INVITRO

3anosiHATb TOJ/IbKO NevyaTHbIMU 6ykBamu!

MNon

Homep nonuca

M X

Ten./mob.:

KopoBoe cnoBo:

Homep K

LLiTpux-koa:

KonnuyectBo 3akasaHHbIX

NPOLYKTOB:

MpenynpexxaeH(a) o npaBuaax NOAroToBKN nepen B3saTneM m(uamn) npuémom 6momartepumana.

Mpo6upka (1) npomapkupoBaHa (bl) B MOEM NPUCYTCTBUMN.

C faaHHbIMM 6/1aHKa 03HAKOMJIEH (@), NPeTeH3ni He MMelo.

Moanwnck/pacwmndposka

000 «MHBUTPO» 121059, r. Mocksa,
BH. Tep. . MyHULMManbHbIA OKpyr JloporomMusnioso, yn. Kuesckas, a. 7, k. 1, nomely. 1
+7 (800) 200 363 0 363, www.invitro.ru

sms:

/ /

uncno  Mecs roa

HacneacrBeHHble MOHOTreHHbIe 3a60/1eBaHUA U COCTOAHUSA

06s3aTenbHa K 3aN0/IHEHUIO aHKeTa MONEeKyNspHO-reHeTu4YecKoro uccneposaHua!

3aKa3umnk
MauneHT
[aTa poxaeHus / /
yucno  Mecsl rog
CHWnC
e-mail:
[unarHos:
MpuHUMaeMble
npenaparbl:
®U1O Bpaya
126 OCHOBHbIE HacNeACTBEHHble 3a-
6onesanua CFTR, GJB2, PAH, SMN
A6uoTtpotus cetuatku, Tun OpaH-
7803ABCA yeckeTTn ABCA4 y.m.
AKpopiepMaTuT 3HTeponaTtuye-
76245LC i SLC39A4 .
7804TYR AnbBUHM3M rNa30KOXHbIA TYR M.
Anemus JaiimoHaa-bnekdera
7881RPS RPS19 M.
ApTpOrpunos aucTanbHbli
7107 (cuHopom @pumera-LlenaoHa)
MYH3 y.m.
7905FRDA  Atakcus ®puapeiixa FXN m.
7808FRDAI  Atakcus ®puapeiixa FXN u.m.
7108 ATenocreoreHes (auMcnnasus ne
ns Wanens) SLC26A2 m.
ATpodus 3puTENBHOTO HEpBa
7109LEI Nebepa MTX-AHK 12 y.m.
ATpodus 3puTenLHOro Hepea
76100HKI Jle6epa MTX-AHK u.m.
Atpodus 3puTensHOro HepBa ¢
77610PAL rnyxotoit OPAL «ropsy.» y4. M.
AyTOMMMYHHbIV nuMdonponude-
7706TNFRSF paTuBHbIA cuHapoM TNFRSF6 M.
AyTOMMMYHHbIM numdonponu-
7705TNFRS  depatuBHblii cuHapoM TNFRSF6
«rOPSAY.» Y4. M.
7770GRN Adasus nepeuyHas nporpeccupy-
towaa GRN m.
7809FGFR3I Axonaponnasus FGFR3 u.m.
7709BEST  BonesHb becta BEST1 m.
BonesHb BunbcoHa-KoHoBanosa
7810ATP7B ATP7B um.
BonesHb lannepBopaeHa-Lnatua
7812PANK2 PANK2 um.
bonesHb lepctmanHa-LUTpeyccne-
7813PRNP pa-Lleitnkepa PRNP M.
7775PTEN bonesHb KoyaeHa PTEN M.
bonesHb Kpentudenbaa-koba
7814PRNP PRNP m.
7776PTEN  BonesHb Jlepmutt-llyknoc PTEN M.
7816NDP Bonesnb Hoppu NDP m.
7660 BonesHb Momne GAA
7818CSTB BonesHb YHbeppuxTa-SlyHabopra
CSTB m.
7817CSTB BonesHb YHbeppuxTa-flyHabopra

6naHK nencTay

CSTB y.m.

eT ¢ 26.08.2024
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M. — MyTalUH, 4.M. — 4acTble MyTauuu

7819ABCA4  Boneswb Wtaprapara ABCA4 u.m. 060 @

7820ROR2

7992NTR

7711ADAMTS

7822B

7989MVK

7778MVK
7823CD

7898SCN4A

7603SCN4A

7126

7906FGFR3

7784HNF1B

7128

7129

7927BSCL

71311GI

7132

7604KRT2
7133
7829TGM1

7140

7141

7142

Bpaxupaktunus, Tun B1 ROR2 m.

