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INTRODUCTION

* Developmental and epileptic encephalopathies (DEE) are severe, genetically heterogeneous
neurodevelopmental disorders.

* Characterised by early-onset refractory epilepsy and developmental impairment.

* Whole exome sequencing (WES) improves molecular diagnosis and guides clinical
management.

* This study describes the clinical and molecular spectrum of DEE in a Sri Lankan paediatric
cohort.

CASE PRESENTATION

We present a case series of eight children with suspected Developmental and Epileptic
Encephalopathy (DEE) or closely related neurodevelopmental epileptic disorders evaluated using
Whole Exome Sequencing .

Patient Cohort Clinical Features

e 8 Children
* 6 Females, 2 Males
* 3 months- 11 years
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ATPIA3 DEE 99 testing was unavailable)
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CONCLUSIONS

v This series highlights the broad phenotypic and genetic spectrum of DEE, the utility of WES in
achieving molecular diagnoses, and the importance of precise genotype-phenotype
correlation.

v Early genetic diagnosis informs prognosis, treatment strategies, and family counseling,
emphasizing the need for genomic testing in children with unexplained epileptic
encephalopathy.
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