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FIGURE 3. DIAGNOSTIC RATES BY CLINICAL CHARACTERISTICS:
PEDIATRICS VS. ADOLESCENTS

TAKE-HOME POINTS

Positive/likely positive findings were identified in 106 probands (19%);
compared to pediatrics, diagnostic rates were higher in patients with ASD,
seizures/epilepsy, and musculoskeletal/structural indications.

As 72% (64/89) of gene findings are not included on a large routine
neurodevelopmental MGPT, this study highlights the clinical utility of DES
in adolescents with complex NDD phenotypes in which traditional testing
strategies have failed to elucidate a genetic etiology.

Detection of alterations in both characterized and novel genes provides
patients with an accurate diagnosis and has important treatment, medical
management, and reproductive implications as they transition to adulthood.

FIGURE 2. PERCENTAGE OF PATIENTS WITH
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