CKPUHIHI HA HOCIUCTBO
CNMAOKOBUX 3AXBOPHOBAHD -
569 reHiB (>300 MOHOreHHuUX
3aXBOpPHOBaHb)

3dopoee malibymHe Hawux dimel NOYUHaeMbCS 3 2eHeMuUKuU.
3aowadxylime Aopo20oyiHHUlU Yac, suKOopucmoesyrYu Haw 0oceid y diaecHocmuuyi Bawux nayieHmis.

MNMepeBipeHo BaprTictb Pe3synbTaTty roToBi TouyHicTb: 99,9%
nauieHTiB 1 oco6a: 299 $ + 10°000 rpH yepes 20-30
250+ po6ouunx
MifIbMOHIB 2-ra ocoba (napTHep): 225$% OHIB 3 MOMeEHTY
+10°000 rpH oAepXXaHHSA 3pa3ka

KOMY PEKOMEHOOBAHWUA CKPUHIHI HA HOCINCTBO CIMAOKOBUX 3AXBOPIOBAHb?

* ManbyTHim 6aTbkam, ki 46atoTb NPO HAPOLKEHHA 300POBOI ANTUHM NI Yac nNfaHyBaHHS
BariTHOCTI.

* BariTHMM XiHKam Ona CBOeYacHOT AiarHOCTMKM 3aXBOPIOBAHHSA y nroja.

» CiM'siM, SKi MalOTb AUTUHY YM poaunya 3i CNagKoBUM 3aXBOPHOBAHHAM.

* Mapawm i3 6eanniggam.

* [Mapawm, ski nepebyBatoTb Y KPOBHI CNOPIgHEHOCTI.

» [loHopam cTateBux KNiTUH (ANLEKNITUH Ta cnepmMaTto30igis).

» TecT MOXe NPonTK KOoXXeH Baxkatounn, wob 3HaTn Npo npuxoBaHe BfiaCHe HOCINCTBO
nepenivyeHnx 3axBoproBaHb.

CKPUHIHI HA HOCIUCTBO CMNAOKOBUX 3AXBOPIOBAHb BKITHOYAE:

* TSOKKI Ta NOLUMPEHI 3aXBOPIOBAHHS, LLIO CMOCTEPIraloTbCs Y BCIX €THIYHUX rpynax;
* ACOG- Ta ACMG-pekomeHaOBaHi 3aXBOPIOBAHHS;
* NOBHe CcekBeHyBaHHA 569 reHiB 3 aHanisom geneuin ta gynnikawin.

NIArOTOBKA:

« [1ns npoBeaeHHsA gocnigXeHHsa noTpibHo 3 M BeHO3HOI kposi 3 EATA.
» CneuianbHoTl NigroToBKM NauieHTa go 3gadi biomatepiany He noTpibHO.




