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CM000685.2:g.139551253T>G
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Coagulation Factor Deficiency VCEP

The NM_000133.3:c.712T>G predicts a missense variant, Phe238Val, that is reported at a high MAF of 0.0008074 (12/14862 alleles with 4

hemizygotes) in the East Asian population of gnomAD v2.1.1, meeting the BA1 cut-off of >= 0.0000556. It is reported in the literature in at

least one severe Hemophilia B patient who has an additional F9 variant. In summary, this variant meets criteria to be classified as benign.

ACMG/AMP criteria applied, as specified by the Coagulation Factor Deficiency VCEP for F9: BA1.

https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA10529821.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/1166447
https://www.ncbi.nlm.nih.gov/gene/2158
https://www.ebi.ac.uk/ols/ontologies/mondo/terms?iri=http%3A%2F%2Fpurl.obolibrary.org%2Fobo%2FMONDO_0010604
http://clinicalgenome.org/affiliation/50041
https://cspec.genome.network/cspec/ui/svi/doc/GN080?version=1.0.0
https://cspec.genome.network/cspec/ui/svi/doc/GN080/versions
https://cspec.genome.network/cspec/ui/svi/affiliation/50041
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Met criteria codes

BA1   Phe238Val is reported in gnomAD v2.1.1 at a frequency of 0.0008074 (12/14862 alleles with 4 hemizygotes) in the

East Asian population and in gnomAD v3 at a frequency of 0.00005947 (3/50446 alleles with 1 hemizygote) in the

NFE population. gnomAD V2.1.1 MAF meets the BA1 threshold for F9 (>= 0.0000556).

Not Met criteria codes

PS4   The variant has been reported in at least 1 individual of Taiwanese origin. PS4 is not considered while BA1 is met.

PP3   REVEL score of 0.547 and CADD score of 18.80 do not meet threshold for PP3 (REVEL >0.6; CADD >21)

BP4   REVEL score of 0.547 and CADD score of 18.80 do not meet threshold for BP4 (REVEL <0.3; CADD <11)
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