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BACKGROUND RESULTS

. Millions of children in the United States have WGS offers the potential to replace multiple tests (green
developmental delay, intellectual disability or autism arrow below)and shorten time to diagnosis.
(ID/DD/ASD).

A genetic diagnosis can aid in the assessment of
prognosis, recurrence risk or treatment plans

WGS Validation Results by Variant Type
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read depth, paired reads and split reads to call CNVs
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Recall and precision for benchmark SNV and ins/del clinical samples. We assessed the ability of WGS to o .
detection were assessed across NA12878 (3 replicates) detect previously identified variants implicated in disease. * WGS can provide information on large
and NA24385. CNVs, SNVs, and gene-level CNVs to

Recall for benchmark CNV detection was assessed SNVs replace CMA and whole-exome sequencing
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