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ABSTRACT

Tuberous Sclerosis Complex (TSC) is a genetic
neurocutaneous disorder frequently associated with
epilepsy, which is the major determinant of long-
term neurological outcome. Infantile epileptic
spasms (West syndrome) represent a severe epileptic
encephalopathy in TSC and are strongly associated
with developmental delay, particularly when
diagnosis or treatment is delayed. We present the
case of an Il-year-old female who exhibited
recurrent abnormal movements since infancy,
notably staring spells progressing to generalized
tonic-clonic seizures with up-rolling of the eyes. The
patient had been formally diagnosed with TSC and
West syndrome at two years of age after presenting
with characteristic cutaneous markers, including
multiple ash-leaf macules, an expanding Shagreen
patch, and a hypsarrhythmic pattern on
electroencephalography. The initial workup also
revealed severe anemia and classical subependymal
nodules on MRI. Following an initial diagnosis, the
patient endured a prolonged interruption in
therapeutic management. This critical gap in therapy
directly precipitated persistent seizures, severe
neurodevelopmental regression, and marked gait
abnormalities. Re-evaluation at 11 years of age
revealed extensive progression of cutaneous
manifestations (facial angiofibromas) and confirmed

persistent epileptic activity on sleep EEG.
Ophthalmological evaluation confirmed
hypopigmented retinal lesions with vitreous

condensation.Re-initiation of targeted antiepileptic
therapy, specifically Vigabatrin and Sodium
Valproate, resulted in complete seizure cessation
upon follow-up. This case underscores the profound
long-term neurological deterioration consequent to
delayed recognition and inconsistent treatment of
epileptic encephalopathies in children with TSC.
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I. INTRODUCTION

Tuberous Sclerosis Complex (TSC) is a
genetic  neurocutaneous  disorder  frequently
associated with epilepsy, which serves as the major
determinant of longterm neurological outcome.
Infantile epileptic spasms, classically known as West
syndrome, represent a  severe epileptic
encephalopathy in TSC and are strongly associated
with developmental delay, particularly when
diagnosis or treatment is delayed. In children with
TSC, these epileptic spasms frequently represent the
earliest neurological manifestation. Delay in
recognizing these neurocutaneous markers or an
interruption of  therapy during critical
neurodevelopmental periods significantly worsens
the long-term neurological and cognitive prognosis.
The objective of this report is to highlight the
diagnostic features and clinical course of a child with
tuberous sclerosis complex presenting with West
syndrome and to emphasize the impact of delayed
diagnosis and interrupted therapy on neurological
outcome.

II. CASE REPORT

An 1l1-year-old female child presented to
the outpatient department with recurrent abnormal
movements since infancy. A detailed review of her
medical history revealed that the patient was initially
evaluated and diagnosed at a tertiary care center at
the age of 2 years (December 2016). At that time, she
presented with a history of stares and spells
occurring 2-3 times daily, which progressed to
generalized tonic-clonic seizures (GTCS). These
episodes were characterized by tonic stiffening of all
four limbs and up-rolling of the eyeballs, lasting for
approximately 5 minutes while awake. Cutaneous
examination during infancy established the presence
of multiple ash-leaf macules (>3) noted since 6
months of age. Furthermore, a Shagreen patch was
observed over the left lower abdomen and buttock
since 1 year of age, which gradually increased in
size, with additional involvement over the left ear.
Extensive diagnostic workup during her initial

DOI: 10.35629/6018-0803256257

| Impact Factor value 6.18 | ISO 9001: 2008 Certified Journal Page 256



el
<
g

-
<

International Journal Dental and Medical Sciences Research
Volume 8, Issue 3, May-June 2026 pp: 256-257 www.ijdmsrjournal.com

admission at age 2 yielded significant findings:

. Laboratory Investigations: Initial blood work
revealed severe microcytic anemia with a
hemoglobin of 6.2 g/dL, and a total leukocyte count
of 6,000/mm3. Renal and liver function tests were
within normal limits (Urea: 20 mg/dL, Creatinine:
0.8 mg/dL, Total Bilirubin: 0.4 mg/dL).