LIEHTPANBHI

OCHOBHI

3axBoploBaHHA leH
MykoBicumaos Ta iHWwi nopyLlueHHs1, nos'asaHi 3 CFTR CFTR
CwuHapom namkoi X Xxpomocomu™ FMR1
CniHanbHa M'si3oBa aTpodis SMN1
3axBOpHOBaHHs lFeH 3axBoproBaHHA lFeH
Anbcha-Tanacemis HBA1/HBA2 Mykononicaxapngos tvin | (BKJ'IIO\-IafO‘-WI ) IDUA
cuHapomu Xepnepa, Xepnepa-LUeiie ta LLeiie)
CwuHapom Brnyma BLM
HemaniHosa mionatis Tun 2 NEB
XBopoba KaHaBaH ASPA
HenpoHHui uepoig ninogycumHo3s (nos'sasaxHuii 3 CLN3) CLN3
LurtpyniHemis tvn 1 ASS1
XBopoba HimaHHa-lMika, Tn A/B SMPD1
BpomxeHe nopyLueHHs rnikosunioBaHHS (nos'a3aHi 3 PMM2) PMM?2
. . . . . Hediunt opHiTUH-TpaHckapbaminasm (OTC)* oTC
HepocratHicTb gurigponinoamigaerigporeHasu (DLD) DLD
C n
DMD-noB's3aHa aucTpodiHonatis* (Bkntoyatoum M's3oBy Auctpodio ViHAPOM TlerenTa SLC26A4
DMD . . L
- o . Hediunt deHinanaHiH-rigpokcunasu (Bkmoyaym
[towerHa-bekkepa Ta AunaraviiiHy kapaiomionarito) eHinKeTOHYpio (DKY)) PAH
iMent ; ELP1
Bpozpkena (civelia) AVICaBTOHOMiA MoniKicTo3 HUPOK (MOB'si3aHMii 3 PKHD1) PKHD1
BpomxeHui rinepiHcyniHiam (nos's3aHui i3 ABCC8) ABCCS8 ) ) )
PizomeniyHa ToukoBa xonapoaucnnasia tun 1/ PEX7
Axemis ®aHkoHi Tvn C FANCC XBopoba Pedcyma (nos'sisaHa 3 PEX7)
MopyLueHHsi, noe'sizati 3 FKTN (krtouHo 3 Yokepa-Bapbypra) FKTN Cunapowm Cwita-Jlemni-Oniua DHCR7
[anakTosewmis (nos'a3aHa 3 GALT) GALT XBopoba Tes-Cakca / aediumnt rekcosamiHigasm A HEXA
TMEM216-nos'a3aHi posnaam (BKo4aoym
XBopoba lNowe GBA TMEM216
cuHapom XKyb6epa 2 Ta cuHapom Mekkenst 2)
Mog'a3aHa 3 GJB2 HecuHgpomanbHa rnyxota (DFNB1) GJB2
. TuposuHemis tvin | FAH
XBopo6a Hakonn4eHHs rrikoreHy Tin la G6PC
) Cungpom Ywepa tvn IF / PCDH15-noB'a3ani nopywenHs | PCDH15
XBopoba HakonuyeHHs rmikoreHy Tvn |l (xeopoba MNomne) GAA
HBB-noe'aak reMornoBiHonaTil (BKriodaiouw BeTa- CuHgpom Ywepa tvn IA/USH2A-nos'a3aHi nopyLueHHst USH2A
HBB
Tanacemito Ta CeproBUAHO-KNITUHHY aHEMIo) Curpom Ywepa tun H1IA CLRN1
XsopoGa KpaG6e GALC X-34yenneHa agpeHonekoancTpodis® ABCD1
X80po6a KneHosoro cuporty (MSUD) Tun 1A BCKDHA X-34enneHunii Baxkuin kom6. imyHogediunt (X-SCID)* | IL2RG
XBopoGa kneHosoro cuporny (MSUD) Tvn 1B BCKDHB Cnextp posnagis Llenserepa (nos'asanuii 3 PEX1) PEX1
Jediunt cepeaHbONaHLIOroBoi aumnn-KoA-aerigporeHasu ACADM CnekTp posnapais Lieneerepa (nos'asaHuin 3 PEX6) PEX6
Myxkoninigos tvn IV MCOLN1
3axeoploBaHHsi FeH 3axBOpPIOBaHHSA FeH
Oediunt 3-6eTa-rigpokcuctepoinaerigporeHasu tun |l GEEES Curapom Avikapai-TyToepe (nos'asarmit is SAMHDA) SAMHD1
(BpomKeHa rinepnnasisi HaAHMPKOBUX 3ar03) [lediuyT asbaoCTEpOH-CUHTAMN CYP11B2
Hediunr miasn 3-rigpoxcn-3-mermnrayrapain-KoA (TMI'-KoA) HMGCL T MAN2B1
3-mermnrnyrakoHoBa anuaypis v III (arpodis Kocredda) OPA3
. P ¢ ¥ Anbga-Tanacemisi, c. X-34enneHa posymosa Biactanicte* | ATRX
11-6eTa-rifpokcniasa BpoyKeHa rinepriasis HafHUPKOBIX 32103 CYP11B1
CvHapom AnbnopTa (nos'asannii is COL4A3) COL4A3
17-anbda-rifpokcniaza BpoiykeHa rineprrasisa Hagaupkosux 3amos CYP17A1
CuHgpom AnbnopTa (nos'asanui i3 COL4A4) COL4A4
AbeTaninonpoTeiHemis MTTP
) CuHapom ArbriopTa, X-34ensenuii (nos'ssaqni 3 COL4A5)* COL4A5
Hediunt ACAD9 ACAD9
ALMS1
Axpomatoncis (nos'azaHa 3 CNGB3) CNGB3 CuHppom Anbctpema
o CuHapom AHfepMaHHa SLC12A6
AKpoaepMaTUT eHTeponaTnyHNUM SLC39A4
LediunT ageHo3nH-geamiHasn ADA AedpiumT aprinasu ARG1

