INVITRO

3anosiHATb TOJIbKO NnevyaTHbiMu 6ykBamu!
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SiMckas, a. 16, kopn. 3, 3 atax, nomelleHue |, komHaTa 3.
+7 (800) 200 363 0, +7 (495) 363 0 363, www.invitro.ru
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/ /

4yucno mecay roa

HacnencrBeHHble MOHOreHHble 32601€eBaHUA U COCTOAAHUSA

06s3aTeNbHa K 3aN0NHEHUIO aHKETa MONEKYSPHO-FEHETUHECKOro uccnenoBanus!

OCHOBHble HacneACTBEHHbIE

126MM 3abonesaHus
CFTR, GIB2, PAH, SMN
AbuoTpodus ceTyatku, TN MpaH-
7803ABCA yeckeTT ABCA4 y.m.
ABuroTpodus ceTuaTku, TMN
7101 DpaHyeckeTT!
ELOVL4 «ropsu.» y4y. M.
AZApeHOreHWUTanbHbli CUHAPOM
7802CY  (Yp210HB 9 u.m.
AKpoAepMaTUT SHTeponaThye-
7624SLC CKMi
SLC39A4 M.
7704GPF Anb6UHM3M rnasHoi GPR143 m.
7102 AnbbUHM3M rna3oKoXHbIM OCA2 M.
7804TYR AnbBUHM3M rNa30KOoXKHbIA TYR M.
7103 AmaBpo3 Jlebepa CRB1 m.
7805CRX AmaBpo3 Jlebepa CRX M.
7104 AmaBpo3 Jlebepa LCAS m.
7105 AmaBpo3 Jlebepa LRAT m.
7106 AmaBpo3 Jlebepa RPE6S M.
Anemus [aiimoHaa-bnekdeHa
7881RPS RPS19 M.
ApaxHo[aKTUANS KOHTPaKTypHas
7806FBN2 BpoxaeHHasa FBN2 m.
ApuTMOreHHas aucnnasus/
7807SCN5A  kapavoMuonaTus npaBoro xeny-
poyka SCN5A m.
ApTporpunos aucTanbHbli
7107 (cuuapom OpumeHa-LLiennoHa)
MYH3 y.m.
7905FRDA  Atakcus @puapeiixa FXN M.
7808FRDA  Atakcus @puapeiixa FXN y.m.
7108 ATenocrteoreHes (aucnnasus ne
ns Wanens) SLC26A2 m.
Atpodus 3puTensHoro Hepea
76250PA1 OPAL M.
7109 ATpodus 3puUTENbHOrO HEepBa
Nebepa MTX-AHK 12 y.m.
76100HK Atpocus 3puTenbHoro Hepaa

JNe6epa MTX-AHK 3 u.m.

6naHk peicrayet ¢ 21.03.2022
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M. — MyTauuu, 4.M. — 4acTble MyTauum

77610PA1

7110

7111

7706 TNFRSF

7705TNFRS

7770GRN

7707Col2A
7809FGFR3
7113

7114

7708ALSIN

7773VAPB

7709BEST

7774ATP7B

7810ATP7B

7115

7812PANK2

7813PRNP

7762EDNR
7764NTRK
7765ZEB2

7763RET

7775PTEN
7814PRNP

ATpodus 3puUTENbHOrO HEpBa C
rnyxotoit OPAL «ropsy.» yu. M.

ATpodus 3puTenbHOro Hepea
OPA3 m.

Atpodus 3puTenbHOro Hepea
TMEM126A m.

AyTOMMMYHHbI numdonponude-
paTUBHbIN
cuHpapom TNFRSF6 M.

AYTOMMMYHHbIN numdonponu-
depatuBHbIN cHapom TNFRSF6
«TOpAY.» yu. M.

Adasus nepeuyHas nporpeccupy-
towaa GRN .
AxoHgporeres, Tun 11 Col2A1 m.
AxoHnaponnasusa FGFR3 y.m.
Axpomartoncus CNGB3 m.
Bokosoi ammnotpoduyeckui
cknepos FIG4 m.

BokoBoit aMmnoTpoduyeckuit
cknepo3 ALSIN m.

Bokosoit amnotpoduyeckuin
cknepos VAPB m.

BonesHb bectaBEST1 m.
BonesHb BunbcoHa-KoHoBanosa
ATP7B m.

bonesHb BunbcoHa-KoHoBanosa
ATP7B u.m.

bonesHb lannepsopaeHa-Lnartua
PANK2 m.

BonesHb lannepsoppeHa-Lnatua
PANK2 y.m.

bonesHb lepctmManHa-LUTpeyccne-
pa-LUeitnkepa PRNP m.

