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LLitpux-kon,

HACNEAOCTBEHHbIE MOHOTEHHbIE 3ABOJIEBAHUA U COCTOAHUA

OcHOBHble HacneaCcTBeHHble 3aboneBaHus
CFTR, GJB2, PAH, SMN

AbuoTtpodus ceTyaTku, TMn OpaHyeckeTT
ABCA4 y.m.

ALpeHoreHWUTanbHbli CUHAPOM
CYP210HB 9 u.m.

AKpOAEPMATUT SHTEPONATUYECKMI
SLC39A4 m.

AnbBUHU3M Na30KOXHbIA TYR M.

AHemus [aiimoHpa-bnekdeHa RPS19 m.

ApTpOrpunos AnCTanbHblii (CMHAPOM
DpumeHa-LLengoHa) MYH3 u.m.

Atakcus @puapeiixa FXN M.
Atakcus @puapeixa FXN y.m.

AtenocteoreHes (aucnnasus ae na LWanens)
SLC26A2 m.

ATpodusi 3puTenbHOro Hepea
JNle6epa MTX-AHK 12 y.m.

ATpodus 3puTeNnbHOrO Hepea
JNle6epa MTX-AHK 3 u.m.

ATpodus 3pMTeNbHOTO HepBa C MyXOToM
OPA1 «ropsu.» yu. m.

AyTOMMMYHHbI nuMdonponudepaTUBHbIi
cuHapom TNFRSF6 m.

AyTOMMMYHHbIM nuMdonponudepaTUBHbIi
cuHapoM TNFRSF6 «ropsad.» yu. M.

Adasuns nepeMyHas nporpeccupyoLlas
GRN M.

Axonpporeres SLC26A2 m.
Axongponnasus FGFR3 u.m.

BokoBoit amnoTpoduyeckuit cknepos VAPB
4.Mm.

BonesHb becra BEST1 m.
BonesHb BunbcoHa-KoHoBanosa ATP7B u.m.

BonesHb lannepsopaeHa-Lnatua
PANK2 y.m.

BonesHb lfepctmMaHHa-LUTpeyccnepa-
WeiHkepa PRNP m.

BonesHb Koyaena PTEN m.
BonesHb Kpeiitudensaa-Akoba PRNP M.
BonesHb JlepmutT-yknoc PTEN m.

BonesHb Hoppu NDP m.

BnaHk pevicteyet ¢ 06.07.2020

7818CSTB

7817CSTB

7819ABCA4
7820ROR2

7992NTR

7711ADAMTS

78228
7989MVK
7778MVK
7823CD

7898SCN4A

7783KRT1
7121

7122

7824TNNT2

7603SCN4A

7126
7906FGFR3I
7825CYP

7127

7784HNF1B
7627SSH

7128

7129
7828DES
7924EYA4
7926FKTN
7922LMNA

7130

BonesHb YHbeppuxTa-Jlynabopra CSTB m.

BonesHb YHdeppuxTa-JlyHabopra
CSTB u.m.

BonesHb LWrtaprapara ABCA4 y.m.
Bpaxupaktinus, Tun B1 ROR2 m.

BpoxaeHHas HeuyBCTBUTENBHOCTb K 60711
C aHrMapo3oM (BPOXKAEHHAs CEHCOpHas
HeiiponaTus ¢ aHruaposom, HSAN4, CIPA)
NTRK1 M.

leneodusnyeckas gucnnasms
ADAMTSL2 m.

lemodunus daktop IX npu remodunmm B m.
Munep-IgD cuHapom MVK «ropsu.» yu. m.
Tunep-IgD cuHapom MVK m.

Mnep-IgM cunapom CD40LG m.

[MnepkanuemMmyeckuin nepuoandecKuit
napanuy 3k30oHbl 13, 24 rena SCN4A

Mnepkepato3 KRT1 m.
Mnepkepato3 KRT9 m.

[Mneptpoduyeckas kapanomMmonaTns
CAV3 m.

TunepTpoduyeckas kapaMomuonaTtus
TNNT2 m.

[MnokanMeMmyeckuii NnepuoanYeckuii
napanuy 3k30oHbl 12,18, 19 rena SCN4A

MnodochatemMmyeckmin BUTaMuH-D-
pe3uncTeHTHbIM paxut PHEX M.

MnoxoHgponnasms FGFR3 u.m.

Maykoma spoxaeHHas CYP1B1 m.

