUBHbIN
cuHapoM (6onesHb [lyHkaHa,
cuHapoM MypTunbo) BIRCA M.

X-cuenneHHblit numponponm-
depaTmBHbI cMHAPOM (6one3Hb
[yHkaHa, cuHApoM MypTuabLo)
SH2D1A M.

X-cuenneHHbI MOTOPHbIN
Huctarm FRMD7 M.

X-CLEnSIeHHbIN TAXEnNbIN
KOMBUHNPOBaHHbIN
MMMyHoaedbnumT IL2RG M.

LleHTpoHykNeapHasi M1onaTusi
DNM2 M.

LleHTpoHyKkneapHas MvonaTuns
MUOTYOYNApUH M.

LlepebpookynodaunockeneTHbli
cuHapom ERCC6 M.

DK30CTO3bl MHOXECTBEHHbIE
EXT1 m.

SK30CTO3bl MHOXECTBEHHbIE
EXT2 m.

JKccypaTmBHas
BUTPEOXOpeopeTnHabHas
anctpodpumsa NDP M.

JKTOoAEpMasnbHas
aHrnapoTuyeckas Avcnnasus
EDA M.

JKToAepMasnibHas rmapoTnyeckas
avcnnasunsa GIB6 m.

3nu3oanyeckas atakcus
CACNAIA M.

3nuduzapHaa gucnnasus,
MHOXecTBeHHas COMP y.m.

3nudulapHaa gucnnasus,
MHOXecTBeHHas SLC26A2 M.

SpuTpoAEepMUSA BPOXAEHHAs
MXTno3sHas (HebynnesHas)
ALOXE3 M.

SpuTpoAepMUSA BPOXAEHHas
MXTNo3Hasa (HebynnesHas)
LOX12B M.

DpUTPOAEPMUS BPOXKAEHHAS
MXTUo3Has (HebynnesHasn)
TGM1 m.

SpuTtpokepatoaepmus GIB3 M.
SpuTtpokepatoaepmua GIB4 m.
SpUTPOLMTO3 peLeccuBHbIn VHL M.
DpUTPOLNTO3 peLlecCUBHbIN VHL .M.