BonesHb MpwnpyHraEDNRB m.
BonesHb MmpwnpyHraNTRKL m.
BonesHb MMpwnpyHra ZEB2 m.
BonesHb MMpwnpyHra

3k30HbI 10,11, 13,14, 15 reHa RET
BonesHb Koyaena PTEN m.

BonesHb KpeiTudenbaa-Akoba
PRNP m.
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7776PTEN

7816NDP
7626GAA

7818CSTB

7817CSTB

7819ABCA4
7116

7117

7820ROR2
7777KRT5

7118

7766LAMB3

7119

7992NTR

7711ADAMTS

7120

7822B

7989MVK

7778MVK
7823CD

7898SCN4A

7782SCN4A

7824TNNT2

BonesHb Jlepmutr-Lyknoc PTEN M. 060 @
BonesHb Hoppu NDP m. 060 ®
BonesHb Momne GAA M. 060 ®
bonesHb YHbeppuxTa-lyHabopra

CSTB M. 060 ®
BonesHb YHbeppuxTa-/lyHabopra

CSTB y.m. 060 ®
Boneswb LWTaprapara ABCA4 u.m. 060 @
BonesHb LLtaprapata CNGB3 m. 060 @
BonesHb Wraprapara

ELOVL4 «ropsu.» y4. M. 060 ®
Bbpaxupaktunams, Tun BLROR2 M. 060 @
BynnesHbiit anuaepmonus KRT5 M. 060 @
BynnesHbiit anuaepmonus

LAMB3 6e3 «ropay.» y4. M. 060®
BynnesHbiii anugepmonns

LAMB3 «ropsiy.» yy. m. 060 @
BenokapanodauuanbHbiit

CUHAPOM 060 @
TBX1 m.

BpoxaeHHas HevyBCTBUTENbHOCTb

K 601 C aHrMApPO30M (BPOXK-

[LEHHas ceHcopHas Helponatus 060 @
c aHruppo3om, HSAN4, CIPA)

NTRK1 m.

leneodusnyeckas amucnnasms

ADAMTSL2 m. 060 ®
leneodmsnyeckas amcnnasus

FBN1 m. 060 ®
lemodunus daktop IX npu remo- 060 ®
dunun B m.

Mnep-IgD cuHapoM MVK «ro- 978 @
pAY.» yu. M.

Tunep-1gD cuHapoMMVK M. 060 ®
Munep-IgM cuHapom CD40LG M. 060 @
[MnepkanuemMmyeckuii nepuoam-

Yeckuit napanuy ak3oHel 13, 24 060 ®
reHa SCN4A

[MnepkanuemMuyeckuii nepmoam-

Yyeckuii napanuy SCN4A M. 060®
[MnepTpoduryeckas KapanomMmo- 060 ®

natms TNNT2 m.



7123

7124

7125

7603SCN4A

7126

7906FGFR3
7825SCN4A

7127

7826MYOC

7784HNF1B

7920ACADM

7128

7129

7827SCN5A

7927BSCL

7131

7132

7628C0OL8
7629SLC4
7715CHST6
7929SCN5
7604KRT2
7133
7829TGM1
7832CRYAA
7134

7135

7136

7137

7138
7830GJA3
7833GJA8
7139

7140

7141

7142

7143
7717MSX2

7718LAMA3

7719FLT4
7834LMNA

7144
7835LMNA

MnepdeHnnanaHmHemmns ¢
neduuutom
TeTparnpapobuontepuHa GCH1 m.

MnepdennnanaHnHemms ¢
neduumutom
TeTparnapobuonTepmHa PTS m.

MnepdennnanaHnHemms ¢
neduuutom
TeTparnapobuontepuHa ODPR m.

[Mnokanuemunyeckuii nepuoanye-
CKMI napanuy 3k3oHbl 12,18, 19
reHa SCN4A

Mnodocdatemmnyeckuii BuTa-
MUH-D-

Pe3UCTeHTHbIN paxut PHEX M.
Mnoxonaponnasus FGFR3 u.m.
Maykoma BpoxaeHHas CYP1B1 m.

[naykoma toBeHubHas OTKPbI-
TOyronbHas (cuHapoMm Purepa)
CYP1B1 m.

[naykoMa 1oBeHMIbHas OTKPbI-
TOyronbHas (cMHApoM Purepa)
MYOC m.

[nomepyouunTo3 noyek runonna-
ctnyeckoro Tuna HNF1B m.

Ledunumt aumn-KoA pernapore-
Ha3bl XMPHbIX KUCNOT CO CPeaHeit
AnuHoit uenu (MCAD) ACADM u.m.

JednumnT KapHUTUHA CUCTEMHBIN
nepBuYHbIN SLC22A5 m.

Iuactpodurueckas gucnnasms
SLC26A2 m.

[LunataumoHHas kapamommo-
natus
SCN5A M.