BpoxaeHHas HevyBCTBUTENbHOCTb
K 601 C aHrMApPO30M (BPOXK-
AEHHas ceHcopHas HelponaTus

¢ aHruaposom, HSAN4, CIPA)
NTRK1 M.

leneodusnueckas aucnnasms
ADAMTSL2 m.

femodunums dakrop IX npu remo-
dunum B m.

Munep-lgD cunapom MVK «ro-
paY» y4. M.

funep-IgD cunapom MVK m.
lunep-IgM cunpgpom CD40LG M.

[MnepkanueMmnyeckuin nepuoam-
YeCKui napanuy ak3oHbl 13, 24
reHa SCN4A

[MnokanMemMuyeckuii nepmoanye-
CKWI1 napanuy 3k30Hbl 12,18,19
reHa SCN4A

MnodochareMmnyeckunin Buta-
MWH-D-pe3ncTeHTHbIN paxuT
PHEX M.

lMnoxonaponnasua FGFR3 u.m.

[nomepyoumMTO3 noyek runonna-
ctnyeckoro Tvna HNF1B m.

Jeduumnt KapHUTUHA CUCTEMHDIN
nepsuyHbIi SLC22A5 M.
Iuactpoduueckas gucnnasms
SLC26A2 m.

[uncranbHas MOTOpHas Helpona-
™sa,TMn V (HMN5S, auctranbHas
CMUHANbHAA aMUOTPODUS) SK30H
3 reHa BSCL2

[uctanbHas cnuHanbHas aMuo-
Tpodus BpOXAEHHAs C napanu-
4yoMm anadparmbl IGHMBP2 m.
[ucTanbHas cnuHanbHas aMuo-
Tpodus BPOXAEHHAS, Henporpec-
cupytowas TRPV4 «ropsy.» yu. M.
MxT1o3 6ynnesHbiit KRT2 m.
MxTno3 BynbrapHbii FLG 4.m.
NxTno3 namennspHblt TGM1 m.

KocTHas reteponnasus nporpec-
cupytowasn GNAS m.
KpaHuomeTadusapHas aucnnasums
ANKH «ropsy.» yu. m.

KpaHvnomeTadwmsapHas aucnna-
3ua ANKH .
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7143
7717MSX2

7718LAMA3
7719FLT4
7834LMNA

7835LMNA

7720LMNA

7605MVK
7908DIA1
7836DIA1

7147

7148
7791

7701X

7934FKTN

7163

7999LMNA

79355ME

7936TRIM
7903SRY

7846SRY

7902PMP

7952PMP

7725CINH

7779HFEI
7847ALX4

KpaHnocuHoctos TWISTL m.
KpaHuocnHocto3z MSX2 m.

J1apyHro-OHUXO-KYTaHHbIA CUH-
APOM 3K30H 39 reHa LAMA3

Jiumbenema FLT4 M.
Jiunoanctpodusa LMNA «ropsay.»
Yy4. M.

Jinnopnctpodusa LMNA m.
MananbynoakpanbHas aMcnnasus
¢ amnoguctpoduen

3K30HbI 8,9 reHa LMNA
MeBanoHoBas auuaypus MVK m.
Metremorno6uHemus CYB5R3 m.
Metremornobunemms CYB5R3 y.m.
MuoKNOHWYEeCKas AUCTOHMSA
SGCE m.

MwuoToHuna TomceHa/bekkepa
CLCN1 u.m.

Mykosucumnpos CFTR y.m.
MbiweyHas auctpodpus Oiow-
eHHa/bekkepa nanoxusauus
X-XpOMOCOMBbI Y AeBOYeK
MbiweyHas auctpodus, Tvn
@Oykysama FKTN m.

MbliweyHas aucrtpodus Ime-
pu-Opendyca FHLL m.

MbliweyHas gucrtpodus dIme-
pu-Opeiidyca LMNA m.

MbiweyHas auctpodus Ime-
pu-IOpeiidyca reH amMepuHa npu
X-cuenneHHow dopme

Hanuam MULIBRAY TRIM37 m.

HapyLeHus fetepMuHaLmm nona
SRY ™.

