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[4" Criteria Specification: ClinGen Coagulation Factor
Deficiency Expert Panel Specifications to the ACMG/AMP
Variant Interpretation Guidelines for F9 Version 1.0.0
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[4" Criteria Specifications for this VCEP

Evidence submitted by expert panel

Coagulation Factor Deficiency VCEP

The c.108C>T (p.Asn36=) variant is reported at an MAF of 0.0002820 (5/17730 alleles) in the South Asian population in gnomAD v2.1.1
with 1 hemizygote, meeting BA1 criteria of MAF > 0.0000556. SpliceAl predicts no splicing impact, with delta scores of 0, meeting BP4. The
nucleotide is not conserved, with PhyloP score of -0.14 and PhastCons score of 0.031, meeting BP7. In summary, this variant meets criteria
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to be classified as benign. ACMG/AMP criteria applied, as specified by the Coagulation Factor Deficiency Variant Curation Expert Panel for
F9: BAl, BP4, BP7.

Met criteria codes

BP4 a v SpliceAl predicts no splicing impact, with delta scores of 0.

BP7 B v SpliceAl predicts no splicing impact, with delta scores of 0. The nucleotide is not conserved, with PhyloP score of
-0.14 and PhastCons score of 0.031

BA1l B v The c.108C>T (p.Asn36=) variant is reported at an MAF of 0.0002820 (5/17730 alleles) in the South Asian
population in gnomAD v2.1.1 with 1 hemizygote, meeting BA1 criteria of MAF > 0.0000556.
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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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