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Tuberous sclerosis complex presenting as
periungual fibromas and seizures in a 52-year-old

woman
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52-year-old woman presented to our dermatology clinic with pro-

gressively enlarging skin-coloured excrescences on several fingers

(Figure 1A). She had a long-standing history of well-controlled seiz-
ures (focal onset aware) that had begun in adolescence. She was otherwise
asymptomatic. There was no family history of genodermatosis. Given the
combination of seizures and skin findings consistent with periungual fibro-
mas, we considered the possibility of tuberous sclerosis complex (TSC).

The initial workup included brain magnetic resonance imaging,
which showed a hyperintense focus on T, and fluid-attenuated inversion
recovery (FLAIR) in cortical and subcortical white matter, compatible
with dysplastic foci from TSC (Figure 1B). Screening for other manifesta-
tions of the condition (ophthalmic, pulmonary, cardiologic and nephro-
logic) was unremarkable. Genetic analysis showed a sporadic mutation
of the TSCI1 gene. The patient received carbon-dioxide laser treatment
and surgery for the skin lesions, and is monitored regularly for complica-
tions related to TSC.

Tuberous sclerosis complex is an autosomal dominant genetic disorder
with a birth incidence of 1:5800.! Hamartomas (benign tumours) can
develop in any organ system. The classic triad of seizures, intellectual dis-
ability and skin findings usually presents early in life in those who are
affected, but only 30% of patients have all 3 characteristics, 6% have none
and 12% receive their diagnosis in adulthood.?

Periungual fibromas affect up to 50% of people with TSC. They present
as multiple slowly growing, elongated or oval, flesh-coloured lesions with
distal hyperkeratosis.® They can lead to distortion of the nail plate; both fin-
gers and toes may be affected. Various surgical, laser and chemical ablation
techniques have been described with variable long-term results.

Morbidity and mortality in TSC mainly result from pulmonary
(lymphangiomyomatosis) and renal disease (angiomyolipomas and renal
cysts). Early treatment directed to renal and lung manifestations with a
mammalian target of rapamycin inhibitor or surgery may improve prognosis.!
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Figure 1: (A) Skin-coloured tumours and secondary nail dystrophy,
consistent with periungual fibromas, on several fingers in a
52-year-old woman with seizures. (B) Brain magnetic resonance
image from a fluid-attenuated inversion recovery sequence showing
a hyperintense subcortical white matter area (arrow) compatible
with a dysplastic focus in the context of tuberous sclerosis complex.
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