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We demonstrate an enhanced diagnostic yield in epilepsy cases, emphasizing the
clinical utility of reporting novel findings through DES.

referred to Ambry Genetics for diagnostic exome sequencing (DES) are included in GENE

this study. Informed consent was obtained from all family members involved in

the testing process. TIME BETWEEN REPORTING
Diagnostic exome sequencing and analysis: Genomic deoxyribonucleic acid CASES (N_314) RESULTS AND FIRST INDEPENDENT 16.0 08 374 29.7 59 1240 299 633

(gDNA) was isolated from whole blood from probands and first degree relatives. EPILEPSY DIAGNOSES N (%) Our diagnostic rate in this epilepsy cohort was PUBLICATION (in weeks)

Samples were prepared using SureSelect Target Enrichment System (Agilent 33.4%(105/314) among characterized genes.

Technologies, Santa Clara, CA) or SeqCap EZ VCRome 2.0 (Roche Nimblegen, Epileptic encephalopathies 89 (28.3) 200 cases underwent analysis for novel genetic
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100-cycle chemistry on the lllumina HiSeq 2000 or 2500 (lllumina, San Diego, CA). Fever refated sefzures 27(8.5) etiology was identitied. Novel genetic etiology findings accounted for ~8% of the total diagnostic yield from DES
Data Analysis and interpretation were performed as previously described. Focal epilepsies 41 (13.1) Following our reporting, the novel genes in 50% in this epilepsy cohort, underscoring the importance of reporting novel findings.
Evaluation of the Molecular Basis of Disease (EMBoDy): We extensively of the cases were corroborated in subsequent, The 50% corroboration rate in our cohort thus far (within 7 months on average)
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which we update on a weekly basis with the latest literature. When a new gene is epileptic encephalopathy.
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cases that had rare variants detected within the gene.3

Unclassifiable epilepsy 123 (39.2) has led to reclassification in 1 case thus far.
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