*Bkasye Ha nopyuienHs 3 X-
3uensieHuM ycnaokysanHam.




3axBoplOBaHHs

ApriHiHO-OypLUTUHOBa aumaypis

Oediunt apomaTasu

Hediunt acnapariHcuHTeTasmn
AcnapTunritoko3amiHypis

ATakcis 3 gediunTom BiTamiHy E
ATakcig-TeneaHriekrasis

AyToiMyHa nonieHAoKprHonaTia 3 kKaHAWAO030M Ta
eKTofepmMarnbHOo Aucnnasieto
AyTocomHo-peLiecuBHa riyxota 77 (DFNB77)

AyTOCOMHO-peLiecrBHa cnacTuyHa atakcis LLlapnesya-CareHi

CuHapom bapaeta-bians (nos'asaxuii 3 BBS1)
CuHgpom bapaeta-bions (nos'ssaHuin 3 BBS2)
CuHppom Bapaeta-bigns (nos'ssanuin 3 BBS10)
CuHppom bapaeta-bigns (nos'asanun 3 BBS12)

Cungpom BaptTtepa, Tun IV (nos's3aHui i3 BSND)

Oediumnt 6eTa-keToTionasmu
Oediunt kapbamoindocdatcuHteTasm |

Hediumnt KapHiTUH nanbmiToinTpaHcdepasm |

OediunTt KapHiTUH NanbmiToinTpaHcdepasm I

CuHgpom KapneHTtepa (nos'sasaHuii 3 RAB23)
AHrigpoTMyHa ekTogepmanbHa agucnnasis
LlepebpoTeHaMHOBUIA KcaHTOMAaTO3

XBopob6a LLlapko-Mapi-TyTa (nos's3daHa 3 NDRG1)
XBopoba LLapko-Mapi-TyTa, X-34ennexa (GJB1-nos'a3ana) *
HelpoakaHToLMTO3 (XOpest akaHToLMTO3)

Xopoigepmis*

XpoHiyHa rpaHynbomaTto3Ha xBopoba (noe's3aHa 3 CYBA)

XpoHiyHa rpaHynsomaTto3Ha xBopoba (nos'ssaHa 3 CYBB)*

Hediunt unuTpuHy
CwuHppom KokeriHa tun A
CuHppom KokerHa tun B

CuHgpom KoeHa

KombiHoBaHa ManoHoBa Ta MeTMNManoHoBa auuaypis
KombiHoBaHuI AediumT okucHoro poccopuntoBaHHs
KomGiHoBaHWit aedilmT okMcHOro hocdopuntoBaHHs
KombiHoBaHWit fediyT ropmoHiB rinodisa (nos'ssanmii i3 LHX3)

