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Choosing the Most Appropriate Family Members for Diagnostic Exome Sequencing:

Performing Clinical Diagnostic Exome sequencing for multiple members of families increases the likelihood
of finding the underlying disease-causing mutation. For simplex cases this involves testing the affected
patient along with two unaffected family members, ideally the parents. However, the most ideal testing
scenario is to perform full exome sequencing of multiple affected individuals, when available. By testing
family trios, we can generally find @ more precise answer for your patient's phenotype within a shorter turn-
around time. Other benefits include the application of co-segregation analysis to the majority of the vari-
ants identified and de novo mutation confirmation (when testing parents). It is highly recommended
that optimal sample submission scenarios and potential yields be discussed with our clinical
diagnostic exome team for assistance in identifying optimal family members for submission.

Ambry Performs Free Family Studies for Diagnostic Exome Sequencing:

Ambry approaches exome sequencing analysis within the context of the whole family
and encourages sending multiple family members. Free familial studies are performed
when it is deemed necessary. Therefore, it is helpful to send samples from multiple 1st
degree family members (affected and unaffected) and affected 2nd degree relatives.
Clinicians may choose the individuals to undergo exome sequencing or may opt to have
Ambry’s clinical and bioinformatics teams evaluate the pedigree and assist in identifying
the three family members that provide the most optimal yield. Co-segregation familial
studies for certain candidate mutations may then be performed for the additional family
members, if necessary, to help narrow down the list (at no additional charge).
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There is no cost for family member studies for exome testing of proband.
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