Developmental Delay Case Study

Why trio testing matters

When a genetic cause is suspected,
including parental samples from
the outset can directly impact
variant classification and reduce
delays in reaching a diagnosis.

Trio testing can increase diagnostic yield by 7-15%*
compared to testing that does not include biological
relative samples.

This can enable syndrome-specific management, surveillance, educational
supports, and resources sooner.

*Case study is based on GeneDx patient testing, with all identifying information removed.
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The impact of trio testing

Trio testing provided inheritance information which was integral to classifying Harper’s SOS1 variant as
likely pathogenic, allowing for a clinical diagnosis of Noonan syndrome.

Harper’s healthcare team is able to provide clarity to her family regarding prognosis, plan for syndrome-
specific surveillance, connect them to disease-specific support groups, and refer to specialists as indicated.

Start with trio testing to maximize diagnostic yield and help families get
answers soonetr.

Learn more about convenient options to order trio testing.
genedx.co/how-to-order
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