KombiHoBaHui1 AedhimnT ropmoHis rinodisa (nos'ssaHui i3 PROP1)

len

ASL
CYP19A1
ASNS
AGA
TTPA

ATM

AIRE

LOXHD1

SACS

BBS1
BBS2
BBS10
BBS12
BSND
ACAT1
CPS1
CPT1A
CPT2
RAB23
RMRP
CYP27A1
NDRG1
GJB1
VPS13A
CHM
CYBA
CYBB
SLC25A13
ERCC8
ERCC6
VPS13B
ACSF3
GFM1
TSFM
LHX3

PROP1

3axBoplOBaHHSA

BpomxeHa amerakapioyntapHa TpOMOOLIMTONEHISA
BpopeHe nopyLleHHs rniko3vnioBaHHs (nos'sasaHe 3 ALGB)
BpomxeHuit poanaa rniko3vntoBaHHs (nos'saaHuii 3 MPI)
MpupomxeHnn ixTio3 (nos'ssaHun 3 TGM1)

BpopxeHa HevyTnMBiCTb A0 6OMIO MpY aHrigpoasi
BpopyxeHuin miacTeHivyHuin cuHapom (nos'asaHuii i3 CHRNE)
BpopxeHuit miacTeHiqHMn cuHapom (nos'asarHun i3 PATNCH)
BpopxeHa HentponeHisa (nos'asaHa 3 HAX1)

[ncTpodia poriBku Ta nepuenTuBHa rnyxoTa

LinctuHos

D-6icyHkuioHanbHUIA AediumT Ginka

MopywieHHs, nos'asaxi 3 DHDDS

[vncTpodiyHmin 6ynbos. enigepmonis (nos'asanuin 3 COL7AT)
CuHgpom Enepca-[laHnoca, Tun gepmartocnapakcic
Cunagpowm Ennica-Ban Kpesenbaa (nos'asannii 3 EVC)
CuHgpowm Ennica-Ban Kpesenbaa (nos'asannii 3 EVC2)

M'asoBa gnctpodis Emepi-Opendyca (EMD-nos'a3aHa)*

CuHOpoM nocuneHoi Bigno.igi S-konboyok / NirMeHTHUIA peT.

ETunmanoHiyHa eHuedanonaTia

XBopoba dabpi *

Oediumnt daktopa IX (remodpinis B) *

CimenHa rinepxonectepuHemis (noe's3aHa 3 LDLR)
CimelHa rinepxonecTtepuHemis (nos'asaHa 3 LDLRAP1)
CimelnHun rinepiHcyniHiam (nos'asaHuin 3 KCNJ11)
AHemis ®aHkoHi TMn A

AHnewmis ®aHkoHi TMn G

FKRP-noB's3aHi nopyLieHHs (Bkntovatoun c. Yokepa-Bapbypra)
Hediunt dymapaTrigpatasu

[anakTokiHas3Ha HeoCTaTHICTb ranakTo3eMis

CuHgpowm lMitenbmaHa (nos'asanuii 3 SLC12A3)
mytaposa aumgemis Tin |

nytapoBa auvaemis Tun |l (nos'asaHa 3 ETFA)
mytapoBa aumgewmis Tun |l (nos'asaHa 3 ETFDH)
[niynHoBa eHuedanonaTia (NoB's3aHa 3 AMT)
[niumMHoBa eHuedanonarisa (nos's3aHa 3 GLDC)
XBopob6a HakonuyeHHs rrikoreHy Tun Ib

XBopoba HakonuyeHHs rnikoreny tun Il

len

MPL
ALGS6
MPI
TGM1
NTRK1
CHRNE
RAPSN
HAX1
SLC4A11
CTNS
HSD17B4
DHDDS
COL7A1
ADAMTS2
EVC
EVC2
EMD
NR2E3
ETHE1
GLA

F9
LDLR
LDLRAP1
KCNJ11
FANCA
FANCG
FKRP
FH
GALK1
SLC12A3
GCDH
ETFA
ETFDH
AMT
GLDC
SLC37A4

AGL

*Bkasye Ha nopyuienus 3 X-
3uennieHum ycnaoky8aHHsmM.