[nayKoMma toBeHU/IbHast OTKPbITOYrobHas
(cuHppom Purepa) CYP1B1 m.

[noMepyoLmMTO3 Noyek rmnonacTM4eckoro
Tmna HNF1B m.

lononpo3saHuedanua SSH M.

[eduunt KapHUTUHA CUCTEMHDIN
nepeuyHbI SLC22A5 M.

[uactpoduueckas aucnnasms SLC26A2 m.
[unsaTaumoHHas kapauomuonaTus DES m.
[ungtaumoHHas kapavomuonatus EYA4 m.
[LunsataumoHHas kapauomuonatus FKTN M.
[unataumoHHas kapanomuonatns LMNA M.

[unaTaumMoHHas KapanoMuonaTus
SGCD M.

7923TAZ JunaTaumoHHas kapanomMmonaTus

TAZ m.
[mnsTaumMoHHas kapaMomMuonaTtus
7925TNN TNNT2 .
79213MM DlnnaTtaumonHas kapaomuonatus
reH 3MepuHa npu X-cuenneHHon Gopme M.
JuctanbHas MOTOpHas HerlponaTus,
7928GARS  mn V (HMNS5, auctanbHas cnuHanbHas
amunotpodus) GARS m.
[luctanbHas MoTopHas HelponaTus,
7927BSCL  wn V (HMNS5, oucranbHas cnuHanbHas
amunotpodus) 3k30H 3 reHa BSCL2
[lucranbHas cnuHanbHas aMMoTpodus
71311GI BPOX/EHHAs C mapanuyom auacdparmbl
IGHMBP2 m.
[lnctanbHas cnuHanbHas aMMoTpodus
7132 BPOX/EHHas, HenporpeccupytoLas
TRPV4 «ropsu.» yy. M.
7716BTK M3onvpoBaHHbIit aeduumnt ropMOoHa pocTa
¢ runorammarnobynuHemueit BTK m.
7604KRT2  MxTno3 BynnesHbiit KRT2 M.
7133 MxT1o3 BynbrapHbiit FLG 4.m.
7829TGM1  Mxtno3 namennspHblii TGM1 m.
7140 KoctHas reTeponnasums nporpeccupytowias
GNAS m.
7141 KpaHuomeTadusapHas amcnnasus
ANKH «ropsud.» yy. m.
7142 KpanuomeTadusapHas aucnnasmns ANKH m.
7143 Kpanuocuroctos TWISTL m.
7717MSX2  KpaHuocuHoCcTo3 MSX2 M.
Jlap1Hro-oHMX0-KyTaHHbI CUHAPOM
7718LAMAS 5\ 50m 39 rema LAMA3
7630GIC2 Neikognctpodusa runommennHosas GJC2 m.
7719FLT4 Numdbenema FLT4 M.
7631GIC2 Numdenema HacnencTBeHHas GIC2 m.
7834LMNA  Jlunoamctpodus LMNA «ropsay.» y4. M.
7144 Jvnopnctpodus BSCL2 m.
7835LMNA  JNunoguctpodus LMNA m.
MaHnamnbynoakpanbHas Aucnnasus
7720LMNA ¢ nunoguctpodueit
3K30HbI 8,9 reHa LMNA
7605MVK MeBanoHoBas aunaypus MVK m.
7908DIA1  MeTtremornobuHemums CYB5R3 m.
7836DIA1  MetremornobuHemms CYB5R3 u.m.
7145 MeTtunrnytakoHoBas aumaypus OPA3 M.
7146 MukpodTanbm nzonnpoBaHHbiit GDF6 M.



7991CRYBA
7147

7838DMPK
9784 @

7837ZNF9
7148

7839DES

7149
7150
77911

7842FKRP

7843FKRP

79720C
9784 @

7701XI
7154
7844FKRP
7157

7159
7934FKTN
7163
7999LMNA

79355ME

7936TRIM
7903SRY

7846SRYI

7938EGR

7941GJB1

7608GDAP1

7937PMPI
9784y @

7940P0

7918PMP22

7609NDR

7949GDAP

7944MFN2I

7950NEFL

7902PMP

7952PMP
9784 @

7725CINH

7779

MukpodTansm ¢ katapaktoit CRYBA4 m.

MwuoknoHuyeckas auctouns SGCE m.

MwuoToHunueckas guctpopusa DMPK y.m.

