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The ¢c.2862G>A (p.Val954=) variant is a synonymous variant that is not predicted by SpliceAl to impact splicing. In addition, it occurs at a
nucleotide that is not highly conserved as shown by phyloP score of 1.07117 (BP7 and BP4). This variant was observed by Illlumina as part
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of a predisposition screen in an ostensibly healthy population, however, it is not found in the literature to segregate in any GT patients. In
summary, this variant meets the criteria to be classified as Likely benign for autosomal recessive Glanzmann Thrombasthenia based on the
ACMG/AMP criteria applied, as specified by the ClinGen PD VCEP: BP4 and BP7 (VCEP specifications version 2; date of approval
12/17/2024).

Met criteria codes

BP7 a v The ¢.2862G>A (p.Val954=) variant is a synonymous variant that is not predicted by SpliceAl to impact splicing. In
addition, it occurs at a nucleotide that is not highly conserved as shown by phyloP score of 1.07117 (BP7).

BP4 a v The ¢.2862G>A (p.Val954=) variant is a synonymous variant that is not predicted by SpliceAl to impact splicing,
delta scores <0.06 (BP4).
Not Met criteria codes

BS1 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

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

PP4 a P 4 This variant was observed by lllumina as part of a predisposition screen in an ostensibly healthy population,
however, it is not found in the literature to segregate in any GT patients.

PM2 a 4 The highest population minor allele frequency in gnomAD v4.1.0 is 0.0001068 (8/74904 alleles) in the African/African

American population. This intermediate allele frequency is lower than the ClinGen PD VCEP threshold (>0.00158) for
BS1 but higher than the threshold (<0.0001) for PM2_Supporting.
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