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ABSTRACT

Tuberous sclerosis is a rare genodermatosis characterized by multisystemic disorders: cutaneous, cerebral, ocular, bony,
digestive, pulmonary, sometimes severe, especially renal and cardiac. The association of this condition with psoriasis,
to our knowledge, has never been described, which may suggest a common pathophysiology. The case of a 45-year-old
male, and similar cases in the family, provides an association with skin psoriasis and tuberous sclerosis as skin and
kidney manifestations. This association in a single patient suggests a possible common pathophysiology, including the
common activation of mTOR. More studies are needed to prove the relationship between these two entities.
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INTRODUCTION

Tuberous sclerosis complex (TSC), also known as
Bourneville disease or Bourneville-Pringle disease, is
an autosomal dominant genetic disorder with various
clinical manifestations that affects the brain, skin,
kidneys, heart, and other organs [1]. The association
of STB with psoriasis is very rare and suggests a
common pathophysiology. We report such a rare
case of tuberous sclerosis in a 45-year-old male with
psoriasis.

CASE REPORT

A 45-year-old male with no significant pathological
antecedent presented himself to the urology
department with low back pain. The patient had had
asymptomatic cutaneous lesions since the age of six
years with extension and increase in number and size, as
well as similar cases in the family (father, four brothers,
granddaughter, nephews, and nieces), with no notion
of consanguinity in the parents, and pruriginous,
erythematous, squamous lesions evolving by pushed

remission since the age of ten years. The patient did
not report epileptic seizures, psychomotor disorders,
or other possible associated signs. A dermatological
examination revealed multiple angiofibromas (Fig. 1a)
symmetrically distributed over the centrofacial areas,
fibrous cephalic plaques (Fig. 1b) sitting at the
level of the forchead and scalp, a shagreen plaque
with a 10-cm long axis (Fig. lc) sitting at the left
axillary level, multiple skin tags around the neck, and
periungual fibromas (Figs. 1d and le). Erythematous
squamous plaques sitting at the knees and elbows
were bilateral and symmetrical with a methodical
scratching of positive pitcher; the body surface was
4% (Fig. 2). The patient did not show any symptoms
of cardiovascular, endocrine, respiratory, immune,
or musculoskeletal disorders. Ultrasonography and
abdominal CT revealed a multicystic kidney without
pylocelical dilation with pylocelictic stones. The
diagnosis of STB was retained and was associated with
psoriasis. The patient benefitted from a double “J”
probe uplift in the urology department and application
of a topical corticosteroid on the psoriasis plaque with
an improvement.
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Figure 1: Clinical manifestations of tuberous sclerosis complex: (a)
angiofibromas, (b) fibrous plaques, (c) a shagreen plaque, and (d)
ungual fibromas and (e) their dermoscopy.

Figure 2: Bilateral and symmetrical psoriatic plaques sitting at the
knees and elbows.

DISCUSSION

Tuberous sclerosis complex (T'SC) is one of a group of
related disorders known as neurocutaneous syndromes
or phakomatoses with an incidence rate of approx. 1
in 5000-10,000 live births [2,3]. It is an autosomal
dominant disease with high penetrance caused by
genetic mutations in one of the TSCI or TSC2 genes [2],
which results in the overactivation of mammalian target
of rapamycin complex 1 (mTOR), a key intracellular
regulator of cell growth and proliferation, leading
to hamartomatous lesions in several organs [3,4].
TSC is a multisystem disorder with various clinical
manifestations. The wide spectrum of clinical features
results from the formation of hamartomas in various
organs. Hamartomas are frequently present in the skin,
brain, kidneys, heart, and, less frequently, in the lungs,
retina, gingiva, bones, and gastrointestinal tract [5]. The
diagnosis is based on the association of major criteria
and minor criteria (Table 1) [6]. The diagnosis is made
when two major criteria, or one major and two minor,
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Table 1: The diagnostic criteria of tuberous sclerosis [6]

Major features
. Facial angiofibromas or forehead, plaque pits in dental enamel
. Nontraumatic ungula or periungual fibroma
. Hypomelanotic macules (three or more)
. Shagreen patch (connective tissue nevus) migration lines
. Multiple retinal nodular hamartomas
. Cortical tuber
. Subependymal nodule
. Subependymal giant cell astrocytoma
. Cardiac rhabdomyoma, single or multiple
10. Lymphangiomyomatosis (LAM)
11. Renal angiomyolipoma (renal AML)
Minor features
. Multiple, randomly distributed
. Hamartomatous rectal polyps
. Bone cysts
. Cerebral white matter radial
. Gingival fibromas
. Nonrenal hamartoma
. Retinal achromic patch
. Confetti-like skin lesions
9. Multiple renal cysts
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Definite TSC: either two major features or one major feature and two minor
features. Probable TSC: one major and one minor feature. Possible TSC:
either one major feature or two or more minor features. Note: Cortical tubers
together with cerebral white matter radial migration lines are considered one
feature. In patients with LAM or renal AML, other features are required for
diagnosis

are fulfilled. The diagnosis and management of TSC is
often challenging. The treatment involves addressing
the symptoms caused by the hamartomas. Inhibitors
of the mTOR pathway, such as rapamycin, have an
immunosuppressive and antiproliferative action. This
drug is effective in reducing the volume of the tumors.

On the other hand, psoriasis is a chronic autoimmune
inflammatory skin disorder, following the proliferation
and abnormal differentiation of keratinocytes, which
are under the influence of several factors whose genetic
component remains the most likely [7], including
mutation of the genes of the chemokine, including
MCPI, CCR2, and CCR5. The PSORS2 locus is a gene
that is the active transcription factor in inflammation
and immunity located in the region of the gene encoding
the RAPTOR protein, a protein associated with mTOR
regulation. Thrombin/threonine protein kinase (mTOR)
regulates growth and cell proliferation in response to
environmental stimuli. It is overexpressed preferentially
at the psoriatic level of lesional and nonlesional skin [§].
In psoriasis, dysregulation of cytokines and growth
factors may lead to the activation of the mTOR signaling
system, which initiates the proliferation of keratinocytes
and synovial cells responsible for psoriatic arthritis. For
the first time, we explored how a dual kinase inhibitor
of mTOR signal proteins may be an equally effective
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therapeutic agent for psoriasis. The association with
TSC in our patient suggests the genetic predisposition
of psoriasis vulgaris [9]. It blocks IL-2-induced LT
proliferation via mTOR inhibition.

CONCLUSION

To our knowledge, this is the first report that describes
the association of psoriasis with STB in a patient.
These inflammatory diseases are chronic with mainly
cutaneous manifestations and share a hereditary
character and a common pathophysiology, but with
different mutations.

Consent

The examination of the patient was conducted according to the
principles of the Declaration of Helsinki.
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