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Severe Combined Immunodeficiency Disease VCEP

The NM_000448.3:c.1346G>A variant in RAG1 is a missense variant predicted to cause the substitution of Arginine by Lysine at amino acid
449 (p.Arg449Lys). The filtering allele frequency (the lower threshold of the 95% CI of 21803/1180030) of the c.1346G>A variant in RAGL1 is
0.01837 for European (non-Finnish) chromosomes by gnomAD v.4, which is higher than the ClinGen SCID VCEP threshold (>0.00872) for
BA1l and, therefore, meets this criterion (BAl). Additionally, 207 homozygous adults are reported on gnomAD v.4 (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

BS2_Supporting a v 207 homozygous adults are reported on GhomAD v.4, BS2 Supporting is Met.

BAl a v The filtering allele frequency (the lower threshold of the 95% Cl of 21803/1180030) of the c.1346G>A variant in
RAG1 is 0.01837 for European (non-Finnish) chromosomes by gnomAD v.4, which is higher than the ClinGen SCID
VCEP threshold (>0.00872) for BA1, and therefore meets this criterion (BA1l).

Curation History '

Showing 1 to 1 of 1 rows

The information on this website is not intended for direct diagnostic use or medical decision-making without review by a genetics professional. Individuals should not change their health behavior solely on the basis
of information contained on this website. If you have questions about the information contained on this website, please see a health care professional.

ClinGen Terms of Use.
» Powered by BCM's Genboree.


https://www.clinicalgenome.org/docs/terms-of-use/
http://genboree.org/
https://erepo.genome.network/evrepo/ui/summary/classification/9a1a1479-2183-4e3d-bff7-3898c6865d3a/version

