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HGVS expressions

NM_000419.5(ITGA2B):c.414C>A (p.Cys138Ter)

NM_000419.5:c.414C>A

NC_000017.11:g.44385711G>T

CM000679.2:g.44385711G>T

NC_000017.10:g.42463079G>T

CM000679.1:g.42463079G>T

NC_000017.9:g.39818605G>T

NG_008331.1:g.8795C>A

ENST00000262407.6:c.414C>A

ENST00000262407.5:c.414C>A

ENST00000592944.1:n.99C>A

NM_000419.3:c.414C>A

NM_000419.4:c.414C>A

Likely Pathogenic

Met criteria codes 2

PVS1 PM2_Supporting

Not Met criteria codes 1

PP4

Evidence Links 0
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Platelet Disorders VCEP 

Criteria Specification Information

 Criteria Specification: ClinGen Platelet Disorders Expert

Panel Specifications to the ACMG/AMP Variant

Interpretation Guidelines Version 2.1

 PDF

 Criteria Specification Approval History

 Criteria Specifications for this VCEP

Platelet Disorders VCEP

The NM_000419.5(ITGA2B):c.414C>A (p.Cys138Ter) nonsense variant occurs in exon 4 of 30 and is predicted to result in NMD. This variant

has not been reported in the literature, to our knowledge. This highest MAF in gnomADv4.0.0 is 0.00005652 (1/17694 alleles) in the

African/African American population, which is below the threshold of <0.0001 for PM2_supporting. In summary, this variant meets criteria

to be classified as likely pathogenic for GT. GT-specific criteria applied: PM2_Supporting and PVS1.

https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA399806043.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/854735
https://www.ncbi.nlm.nih.gov/gene/3674
https://www.ebi.ac.uk/ols/ontologies/mondo/terms?iri=http%3A%2F%2Fpurl.obolibrary.org%2Fobo%2FMONDO_0100326
https://www.clinicalgenome.org/affiliation/50040
https://cspec.genome.network/cspec/ui/svi/doc/GN011?version=2.1.0
https://clinicalgenome.org/docs/clingen-platelet-disorders-expert-panel-specifications-to-the-acmg-amp-variant-interpretation-guidelines-version-2.1/
https://clinicalgenome.org/docs/clingen-platelet-disorders-expert-panel-specifications-to-the-acmg-amp-variant-interpretation-guidelines-version-2.1/
https://cspec.genome.network/cspec/ui/svi/doc/GN011/versions
https://cspec.genome.network/cspec/ui/svi/affiliation/50040
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Met criteria codes

PVS1   The nonsense variant occurs in exon 4 of 30 and is predicted to result in NMD.

PM2_Supporting   This highest MAF in gnomADv4.0.0 is 0.00005652 (1/17694 alleles) in the African/African American population,

which is below the threshold of <0.0001 for PM2_supporting.

Not Met criteria codes

PP4   This variant has been reported once by Invitae in ClinVar (SCV001224491.1) for Glanzmann thrombasthenia.

However no patient information is provided regarding phenotype or zygosity.
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