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Abstract

Dravet syndrome is a rare genetic epileptic encephalopathy

characterized by drug resistant epilepsy. Patients present

with prolong febrile seizure with normal developmental

status in infancy. However patient may experience a halt or

decline of development usually after one year of age. This

type of presentation may mimic other neurological disorder

like simple febrile seizure, mitochondrial disorder and other

epileptic encephalopathies. Though clinical presentations

almost similar, confirmation require genetic evaluation

for counseling and management purpose. We recently

observed a two-year-old boy with Dravet syndrome confirmed

by identifying mutation of SCN1A gene. MRI of brain

revealed moderate cerebral atrophy and enlarged brain

ventricles.
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Introduction:

Dravet syndrome is a rare and severe form of epileptic

encephalopathy previously known as severe myoclonic

epilepsy of infancy (SMEI), typically presents initially

as complex febrile seizures during infancy. This condition

was first identified by Charolette Dravet in 1978.1 Dravet

syndrome is characterized by repeated febrile , afebrile

seizure including epileptia pertialis continua  that are

resistant to medication, along with various associated

conditions such as cognitive impairments, behavioral

issues, sleep disturbances, walking abnormalities, and

an increased risk of sudden unexpected death in epilepsy

(SUDEP).

The prevalence of Dravet syndrome (DS) is estimated

to be approximately 1 in every 15,700 births.2,3 Children

with Dravet syndrome usually show normal development

until the onset of seizures. Seizures typically begin within

the first year of life, followed by developmental delays.

The initial seizures often manifest as prolong focal

seizures, commonly resembling febrile seizures, which

can make them challenging to distinguish from benign

febrile seizures. Triggers for Dravet syndrome episodes

may include infections, vaccinations, hot weather, warm

baths, fatigue, sun exposure, or physical exertion.

Approximately 80% of individuals affected by Dravet

syndrome have pathogenic mutations in the SCN1A

gene, which codes for the voltage-gated sodium channel

alpha I.4,5 Other genes such as PCDH19, SCN2A,

SCN8A, SCN1B, GABRA1, GABRB3, GABRG2, KCNA2,

CHD2, STXBP1, and others may also contribute to Dravet

syndrome or symptoms resembling those of Dravet

syndrome.6  Apart from Dravet syndrome, SCN1A

Mutation also causes other epileptic encephalopathies,

like  genetic epilepsy with febrile seizure plus (GEFS+),

West syndrome, Lennox Gestaut syndrome (LGS),

Epilepsy of infancy with migrating focal seizure

(EIMFS),Rett Syndrome.7

Early seizures in Dravet syndrome may resemble other

neurological disorders. These include simple febrile

seizure, mitochondrial disorder and other epileptic

encephalopathies such as West syndrome, LGS, and

EIMFS. Dravet syndrome can be distinguished from other

conditions through a thorough analysis of medical history

and clinical examination. In simple febrile seizures, the

developmental status remains unaffected. Other epileptic

encephalopathies can be distinguished based on seizure

semiology. In situation involving mitochondrial disorder,

a suggestive family history and multisystem  involvement

are key factors in differentiation.

We present a case of a 2-year-3-month-old male child

with clinical suspicions of Dravet syndrome, which was
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confirmed through genetic testing revealing a mutation

in the SCN1A gene, responsible for encoding the

voltage-gated sodium channel.

Case presentation: A 2 year 3 month old boy,  immunized,

1st issue of his non consanguineous parents  got

admitted into inpatient department of pediatric

neurology, IPNA, Bangladesh Medical University,

Dhaka, Bangladesh with the complaints of repeated

seizure since 3 months of age. According to informant

mother, he was previously healthy until 3 months of

age, after which he experienced first seizure associated

with fever following vaccination. Since then he

developed febrile seizure for several episodes at 10 to

15 days interval. Initially, the seizures manifested as

focal clonic episodes of prolonged duration, which

subsequently evolved into generalized tonic-clonic

seizures, each lasting approximately 10 to 15 minutes.

Over the past year, he required admission in intensive

care unit (ICU) on three occasions due to prolonged

febrile seizures following vaccination.

The patient was initially managed with intermittent

prophylaxis for febrile seizure using oral diazepam and

acetaminophen during febrile illnesses. Despite these

measures, the frequency and duration of his seizures

progressively increased. Then he was treated by

registered physician with oral oxcarbazepine, considering

the presence of focal seizures. However, seizure control

was not achieved; instead, his seizure burden worsened.

Consequently, he was admitted to the Department of

Pediatric Neurology at BMU for further evaluation and

management.There, he was treated with sodium

valproate, followed by clobazam , after discontinuing

oxcarbazepine, leading to some improvement of seizure.

The mother also noticed a decline in motor skills with

difficulty in ambulation along with speech regression

over the past 3 months, accompanied by abnormal

posturing . Despite treatment with multiple antiepileptic

medications, there has been no observed significant

improvement in his developmental status.His birth

history was unremarkable. Developmentally, he achieved

age-appropriate milestones  up to 2 years of age.

