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Variant: NM_000022.4(ADA):c.201C>G (p.Tyr67Ter)
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1075328 (ClinVar) (4 NM_000022.4(ADA):c.201C>G (p.Tyr67Ter)
Gene: ADA (HGNC:100) NM_000022.4:c.201C>G
Condition: adenosine deaminase deficiency (MONDO:0007064) NC_000020.11:9.44629064G>C
Inheritance Mode: Autosomal recessive inheritance CM000682.2:9.44629064G>C
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The NM_000022.4(ADA):c.201C>G (p.Tyr67Ter) variant in ADA is a nonsense variant predicted to cause a premature stop codon in
biologically relevant exon 3/12 leading to nonsense-mediated decay in a gene in which loss-of-function is an established disease
mechanism (PVS1). This variant is absent from gnomAD v2.1.1 (PM2_Supporting). This variant has been reported in ClinVar without patient
information; however, it has not been reported in the literature to our knowledge. In summary, this variant meets the criteria to be
classified as Likely Pathogenic for SCID. ACMG/AMP criteria applied, as specified by the ClinGen SCID-VCEP: PVS1 and PM2_Supporting
(VCEP specifications version 1).

Met criteria codes

PM2_Supporting a v This variant is absent from gnomAD v2.1.1 (PM2_Supporting).

PVS1 B v The c.201C>G (p.Tyr67Ter)(NM_000022.4) variant in ADA is a nonsense variant predicted to cause a premature stop
codon in biologically relevant exon 3/12 leading to nonsense-mediated decay in a gene in which loss-of-function is
an established disease mechanism (PVS1).

Not Met criteria codes

PP4 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline
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of information contained on this website. If you have questions about the information contained on this website, please see a health care professional.
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