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Retrospective chart review was performed to identify 100 positive
WES tests where analysis was performed using both a clinician
provided checklist and medical records. Lists of patient symptoms
were created based on source (e.g. checklist, medical records)
 Disease-causing variant rankings were compared using each list of
symptoms. Main analyses compared:
1. Combined list of symptoms from medical records and clinician
provided checklist vs. clinician provided checklist only.
2. Clinician provided symptoms vs. clinician provided symptoms
with added “noise” symptoms.

Whole exome sequencing (WES) analyzes almost all
genes from the human genome and looks for genetic
changes (variants) that may cause disease.

WES as a first-tier genetic test has become a
consideration for many healthcare providers! and is
effective at identifying new genes associated with
autism and intellectual disability?.

Clinical utility of WES varies between clinical
indication3 but was ~26% in a cohort of patients with

a diagnosed of suspected autism spectrum disorder*

Performing analysis with a combined list of terms
from the checklist and medical records more easily
identifies the disease-causing variant compared to
using checklist terms alone, though the disease-
causing variant was still able to be identified using just
clinician provided checklist terms.

Using only a clinician provided checklist may help
streamline analysis due to its ease of completion by
clinicians and reduction of review time by the lab.

The addition of unrelated terms to the analysis does

relevant genes and ranks the most suspicious genetic disease-causing genetic variant.
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