MuoTtoHnueckas auctpodus ZNF9 y.m.
MuotoHus TomceHa/bekkepa CLCNT u.m.

MuodubpunnspHas aeM1H-
3aBucumasn muonatus DES m.

Muodubpunnspras muonatns CRYAB m.
Muodnbpunngpras muonatns MYOT m.

Mykoeucumaos CFTR y.m.

MbiweyHas aucTpodus BpoxaeHHas,
Tmn 1C FKRP m.

MblweyHas AMCTpodUS BpOXAEHHAS,
™n 1C FKRP y.m.

MbliweyHas auctpodus OioweHHa/bekkepa
fleneuym B reHe AUCTPOPUHA Y ManbYMKOB

MbiweyHas auctpodus OioweHHa/bekkepa
NarioHM3aLmus X-XpOMOCOMbI Y AEBOYEK

MbiweyHas AucTpodus NOSICHOKOHEYHOCTHas
CAPN3, FKRP,ANO5, SGCA y. m.

MblweyHas auctpodus
nosicHoKoHeyHocTHas FKRP m.

MblweyHas auctpodus
nosicHokoHe4yHocTHas SGCA m.

MblweyHas auctpodus
nosicHoKoHeYyHocTHas SGCB m.

MbliweyHas auctpodus, Tun Oykysama
FKTN m.

MblweyHas auctpodus Imepu-Lpeidyca
FHL1 m.

MbiweyHas auctpodus Imepu-fpeidyca
LMNA m.

MbliweyHas auctpodus Imepu-Apeiidyca
reH aMepuHa npu X-cuenneHHoi Gopme

Hanuam MULIBRAY TRIM37 m.

HapyweHwus petepmuHaumm nona SRY m.

HapyweHnus aetepMuHaumm nona
aHanu3 Hanuuusa SRY reHa

HacnencrtBeHHas MOTOPHO-CEHCOpHast
HeviponaTus (6onesHb LLlapko-Mapu-Tyta),
Tmn | EGR2 m.

HacnenctBeHHas MOTOPHO-CEHCOpHast
HeviponaTus (6onesHb LLlapko-Mapu-Tyta),
mn | GIB1 m.

HacnencrBeHHast MOTOpPHO-CEHCOpHas
Helponatus (6onesHb LLlapko-Mapu-TyTa),
Tmn | SH3TC2, FIG4, FGD4 n GDAP1 y.m.

HacnenctBeHHast MOTOpPHO-CeHCOpHast
Heliponatus (6onesHs LLiapko-Mapu-Tyta),
™n | gynavkaums B obnactv reHa PMP22
XpoMocombl 17

HacnepcrseHHas MOTOpPHO-CEHCOpHas
Heiponatus (6onesHb LLlapko-Mapu-TyTa),
™mn | MPZ m.

HacnencteeHHas MOTOpPHO-CEHCOPHas
Heliponatusa (6onesHsb Lapko-Mapu-TyTa),
™n | PMP22 M.

HacnencrBeHHas MOTOPHO-CEHCOpHast
HeviponaTus (6onesHb LLlapko-Mapu-TyTa),
T7n | NDRG1 1 SH3TC2 4.M. LibIraHCKOro
MPOUCXOXKAEHNS

HacnenctBeHHas MOTOpPHO-CEHCOPHas
HeviponaTus (6onesHsb LLlapko-Mapu-TyTa),
™n |l GDAP M.

HacnenctBeHHast MOTOpPHO-CEHCOPHast
HeviponaTus (6onesHb LLlapko-Mapu-TyTa),
™n [l MEN2 y.m.

HacnenctBeHHas MOTOPHO-CEHCOpHast
HeliponaTus (6onesHs LLlapko-Mapu-TyTa),
™n I NEFL m.

HacnepctBeHHas Heliponatus
C NOABEPXEHHOCTbIO Napanunyy
oT caasneHuns PMP22 m.

HacnepcrBeHHas Heliponatus
C NoABePXKeHHOCTbIo napanuuy
OT CAABNEHMSA aHanM3 yncna
Konuii reHa PMP22

HacneacTBeHHbIN aHTMOHEBPOTUYECKMIA
otek CINH m.

HacnepncTBeHHbIi remoxpomaTtos, | Tun
HFE ™.

