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HGVS expressions
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NM_206933.4(USH2A):c.14419G>A (p.Ala4807Thr)
NC_000001.11:9.215648691C>T
CM000663.2:9.215648691C>T
NC_000001.10:9.215822033C>T
CM000663.1:9.215822033C>T
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The variant NM_206933.4:c.14419G>A in USH2A is a missense variant predicted to cause substitution of alanine by threonine at amino acid
4807 (p.Alad4807Thr). The filtering allele frequency (the upper threshold of the 95% CI of 5/30782) of the ¢c.14419G>A variant in USH2A is
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0.00006365 for South Asian chromosomes by gnomAD v2.1.1, which is lower than the ClinGen Hearing Loss VCEP threshold (<0.00007) for
PM2_Supporting, and therefore meets this criterion (PM2_Supporting). In summary, the clinical significance of this variant is uncertain.
ACMG/AMP criteria applied, as specified by the Hearing Loss Expert Panel: PM2_Supporting (ClinGen Hearing Loss VCEP specifications
version 2; 2/21/2024).
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