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Clinical and Molecular Characterisation of 
Children with 

Developmental and Epileptic Disorders
Findings from Whole Exome Sequencing

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 . 

CONCLUSIONS

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

0 1 2 3 4 5 6 7 8

Abnormal EEG patterns

Abnormal MRI

Dysmorphism

Hypotonia

Refractory epilepsy

Developmental regression

Developmental delay

Early onset epilepsy

Clinical Features

Number of patients

• Definitive molecular diagnosis
• Genotype-phenotype correlation
• Reduction of the diagnostic odyssey
• Improved prognostic assessment
• Targeted treatment considerations
• Genetic counselling
• Recurrence risk assessment
• Cascade (family) screening
• Informed reproductive planning

Clinical Implications

• 8 Children
• 6 Females, 2 Males
• 3 months - 11 years

Patient Cohort
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Gene Associated Disorder Inheritance

KCNQ2 DEE 7

DNM1 DEE 31A

SCN8A DEE 13

ATP6V1A DEE 93

EEF1A2 DEE 33

ATP1A3 DEE 99

SPTAN1 DEE 5

All disorders were 
autosomal dominant

Most variants were 
likely de novo based on 
the absence of a family 
history 
(although parental 
testing was unavailable)
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