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Evidence submitted by expert panel

Pulmonary Hypertension VCEP

BMPR2 ¢.1126G>T (p.Glu376Ter) variant is predicted to cause premature stop at residue 376, in exon 8, and lead to nonsense mediated
decay. The variant is absent from gnomAD v2.1.1 and v4.1 (PM2_supporting met) and was identified in two unrelated idiopathic PAH
probands (PMID: 26387786 and PMID: 31727138) (PS4_supporting met). In summary, the variant meets the criteria to be classified as
pathogenic for pulmonary arterial hypertension based on the ACMG/AMP criteria applied, as specified by the ClinGen Pulmonary
Hypertension VCEP: PVS1, PM2_supporting, PS4_supporting (VCEP specification version 1.1, 1/18/2024).
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Met criteria codes

PM2 v The variant is absent from gnomAD v2.1.1 and v4.1.

PS4_Supporting B v The variant was identified in two unrelated idiopathic pulmonary arterial hypertension patients (PMID: 26387786 and
PMID: 31727138).

PVS1 G v The variant is a nonsense variant predicted to cause premature stop at residue 376, in exon 8, leading to nonsense
mediated decay.

Not Met criteria codes

BA1l a % The variant is absent from gnomAD v2.1.1 and v4.1.

BS1 B X The variant is absent from gnomAD v2.1.1 and v4.1.

Curation History (4"

&
[11]
4
ke
4

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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