HapyweHus netepMuHaumm nona
aHanu3 Hanuums SRY reHa

HacnencrBeHHas Heliponatus
C NOABEPXKEHHOCTbIO Napanuyy ot
caasnenuns PMP22 m.

HacnencreenHas Heliponatus

C NOABEPXEHHOCTbIO Napanuyy ot
CAABNEHWs aHan3 Yucna Konuit
reHa PMP22

HacnepncrBeHHbIN aHTMOHEBPOTH-
yeckuit otek CINH m.

HacnencrBeHHbIM reMoXpomaTos,
I Tvn HFE M.

HesapalueHne poaHnukos ALX4 M.

060 ®
060 ®

060 ®
060 ®
060 ®
060 ®

060 ®

060 ®
060 ®
060 ®

060 ®

060 ®
060 ®

060 ®

060 ®

060 ®

060 ®

060 ®

060 ®
060 ®

060 ®

060 ®

978 @

060 ®

2270
060 ®



7910ELA2

7849NPHP1

7166

7167

7997SCN

7957RABPN

7958TCIRG

7168

7727HPGD

7728BMPR
7851MEFV
7012MEI

7853RP2
7176
7998FLCN

7636SHH
7730GLI3

7183

7759LPIN
7185
7799TNFR

7916PRF

7917STX

7915STXB

7914UNC

7914UNC1

7798RET

7797CIAS1

7858NGFB

7733CIAS1
7186

7859FGD1

7187
7861KCNJ2
7913FGFR

7862FGFR2
7863PRPS1

7796PTEN

7703FLCN

7189

7734BCS
7866PAX3

7867EDNRB
7190

Heiitponenns ELA2 m.

HedpoHodTn3 aHanus uncia
konwuit reHa NPHP1

Hedpotuueckunit cunapom NPHS1
M
Hedpotuyeckunit cunapom NPHS2
M.

Hopmokanuemuyeckuit nepmoam-
YecKui napanuy 3k30H 13 reHa
SCN4A

OkynodapuHreanbHas MbilueyHas
auctpodums RABPNT y.m.

OcTeoneTpos peLeccuBHbIN
(MpamopHas 6onesHb KocTe)
TCIRG1 u.M.

OcTeoneTpos peLeccuBHbIi
(MpaMopHas 6onesHb KocTel)
TCIRG1 m.

MepBuyHas runeptpoduueckas
ocTeoapTponaTtus (naxuaepmone-
puoctos) HPGD m.

MepBUYHas NeroyHas runepreH-
31 BMPR2 m.

Mepuoamnyeckas 6onesHb MEFV m.

Mepuoanueckas 6onesHb MEFV
U.M.

MurmeHTHas pereHepauums ceT-
yatku RP2 m.

MukHogusocto3 CTSK M.

[MTHeBMOTOpPaKC NepBUYHbINA CMOH-
TaHHbIM FLCN m.

Monnpaktnamsa SHH m.
Monupaktnnms GLI3 M.

MceBookcaHTOMa 3nacTuyeckas
ABCC6 y.m.

Pabaomuonus (MMornobuHypus)
LPINT m.

PetuHowwmsmnc RS1 m.

CemeltHas NepuMoAnNYecKas nxo-
panka TNFRSFIA m.

CeMmeltHblii reModaroumTapHbii
numooructmoumtos PRFL m.

CeMeitHbIN reModaroumTapHbli
numooructmounTos STX11 m.

CemeltHblVi reModaroumTapHbii
numooructnoumtos STXBP2 m.
CemeltHblii reModaroumTapHbii
numdornctmountos UNC13D m.
CeMeliHblit remodarouuTapHblii
numdornctnmountos UNCL3D y.m.

CeMeiiHblit MepynnsipHbIA pak
LLMTOBUAHOM Xenle3bl 3K30HbI 5,
8 reHa RET

CeMeliHbIi X0N040BOM
ayToBOCNA/UTENbHbIN CUHAPOM
NLRP3 m.

CeHcopHas nonuHeiponaTus
NGF m.

CuHapom CINCA NLRP3 m.
CuHapom TAR RBM8A M.

CunapoMm Aapckora-CkoTTa
FGD1 m.

CuHapoM Anbctpoma ALMS1
«ropsY.» yy. M.

CuHapom AHpepceHa KCNJ2 m.

CuHapoM AHTAK-Bukcnepa aKk30H
9 rena FGFR2

Cunapom Anepa FGFR2 y.m.
Cunapom Apta PRPST m.

