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Evidence submitted by expert panel

Hearing Loss VCEP

The filtering allele frequency of the p.Tyrl08= variant in the MYO7A gene is 1.45% (300/18658) of East Asian chromosomes by the Genome
Aggregation Database (http://gnomad.broadinstitute.org; calculated by using inverse allele frequency at


https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA132282.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/43201
https://www.ncbi.nlm.nih.gov/gene/4647
https://www.ebi.ac.uk/ols/ontologies/mondo/terms?iri=http%3A%2F%2Fpurl.obolibrary.org%2Fobo%2FMONDO_0019497
http://clinicalgenome.org/affiliation/50007
https://cspec.genome.network/cspec/ui/svi/affiliation/50007

https://www.cardiodb.org/allelefrequencyapp/), which is a high enough frequency to be classified as benign based on thresholds defined by
the ClinGen Hearing Loss Expert Panel for autosomal dominant hearing loss variants (BAl).

Met criteria codes

BAl D v EXAC filtered allele frequency 1.76% from East Asian population

Not Met criteria codes

BS4 D % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BS1 D X ExAC filtered allele frequency 1.76% from East Asian population

BS2 D % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BP5 D % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BP2 D P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BP3 D P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BP4 D % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PVS1 D % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PS2 D P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PS4 D P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PS3 D % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PS1 D % No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline



PP4 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PPl a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PP3 B P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PM3 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PM1 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PM4 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PM5 B P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PM6 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

X ered allele frequency 1.76% from East Asian population
PM2 x EXAC filtered allele freq y 1.76% f East Asian populati
Curation History '
d \E- L~
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.
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