7847ALX4
7848MSX2
7910ELA2
7849NPHP1

7166
7167

7997SCN

7957RABPN
978y @

7958TCIRG

7168

7876KTR6B

7727HPGD

7728BMPR

7851MEFV
7012ME
7853RP2
7176

7998FLCN

7636SHH
7730GLI3
7178

7179

7180

7860 COMP
7181

7182

7183

7184
7759LPIN
7185

7799TNFR

7916PRF

7917STX

7915STXB

7914UNC

7914UNC1

7004MRI

7798RET

7797CIAS1
7858NGFB
7733CIAS1
7870NR2E3
7186
7859FGD1

HezapatueHne pogHuukos ALX4 M.
He3apatieHnune poaHuykoB MSX2 m.

Hevitponenus ELA2 m.

HedpoHodTn3 aHanms ymcna Konui reHa
NPHP1

Hedpotuueckuit cuHgpom NPHS1 m.
Hedpotunueckuit cuHapom NPHS2 M,

Hopmokannemuyeckuin nepuoamyeckmnin
napanuy 3k30H 13 reHa SCN4A

OkynodapuHreanbHas MbilieyHas
anctpodus RABPNT y.m.

OcTeoneTpo3 peLeccuBHbIi (MpamMmopHas
6onesHb koctei) TCIRGL y.m.

OcTeoneTpos peueccuBHbIi (MpamMopHas
6one3Hb koctei) TCIRGL M.

MaxunoHnxus BpoxaeHHas KTR6B m.
MepBuyHaa runeptpoduueckas

ocTeoapTponatis (MaxuaepMonepmuocTos)
HPGD m.

lMepBnyHas neroyHas runepTeHsus
BMPR2 m.

Mepuoamnyeckas 6onesHb MEFV m.
Mepuopnyeckas 6onesnb MEFV 4.m.
MurmenTHas nereHepauus cetyatku RP2 m.
MukHoamsocto3 CTSK m.

[HeBMOTOpaKC NepBUYHbINA CMIOHTAHHbI
FLCN ™.

Monupaktunung SHH m.
Monupaktunug GLI3 m.
MoueyHasn agmcnnasua UPK3A m.

MoyeyHas agmncnnasms sk3oHbl 10,11, 13,
14,15 rena RET

Mporepus XatunHcoHa-Mmndopaa
LMNA M.

MNcesnoaxonaponnasus COMP y.m.
Mcespornnonapatupeos GNAS m.
MceBpokcaHToMa anactnyeckas ABCC6 m.
MceBnokcaHToMa anactmyeckas ABCC6H u.m.
MceBponceBaornnonapatnpeos GNAS m.
Pabnomuonus (MuornobuHypms) LPINT m.
PetnHowwmsmc RS1 m.

CemeliHas nepuoanyeckas NMxopanka
TNFRSFIA m.

CeMmeliHbli reModaroumTapHbli
numdoructmoumtos PRFL M.

CemeltHbli reModaroumTapHbii
numdoructmounTos STX11 m.

CemeltHbIi reModaroumTapHbii
numdbornctmountos STXBP2 m.

CeMmeitHblii reMoaroLmTapHbii
numdoructmoumtos UNCL3D m.

CeMeltHblii reModaroumTapHbii
numpornctmoumtos UNCL3D y.m.

CeMeHbIVi MeayNnApHbIA pak LWATOBUAHOM
xenesbl 3k30Hbl 10,11,13,14, 15 reHa RET

CeMeiHbIii MeaynnsapHbIiA pak LWWTOBUAHOM
Xenesbl 3k30Hbl 5, 8 reHa RET

CeMeltHbIN X0N0A0BOM
ayToBOCnanuTenbHbli cuHapom NLRP3 M.

CeHcopHas nonuHeriponatus NGF m.
Cunapom CINCA NLRP3 m.
CuHppom ESC NR2E3 m.

CuHapom TAR RBMBA m.

CuHapom Aapckora-Ckotta FGD1 m.

7187
7861KCNJ2
7913FGFR

7862FGFR2
7863PRPS1

7796PTEN

7864TAZ
7703FLCN
7188

7189
7734BCS
7866PAX3
7867EDNRB
7190
7868WAS
7785PHOX2B

7192
7869GLI3
7737RAB27

7738FGFR

7003UG
978y @

7194
7195
7768G)B2

7198
7739ERCC6
7199

7202

7740PAX3

7010UGlI

7760FGFR3

7964FGFR2

7742BCS1

7794CIAS1
7204

7005B21

7006A21

7743ZEB2
7965TAZ

7872NBS1
7213
7215
7874TBX3
7744GLI3

CuHapom Anbctpoma ALMST «ropsy.»
y4. M.