[nctanbHas MoTopHas Helipona-
s, TMn V (HMN5, nucranbHas
CnuHanbHas

ammnotpodus) 3k30H 3 reHa BSCL2

[uctanbHas cnuHanbHas aMmo-
Tpodus BpOXAEHHAS C mapanu-
YoM Anadparmbl

IGHMBP2 M.

[uctanbHas cnuHanbHas aMmo-
Tpodus BPOXAEHHAS, Henporpec-
cupytowas

TRPV4 «ropsiu.» y4. M.

Lunctpodus porosuubl COL8A2 m.
Luctpodus porosuubl SLCAATL M.

[uctpodus poroBuubl CHSTE M.

Mpunonatuyeckas xxenypoukoBas
Taxukapamsa SCN5A M.

MxTno3 6ynnesHblit KRT2 m.
MNxT103 BynbrapHbii FLG u.m.
MxTro3 namennspHoit TGM1 m.
Katapakra CRYAA M.
Katapakra CRYAB M.
Karapakta CRYBAL m.
Kartapakta CRYBB1 m.
Katapakra CRYGC m.
Katapakra CRYGD m.
Karapakra GJA3 M.
Katapakra GJA8 m.
Katapakta MIP m.

KocTHas reteponnasus nporpec-
cupytowas GNAS M.

KpaHuomeTtadusapHasa amcnnasus
ANKH «ropsy.» y4. m.

KpaHunomeTtadusapHas aucnna-
3usa ANKH m.

KpanunocnHoctos TWISTL m.
KpaHuocmHocTo3 MSX2 m.

JTapUHro-OHMXO0-KyTaHHbI
CUHAPOM
3k30H 39 reHa LAMA3

Numdenema FLT4 m.

Junopuctpodus LMNA «ropsy.»
Y4 M.

Jiunoguctpodpua BSCLZ m.
Jiunopuctpodus LMNA m.
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7720LMNA

7605MVK
7908DIA1

7836DIA1

7145

7633CACN

7146

7991CRYBA

7147
7767 1TG
7148

7723CLCN

7151
7791

7153

7840LAMA2

7842FKRP

7843FKRP

79720MC

7701X

7931CAPN3

7154

7930CAPN3

7155

7844FKRP

7845FKRP

7932FKTN

7156

7933POMT

7157

7158

7159

7160

7162

7607TTID

7934FKTN

7163

7999LMNA

79353ME

7936TRIM
7903SRY

MaHaubynoakpanbHas aucnnasus
¢ nunoauctpoduen
3K30HbI 8,9 reHa LMNA

MesanoHoBas aunaypus MVK m.
MeTtremornobuHemus CYB5R3 m.

MeTtremornobuHemmns CYB5R3 y.m.

MeTunrnytakoHoBas aumaypus
OPA3 M.

MurpeHb, cemeiiHas remunneru-
yeckas CACNAIA m.
MukpodTanbsM M301MPOBaHHBIN
GDF6 M.

MukpodTanbM ¢ kaTapakToi
CRYBA4 M.

MuoKknoHWYeckas AUCTOHUS
SGCE m.

MuonaTusa sBpoxaeHHas I TGA7 m.
MwuoToHus TomceHa/bekkepa
CLCN1 y.m.

MwuoToHus TomceHa/bekkepa
CLCN1 m.

Mykosucumaos CFTR m.

MykoBucunaos CFTR y.m.
MblweyHas AMCTpodus BpOXAEH-
Hasi, MepO3MH-3aBMCHUMan

LAMA2 6e3 «ropsay.» y4. M.
MblweyHas AMCTpodus BpOXKAEH-
Hasi, MepPO3MH-33aBMCHUMAn

LAMA2 m.

MblweyHas AMcTpodpus BpoxXAeH-
Has, Tun 1CFKRP m.

MbiweyHas gpucTpodus BpoXaeH-
Has, ™mn 1CFKRP u.m.

MbiweyHas guctpodus Oiow-
eHHa/bekkepa aeneumnn B reHe
AMCTPOdUHA Y ManbUYMKOB
MbiweyHas auctpodus Orow-
eHHa/bekkepa naitoHm3aums
X-XpOMOCOMbI Y AeBOYEK
MblweyHas auctpodus nosc-
HO-KOHeYyHocTHas CAPN3 «ropsy.»
y4. M.

MblweyHas auctpodus
nosicHokoHe4yHocTHast CAPN3 y.m.
MblweyHas auctpodus
NOAACHOKOHEYHOCTHas

CAPN3 6e3 «ropsy.» y4. M.
MbiweyHas guctpodus
nosicHoKoHe4YHocTHas CAV3 M.

MbiweyHas auctpodus
nosicCHOKoHeYHocTHas FKRP M.
MbiweyHas guctpopus
nosicHokoHeyHocTHas FKRP y.m.
MbiweyHas auctpodus
nosicHokoHeYyHocTHas FKTN .