3axBoplOBaHHs

XBopo6a HakonnyeHHs rrikorery tun 1V
XBopo6a HakonNuyeHHs rnikoreHy tmun V
XBopob6a HakonuyeHHs rnikoreHy tun VII

GRACILE cuHgpom/Po3nagu, nos'asaHi 3 BCS1L

(Bkmovatoumn gediunt MiToxoHapianbHoro komnnekcy I,

cuHapom BitopHcTaaa, cuHapom Jli)
[ediuunTt ryaHignHoaueTaTtMeTunTpaHchepasm

CnapkoBa HenepeHOCMMICTb pyKTO3U

CnapgkoBun remoxpomatos (nos'sasannii 3 HJV)
CnapkoBuin remoxpomMatos (nos'sidaHuii 3 TFR2)
CuHgpom "'epmaHckoro-lNyanaka (nos'asannii 3 HPS1)
CwuHgpom Nepmanckoro-lNyanaka (nos'sazanui 3 HPS3)
[ediunt xonokapbokcunasuH cuHTeTasm
omouucTuHypis (nos'asaHa 3 CBS)

FomouucTuHypisa Yepes gediuut MTHFR
"omoumncTuHypis, TMn kobanamiH E

FoponetanbHuin cuHgpom Tvn 1

CvHOpOM rinepopHiTiHeMii, rinepamoHeMmii,

romoumTpyniHypii (HHH)

len

GBE1
PYGM

PFKM

BCS1L

GAMT
ALDOB
HJV
TFR2
HPS1
HPS3
HLCS
CBS
MTHFR
MTRR

HYLS1

SLC25A15

FinorippotnyHa ektogepmarnbHa ancnnasisa (nos'asaHa 3 EDA)* EDA

lnodocdarasisa

BpogykeHa mionatia tvn 2

I3oBanepuyHa aungemis

Bynbo3Hui enigepmonia (nos'a3annii 3 LAMA3)
Bynbo3Hun enigepmonia (nos'azaHnii 3 LAMB3)
Bynbo3Hui enigepmonis (nos'si3anni 3 LAMC2)
LAMAZ2-noB'a3aHa m'sazoBa guctpodis

AmaBpos Jlebepa Tvn 2

AmaBpos Jlebepa Tvn 5

AwmaBpos Jlebepa Tvn 8 / CRB1-nos'a3aHi posnaam
AwmaBpos Jlebepa Tvn 10 / CEP290-noB'si3aHi posnaau
AmaBpoa3 Jlebepa Tvn 13

CuHgpom Jli

CurHApOM neTanbHOi BPOO4XKeHOT KOHTpakTypu Tun 1/
MHOXWHHUIA BPOMKEHUIN apTPOrpmunos
JlelikoeHuedanonaris 3i 3HMKa4o Girol PeYoBUHOK
KiHuiBko-nosicHa M'a3oBa AMcTpodisa Tmn 2a
KiHuiBko-nosicHa m'sisoBa amctpodis Tun 2B
KiHuiBko-nosicHa m'sidoBa amctpodis tun 2C

KiHuiBko-nosicHa m'azoBa auctpodia Tun 2D

ALPL
GNE
IVD
LAMA3
LAMB3
LAMC2
LAMA2
RPEG5
LCAS
CRB1
CEP290
RDH12

LRPPRC

GLE1

EIF2B5
CAPN3
DYSF
SGCG

SGCA

3axBoplOBaHHSA

KiHuiBkO-nosicHa M'a3oBa guctpodisa Tvn 2E

JlinoigHa BpoaeHa rinepnnasis HagHMPKOBMX 3an03
Lediunt ninonpoTeiHninasm

[edb. posronaHutorosoi 3-rigpokciaunn-KoA-gerigporeHasu

BpomxeHa nisuHypis

[ediumnT nisocomanbHoi kvcroi Nninasw (Bkrtoyae xsopoby BornbmaHa

Ta XBopoby HAaKOMMYEHHS CKIMaHOro edpipy XonecTepuHy)
OCHOBHMI AediumnT KoMnIekcy rictocyMicHocTi kracy |l
XBopoba kneHosoro cupony (MSUD) tun 2
MeraneHuedanbHa nevikoeHuedanonaris Tun 1

