JAK3

PM1
Original ACMG Summary
Located in a mutational hot spot and/or critical and well-established functional domain (e.g. active site of an enzyme) without benign variation.
VCEP Specifications:
Caveat: variant must not meet BS1, BS2, or BA1 criteria.
Moderate Specification:
Defined to include missense alterations of two JH2 domain residues: R651W and C759R (PMID: 11668610). 

Modification Type:
Gene-specific