MbiweyHas auctpodums
NOSICHOKOHEeYHOCTHas LMNA m.
MblweyHas auctpodus
NosICHOKOHeYHOCTHass POMTT m.

MblweyHas auctpodus
NOSACHOKOHeYHOCTHas SGCA M.

MblweyHas auctpodus
NoACHOKOHeYHOCTHas SGCA u.m.

MblweyHas auctpodus
NosSICHOKOHeYHOoCTHas SGCB M.

MbiweyHas auctpodus
NosiICHOKOHeYHoCcTHas SGCD M.
MblweyHas auctpodus
NosSICHOKOHeYHoCTHas SGCG M.

MbiweyHas guctpopus
NosACHOKOHeYHoCTHas TTID m.

MblweyHas auctpodus, Tmn
@Oykyama FKTN m.

MblweyHas auctpodus dme-
pu-Opeiidyca FHL1L m.

MbiweyHas auctpodus dme-
pu-Opeiidyca LMNA m.
MbiweyHas auctpodus dme-
pu-ApeiidycareH amepuHa npu
X-cuenneHHoi hopme

Hanusm MULIBRAY TRIM37 M.

HapyweHus aetepMuHaumm nona
SRY M.

060 ®

060 ®
060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®
060 ®
060 ®

060 ®

060 ®
060 ®

060 ®

060 ®

060 ®

060 ®

978 @

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®
060 ®

7846SRY

7938EGR

7941GJB1

7608GDAP1

7937PMP

7940P0

7918PMP22

7609NDR

7949GDAP

7944MFN2

7950NEFL

7902PMP

7952PMP

7724TTR

7725CINH

7779

7847ALX4

7988GJB2

7956EYA4

7954GJB3

7955GJB6

7910ELA2
7909WAS

7849NPHP1

7166

7167

7997SCN

7007L

7013

7009P

7008M

7957RABPN

HapyweHus netepMuHaumm nona
aHanus Hanuums SRY renHa

HacnencrBeHHas MOTOPHO-CeH-
copHas HeliponaTus (6onesHb
Lapko-Mapu-Tyta), Tun [EGR2 m.

HacnencrBeHHas MOTOPHO-CeH-
CopHas HeiiponaTus (6onesHb
LWapko-Mapu-Tyta), Tun [ GIB1 m.

HacnencrBeHHas MOTOPHO-CeH-
copHas HeliponaTus (6onesHb
LLlapko-Mapu-Tyta), Tun | SH3TC2,
FIG4, FGD4 1 GDAP1 u.m.

HacnencrBeHHas MOTOPHO-CeH-
copHas HeliponaTus (6onesHb
LWapko-Mapwu-Tyta), Tvn | nynnu-
Kauua B obnactu reHa PMP22
Xpomocombl 17

HacneacreeHHas MOTOpPHO-CeH-
copHas HeliponaTus (6onesHb
LWapko-Mapu-Tyta), Tvn IMPZ m.

HacnencrBeHHas MOTOPHO-CeH-
copHas Heliponatus (6onesHb
LWapko-Mapu-TyTta), Tun IPMP22 m.

HacnencrBeHHas MOTOpHO-CeH-
copHas HeliponaTus (6onesHb
LLapko-Mapu-Tyta), un INDRG1
1 SH3TC2 y.M. upIraHcKoro npo-
UCXOXAEHUS

HacneacTBeHHas MOTOPHO-CEH-
copHas HeliponaTus (6onesHb
LLlapko-Mapu-Tyta), Tun 11 GDAP M.

HacnepncreeHHas MOTOpHO-CeH-
copHas HeiiponaTus (6onesHb
LWapko-Mapu-TyTa),

N [IMFN2 y.m.
HacnepncreenHas MOTOpHO-CeH-
copHas HeiiponaTus (6onesHb
LWapko-Mapu-TyTta),

in [INEFL m.

HacnepctBeHHas HeviponaTus
C NOABEPXKEHHOCTbIO Mapanuyy ot
caasnenna PMP22 m.

HacneactseHHas HeliponaTus

C NMOABEPXKEHHOCTbIO Mapanuyy ot
COABNEHUS aHaNIU3 YKcia Komnuii
reHa PMP22

HacnepcTBeHHbI aMmnnonaos
TTR m.

HacneacTBeHHbIM aHIMOHEBPOTU-
yeckuit otek CINH m.

HacneacTBeHHbI reMOXpoMaTos,
I TunHFE ™.

HeszapatiueHne pogHuukoB ALX4 m.

HelipoceHcopHas HeCcMHApOManb-
Has Tyroyxoctb GJB2 m.

HelipoceHcopHas HecMHApOManb-
Has Tyroyxoctb EYA4 M.

