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Platelet Disorders VCEP

The ¢c.236C>T variant in GP9 is a missense variant predicted to cause substitution of threonine by isoleucine at amino acid 79. The Grpmax
Filtering allele frequency in gnomAD v4.1 is 0.001800 (based on 126/60030 alleles) in Admixed American population, which is higher than
the ClinGen PD VCEP threshold (>0.001 for GP9), and therefore meets this criterion (BAl). In summary, this variant meets the criteria to be
classified as benign for autosomal recessive Bernard-Soulier syndrome based on the ACMG/AMP criteria applied, as specified by the
ClinGen PD VCEP: BA1l. (VCEP specifications version 1)
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Met criteria codes

BAl B v The Grpmax Filtering allele frequency in gnomAD v4.1 is 0.001800 (based on 126/60030 alleles) in Admixed
American population, which is higher than the ClinGen PD VCEP threshold (>0.001 for GP9), and therefore meets
this criterion (BA1).

Not Met criteria codes

PP4 a P 4 2 patients (cases 3 and 6 in PMID:35349645) with this variant and with macrothrombocytopenia have been observed
in the literature. Aggregation analysis was not consistent with BSS for these cases (reduced to Arachidonic acid,
CRP, ADP, and TRAP), so PP4 was not met.

BP4 B X The computational predictor REVEL gives a score of 0.18, which is below the ClinGen PD VCEP threshold of <0.290
and predicts no damaging effect on GP9 function; SpliceAl predicts no impact on splicing but has an Acceptor Gain
delta score of 0.09 (BP4_NotMet).
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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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