CuHapoM baHasH-Paiinu-Pysans-
6aka PTEN m.

CuHapom bépra-Xora-[btoba
FLCN ™.

CuHapoMm boysHa-KoHpaaun
EMG1 m.

CuHapoMm bbépHctapa BCS1L m.
Cunapom Baappenbypra PAX3 m.

Cunapom Baapaenbypra-Lllaxa
EDNRB M.

CuHapom BaH pep Byaa IRF6 m.

CneumnanbHble 0603HaYeHuUs
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7868WAS

7785PHOX2B

7192

7869GLI3
7737RAB27

7738FGFR

7194
7195
7768GJB2

7198

7739ERCC6
7199

7202

7740PAX3

7010UGlI

7760FGFR3

7964FGFR2

7794CIAS1
7204

7005B21

7743ZEB2
7872NBS1

7213

7215
7874TBX3
7744GLI3

7217

7745FGFR

7219
7220

7221

7877DHCR7

7879AR

7747TCOF1

7984VHL

7973VHL

7223

7224

7911PLODI
7750CHRNG
7994IGHMB

7996AMU

7228

7976ARI

— npobupKa C CMpeHeBO KpPbILLKO#

CuHapom Buckotta-Ongpuya
WAS M.

CUHAPOM BPOX/AEHHOM LeHTpaNb-
HOW runoBeHTunaumMn PHOX2B u.m.

Cunapom lepmaHcku-lNyanaka
HPS1 y.m.

CuHppoM Tpeitra GLI3 m.
CuHapom lpucuennm RAB27A M.

Cunapom [xkekcoHa-Bericca
3K30H 9 reHa FGFR2 u 3k30H 7A
reHa FGFR1

CuHppoM Xybepa aHanuz uncna
konwuit reHa NPHP1

CuHapom KapneHTtepa RAB23 m.
CMHAPOM KepaTUTa-UxTmosa-Ty-
royxoctn GJB2 m.

CuHppom Knunnens-®eiins
GDF6 M.

CuHapom KokkeriHa ERCCE m.
Cunapom Kocrenno HRAS m.
Cunapom Kodduna-loypu
RPS6KA3 M.

CMHAPOM KpaHWodaLmanbHon
[MCMOPOUU-TYrOyXOCTU-YNbHAP-
HOW AeBMaLnm kucten PAX3 m.
Cunapom Kpurnepa-Haisipa
UGT1 m.

CuHapom Kpy3oHa ¢ 4epHbIM
akaHTo30M 3k30H 10 reHa FGFR3

CuHapoM Kpy3oHa 3k30Hbl 7 1 9
reHa FGFR2

Cunppom Makna-Yannca NLRP3 m.
CuHapom Makneona XK m.

CMHAPOM MHOXECTBEHHOM 3H-
LOKPVHHOW Heonnasuu BToporo
™na (M3H2)

reH RET npu M3H2B y.m.

Cunapom Moyat-Bunbcon ZEB2 m.
CuHapoM HuiimereH NBN u.m.

CUHAPOM HOrTel-HaAKONEHHUKA
LMX1B m.

Cunapom Ocnepa-PeHpto-Bebepa
ENG M.
Cunapom Manaucrepa TBX3 m.

CuHppom Mannucrepa-Xonna
GLI3 m.

CMHAPOM NOAKONEHHOTO NTepu-
rmyma IRF6 m.

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

Cunaopom Cetpe-YorseHa TWIST1 M.
CuHapom Cunbeepa BSCL2 M.

Cunapom CumncoHa-lfonabu-be-
Menb GPC3 M.

Cunppom Cmuta-Jlemnn-Onuua
DHCR7 m.

CUHAPOM TECTUKYNSAPHOW eMu-
HM3aumum AR M.

CuHapoMm Tpuyepa-KonnuHsa-
®panuyecketTt TCOF1 M.
CuHppoM Xunnens-SinHaay
VHL m.

CuHppom Xunnens-SinHaay
aHanu3 yncna konui reHa VHL
Cunapom LBaxmaHa-farimoHaa
SBDS m.

Cuuapom LLisaxmaHa-faiiMoHaa
SBDS1 y.m.

Cuuapom Snnepca-fanno, mn Vi
PLOD u.m.

CuHapoM dckobapa CHRNG m.
CnuHanbHas amnotpodus € napa-
nuyom anadparmbl IGHMBP2 m.

