NIPDGcenETICS

VERA 1€

comprehensive NIPT

JTncTta Ha 100 MOHOreHeTCKM bonecTtu

‘ g
e

3-Hydroxy-3-Methylglutaryl-Coenzyme A Lyase Deficiency HMGCL MET Te>kok
3-Methylcrotonyl-CoA Carboxylase Deficiency 1 Mcccl MET TeXxok
3-Methylcrotonyl-CoA Carboxylase Deficiency 2 mccez MET Te>Xkok
Abetalipoproteinemia MTTP DIG,NEUR,OPTH,HEM TeXkok
Acyl-CoA Oxidase | Deficiency ACOX1 NEUR MHory Texxok
Aicardi-Goutiéres Syndrome SAMHDI NEUR TeXxok

Alport Syndrome, X-Linked COL4A5 REN,OPTH,HEAR TeXxok
Alstrom Syndrome ALMST OPTH,HEAR,REN,CARD TeXxoK
Andermann Syndrome SLCI2A6 MUSC,NEUR Texxok
Aromatase Deficiency CYPI9AT SD YmepeH
Arthrogryposis Mental Retardation Seizures SLC35A3 MET TeXxok
Asparagine Synthetase Deficiency ASNS NEUR MHory Te>xok
Aspartylglycosaminuria AGA MET,NEUR Te>xok
Autosomal Recessive Polycystic Kidney Disease PKHDI REN Te>xok
Bardet-Biedl Syndrome (BBSl-related) BBSI OPTH,MET,END Texxok

Bardet Biedl Syndrome (BBS12-related) BBSI2 OPTH Texxok

Beta Thalassemia HBB HEM MHory Te>xoK
Biotinidase Deficiency BTD MET Texxok
Canavan Disease ASPA NEUR Te>kok
Carpenter Syndrome RAB23 SKEL MHory Te>xok
Choreacanthocytosis VPSIZA NEUR MHory Te>xok
Choroideremia, X-Linked CHM OPTH TeXkok

Citrin Deficiency SLC25A13 MET YmepeH
Combined Oxidative Phosphorylation Deficiency 3 TSFM NEUR,MET,CARD MHory TeXxoK
Congenital Disorder of Glycosylation, Type 1A (PMM2-related) PMM2 MET Texxok
Congenital Neutropenia (HAX]-related) HAX1 IMM Te>Xkok

Crigler Najjar Syndrome, Type | UGTIAT MET MHory Te)xok
Cystic Fibrosis * CFTR RESP,DIG MHory Te>xok
Factor XI Deficiency F11 HEM Te>Xkok
Familial Dysautonomia IKBKAP NEUR YmepeH
Fanconi Anemia, Type C FANCC IMM TeXkok
Fanconi Anemia, Type G FANCG HEM Texxok
Gaucher Disease GBA NEUR,HEP,CARD Te>Xxok
Glutaric Acidemia, Type 2A ETFA MET YmepeH
Glycine Encephalopathy (GLDC-related) GLDC MET MHory Te>Xok
Glycogen Storage Disease, Type 1A G6pPC MET YmepeH
Glycogen Storage Disease, Type 1B SLC37A4 MET YmepeH
Glycogen Storage Disease, Type 3 AGL MET Texxok
Glycogen Storage Disease, Type 7 PFKM MET Te>kok
GRACILE Syndrome BCSIL MET MHory Te>xok
Hereditary Fructose Intolerance ALDOS MET YmepeH
Homocystinuria, Type cblE MTRR MET Texxok
Hydrolethalus Syndrome HYLSI NEUR,CARD MHory Te)xok
Inclusion Body Myopathy, Type 2 GNE MUSC YmepeH
Isovaleric Acidemia VD MET TeXxok
Joubert Syndrome, Type 2 TMEMZ16 NEUR Te>xok
Junctional Epidermolysis Bullosa, Herlitz Type LAMC2 SKIN Te>Xkok
Lamellar Ichthyosis, Type 1 TGMI1 MET YmepeH

Leber Congenital Amaurosis (LCA5-related) LcAS OPTH Te>kok

Leigh Syndrome, French-Canadian Type LRPPRC NEURMUSC Te>xxok
Leukoencephalopathy with Vanishing White Matter ElF2B5 NEUR TeXkok

* VERAgene BpLIK TeCTVpatkbe 3a MyTaLvu Ha FeHW KoM NPeamn3BrKyBaaT KnackyeH GeHoTUn Ha

LnctuuHa dpmbposa.



