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Results

Introduction

= Epilepsy is a common childhood neurological disorder’

= More than 50% of pediatric-onset seizures have a genetic basis. However,
many epilepsies are still diagnosed based on seizure semiology (+/-
EEG) and not with molecular genetic testing?

= Epilepsy gene panels may uncover the etiology of pediatric seizures and
expedite the time to treatment?

= Genetic testing may: impact clinical management (e.g., choice

= |n the subset of individuals tested through BTS who were aged 24-60
months with seizure onset at or after 24 months (n=4165), the molecular
diagnostic yield was 7.8% overall (n=324) and 0.6% for TPP1 (n=23)

= The average time from seizure onset to testing was slightly shorter
for All MDx groups than the No MDx and CLN2 MDx groups, however
differences were not statistically significant (Figure 1)

= Between December 2016 and April 2021, a total of 14,589 tests were
conducted through the BTS program: the molecular diagnostic yield was
13.3% overall (n=1946; 142 genes) and 0.16% for TPP1 (n=24)
(Table 1)

Table 1. Frequent Molecular Diagnoses

= Individuals in the All MDx and CLN2 MDx groups more often had
language delay and/or motor disturbance, developmental delays
preceding seizure onset, and abnormal MRI or EEG compared to the
No MDx group (Figure 2)

= Family history of epilepsy was not identified as a good predictor of

molecular genetic testing outcome (40% for No MDx, 35% for All MDx,

» Average age at testing was slightly, but statistically significantly, lower 56% for CLN2 MDx) (Figure 2)
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Table shows genes identified in >5 MDx cases

aIndividuals with a molecular diagnosis associated with more than one gene are counted for each gene
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