CnuHanbHas aMnoTpodus TMnbl
1, 11, 11, IV aHanus ymcna konui
reHoB flokyca 5q13

CnuHanbHas aMMoTpodus TMnbl
1, 1, 1 IV SMNT M. (Tonbko npu
HaNM4YMM OAHOW KOMWUM reHa)
CnuHanbHo-6ynbbapHas ammo-
Tpodus KeHHean AR u.m.
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7788ATXN7

7787ATXNS

7978PRNP

7230

7979TRAP

7980PRPS1

7638TRPS

7238

7885PRNP

7888PAH
77811

7240

7241

7786RMRP

7244

7245
7815HDI
7889CHM

7890CYBB

7891BTK

7981BIRC4

7982SH2

7894FRMD7

7983IL2RG

7757ERCC6

7896EXT1

7895EXT2

7758NDP

7897EDA

7883GJB6

7248

7249

7985ALOX

7987L0OX12

7986TGM1

7901GJB3
7899GJB4

7250

CnuHouepebennspHas atakcus
ATXN7 y.m.

CnuHouepebennspHas atakcus
ATXNS u.m.

CnoHrnodopmHas sHuedano-
naT1s ¢ HeponCcMXUYeCKUMM
npossneHnamMm PRNP m.

CnoHAaMNoKOCTaNbHbIN AM30CTO3
DLL3 m.
CnoHannoanudwusapHas amcnna-
3us (SEDT) TRAPPC2 m.

CynepakTMBHOCTb
docdhoprbosmnnupodocdar
cuHTeTasbl PRPST m.

TpuxopuHodanaHreanbHbln
cuHapoM TRPST m.

TpombouunTOneHns BpOXAEHHas
MPL M.

(datanbHas ceMerHas MHCOMHUS
PRNP M.

DeHunnkeToHypus PAH M.
DeHunkeToHypus PAH .M.
®ubpoancnnasmnsg occupuumnpy-
towasn nporpeccupytowas ACVR1
«ropsy.» yy. M.
Dubpoancnnasmns occupuumnpy-
towasn nporpeccupytowas ACVR1
6e3 «ropsy.» yy. M.
XoHapoamcnnasus metadpusap-
Has Tun Mak-Kbtocuka RMRP m.
XoHApoaucnnasms TovevHas
KoHpaau-XtoHepmaHa EBP M.
XoHapokanbumHoz ANKH m.
Xopes [eHTUHrToHa IT15 y.m.
Xopougepemus CHM m.
XpoHuyeckas rpaHynemaTtosHas
6onesHb CYBB M.

X-cuenneHHas araMMarnobynvHe-
mua BTK m.

X-cuenneHHblii iMdonponu-
depaTuBHbI CUHAPOM (60ne3Hb

[lyHkaHa, cuHapom [MypTunbo)
XIAP M.

X-cuenneHHbl nuMdbonponu-
depaTuBHbIM CUHAPOM (60ne3Hb
[lyHkaHa, cuHapoM MypTunbo)
SH2D1A m.

X-cuenneHHbl MOTOPHbIN HK-
crarm FRMD7 m.

X-CUEenNeHHbIN TKENbIN
KOMBUHUPOBAHHbIA UMMYHOAE-
Guumt IL2RG M.

Llepe6bpookynodaumockeneTHbli
cuHapom ERCCE m.

SK30CTO3bl MHOXECTBEHHbIE
EXT1 m.

SK30CTO3bl MHOXECTBEHHbIE
EXT2 m.

JKCcCyAaTMBHas BUTpeoxopeope-
TUHaNbHas auctpodus NDP M.

JKToAepManbHas aHrMapoTUYe-
ckas amcnnasusa EDA m.

JKToAepManbHas ruapoTuyeckas
oucnnasus GJB6 M.

SnudwnsapHas AUCnNasns, MHoxe-
crBeHHas COMP u.m.

SnudusapHas AUCNNa3ns, MHoXe-
ctBeHHas SLC26A2 M.

SpuUTpoaepMUsa BPOXKAEHHAS
MXTUO3Has (HebynnesHas)
ALOXE3 M.

puUTpoaepMUs BPOXAEHHAs
UXTUO3Has (HebynnesHas)
LOX12B m.

puUTpOaEPMUS BPOXKAEHHAS UX-
THO3Has (HebynnesHas) TGM1 m.

Sputpokepatonepmus GIB3 m.
Sputpokepatonepmus GIB4 m.

SpUTPOLIMTO3 peLecCUBHbIN
VHL M.
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