HelipoceHcopHas HeCcMHApOManb-
Has Tyroyxoctb GJB3 m.

HelipoceHcopHas HecMHApOManb-
Has Tyroyxoctb GJB6 M.

Hevitponenns ELA2 m.
Hewtponenus WAS M.

HedpoHodTn3 aHanms yucna
konwuit reHa NPHP1

Hedpotnueckuit cuiapom NPHS1
M
Hedpotuuecknit cuHopom NPHS2
M.

HopMokanveMuyeckuin nepnoam-
Yeckuit napanuy ak3oH 13 reHa
SCN4A

OxupeHne MoHoreHHoe. JlenTuH
LEP m.

OXMpeHne MOHOTEHHOE.
MpoonuomenaHoKopTUH —
MyTaums

POMC m.

OXMpeHUEe MOHOTEHHOE.

[poonrMomMenaHoKOpTUH-NONN-
Moppusm POMC

O>MpeHne MOHOTEHHOE.
Peuentop menaHokoptMHa MC4R
M.

OkynodapuHreanbHas MbilleyHas
anctpodus RABPNT u.m.
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7958TCIRG

7168

7850CRX

7634ADAM

7169

7892SCN4A

7727HPGD

7728BMPR

7851MEFV

7012ME

7635PRP

7170

7856CA4

7172

7173

7855NR2E3

7852NRL

7853RP2

7174

7175

7176

7998FLCN

7729CAV3

7636SHH
7730GLI3

7959PKHD

7177
7178

7179

7180

7860 COMP

7182

7183

7759LPIN

7185

7732SCN5A

7799TNFR

7916PRF

OcTeoneTpo3 peLeccmBHbIf
(MpamopHas bonesHb kocTeit)
TCIRG1 u.m.

OcTeoneTpos peLeccuBHbIi
(MpamopHas 6onesHb KocTeit)
TCIRG1 m.

Manouko-kon6o4KoBas AUCTpo-
dus CRX m.

Manouko-kon6o4KoBas AUCTpo-

dusa
ADAMY M.

Manoyko-kon6o4koBas AUCTpo-
dUaRPGR M.

MapamunoToHus dineHbypra
SCN4A m.

MepBuyHas runepTpoduyeckas
ocTeoapTponaTtus (naxuaepmore-
pnocto3) HPGD m.

MepBuyHas nerouHas rmnep-
TeH3UA
BMPR2 m.

Mepuoamnyeckas 6onesnb MEFV m.

Mepuopnueckas 6onesnb MEFV
u.Mm.

MurMeHTHas nereHepaums
CeT4aTkm
PRPH2 m.

MurmMeHTHas aereHepaums
ceTyaTku
BEST1 m.

MurmMeHTHas aereHepauus cet-
yatku CA4 m.

MurmeHTHas aereHepauus
ceTyaTku
CRB1 m.

MUrMeHTHas fereHepauusceTyar-
KU LRAT m.

MurmeHTHas nereHepaums
CeTHaTkm
NR2E3 m.

MurMeHTHas fereHepauus ceT-
yaTkn NRL M.

MurmMeHTHas aereHepauus cet-
YaTKMRP2 M.

MurmeHTHas aereHepauus
ceTyaTku
RPE65 M.

MurmMeHTHas aereHepaums
CETYaTKM
RPGR M.

MukHoaun3zocto3 CTSK m.

[THeBMOTOPAKC NepBUYHBINA CMOH-
TaHHbIA FLCN M.

MoBbILWEHHbIN YPOBEHD
KpeaTMHHOCHOKMHA3bI B CbIBO-
potke kposu CAV3 M.

Monupaktunung SHH m.
Monupaktunua GLI3 m.

MonnKMCTO3 Noyek peLLeccUBHbIN
PKHD1 «ropsiu.» yu. M.

MoHTouepebennspHas runonna-
3ua VRKL u.m.

MoyeuHas agncnnasmsa UPK3A M.

MoueyHas aancnnasmns 3K30HbI
10,11,13,14,15 reHa RET

Mporepus XatunHcoHa-Mmndopaa
LMNA m.

Mcespoaxonaponnasus COMP y.m.

lMceBaoKcaHTOMa 3nacTyeckas
ABCC6 m.

ceBooKcaHTOMa 3nacTuyeckas
ABCC6 u.m.

Pabaomunonus (MMornobuHypus)
LPIN1 m.

PetrHOWwM3NMC RST M.

CemeliHas napokcuaManbHas
dubpunnaLms xenynoukos
SCN5A m.

CemeltHas NepmMoanNYeckas amxo-
paaka TNFRSFIA m.

