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NIPT Veragene - lista bolilor monogenice testate

Testul analizeaza peste 2000 de mutatii pentru depistarea riscului fetal pentru 100 de boli monogenice
autozomal recesive si X-linkate. Afectiunile sunt enumerate in ordine alfabetica.

1 Abetalipoproteinemie MTTP
2 Acidemie glutarica tip 2A ETFA

3 Acidemie izovalerica IVD

4 Acidemie metilmalonica (MMAA) MMAA
5 Acidurie metilmalonica cu homocistinurie, tip cblC MMACHC
6 Acidurie metilmalonica cu homocistinurie, tip cblD MMADHC
7 Acidurie metilmalonica, tip mut(0) mMUT
8 Amauroza congenitald Leber (LCA5) LCAS

9 Anemie Fanconi tip C FANCC
10 Anemie Fanconi tip G FANCG
11 Artrogripoza cu retard mintal si convulsii SLC35A3
12 Aspartilglucozaminurie AGA
13 Beta-talasemie HBB
14 Boala Canavan ASPA
15 Boala Gaucher GBA
16 Boala Tay-Sachs HEXA
17 Boala urinii cu miros de sirop de artar, tip 1B BCKDHB
18 Boala Wolman LIPA
19 Boala polichistica renald autozomal recesiva PKHD1
20 Coreoacantocitoza VPS13A
21 Coroideremie X-linkata CHM
22 Deficit combinat de fosforilare oxidativa tip 3 TSFM
23 Deficit de 3-hidroxi-3-metilglutaril-CoA liaza HMGCL
24 Deficit de 3-hidroxiacil-CoA dehidrogenaza a acizilor grasi cu lant lung (LCHAD) HADHA
25 Deficit de 3-metilcrotonil-CoA carboxilaza tip 1 MCCccC1
26 Deficit de 3-metilcrotonil-CoA carboxilaza tip 2 mcce2
27 Deficit de acil-CoA oxidaza 1 ACOX1
28 Deficit de aromataza CYP19A1
29 Deficit de asparagin-sintetaza ASNS
30 Deficit de biotinidaza BTD
31 Deficit de citrind SLC25A13
32 Deficit de factor XI F11
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63
64
65
66
67
68
69
70
71

Deficit de lipoamid-dehidrogenaza (boala urinii cu miros de sirop de artar, tip 3)

Deficit de lipoproteinlipaza

Deficit de ornitin-aminotransferaza

Deficit de ornitin-translocaza (sindrom HHH — hiperornitinemie, hiperamoniemie,

homocitrulinurie)

Deficit de piruvat-dehidrogenaza (PDHB)

Deficit multiplu de sulfataza

Disautonomie familiald

Diskinezie ciliara primara (DNAH5)

Diskinezie ciliara primara (DNAI1)

Distrofie musculara a centurilor tip 2E

Distrofie retinianad Bothnia (RLBP1)

Encefalopatie glicinica (GLDC)

Epidermoliza buloasa jonctionala, tip Herlitz
Fenilcetonurie (deficit de fenilalanin-hidroxilaza)
Fibroza chistica*

Glicogenoza tip 1A

Glicogenoza tip 1B

Glicogenoza tip 3

Glicogenoza tip 7

Hiperoxalurie primara tip 3

Hipoplazia celulelor Leydig (rezistenta la LH)
Hipoplazie pontocerebeloasa tip 1A

Hipoplazie pontocerebeloasa tip 2D

Hipoplazie pontocerebeloasa tip 2E
Homocistinurie, tip cblE

Ihtioza lamelara tip 1

Imunodeficienta combinata severa X-linkata
Imunodeficienta combinata severa, tip Athabaskan
Intoleranta ereditara la fructoza

Intoleranta la proteine cu lizinurie
Leucoencefalopatie cu substanta alba evanescenta
Lipofuscinoza ceroida neuronala (CLN8)
Lipofuscinoza ceroida neuronala (MFSD8)
Lipofuscinoza ceroida neuronala (TPP1)

Miopatie cu corpi de incluziune tip 2

Miopatie miotubulara X-linkata
Mucopolizaharidoza tip Il (sindrom Hunter), X-linkata
Mucopolizaharidoza tip IlIC (sindrom Sanfilippo C)
Mucopolizaharidoza tip llID (sindrom Sanfilippo D)

DLD
LPL
OAT

SLC25A15

PDHB
SUMF1
ELP1
DNAH5
DNAI1
SGCB
RLBP1
GLDC
LAMC2
PAH
CFTR
G6PC
SLC37A4
AGL
PFKM
HOGA1
LHCGR
VRK1
SEPSECS
VPS53
MTRR
TGM1
IL2RG
DCLRE1C
ALDOB
SLC7A7
EIF2B5
CLN8
MFSD8
TPP1
GNE
MTM1
IDS
HGSNAT
GNS
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* Testul detecteazd mutatiile care determind fenotipul clasic de fibrozd chisticd.

Absenta variantelor patogene in genele testate reduce, dar nu exclude, riscul unei afectiuni genetice.
inalt” se confirmd prin diagnostic prenatal invaziv si necesitd consiliere geneticd.

Neurohepatopatie Navajo (sindrom de depletie a ADN-ului mitocondrial, forma

hepatocerebrald)

Neutropenie congenitala (HAX1)
Picnodisostoza

Retinitd pigmentara 25 (EYS)
Retinita pigmentara 59 (DHDDS)
Siclemie (anemie falciforma)
Sindrom Aicardi-Goutiéres
Sindrom Alport X-linkat
Sindrom Alstrém

Sindrom Andermann

Sindrom Bardet-BiedI (BBS1)
Sindrom Bardet-Bied| (BBS12)
Sindrom Carpenter

Sindrom Crigler-Najjar tip |
Sindrom GRACILE

Sindrom hidroletal

Sindrom Joubert tip 2

Sindrom Leigh, tip franco-canadian
Sindrom nefrotic corticorezistent
Sindrom Nijmegen

Sindrom Omenn (RAG2)
Sindrom Pendred

Sindrom Sjogren-Larsson
Sindrom Stiive-Wiedemann
Sindrom Usher tip 1F

Sindrom Usher tip 3

Tulburare congenitala de glicozilare tip 1A (PMM2)
Tulburari de biogeneza peroxizomala — spectrul Zellweger (PEX1)

Tulburari de biogeneza peroxizomala — spectrul Zellweger (PEX2)

MPV17

HAX1
CTSK
EYS
DHDDS
HBB
SAMHD1
COL4A5
ALMS1
SLC12A6
BBS1
BBS12
RAB23
UGT1A1
BCS1L
HYLS1
TMEM216
LRPPRC
NPHS2
NBN
RAG2
SLC26A4
ALDH3A2
LIFR
PCDH15
CLRN1
PMM2
PEX1
PEX2

Un rezultat ,risc



