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Abstract

Bourneville Tuberous Sclerosis (BTS) involves abnormalities of the skin, brain, kidney, heart and lungs. Central nervous system 
tumors are the leading cause of morbidity and mortality; renal disease is the second leading cause of early death.

There are two observations of BTS, specifically their late revelation as well as their absence of intellectual consequences.
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Introduction
Bourneville Tuberous Sclerosis (BTS) is a hereditary phacos-
mia with autosomal dominant inheritance, usually diagnosed 
in children and characterized by tumors of the skin, kidney and 
nervous system, the latter causing frequent epilepsy and mental 
retardation [1].

We report 2 observations of BTS, particular by their late rev-
elation as well as by the absence of intellectual repercussions.

Case Report
Case 01 
This is a 17-year-old patient with no previous pathological his-
tory who has presented for the past 7 years with raised lesions 
on the midface that are increasing in size.

The dermatological examination showed angiofibromas (Fig-
ure 1), a temporal patch of grief skin (Figure 2), hypopigment-
ed macules on the back and buttocks.

The cerebro-thoraco-abdomino-pelvic CT scan showed a few 
calcified subependymal nodules, linear subcortical calcifica-
tions, and bilateral renal angiomyolipomas in the brain (Figure 
3). The patient had never had an epileptic seizure. 

Case 02
A 28-year-old female patient with no previous pathological 
history presented with a frontal nodule evolving for 5 years.  
Dermatological examination revealed a 4 cm left frontal pig-
mented tumor, facial angiofibromas (Figure 4) and café au lait 
spots.

The neurological examination was normal, with good psycho-
motor development. 
Abdominal and pelvic ultrasound showed 5 renal angiomyoli-

Figure 1: Multiple periocular and perioral angiofibromas.
pomas bilaterally.
Brain MRI showed intraventricular subependymal nodules 
with no other localizations.

Discussion
Bourneville tuberous sclerosis is an autosomal dominant ge-
netic disorder with an incidence of approximately 1 in 10,000 
live births [1]. 
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Figure 2: Temporal patch of shagreen.

Figure 3: Brain CT scan without injection showing cortical 
tubers with calcified appearance (arrows).

classic picture related trio of mental retardation, epileptic sei-
zures, skin symptoms. This definition is misleading as some 
subjects may have normal intellectual status [2]. 

Epilepsy may be the first clinical sign in 70-90% of cases and 
occurs at any age. 

45-82% have mental retardation, mood disorders, attention dis-
orders and obsessive-compulsive disorders [3].

The cerebral manifestations present are subependymal nod-
ules, cortical nodules, and giant cell astrocytoma. The diag-
nosis of BTS remains clinical based on the combination of at 
least two hyperplastic sites in the retina, skin, brain, kidney, 
and heart. This should lead to evaluation of lesions consisting 

Figure 4: Frontal pigmented tumor with angiofibromas.
of brain imaging, renal and cardiac ultrasound. 

MRI of the brain is recommended every 1-3 years to monitor 
the potential of a subependymal nodule to grow into a subepen-
dilemal tumor [2].

Conclusion
It is therefore important that patients with BTS benefit from a 
radiological and neuropsychological evaluation outside of the 
clinical signs of call, in order to better adapt their school and 
social integration.
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