Cunapom Anpepcera KCNJ2 m.

CuHapoM AHTAK-bukcnepa 3k30H 9 reHa
FGFR2

CuHppoMm Anepa FGFR2 u.m.
CuHapom Apta PRPST m.

Cunapom baHasH-Paiinn-PyBanbbaka
PTEN m.

Cunapom bapra TAZ m.

Cunapom bépra-Xora-Abto6a FLCN M.
Cunapom bnoxa-Cynbubeprepa IKBKG y.m.
CuHppom boysHa-KoHpaan EMG1 m.

CuHapoMm bbepHctaga BCS1L m.
Cunapom BaapaeH6ypra PAX3 M.
Cunapom BaapaeH6bypra-Laxa EDNRB m.
Cunapom BaH aep Byaa IRF6 m.

CuHapom BuckorTa-Ongpuya WAS M.

CUHAPOM BPOX/AEHHOM LIeHTPaNbHOM
runoseHTUnsumMM PHOX2B y.m.

Cunapom lepmancku-Nyanaka HPS1 u.m.
Cunppowm lpeiira GLI3 M.
CunppoM lpucuennn RAB27A m.

Cunapom [xxekcoHa-Beiicca ak3oH 9 reHa
FGFR2 v 3k30H 7A reHa FGFR1

CuHppom Xunbbepa UGTIAL

Cunapom Xybepa aHanus yncaa Konuii
reHa NPHP1

Cunapom KapneHtepa RAB23 m.

CUHAPOM KepaTuTa-UXTMO3a-TyroyxocTu
GJB2 m.

Cunapom Knunnens-®eiing GDF6 m.
Cunppom KokkeitHa ERCC6 M.
Cunapom Kocrenno HRAS m.

Cunapom KopduHa-Jloypu RPSEKA3 M.
CuHAPOM KpaHuodaLmanbHoi
AMCMOPOUN-TYrOYXOCTU-YbHAPHOA
nesuaumnm kucteit PAX3 M.

Cunapom Kpurnepa-Haispa UGT1 m.

CuHapoM Kpy3oHa ¢ YepHbIM akaHTO30M
3k30H 10 reHa FGFR3

Cunapom KpysoHa 3k30Hbl 7 1 9 reHa
FGFR2

CunapoM Jles, 06ycnoBneHHbli geduum-

TOM MUTOXOHAPWanbHoro komnnekca Il
BCS1L m.

Cunapom Makna-Yannca NLRP3 m.
CuHapom Makneopa XK M.

CUHOPOM MHOXECTBEHHOW IHAOKPUHHOWM
Heonnasuu BToporo Tuna (M3H2)

reH RET npy M3H2B u.m.

CMHAPOM MHOXECTBEHHOM 3HAOKPUHHOM
Heornnasuun BToporo Tuna (M3H2)
3k30Hbl 10, 11 reHa RET npu M3H 2A
Cunapom MoyaTt-BunbcoH ZEB2 m.

CMHOPOM HEKOMMNAKTHOTO NIEBOTO
xenypnouka TAZ m.

CuHapom Huiimeren NBN y.m.

CUHAPOM HorTeii-HaakoneHHuka LMX1B m.
Cunpapom Ocnepa-PeHpto-Bebepa ENG M.
Cunapom Mannucrepa TBX3 m.

Cunapom Mannucrepa-Xonna GLI3 m.