. Neuroimaging: A brain MRI (1.5T Siemens
Magnetom) with spine screening revealed multiple
subependymal nodules appearing hyperintense on
TIWI and isointense on T2WI along the bilateral
lateral ventricles. Multiple T2/FLAIR
hyperintensities involving the subcortical white
matter in bilateral cerebral hemispheres, suggestive
of subcortical tubers, were noted, alongside mild
cortical and gyral thickening in the high frontal and
parietal regions. Few prominent perivascular spaces
were noted in the left frontal region.

. Electroencephalography (EEG):
Demonstrated a classic hypsarrhythmic pattern,
confirming the diagnosis of West syndrome.

. Ophthalmology: Fundus examination
revealed a mildly elevated, hypopigmented macule in
the nasal area of the left eye associated with vitreous
condensation, consistent with tuberous sclerosis.

. Systemic Screening: Abdominal
ultrasonography and echocardiography were normal,
indicating an absence of renal or cardiac
involvement.

Following her initial diagnosis, she was
initiated on antiepileptic therapy including Valproate
and Clobazam, which showed clinical benefit.
However, the patient subsequently experienced a
prolonged, multi-year interruption in her treatment
regimen. At her current presentation at 11 years of
age (weight: 32.7 kg), this extensive therapeutic
lapse had led to persistent, refractory seizures and
profound neurodevelopmental impairment.

Neurological examination revealed
significant developmental delay, pervasive autistic
features, and marked gait abnormalities. Cutaneous
examination demonstrated the progression of
pathognomonic TSC features, including prominent
facial angiofibromas over the cheeks and chin,
persisting hypomelanotic macules, and
hyperpigmented axillary lesions. A recent sleep EEG
(September 2025) showed a background consisting
of theta-delta activity. Sleep markers including sleep
spindles, K-complexes, and vertex sharp waves were
seen, along with a few sharp and slow-wave
complexes, indicating an abnormal sleep EEG. To
optimize clinical management, she  was
systematically re-initiated on a targeted antiepileptic
regimen consisting of oral Vigabatrin (500 mg sachet
twice daily) and Syrup Sodium Valproate (20

mg/kg/day). This aggressive re-intervention and
sustained multidisciplinary care plan yielded a
notable improvement, with no seizure episodes
notedpost-discharge during recent follow-ups.

III.  DISCUSSION

Tuberous  Sclerosis Complex-associated
cortical tubers act as highly active epileptogenic foci
due to the underlying dysregulation of the mTOR
pathway. The clinical trajectory of the 11-year-old
female detailed in this report vividly exemplifies the
severe long-term consequences of failing to maintain
seizure suppression. The delay between the onset of
clinical symptoms and the administration of
sustained, uninterrupted therapy critically dictates the
neurodevelopmental outcome. When early-onset
epileptic encephalopathies, such as West syndrome,
are not strictly controlled, or when established
antiepileptic therapy is abandoned during vital neuro-
developmental windows, patients face aremarkably
high riskof intellectual disability and progressive
neurological deficits.As evidenced by this patient's
regression, early diagnosis, uninterrupted
pharmacological  treatment, and structured
longitudinal follow-up are fundamentally essential to
prevent longterm neurological morbidity.

IV.  CONCLUSION

This case underscores the critical importance of the
early recognition of epileptic spasms in children with
Tuberous Sclerosis Complex. Delayed diagnosis and
the interruption of antiepileptic therapy significantly
worsen neurological and developmental outcomes.
Early identification of neurocutaneous markers,
prompt neuroimaging, and sustained
multidisciplinary ~management are absolutely
essential to optimize the clinical prognosis for these
vulnerable pediatric patients.
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