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 Limited data exist on the frequency of patients receiving multiple genetic WGS and Rapid WGS yielded single and multiple reportable findings
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OBJECTIVES WGS Trios

WGS Duos
WGS Proband

e To understand the frequency, type, associated indication, and other
characteristics of multiple genetic diagnoses made by WGS

M E T H 0 D S WGS Rapid Trios

e WGS results from 1,382 consecutive individuals who were referred for
Investigation of genetic conditions at Baylor Genetics were evaluated

WGS testing

Nondiagnostic

CONCLUSIONS

 The molecular findings and characteristics of the variants contributing to WGS Rapid Duo

multiple diagnoses were examined  This study demonstrates the utility of WGS to provide reportable multi-locus

WGS Rapid Proband | findings involving multiple types of variants

« WGS can expedite resolution of diagnostic odysseys and aid in optimizing
management of critically ill patients with complex phenotypes in the NICU,
PICU, and other settings

* Recognition of the clinical effects of multiple variants at more than one locus
will also improve understanding of rare disease