7217 CMH,ElDOM NOAKOJIEHHOro NTepurMyma

IRF6 M.
Cunapom MNaiiddepa ak30Hbl 7,9 rexHa
7745FGFR  £GFR2 1 ak3oH 7A revia FGFR1
7218MEI CuHppom Petta MECP2 m.
7219 Cunppom Cetpe-YotzeHa TWISTL m.
7220 Cunaopom Cunbepa BSCL2 m.
CuHapom CumncoHa-Tonabu-bemens
7221 GPC3 M.
7877DHCR7 CuHapom Cmuta-Slemnan-Onunua DHCR7 M.
7879AR CUHAPOM TECTUKYNAPHOW PeMUHU3aLIMK
AR M.
CuHapom Tpuyepa-KonnuHsa-
7747TCOF1 ®panuyecketTt TCOF1 M.
7748FKRP  CuHppom Yokepa-Bapbypr FKRP m.
7984VHL Cunapom Xunnens-iuHpay VHL m.
7973VHL CuHapom annenﬂ—pMHnay
aHanu3 yucna Konuii rera VHL
7223 Cunppowm LLBaxmaHa-Haiimonaa SBDS m.
Cunapowm LLiBaxmaHa-[arimoHaa
7224 SBDST. u.m.
7911PLODI  CuHapom dnnepca-Aanno, Tun VI PLOD y.m.
7750CHRNG  CuHapom Sckobapa CHRNG m.
7751HOXD  Cuunonupaktunma HOXD13 m.
7226 CkanynonepoHeanbHas Muonatus FHL1 m.
CnuHanbHas aMMoOTpodus C Napanuyom
7994IGHMB nmadparmbl IGHMBP2 m.
CnuHanbHas amuotpodus, Tunbl |, 11 1, 1V
77711 SMN1
CnuHanbHas amuotpodus tmnel 1, 11, 11, 1V
7996AMM aHanu3 yucna Konuii reHoB nokyca 5q13
CnuHanbHas amuotpodusa tmnel 1, 11, 111,
7228 IV SMN1 M. (TonbKo npu Hanu4yuu oaHoOM
KOMUU reHa)
CnuHanbHas ammotpodus Ouxkens
7789VAPB VAPB M.
7792VAPB CnuHanbHas amnotpodus Ouukens

VAPB y.M.

7229

7976AR
978y @

7977ATX
7788ATXN7

7787ATXNS

7978PRNP

7230

7979TRAP

7980PRPS1

7233
7234
7235
7237

7638TRPS

7238
7885PRNP
7888PAH
77811

7240

7241

7786RMRP

7244

7245

7815
978y @

CnuHanbHas aMmMoTpodus, X-cuenneHHas
UBA1 «ropsiu.» yu.m.

CnuHanbHo-bynbbapHas ammotpodus
KeHHean AR y.m.

CnuHouepebennapHas atakcus
ATXN1, ATXN2, ATXN3 u.m.

CnuHouepebennsapHas atakcus ATXN7 y.m.
CnuHouepebennsapHas atakeus ATXNSG u.m.
CnoHrnodopMHas 3Huedbanonatms

C HePONCUXMYECKUMU NPOSBAEHUAMM

PRNP M.

CnoHAMNOKOCTanbHbIM an3octo3 DLL3 M.

CnoHannoanudwusapHas aucnnasus (SEDT)
TRAPPC2 m.

CynepakTMBHOCTb
dochopubosnnnupodocdat cMHTETA3bI
PRPS1 m.

TopcnoHHas auctonns TORTA M.
TopcnoHHasa auctonns GCHIL m.
TopcuoHHas AnuctoHns PRRT2 m.

TopcuoHHaa auctouuns SPR M.

TpuxopuHodanaHreanbHbli CUHAPOM
TRPS1 m.

Tpomb6ouuToneHus BpoxaeHHas MPL M.
®datanbHas cemeiHas UHCOMHUS PRNP .
DeHunnkeToHypus PAH M.
DeHunkeToHypus PAH .M.

®ubpoancnnasms occupuumpyiowas
nporpeccupytowas ACVRL «ropsd.» yy. M.

Dubpoancnnasmus occupuumpyowas
nporpeccupytowas ACVR1 6e3 «ropsy.»
y4. M.

XoHapoaucnnasma MetapusapHas Tun
Mak-Kbtocmka RMRP m.

XoHapoamcnnasums TovedHas Konpaaom-
XtoHepmaHa EBP m.

XoHapokanbumHos ANKH m.

Xopes [eHTUHrToHa IT15 y.m.

7639PRP
7889CHM

7890CYBB

7891BTK

7981BIRC4

7982SH2

7894FRMD7

7983IL2RG

7757ERCC6

7896EXT1
7895EXT2

7758NDP

7897EDA

7883GJB6

7248

7249

7985ALOX

7987LOX12

7986TGM1

7901GJB3
7899GJB4
7250

7900VHLI

XopuonpanbHas auctpopus PRPH2 m.
Xopoungepemuss CHM m.

XpoHuyeckas rpaHynemarosHas 6onesHb
CYBB ™.

X-cuenneHHas araMmMarnobynnHemMmus
BTK ™.

