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GATK gCNV in action — benchmarks and success stories
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gCNV WES (trial) vs. Genome STRiP WGS ("truth")
— For fixed FPR, gCNV yields ~ 20% higher TPR  
— For fixed TPR, gCNV yields ~ 3x lower FPR  
— The "true" performance is expected to be  
     significantly better
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gCNV WGS (trial) vs. SV-callers + PacBio ("truth" — Talkowski Lab)

Monkol Lek, MacArthur/Rehm (CMG)
"In MYO-SEQ, we detected a 7 exon deletion in CAPN3 
in 5 individuals. We preformed PCR validation across 
breakpoints. This heterozygous deletion is only detected 
by gCNV, is likely pathogenic, and has solved 4 
previously unsolved patients."

"In the CMG cohort, a homozygous one exon deletion 
was detected in a known disease gene (PLCE1) in the 
affected child and heterozygous in the parents."

Collaboration w/ Wu Lab @DFCI


