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Dravet Syndrome: A Case Series

Dipti Kapoor1 & Aakanksha Anand1
& Suvasini Sharma1 & Sharmila B. Mukherjee1

& Carla Marini2 & Davide Mei2 &

Saurabh S Chopra3 & Akbar Mohaned Chettali4

Received: 14 January 2020 /Accepted: 3 June 2020
# Dr. K C Chaudhuri Foundation 2020

To the Editor:Dravet syndrome (DS) is a rare but severe early-
life epilepsy [1]. The timely diagnosis of this condition requires
a high degree of clinical suspicion, because theMRI is typically
normal and the EEG findings are nonspecific [2]. However, the
clinical presentation is unique, with the onset of recurrent, con-
vulsive seizures, which are often prolonged and triggered by
fever, in a developmentally normal infant [3]. Pathogenic vari-
ants in the SCN1A gene, which code for the 1α subunit of the
neuronal, voltage-gated sodium channel, are found in as many
as 85% of affected children [4]. The children eventually devel-
op intractable seizures and neurodevelopmental impairment.

We report the electroclinical data of 9 genetically con-
firmed DS children from our centre.

All nine children had presented to us with history and clin-
ical progression compatible with DS. Themean age at onset of
seizures was 5 mo. The triggering factor in all patients was
fever associated with routine immunisation or infections. EEG
and MRI brain of all the patients were normal at the onset. In
follow up, 3 developed multifocal epileptiform discharges,
and 1 developed variant hypsarrhythmia. Family history of
febrile seizures was present in 4 patients. Two children had
initially been started on phenytoin and carbamazepine outside,
with resultant clinical deterioration in the form of increased
seizure frequency.

The seizure control was suboptimal in all, with seizures
occurring at a frequency of 1–2 per month in 8 and daily
seizures in 1 child, despite the use of multiple anticonvulsant
drugs. All of the patients had associated co-morbidities, in-
cluding global developmental delay (all), autistic features
(4/9), hyperactivity (3/9) and ataxia (3/9). Genetic testing re-
vealed pathogenic variants in SCNIA gene in 8 children (exon
deletions in 4, missense mutations in 2 patients and truncating
mutation in one patient) and SCN1B gene mutation in 1 child.

The clinical phenotype of our patients resembles that re-
ported worldwide [1, 4]. Early onset prolonged fever triggered
seizures, subsequent development of intractable epilepsy and
neurodevelopmental impairments such as developmental de-
lay, autistic features, hyperactivity and ataxia form the pheno-
type. Early recognition is important to avoid inappropriate
treatment with sodium channel blockers and for genetic con-
firmation.
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