CemeliHblii reModaroLmTapHbii
numdornctnountos PREL m.
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7917STX

7915STXB

7914UNC

7914UNC1

7004MR

7798RET

7797CIAS1

7858NGFB

7733CIAS1
7870NR2E3

7795PTPN11
7186
7859FGD1

7187

7861KCNJ2

7913FGFR

7862FGFR2
7863PRPS1

7796PTEN
7864TAZ

7703FLCN

7188

7189

7865SCN5A
7734BCS
7866PAX3

7867EDNRB
7190
7868WAS

CemeltHbli reModaroumTapHbii
numooructmounTos STX11 M.

CeMeliHblit reModaroLuTapHblit
numdornctnounTos STXBP2 m.

CemeliHblii reModaroumTapHbii
numpoructmoumtos UNCL3D m.

CeMeliHblit reModarouuTapHblii
numdornctnountos UNCL3D y.m.

CeMmelHbIi MeaynnapHbIiA pak
LWMTOBUOHOM XKene3bl 3K30HbI
10,11,13,14, 15 reHa RET

CeMmelHbI MeaynnapHbIi pak
LWMTOBUAOHOM XKenesbl 3K30Hb! 5,
8 reHa RET

CeMeiiHbl X0No40BOM
ayTOBOCNANUTENbHbIN CUHAPOM
NLRP3 m.

CeHcopHas nonvHenponaTms
NGF m.

Cunapom CINCANLRP3 m.
CuHapom ESCNR2E3 m.

CuHapom LEOPARD 3k30HbI 7,12,
13 rena PTPN11

CuHapom TAR RBMBA M.

CuHapoMm Aapckora-CkoTTa
FGD1 m.

CuHapoM Anbctpoma ALMST
«ropaY.» y4. M.

Cunapom Aupepcera KCNJ2 m.
CuHapoM AHTAn-bukcnepa ak3oH
9 reHa FGFR2

CuHaopom Anepa FGFR2 y.m.
CuHapom Apta PRPST m.

CuHapom baHasH-Paiinu-PyBans-
6aka PTEN m.

CuHapom bapra TAZ m.

CuHapom bépta-Xora-[broba
FLCN Mm.

Cunapom bnoxa-Cynbubeprepa
IKBKG u.m.

CuHppoM BoysHa-KoHpaam
EMG1 m.

Cunapom Bpyraga SCN5SA M.
CuHapoMm bbépHcrapa BCS1L m.
CuHapoM Baapaerbypra PAX3 m.

CuHaopom Baappenbypra-Lllaxa
EDNRB M.

CuHapoMm BaH aep BynaIRF6 M.

CuHapoMm Buckotra-Ongpuya
WAS M.

CMHAPOM BPOXAEHHOM LEeHTpanb-

7785PHOX2B Hoi runoseHTunaumun PHOX2B

7192

7869GLI3
7737RAB27

7738FGFR

7193
7003UG

7194
7195
7196
7197

7768GJB2

7198
7739ERCC6

7963KCN

7961KCNJ2

Y.M.

Cunapom lepmaHcku-lNyanaka
HPS1 y.m.

CuHppoM [peitra GLI3 m.
CuHapom lpucuennn RAB27A m.

Cunapom [xekcoHa-Bericca
3k30H 9 reHa FGFR2 u 3k30H 7A
reHa FGFR1

Cunapom [n Mxoppxkn TBX1 m.
CuHapoM Xunbbepa UGT1AL

CuHapoMm Xybepa aHanus umncna
konui reHa NPHP1

Cunapom Kapnentepa RAB23 M.
CuHapom KaptareHepa DNAIT u
DNAH5 «ropsiu.» yu. m.

CuHppom Kaprarenepa DNAIL m.

CUHAPOM KepaTuTa-uxT1o3a-Ty-
royxoctn GJB2 m.

Cunapom Knunnens-®eiins
GDF6 M.

Cunapom KokkerHa ERCCO M.

CUHAPOM KOPOTKOrO MHTEpBana
QT
KCNH2 1 KCNE2 ™.

CMHAPOM KOPOTKOTO MHTEpBana
QT
KCNJ2 m.
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7962KCN

7199

7202

7740PAX3

7010UG

7760FGFR3

7964FGFR2

7794CIAS1

7204

7212

7005B2

7006A2

7743ZEB2
7965TAZ
7872NBS1

7213

7793PTPN11

7215

7874TBX3

7744GLI3

7216

7217

7745FGFR

7218
7219
7220

7221

7746SCN5A

7877DHCR7

7879AR

7747TCOF1

7969SCN5

7975KCN

7974KCN

7748FKRP

7749POMT1

7984VHL

7973VHL

7223

7224

CUHAPOM KOPOTKOrO MHTEpBana
QT

KCNQ1 ut KCNE1 m.
Cunapom Koctenno HRAS m.

CuHppom KodduHa-Sloypu
RPS6KA3 M.

