NIPDGceENETICS

VERALZENE

comprehensive NIPT

BOLI MONOGENICE TESTATE DE VERAgene

Deficienta de 3-hidroxi-3-metilglutaril-coenzimei A liaza HMGCL Sever
Deficienta de 3-metilcrotonil-CoA carboxilaza 1 mccci MET Sever
Deficienta de 3-metilcrotonil-CoA carboxilaza 2 mceez MET Sever
Abetalipoproteinemie MTTP DIG, NEUR, OPTH, HEM Sever
Deficit de oxidaza Acyl-CoA | ACOXT NEUR Foarte sever
Sindromul Aicardi-Goutieres SAMHDI1 NEUR Sever
Sindromul Alport X-linkat COL4A5 REN, OPTH, HEAR Sever
Sindromul Alstrom ALMST OPTH, HEAR, REN, CARD  Sever
Sindromul Andermann SLCI2A6 MUSC, NEUR Sever
Deficit de aromataza CYPI9AT SD Moderat
Artrogripoza, Retard mental, Convulsii SLC35A3 MET Sever
Deficienta de asparagin sintetaza ASNS NEUR Foarte sever
Aspartilglicozaminurie AGA MET, NEUR Sever

Boala polichistica renala autozomala recesiva PKHDI REN Sever
Sindromul Bardet Biedl| (corespunzator BBS1) BBSI1 OPTH, MET, END Sever
Sindromul Bardet-Biedl| (corespunzator BBS12) BBSI2 OPTH Sever

Beta talasemie HBB HEM Foarte sever
Deficit de biotinidaza BTD MET Sever

Boala Canavan ASPA NEUR Sever
Sindromul Carpenter RAB23 SKEL Sever
Coreacantocitoza VPSI3A NEUR Moderat
Coroideremie, X-linkata CHM OPTH Sever
Deficit de citrina SLC25A13 MET Moderat
Deficit de fosforilare combinata oxidativa 3 TSFM NEUR, MET, CARD Foarte sever
Boala congenitala de glicozilare tip 1A (legata de PMM2) PMM2 MET Sever
Neutropenie congenitala (legata de HAXT) HAXT IMM Sever
Sindromul Crigler Najjar, tip | UGTIAT MET Foarte sever
Fibroza chistica * CFTR RESP, DIG Foarte sever
Deficit de factor Xl F11 HEM Sever
Dizautonomie familiala IKBKAP NEUR Moderat
Anemie Fanconi, tip C FANCC IMM Sever
Anemie Fanconi, tip G FANCG HEM Sever

Boala Gaucher GBA NEUR, HEP, CARD Sever
Acidemie glutarica tip 2A ETFA MET Moderat
Encefalopatie glicinica (leagata deGLDC) GLDC MET Foarte sever
Boala de stocare a glicogenului tip 1A G6PC MET Moderat
Boala de stocare a glicogenului tip 1B SLC37A4 MET Moderat
Boala de stocare a glicogenului tip 3 AGL MET Sever

Boala de stocare a glicogenului tip 7 PFKM MET Sever
Sindromul GRACILE BCSIL MET Foarte sever
Intoleranta ereditara la fructoza ALDOB MET Moderat
Homocistinurie, tip cblE MTRR MET Sever
Sindromul Hydrolethalus HYLST NEUR, CARD Foarte sever
Miopatie cu corpi de incluziune, tip 2 GNE MUSC Moderat
Acidemie isovalerica IVD MET Sever
Sindromul Joubert, tip 2 TMEM216 NEUR Sever
Epidermoliza bulosa jonctionala, tip Herlitz LAMC2 SKIN Sever
lhtioza lamelara, tip 1 TGM1 MET Moderat
Amauroza congenitala Leber (legata de LCAS5) LCA5 OPTH Sever
Sindromul Leigh, tip franco-canadian LRPPRC NEUR, MUSC Sever
Leucoencefalopatie cu materie alba disparuta EIF2B5 NEUR Sever

*VERAgene testeazd mutatii care determina fenotipul classic de fibroza chistica.



