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Intriguing Tuberous Sclerosis: Clinico-Radiological Mismatch
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Clinical Image

A twelve year old girl presented with drug refractory epilepsy,
significant behavioral issues and intellectual disability. She had
three hypo pigmented patches on face. At four months of age
she developed epileptic spasms, which resolved by two years.
Thereafter she developed focal as well as generalized tonicclonic
seizures. EEG showed right frontal focus. Her CT head (Figure 1a
and Figure 1b) and MRI Brain (Figure 1c) showed five calcified
tubers and few calcified Sub Ependymal Nodules (SENSs).

A three year old neuro-typical boy presented with multiple facial
angiofibromas and shagreen patches on trunk. He never had
seizures or any behavioral issues. His MRI brain (Figure 2a-
Figure 2d) showed Subependymal Giant cell Astrocytoma (SEGA),
multiple SENs, bilateral cystic and non-cystic cortical tubers. EEG
showed no epileptiform discharges.

More the MRI abnormalities, usually more severe the clinical
phenotype is expected to be. However, it is not always true. Such
an extensive cutaneous and imaging findings would predict TSC2
mutation, high seizure burden and poor cognitive outcome [1,2]. In
this child absence of seizure worked in his favour despite extensive
imaging findings which otherwise predict poor outcome.
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Figure 2: MRI brain of second child shows SENs (2a), SEGA at the level of foramen of Monro (2b, blue arrow head), multiple T2 hyperintense cortical tubers (2c, blue arrow),

FLAIR sequence (2d) shows cystic cortical tubers in right temporal lobe.
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