XBopob6a MeHkeca / nos'sizaHi 3 ATP7A po3nagn®

MeTaxpomaTtuyHa nerkoguctpodis (nos'ssaHa 3 ARSA)
MeTtunmanoHoBa aungemis (nos'ssaHa 3 MMAA)
MeTunmanoHosa aungemis (nos'asaHa 3 MMAB)
MeTtunmanoHoBa aumgemis (nos'asaHa 3 MUT)
MeTunmanoHoBa auugemis 3 roMoUUCTUHYpieto, Tun C
MeTunmanoHoBa auugemist 3 roMOUUCTUHYpiIeto, Tun D
MikpodTanbmis / kniHiYHa aHoTanbMmis

Hediunt MiToxoHapiansbHoro kommnnekcy |/
cvHapom Jli (NDUFAF5-nos'asaHnin)

[ediunT MiToXoHApiansHoro kommnnekcy |/
cvHapom Jli (NDUFS6-noB's3aHuin)

CvHOPOM BUCHaXEHHS MiToxoHApianbHoi AHK
MiToxoHapianbHa mionaTia Ta cugepobnactHa aHemis 1

MitoxoHapianbHa HemporacTpoiHTeCTUHarbHa
eHuedanonatia (MNGIE)

MKS1-noB'a3aHi posnagu

Mykoninigo3a tvn I/l (nos'azannn 3 GNPTAB)
Mykoninigo3s tvn Il (nos'a3aHun 3 GNPTG)
Myxkomomnicaxapnuznos tun I (curapom Xanrepa)*
Mykononicaxapugo3s tin IIA (cuHgpom Can-®ininno A)

Mykononicaxapugos tun |11B

Mykononicaxapugos tvn [IIC (Cunapom CaHdinino) /
NIrMEHTHWI PETUHIT 73

Mykononicaxapngo3s tin 11D (CuHapom CaHdinino)
Myxkononicaxapugo3s tin IVB (CuHgpom Mopkio B) / GM1
raHrnioangos

Mykononicaxapungo3s tun IX
Mykononicaxapngos tin VI (Cungpom MapoTo-Jlami)

MHoXuHHa cynbgaTasHa He4oCTaTHICTb

len

SGCB
STAR
LPL
HADHA

SLC7A7

LIPA

CITA
DBT

MLCA1

ATP7A

ARSA
MMAA
MMAB
MUT
MMACHC
MMADHC

VSX2

NDUFAF5

NDUFS6

MPV17

PUS1

TYMP

MKS1
GNPTAB
GNPTG
IDS
SGSH

NAGLU

HGSNAT

GNS

GLB1

HYAL1
ARSB

SUMF1

*Bkasye Ha nopyuienHs 3 X-
3uenneHum ycnaokysanHsm.



3axBoplOBaHHs

Oediunt N-auetunrinyramaTcuHTasmn

HedporeHHuii HellykpoBuii AiabeT (nos'azaHnin 3 AQP2)
HedpoTnyHuii cHapoM / BpomKeHUi piHCbkuiA Hedpo3
HedpoTnyHuin cuHapom / cTepoig-pe3ncTeHTHUA
HedPOTUYHMIA CMHAPOM (noB'a3aHnn 3 NPHS2)
HewpoHHui uepoig-ninodgycuunHos (noe'saaHuin 3 MFSD8)
HewpoHHui uepoiag-ninodgycuunHos (nos'ssannin 3 PPT1)
HevipoHHuI Lepoia-ninodycunHos (noe'ssanuin 3 TPP1)
HevipoHHun Lepoia-ninodycunHos (nos'ssanmin 3 CLNS)

HenpoHHui uepoig-ninodycumHo3s (nos'a3aHu 3 CLNG)