Hipoplazie a celulelor Leydig [rezistenta la hormon luteinizant] LHCGR SD Moderat
Distrofie musculara forma centurilor, tip 2E SGCB MUSC Sever
Deficit de lipoamida dehidrogenaza [boala urinei cu miros de sirop de artar, tip 3] DLD MET Sever
Deficit de lipoprotein lipaza LPL MET Moderat
Deficienta de dehidrogenaza 3-hidroxiacil-CoA cu lant lung HADHA MET Sever
Intoleranta la proteina lisinurica SLC7A7 MET Sever

Boala urinei cu miros de sirop de artar, tip 1B BCKDHB MET Sever
Acidemie metilmalonica (legata de MMAA) MMAA MET Foarte Sever
Acidurie metilmalonica, tip Mut(0) MUT MET Sever
Acidurie metilmalonica si homocistinurie, tip cbIC MMACHC MET Sever
Acidurie metilmalonica si homocistinurie, tip cbID MMADHC MET Sever
Mucopolizaharidoza, tip Il [Sindromul Hunter], X-linkata IDS RESP, CARD Foarte Sever
Mucopolizaharidoza, tip IlIC [Sanfilippo C] HGSNAT MET, NEUR, OPTH Sever
Deficienta de sulfataze multiple SUMF1 MET Foarte Sever
Miopatie miotubulara, X-linkata MTMI MUSC Sever
E:;ar?:cegitg)rgﬁleegl:taé?%E)s\l/r;c;;om de depletie a ADN mitocondrial MPVI7 NEUR Sever
Lipofuscinoza ceroida neuronala (legata de CLN8) CLN8 NEUR Foarte Sever
Lipofuscinoza ceroida neuronala (legata de MFSD8) MFSD8 NEUR Foarte Sever
Lipofuscinoza ceroida neuronala (legata de TPP1) TPP1 NEUR Foarte Sever
Sindromul de rupere Nijmegen NBN NEUR Sever
Sindromul Omenn (legat de RAG2) RAG2 IMM Foarte Sever
Deficienta de ornitin-aminotransferaza OAT OPTH Moderat
E;frigiir;'t’i”c:i:)i;n(iii':lt_'r;nslocazé [Sindromul de hiperornitinemie-hiperamonemie- SLC25ATS MET Sever
Sindromul Pendred SLC26A4 HEAR, END Moderat
Boli de peroxizomo-biogeneza Spectrul de sindroame Zellweger (legate de PEX1) PEXT MET Sever

Boli de peroxizomo-biogeneza Spectrul de sindroame Zellweger (legate de PEX2) PEX2 MET Sever
Fenilcetonurie PAH MET Foarte Sever
Hipoplazie ponto-cerebeloasa, tip 1A VRKI1 NEUR, MUSC Foarte Sever
Hipoplazie ponto-cerebeloasa, tip 2D SEPSECS NEUR Foarte Sever
Hipoplazie ponto-cerebeloasa, tip 2E VPS53 NEUR Foarte Sever
Dischinezie ciliara primara (legata de ADNH5) DNAH5 RESP, INF Moderat
Dischinezie ciliara primara (legata de ADNIT) DNAIT RESP, INF Moderat
Hiperoxalurie primara, tip 3 HOGAT REN, MET Moderat
Picnodisostoza CTSK MET Sever
Deficienta de piruvat dehidrogenaza (legata de PDHB) PDHB NEUR, MET Sever
Distrofie retiniana (legata de RLBP1) [distrofie retiniana Bothnia] RLBPT OPTH Sever
Retinita pigmentara 25 (legata de EYS) EYS OPTH Sever
Retinita pigmentara 59 (legata de DHDDS) DHDDS OPTH Sever
Sindromul Sanfilippo, tip D [Mucopolizaharidoza I11D] GNS MET Sever
Imunodeficienta combinata grava, tipul Athabaskan DCLREIC IMM Foarte Sever
Imunodeficienta combinata grava, X-linkata IL2RG IMM Foarte Sever
Anemie falciform3 HBB HEM Foarte Sever
Sindromul Sjégren-Larsson ALDH3A2 MET Sever
Sindromul nefrotic rezistent la steroizi NPHS2 REN Sever
Sindromul Stuve-Wiedemann LIFR SKEL Sever

Boala Tay-Sachs HEXA MET Foarte Sever
Sindromul Usher, tip 1F PCDH15 HEAR Moderat
Sindromul Usher, tip 3 CLRNT HEAR, OPTH Moderat
Boala Wolman LIPA MET, HEP Sever
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O afectiune poate fi clasificata in tipuri diferite. Clasificarea aceasta se bazeaza pe cele mai comune simptome asociate fiecarei afectiuni.
Gradul de severitate poate varia si depinde de mutatii, semne si simptome specifice.
Rezultatele si conduita medicala trebuie intotdeauna interpretate in context clinic, in functie de alte date clinice.

Se recomanda consilierea genetica in cazul unui rezultat cu risc crescut.
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