X-cuenneHHbln nauMmbonponmbepaT1BHbIi
CUHAPOM (6one3Hb [lyHKaHa, CUHAPOM
Myptunbo) XIAP m.

X-cuenneHHblit nMponponudepaT1BHbIi
cuHApoM (6onesHb [lyHkaHa, CMHAPOM
Myptunbo) SH2D1A m.

X-CLenneHHbI MOTOPHbINA HUCTArM
FRMD7 m.

X-CUEenneHHbIN TKenbli
KOMOMHMPOBAHHbIN UMMYHOAEDULIMT
IL2RG ™.

Llepe6pookynodaumuockeneTHblit CMUHAPOM
ERCC6 Mm.

JK30CTO3bl MHOXeCTBEHHble EXT1 M.
JK30CTO3bl MHOXeCTBEHHble EXT2 M.

IKCCyaTUBHAs BUTPEOXOPEOpPEeTHUHAbHAs
nuctpodus NDP m.

JKTOAEpMasbHash aHTUAPOTUYECKas
aucnnasums EDA m.

JKTOAEepManbHas rmapoTuyeckas
aucnnasua GJB6 m.

3nudusapHas AUCNNA3Us, MHOXECTBEHHAS
COMP y.m.

dnudunsapHas AnCcnNasns, MHOXeCTBeHHas
SLC26A2 M.

OpUTPOAEPMUS BPOXKAEHHAs MXTUO3HAS
(HebynnesHas) ALOXE3 m.

DpUTPOAEPMUS BPOXAEHHAS MXTUO3HAS
(HebynnesHas) LOX12B m.

JpUTPOAEPMUS BPOXKAEHHASH UXTUO3HAS
(HebynnesHas) TGM1 m.

SpwuTpokepatoaepmus GIB3 m.
SpwuTpokepatoaepmus GJB4 m.
SpUTPOLMTO3 peLeccuBHbIN VHL M.

SpUTPOLMTO3 peLeccuBHbIi VHL .M.

06bEM N1abopaToOpHbIX UCCNEA0BAaHUM, 3aKa3aHHbIX [aLLMEHTOM COMNACHO HacToAWeMy B1aHKy, onpenenéH MaunMeHToM CaMoCTOATENbHO, @ UX BbIMONHEHWE ONpPeAEeNseTcs opraHu3a-

LIMOHHO-TEXHUYECKMMMU BO3MOXHOCTAMU McnonHuTens.

HacTosiumm noaTBeEX a0, YTO S MMEN(a) BO3MOXHOCTb 334aBaTb BOMpockl paboTHHKy MOOO «Hesasucumas nabopatopus MHBUTPO», kacatolwmecs 3akasaHHbIX MHO fabopaTop-
HbIX MCCNEf0BaHUM, M Ha BCE BOMPOCHI MOMYYM(a) UCUEpMbIBAKOLLME OTBETbI. [laHHble, yKa3aHHbIe B HACTosLLEM BaHKe, SBNAKOTCS NPaBUNbHBIMU M AOCTOBEPHBIMU.

lMpeaHanutuyeckue TpebOBaHWS MHOK COBMIOAEHDI M MHE Pa3bACHEHO, YTO HECOB/TIAEHME YKa3aHHbIX TPEGOBaHUI MOXKET MOBUATL Ha PE3yNbTaT BbINOIHAEMOro 1abopaTopHOro

nccnenoBaHus.

noanuce/pacimndposka

06p33LI,bI B34TOro y MeHa 6uonornyeckoro MaTepuana MapknMpoBaHbl COTPYAHUKOM WcnonHutens B MOEM NPUCYTCTBUN.

Moanuch nauneHTa

noanuce/pacmndpposka

Moanuck ucnonHutens

noanuce/paclumndpposka

CneuunanbHble 0603HaYEHUSA

WUccnepyeMbiit MaTepuan — kposb (SATA):
060 @ — npobupKa C CMpeHeBOi KpbILLKO#

9784 @ — npobupka 4,5 MN C CUPEHEBOI KPLILLIKOM 1 YEPHBIM KOJbLIOM

M. — MyTauuu
Y.M. — YacTble MyTauuu

/ /
uMcno  Mecsiy ron,

/ /
uMcno  Mecsiy rop,

/ /
uMcno  Mecsiy rop,

0653aTeNbHbl K 3aM0/IHEHUIO:

Anketa MONEKYNApHO-reHeTu4eckoro
uccnenosaHma



