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This paper establishes a semi-quantitative point-based scoring method for CNV
pathogenicity

Supplementary Material 1 has a helpful walk-through of CNV curation concepts
Supplementary Material 3 has valuable case examples with demonstrations of curation
tools

The scoring calculator is applicable to rare CNVs suspected to be autosomal dominant
with complete penetrance

The scoring calculator is not intended for relatively common variants that may have
incomplete penetrance — such variants require large case-control studies that may be
found on PubMed or ClinGen

While the scoring calculator is not applicable to all CNVs, the concepts presented here

are very helpful for the curation of most CNVs
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