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Variant: NM_000022.4(ADA):c.425G>A (p.Arg142Glin)

, ]
CA20600902 HGVS expressions
68262 (ClinVar) (4 NM_000022.4(ADA):c.425G>A (p.Arg142Glin)
Gene: ADA (HGNC:100) NM_000022.4:c.425G>A
Condition: adenosine deaminase deficiency (MONDO:0007064) NC_000020.11:9.44625622C>T
Inheritance Mode: Autosomal recessive inheritance CM000682.2:9.44625622C>T
UUID: 0bf86526-9d24-4027-b0fa-f37b88888f3c NC_000020.10:9.43254263C>T
Approved on: 2024/1/10 CM000682.1:9.43254263C>T
Published on: 2024/1/10 NC 000020.9:9.42687677C>T

NG 007385.1:9.31114G>A
ENST00000492931.6:n.516G>A
ENST00000536076.2:¢.272G>A
ENST00000536532.6:¢.425G>A
ENST00000537820.2:¢.425G>A
ENST00000539235.6:¢.219-2544G>A
ENST00000695889.1:¢.219-2692G>A
ENST00000695890.1:n.2228G>A
ENST00000695891.1:¢.219-2692G>A
ENST00000695927.1:c.503G>A
ENST00000695949.1:c.422G>A
ENST00000695957.1:c.362+834G>A
ENST00000695991.1:¢.217-2692G>A
ENST00000695992.1:c.425G>A
ENST00000695993.1:c.425G>A
ENST00000695994.1:c.425G>A
ENST00000695995.1:¢.217-2544G>A
ENST00000695996.1:n.496G>A
ENST00000695997.1:n.433+834G>A
ENST00000696003.1:n.517G>A
ENST00000696004.1:n.517G>A
ENST00000696006.1:c.425G>A
ENST00000696007.1:c.329+834G>A
ENST00000696008.1:n.341G>A
ENST00000696009.1:n.536G>A
ENST00000696017.1:¢.422G>A
ENST00000696034.1:c.425G>A
ENST00000696035.1:n.535G>A
ENST00000696036.1:n.1115G>A
ENST00000696037.1:n.2102G>A
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ENST00000696038.1:c.*171G>A
ENST00000696039.1:n.713G>A
ENST00000696058.1:c.425G>A
ENST00000696059.1:c.*370G>A
ENST00000696060.1:c.425G>A
ENST00000696061.1:c.422G>A
ENST00000696062.1:c.488G>A
ENST00000696063.1:c.500G>A
ENST00000696064.1:c.272G>A
ENST00000696065.1:€.66-2692G>A
ENST00000696075.1:c.*395G>A
ENST00000696076.1:c.425G>A
ENST00000696077.1:c.422G>A
ENST00000696078.1:c.425G>A
ENST00000696079.1:c.425G>A
ENST00000696080.1:c.425G>A
ENST00000696082.1:c.503G>A
ENST00000696083.1:n.67G>A
ENST00000696084.1:n.526G>A
ENST00000696104.1:c.362+834G>A
ENST00000696105.1:c.425G>A
ENST00000372874.9:c.425G>A
ENST00000372874.8:c.425G>A
ENST00000464097.5:n.99G>A
ENST00000492931.5:n.509G>A
ENST00000536532.5:¢.425G>A
ENST00000537820.1:c.425G>A
ENST00000539235.5:¢.219-2544G>A
NM_000022.2:c.425G>A
NM_000022.3:c.425G>A
NM_001322050.1:c.73+834G>A
NM_001322051.1:c.425G>A
NR_136160.1:n.576G>A
NM_001322050.2:c.73+834G>A
NM_001322051.2:c.425G>A
NR_136160.2:n.517G>A
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Evidence submitted by expert panel

Severe Combined Immunodeficiency Disease VCEP

NM_000022.4(ADA):c.425G>A is a missense variant predicted to cause substitution of Arginine by Glutamine at amino acid 142
(p-Argl142GIn). The filtering allele frequency (the upper threshold of the 95% CI of 975/74574 alleles) of the c.425G>A variant in ADA is
0.01222 for African/African American chromosomes by gnomAD v.4, which is higher than the ClinGen SCID VCEP threshold (>0.00721) for
BAl and therefore meets this criterion (BAl). This variant has been observed in 6 homozygous individuals in gnomAD v.4, a condition with
full penetrance at an early age (BS2_Supporting). In summary, this variant meets the criteria to be classified as Benign for autosomal
recessive SCID. ACMG/AMP criteria applied, as specified by the ClinGen SCID-VCEP: BA1 and BS2_Supporting. (VCEP specifications version
1).

Met criteria codes

BAl B v The filtering allele frequency (the upper threshold of the 95% CI of 975/74574 alleles) of the c.425G>A variant in
ADA is 0.01222 for African/African American chromosomes by gnomAD v.4, which is higher than the ClinGen SCID
VCEP threshold (>0.00721) for BA1 and therefore meets this criterion (BA1).

BS2_Supporting a v This variant has been observed in 6 homozygous individuals in gnomAD v.4, a condition with full penetrance at an
early age (BS2_Supporting).
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