CUMHAPOM KpaHWodaLmanbHon
LNCMOPOUN-TYrOYXOCTU-YIbHAP-
HOWM AeBuaLmm Kucten PAX3 m.

Cunapom Kpurnepa-Haisipa
UGT1 m.

CuHapom Kpy3oHa ¢ 4epHbIM
akaHTo30M 3k30H 10 reHa FGFR3

CuHapoM Kpy3oHa 3k30HbI 7 1 9
reHa FGFR2

Cunapom Makna-Yannca NLRP3 m.

CuHapom Makneona XK m.

CUHAPOM MHOXECTBEHHOM 3H-
[LOKPMHHOM Heonnasum BTOporo
™na (M3H2)

3k30H 15 reHa RET

CUHAPOM MHOXECTBEHHOM 3H-
[LOKPMHHOM Heonnasum BTOporo
™na (M3H2)

reH RET npy M3H2B u.m.

CUHAPOM MHOXECTBEHHOM 3H-
[OKPUHHOM Heonnasuu BToporo
™na (M3H2)

3k30HbI 10,11 reHa RET npu
M3H 2A

CuHapom MoyaT-BunbcoH ZEB2 m.

CMHAPOM HEKOMMAKTHOTO JIeBOT0
xenypoyka TAZ m.

CuHapom HuiimereH NBN u.m.

CMHAPOM HOrTel-HaAKONeHHMKa
LMX1B m.

CuHApoM HyHaH 3k30HbI 3,7,13
reHa PTPN11

Cunapom Ocnepa-PeHato-Bebepa

ENG M.
Cunapom Mannaucrepa TBX3 m.

CuHppom Mannuctepa-Xonna
GLI3 m.

CuHppom Menapena SLC26A4 m.

CMHAPOM MOAKONEHHOTO NTepU-
rmymalRF6 m.

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

CuHppom PettaMECP2 M.
Cunppom CeTpe-YorzeHa TWIST1
M.

CuHppom Cunbeepa BSCL2 m.

Cunapom CumncoHa-lonabu-be-
Menb
GPC3 m.

CuHApPOM €cnabocTn CMHYCOBOrO
y3na SCN5A m.

Cunapom Cmuta-Jlemnn-Onunua
DHCR7 m.

CUHAPOM TECTUKYNSAPHOW peMu-
HU3aumm AR M.

CuHapom Tpuuepa-KonnuHza-
®panueckettn TCOF1 M.

CMHAPOM YAJIMHEHHOTO UHTEPBA-
na QT SCN5A m.

CUMHAPOM YAJIMHEHHOTO MHTEpBaA-
na QT KCNH2 1 KCNE2 m.

CUHAPOM YANMHEHHOTO UHTEPBaA-
na QT KCNQ1 n KCNE1 m.

CuHppoM Yokepa-Bapbypr FKRP
M.

CuHapom Yokepa-Bapbypr
POMT1 m.

CuHapom Xunnens-JiuHaay
VHL m.

CuHapom Xunnens-JinHaay
aHanu3 yucna konui reda VHL

Cunapom LBaxmaHna-farimoHaa
SBDS M.

Cunppowm LLiBaxmaHa-[arimoHaa
SBDS1 y.m.
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7911PLOD
7750CHRNG
7226

7882R0OB0O3

7637GIC2

7752SPG3

7753SPG4

7227
7754ALSIN

7994I1GHMB

7996AMU

7228

7976AR

7788ATXN7

7787ATXNS

7978PRNP

7230

7979TRAP

7980PRPS1

7638TRPS

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

Cunapom Ickobapa CHRNG m.

CkanynonepoHeanbHas MuonaTus
FHL1 m.

CKonMO3 € napanuyoMm B3opa
ROBO3 M.

Cnactuyeckas napannerus LLTpto-
Mnens GJC2 m.

Cnactnyeckas napannerus LWtpro-
mnenst ATLT m.

Cnactuyeckas napannerus LLTpto-
mnens SPAST m.

Cnactnyeckas napannerus LWtpro-
mnens BSCL2 m.

Cnactnyeckuit napanny ALSIN M.

CnuHanbHas ammoTpodus ¢ napa-
nuyom anadparmbl [GHMBP2 m.

CnuHanbHas aMmMoTpodus TUnbl
1, 1, 11, IV aHanu3 ymcna konui
reHoB nokyca 5q13

CnuHanbHas aMMoTpodus TUnbI
1, 11, 111, IV SMN1 ™. (Tonbko npu
HaNM4YnM OAHOM KOMUK reHa)

CnuHanbHo-6ynbbapHas amuo-
Tpodus KeHHean AR y.m.

CnuHouepebennspHas atakcus
ATXN7 4y.m.

CnuHouepebennspHas atakcus
ATXN8 u.m.

