Table 1. Points awarded per de novo occurrence

Points per Proband

Phenotypic consistency Confirmed de novo | Assumed de novo
Phenotype highly specific for gene 2 1
Phenotype consistent with gene but not highly 1 0.5
specific '
Phenotype consistent with gene but not highly

. . . - 0.5 0.25
specific and high genetic heterogeneity
Phenotype not consistent with gene 0 0

*Maximum allowable value of 1 may contribute to overall score

Table 2. Recommendation for determining the appropriate ACMG/AMP evidence strength
level for de novo occurrence(s)

Moderate
(PS2_Moderate or
PM6)

1




