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Ambry Genetics’

Copy Number Variation (CNV) Classification Scheme
CLARITY TO BETTER INFORM YOUR DECISIONS

Classification e
Minimum Criteria
Threshold

Pathogenic 1A

Variant, Likely
Pathogenic
3B

Deletions with 225-49 total number of unique genes
Duplications with 235-74 total number of unique genes

Moderate segregation with disease

CNV absent from population databases and internal database, rarity
VvUs Conflicting or insufficient evidence

Large case-control studies show no significant disease association

Variant, Likely Specific phenotype and lack of co-segregation in family study: Not identified in another affected family member
Benign with consistent, specific, well-defined phenotype

D) Specific phenotype and lack of co-segregation in family study: Identified in unaffected family member and specific,

well-defined phenotype observed in the proband

Benign Described in at least 1 Database of Genomic Variants (DGV) gold standard study OR 2 studies in DGV with
1F frequency 0.5% - 0.99% of the population (n=100)**

* |f partial deletion see pathogenic criterion (PVS1) for predicted loss of function variants
** Does not apply for AR diseases
Criteria weight range: Pathogenic (1A-1C), Benign (1D-1F)
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