CnoHrnodopMHas aHuedbano-
naT1s C HepoONCMXUYECKUMM
nposisneHnamMm PRNP M.

CnoHAMNOKOCTaNbHbIN AN30CTO3
DLL3 ™.

CnoHaunoanudusapHas aucnna-
3us (SEDT) TRAPPC2 m.

CynepakTMBHOCTb
dochopubosunnupodocdat
cuHTeTasbl PRPST m.

TpuxopuHodanaHreanbHbli
cuHapom TRPST m.

CneumanbHble 0603HaYeHUa

060 — HOMep KOHTeliHepa

@ — npobupKa C CUPEHEeBOM KPbILIKO
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7238
7239
7885PRNP

7888PAH
7781

7240

7241

7242

7243

7786RMRP

7244

7245
7815
7889CHM

7890CYBB

7891BTK

7246

7756SLCOA

7755ZDHH

7981BIRC4

7982SH2

TpombouMTONEHNs BPOXAEHHAs
MPL m.

Ty6eposHbii cknepo3 TSC1L m.

PatanbHas cemeiiHas UHCOMHUS
PRNP M.

DeHunnketToHypus PAH M.
DeHnnkeToHypums PAH u.m.

Pubpoamncnnasmns occuduumpy-
towas nporpeccupytowas ACVR1
«ropaY.» yy. M.

®ubpoauncnnasus occuduumnpy-
towasn nporpeccupytowas ACVR1
6e3 «ropsy.» yy. M.

PokanbHo-KopTMKanbHas aucnna-
3us Teitnopa TSCL m.

PokanbHo-KoOpTUKanbHas aucnna-
3us Teinopa TSCL y.m.

XoHapoaucnnasus Metadpusap-
Hasg TMn Mak-Kbtocrka RMRP m.

XoHApoaucnnasus ToueyHas
Konpaan-XionepmaHa EBP m.

XoHapokanbuuHo3 ANKH m.
Xopes [eHTUHIToHa IT15 y.m.
Xopoupepemus CHM m.

XpoHuyeckas rpaHynemartosHas
60ne3Hb CYBB M.

X-cuenneHHas araMMarnobynuHe-
Mug BTK m.

X-cuenneHHas yMCTBEHHasi oTCTa-
noctb RPS6KA3 M.

X-cuenneHHas yMCTBEHHasi oTcTa-
noctb SLCI9AG m.

X-cuenneHHas yMCTBEHHasi OTCTa-
noctb ZDHHCY m.

X-cuenneHHbli numdonponn-
dhepaTtuBHbIA CHAPOM (bonesHb
[lyHkaHa, cuuapom Myptunbo)
XIAP M.

X-cuenneHHblii iMdonponu-
hepaTUBHbIA CMHAPOM (BonesHb
[lyHKaHa, cMHApOM

Myptunbo) SH2D1A M.
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7894FRMD7 X-cuenneHHbI MOTOPHbIMHUCTArM 060 ®

7983IL2RG

7757ERCC6

7896EXT1

7895EXT2

7758NDP

7897EDA

7883GJB6

7640CACN

7248

7249

7985ALOX

7987L0OX12

7986TGM1

7901GJB3
7899GJB4

7250

7900VHL

FRMD7 m.

X-CuenneHHblV TxXenbli
KOMBUHUPOBAHHbIM UMMYHOAE-
GrumT IL2RG M.

LlepebpookynodaunockeneTHbli
cnHApoM ERCCH M.

JK30CTO3bl MHOXECTBEHHbIE
EXT1 m.

JK30CTO3bl MHOXECTBEHHbIE
EXT2 m.

JKCCyAaTMBHAs BUTpeoXopeope-
TUHanbHaa auctpodus NDP m.

3KTo,u.epmaana;| aHrnapoTuye-
ckas aucnnasug EDA m.

JKTOAEpManbHas rMapoTMYECKas
aucnnasus GIB6 m.

3nu3oamnyeckas atakcus CACNAIA
M.

SnudwusapHas AMcnnasus, MHoxe-
ctBeHHas COMP y.m.

SnudusapHas AMCnasns, MHoxe-
cTBeHHas SLC26A2 m.

JpUTpoLEPMUS BPOXKAEHHAS
MXTUO3Has (HebynnesHas)
ALOXE3 m.

JpuUTposepMUs BPOXKAEHHAs
UXTUO3Has (HebynnesHas)
LOX12B m.

DpUTpoLepMUs BPOXKAEHHAS UX-
To3Has (HebynnesHas) TGM1 m.

SpuTpokepatoaepmus GIB3 m.
SpuTpokepatoaepmus GIB4 m.
SpUTPOLIUTO3 peLLeCCUBHbIN
VHL m.

3puTpOLMTO3 peLieccuBHbIi VHL
um.
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