During examination, he presented as ill-looking but

conscious, alert, and responsive to his environment,

having a dystonic posture. He was afebrile,  anicteric,

hemodynamically stable, and thriving well

anthropometrically. Skin examination was unremarkable

with a visible BCG scar. Developmentally, he previously

met appropriate milestones but currently exhibits a loss

of neck control, social smile, and speech.

Neurological assessment revealed normal muscle bulk,

increased tone in all four limbs, 3/5 muscle power in all

extremities, bilaterally exaggerated reflexes, and extensor

plantar responses. Cranial nerve and sensory

examination findings were within normal limits. Systemic

examinations did not reveal any additional abnormalities.

The initial EEG exhibited normal findings upto 1 year,

but subsequent assessments indicated generalized

slowing and focal epileptiform discharge. MRI results

of the brain revealed moderate generalized cortical

atrophy and ventricular dilatation. Whole exome

sequencing till now not done in our country so we did it

abroad which identified a mutation in the SCN1A gene.

Figure-1: Axial brain MRI showing cortical atrophy and ventricular dilatation.
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Discussion:

Dravet syndrome, a rare disorder typically seen in

infancy and childhood, poses a challenge due to frequent

misdiagnosis and limited awareness. Identifying the

condition accurately and starting early treatment in

affected children can be notably difficult. The primary

seizure type in Dravet syndrome within the first year of

life is febrile focal seizure, with some patients also

experiencing myoclonic and other types of seizures.8,9

Our patient exhibited focal prolonged febrile seizures.

These seizures are commonly triggered by fever, illness,

immunization, and exposure to hot water in the initial

year of life. In our case, the patient required ICU

admission three times, each episode being triggered by

vaccination.10

The first episode of prolonged febrile focal convulsion

in an otherwise normal infant has many potential

etiologies. Children with DS are frequently initially

diagnosed with febrile seizure or febrile status

epilepticus. Focal epilepsy due to an occult  structural

lesion should be excluded by neuroimaging. Other

differential diagnoses include  myoclonic epilepsy of

infancy , epilepsy with myoclonic atonic seizure,

progressive myoclonus epilepsy (PME), Lennox-Gastaut

Syndrome (LGS), mitochondrial disorder11. These

alternatives were excluded through a thorough review

of history, clinical symptoms, examination results, and

EEG.

Research on Dravet syndrome in Asian countries is

scarce, with only a few case series and reports published.

An Indian case series detailed nine cases of Dravet

syndrome, all showing consistent history and clinical

course. Seizures in Dravet syndrome are often provoked

by fever, illness, immunization, and exposure to hot water

in the first year of life.12 Our patient’s symptoms

appeared earlier than the typical age of onset. Initially,

affected infants usually exhibit normal physical and

psychomotor development before seizure onset.

However, developmental stagnation and regression

typically begin around the second year of life. Our

patient showed normal development until 2 years of

age, after which cognitive and motor regression, along

with abnormal involuntary movements like dystonia,

became evident. These observations are consistent with

findings from other studies.

EEG features in Dravet syndrome are usually normal

initially but become abnormal as seizure frequency rises,

typically after the first year of life. 13  In our case, similar

Table-I

Result of Whole Exome Sequencing Report

Case Variance Gene Zygosity Inheritance Disease Significance

Piyarul Repeated prolonged c.3078del SCN1A Heterozygous Autosomal SCN1A Pathogenic

2year 3  febrile seizure, p.Arg1028Gl (NM_ Dominant related

 months Neuroregression ufsTer18 001165963.4) disorder

[Depth:55x]

Figure-2: Electroencephalography shows slowing with no epileptiform discharge at 1 year of age.

Journal of Bangladesh College of Physicians and Surgeons Vol. 44, No. 1, January 2026

66



0
1

   -    J
A

N
U

A
R

Y
   -   V

o
l. - 4

4
,   N

o
. - 1

,    2
0

2
6

     b
c

p
s

(6
7
)

pattern was found during EEG evaluation. MRI of brain

shows focal brain atrophy, cortical dysplasia, and

hippocampal sclerosis, are found in a minority of patients

with Dravet syndrome.14 Whilst generalized cortical

atrophy and ventricular dilatation, were observed in our

patient.

Managing Dravet syndrome is complex and requires a

multidisciplinary approach to enhance patient care and

quality of life. Early diagnosis and genetic testing are

crucial to avoid treatments that may worsen seizures.

Treatments such as valproate and clobazam are often

inadequate to control seizures.Precision medicine like

stiripentol, cannabidiol, fenfuramine which is not

available in our country and ketogenic diet have been

proposed as potential options.15 Despite treatment

challenges, immunization should not be withheld in

patients with Dravet syndrome, emphasizing the need

for innovative treatments to address the unmet needs

of this condition.

Conclusion

Dravet syndrome is a challenging rare, genetic epileptic

encephalopathy, presents with focal prolong febrile

seizure in infancy. Despite multiple Antiepileptic drugs,

the seizures are intractable and causing neuro-

developmental impairment. Early recognition and

genetic testing for SCN1A mutations are important for

optimizing outcomes.
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