Leydig Cell Hypoplasia [Luteinizing Hormone Resistance] LHCGR SD YmepeH

Limb Girdle Muscular Dystrophy, Type 2E sGeB MUSC Texxok
Lipoamide Dehydrogenase Deficiency [Maple Syrup Urine Disease, Type 3] DLD MET Texxok
Lipoprotein Lipase Deficiency LPL MET YmepeH

Long Chain 3-Hydroxyacyl-CoA Dehydrogenase Deficiency HADHA MET Te>xok
Lysinuric Protein Intolerance SLC7A7 MET Texxok

Maple Syrup Urine Disease, Type 1B BCKDHB MET Te>xok
Methylmalonic Acidemia (MMAA-related) MMAA MET MHory Te>kok
Methylmalonic Aciduria, Type Mut(0) mMUT MET Texxok
Methylmalonic Aciduria and Homocystinuria, Type cblC MMACHC MET Texxok
Methylmalonic Aciduria and Homocystinuria, Type cblD MMADHC MET Texok
Mucopolysaccharidosis, Type Il [Hunter Syndrome], X-Linked IDS RESP,CARD MHory Texok
Mucopolysaccharidosis, Type IIC [Sanfilippo C] HGSNAT MET,NEUR,OPTH Texok
Multiple Sulfatase Deficiency SUMFI MET MHory Texok
Myotubular Myopathy, X-Linked MTMI MUSC Uil

Navajo Neurohepatopathy [MPV17-related Hepatocerebral Mitochondrial DNA  p\77 NEUR Te>xok
Depletion Syndrome]

Neuronal Ceroid Lipofuscinosis (CLN8-related) CLN8 NEUR MHory Texxok
Neuronal Ceroid Lipofuscinosis (MFSD8-related) MFSD8 NEUR MHory Te>cok
Neuronal Ceroid Lipofuscinosis (TPP1-related) TPPI NEUR MHory Te>xok
Nijmegen Breakage Syndrome NBN NEUR Te>xok
Omenn Syndrome (RAG2-related) RAG2 IMM MHory Te>xok
Ornithine Aminotransferase Deficiency OAT OPTH YmepeH
Ornithine Translocase Deficiency [Hyperornithinemia-Hyperammonemia SLCIEATS MET Te>koK
-Homocitrullinuria (HHH) Syndrome]

Pendred Syndrome SLC26A4 HEAR,END YmepeH
Peroxisome Biogenesis Disorders Zellweger Syndrome Spectrum (PEX1-related) PEX] MET Texxok
Peroxisome Biogenesis Disorders Zellweger Syndrome Spectrum (PEX2-related) PEX2 MET TeXxok
Phenylketonurea PAH MET MHory Texxok
Pontocerebellar Hypoplasia, Type 1A VRKI1 NEUR, MUSC MHory Te>xok
Pontocerebellar Hypoplasia, Type 2D SEPSECS NEUR MHory Te)ok
Pontocerebellar Hypoplasia, Type 2E VPS53 NEUR MHory Te>xok
Primary Ciliary Dyskinesia (DNAH5-related) DNAHS5 RESP,INF YmepeH
Primary Ciliary Dyskinesia (DNAIl1-related) DNAIT RESP,INF YmepeH
Primary Hyperoxaluria, Type 3 HOGAT RESP,MET YmepeH
Pycnodysostosis CTSK MET Texxok
Pyruvate Dehydrogenase Deficiency (PDHB-Related) PDHB NEURMET TeXxok

Retinal Dystrophy (RLBPI1-related) [Bothnia Retinal Dystrophy] RLBPI OPTH TeXxok
Retinitis Pigmentosa 25 (EYS-related) EYS OPTH Te>koK
Retinitis Pigmentosa 59 (DHDDS-related) DHDDS OPTH Texxok
Sanfilippo Syndrome, Type D [Mucopolysaccharidosis I11D] GNS MET TeXxok

Severe Combined Immunodeficiency, Type Athabaskan DCLREIC IMM MHory Te>xoK
Severe Combined Immunodeficiency, X-Linked IL2RG IMM MHory Te>xok
Sickle-Cell Disease HBB HEM MHory Te)xok
Sjogren-Larsson Syndrome ALDH3A2 MET Te>Xxok
Steroid-Resistant Nephrotic Syndrome NPHS2 REN TeXxok
Stuve-Wiedemann Syndrome LIFR SKEL Texxok
Tay-Sachs Disease HEXA MET MHory Te>xok
Usher Syndrome, Type 1F PCDH15 HEAR YmepeH

Usher Syndrome, Type 3 CLRNT HEAR,OPTH YmepeH
Wolman Disease LIPA MET,HEP Texxok
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Bonecta Moxe ga ce knacmouumpa BO HEKONKY BMOOBW. HaBefeHaTa knacudbmkaumja ce 3aCHOBa Ha HajuyecTUTe CUMMNTOMUM MOBP3aHW CO
cekoja cocTojb6a. CTeneHOoT Ha CepMO3HOCTa Ha cocTojbaTa MOXe fla Bapupa W 3aBUCK of, cneumnduryHaTta MyTaumja, 3HaLUmM U CUMNTOMM.

Pesynmmre n MOXXHUTE C/1egHN YeKopu cekorawd Tpeéa Aa ce pa3rnefyBaaT BO KOHTEKCT HA APYruTe KINHUYKU KPpUTepuymu un Tpeéa uesiocHo ga ce
AWCKYTUPAQAT CO BALLMOT OKTOP. [@HEeTCKO coBeTyBaH-e ce rpernopayysd Kora Ke ce go6une PEe3ynITaT CO BUCOK PU3UMK.
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