HenpoHHun uepoia-ninodycumnHo3/IliBxivHa eminerncis
XBopoba HimaHHa-lMika Tuny C (nos's3aHa 3 NPC1)
XBopoba HimaHHa-lMika Tuny C (nos'asaHa 3 NPC2)
CuHgpom HevimereHa

Hediunt opHiTMH amiHoTpaHcdhepasu

OcteoneTpos (nos'asaxHun 3 TCIRG1)

Oediunt nepokcmcomansHoi aunn-KoA-okcuaasm
OediunT docdormiuepataeriaporeHasu
Monimikporipis (nos's3aHa 3 ADGRG1)

MopyLweHHs, nos'a3aHi 3 POMGNT1
MoHTouepebenngapHa rinonnasis (nos'asaHa 3 RARS2)
MoHTouepebennsapHa rinonnasis (nos's3aHa 3 SEPSECS)
MoHTouepebennsapHa rinonnasis (nos's3aHa 3 VRK1)
[MocTHaTanebHa nporpecytoya Mikpouedarnisi 3
cyaomMamu Ta atpodieto rofioBHOTO MO3KY
[MepBUHHMI AediunT KapHITUHY

MepBuHHa unniapHa AnckiHesis (nos'a3aHa 3 DNAHS)
MepBuHHa uuniapHa anckiHesis (nos'asaHa 3 DNAIT)
MepBuHHa uuniapHa anckiHesis (nos'asaHa 3 DNAI2)
MepBurHHa rinepokcanypis Tvn 1

[MepBrHHa rinepokcanypia Tin 2

MepBuHHa rinepokcanypis Tun 3

[porpecytoumnit CiMenHWiA BHYTPILLHONEYiHKOBMI XonecTas Tun 2

[MponioHoBa aumaemis (nos'asarHa 3 PCCA)
MponioHoBa aunaemis (noe'azaHa 3 PCCB)

Poanagu, noe's3zani 3 PRPS1* (Bkntoyatoum xBopoby
LLlapko-Mapi-Tyta T1n 5)

PSAP-noB'sizaHi po3nagun

lMikHopizocTo3
Hediumnt nipyBatkapbokcunasu

OediunTt nipysatgerigporeHasu (PDHA1-nos's3aHnin)*

len

NAGS
AQP2

NPHS1

NPHS2

MFSD8
PPT1
TPP1
CLN5
CLN6
CLN8
NPC1
NPC2
NBN

OAT
TCIRG1
ACOX1
PHGDH
ADGRG1
POMGNT1
RARS2
SEPSECS
VRK1

MED17

SLC22A5
DNAH5
DNAI1
DNAI2
AGXT
GRHPR
HOGA1
ABCB11
PCCA
PCCB

PRPS1

PSAP

CTSK
PC
PDHA1

3axBoplOBaHHSA

Oediunt nipyBataerigporeHasu (PDHB-nos'a3aHumn)
AuUMA03 HUPKOBUX KaHamnbLiB i3 rMyXoTor
MMirmeHTHUIA peTuHIT 25

MMirMmeHTHUIA peTuHIT 26

[MirMeHTHUI peTuHIT 28

PisomeniyHa ToukoBa xoHApoaicnnasis Tun 3

CuHppom PobepTca

MopyweHHs, nos'asaHi 3 RPGRIP1L (Bkntoyaroun cuHapom

XKybepa 7, cuHgpom COACH Ta cuHgpom Mekkens 5)

TMopyurenns, nos'a3ani 3 RTEL-1 (BK/I. BpO/PKeHMIT IUICKePaTO3)

XBopoba CaHaxodda

IMyHo-kicTkoBa gucnnasis LLnmke

TsKKUA KOMBIHOBaHWI iIMyHoaediuuT

TspKkUA kKoMBiHOBaHWI iMyHoaediuuT / cuHapom OMeHHa
(noB's3aHni 3 RAG2)

TsxKa BpogkeHa HenTponeHis (nos'asaHa 3 VPS45)
[MopyLueHHs cianoBoi KMcnoTtu

CuHgpowm LerpeHa-IlapcoHa

MopyLueHHs1, noB'A3aHi 3 SLC26A2 (Bkntoyaroun
niaTpodpivHy ancnnasito, atenocreoreHes Tmn 2,

axoHpporeHes Tuny 1B)
SLC35A3-noB'a3aHnii posnap,

CnactuyHa napanneris tun 15

CnactunyHa napanneris Tun 49

CnoHaunoTopakanbHbIi 4U30CTO3

Cwungpom Crin

Cungpom CTioBe-BigemaHa

Oediunt TeTparigpobiontepuHy (nos'asaHuii 3 PTS)
[utaya neviHkoBa HeOOCTATHICTb

[ediunT TMpO3nHrigpokcmnnasm

TuposnHemis Tun Il

CwHgpom Ywwepa Tuny IB/MYO7A-nos's3aHi posnaan
CuHgpom Ywepa tuny IC / USH1C-oB'a3aHi posnaau

CwuHgpom Ywepa tuny 1D

len

PDHB
ATP6V1B1
EYS
CERKL
FAM161A
AGPS
ESCO2

RPGRIP1L

RTEL1
HEXB
SMARCALA1

DCLRE1C

RAG2

VPS45
SLC17A5
ALDH3A2

SLC26A2

SLC35A3
ZFYVE26
TECPR2
MESP2
COL27A1
LIFR
PTS
TRMU
TH

TAT
MYO7A
USH1C
CDH23

Hed.aumn-CoA-gerigporerasu 3 ayxe gosrum nadu. (VLCAD) ACADVL

XBopoba BinbcoHa

MopyLweHHs, nos'asani 3 WNT10A

X-34yenneHui fediunT TpaHcnopTepa KpeaTuHy™
X-34enneHuii I0BEHINMbHUIN PETUHOLLN3NC™

X-34enneHa mMioTybynspHa MionaTisi*

ATP7B

WNT10A

SLC6A8
RS1

MTM1

*Bkasye Ha nopyuienHs 3 X-
3uenieHum ycnaokysanHsmM.



OOOATKOBI FTEHU

3axBoplOBaHHs

MirmeHTHa Kcepoaepma rpyna A
MirmeHTHa Kcepoaepma rpyna C
Posnapn cnektpy Llenserepa (nos'asaHuin 3 PEX2)

Posnap cnektpy Llenserepa (nos'asanun 3 PEX10)
Posnap cnektpy Llenserepa (nos'asanun 3 PEX12)
Hediunt 3-meTunkpoToHin-CoA-kapbokcunasu (3-MCC)
(nos'si3aHni 3 MCCC1)

Oediunt 3-meTunkpoTtoHnn-CoA-kapbokeunassl (3-MCC)
(nos's3aHnn 3 MCCC2)

AnkanToHypis

Anbga-1-aHTUTPUNCMHOBa HeOOCTaTHICTb

CuHagpom BepHapaa-Cynbe (GP1BA-noB'a3aHuin)

Cunppom BepHappa-Cynbe (GP9-nos'sa3aHuin)
Lediumnt 6ioTnHIigasmn

Hediunt daktop V (daktop llerineH)

Hediunt daktopa Xl (remodpinis C)

CimeliHa cepe;3eMHOMOpPCbKa NMMXOMaHKa

OediumnTt rmoko3o-6-ocdartaerigporeHasn (G6PD)*
CnapgkoBui remoxpomatos (nos'asaHnii 3 HFE)

[MpoTpomb6iH-noB'asaHa Tpombodinis

len

XPA

XPC

PEX2

PEX10

PEX12

MCCC1

MCCC2

HGD
SERPINA1
GP1BA
GP9
BTD

F5

F11
MEFV
G6PD
HFE

F2

*Brasye Ha nopyuienHs 3 X-34enneHum ycnaokysanHsm.






