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T Qual o Seu Diagnéstico?

Multiplas Papulas na Face
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. Dermatology Quiz

Multiple Papules on the Face

KEY WORDS - Facial Neoplasms/diagnosis; Skin Neoplasms/diagnosis.

CASE REPORT

A 43-year-old female patient was referred to our depart-
ment due to multiple painless skin colored firm papules and
nodules, with a smooth surface, ranging from a few milli-
meters to 2 cm, located on the face, particularly around the
nose and forehead, and scalp, in this latter location causing
alopecia. Lesions developed progressively over 12 years (Fig.
1). There were no complaints from other organs and she
was under no chronic medication. The patient reported her
mother had similar skin lesions that also started around the
age of 30.

An excisional biopsy of a skin nodule of the scalp was
performed and histological examination showed a dermal

Figure 2 - Dermal lesions composed by multiple lobules arranged in
a jigsaw pattern typical of cylindroma (image a, H&E, 20x and image b,
H&E, 40x). Each lobule consists of an outer layer of cells with small hyper-
chromatic nuclei and an inner zone of cells with oval vesicular nuclei,
surrounded by a hyaline mantle (image ¢, H&E, 400x).

lesion composed by multiple lobules arranged in a jigsaw
pattern. Each lobule consisted of an outer layer of cells with
small hyperchromatic nuclei and an inner zone of cells with
oval vesicular nuclei, surrounded by a hyaline mantle (Fig.
2). Genetic study showed a heterozygous nonsense mutation

Figure 1 - Multiple skin colored papules and nodules located on the

face.
(c.2806C>T, p.Arg936*) of the CYLD gene.
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Qual o Seu Diagnéstico?

WHAT IS YOUR DIAGNOSIS?
BROOKE-SPIEGLER SYNDROME

Clinical and histological findings combined with family
history suggested Brooke-Spiegler syndrome and the genetic
test confirmed the diagnosis. Due to the absence of sympto-
matic complains or aesthetic concerns, the patient refused
treatment procedures.

No suspicious lesions were identified during 5 years of
follow-up.

Brooke—-Spiegler syndrome (BSS) is a rare genoderma-
tosis, with an autosomal dominant pattern of inheritance,
caused by mutations in the CYLD gene, a tumor suppressor
gene.! It is characterized by the development of multiple skin
appendage tumors, namely spiradenomas, cylindromas and
trichoepitheliomas.? Although they are typically benign, ma-
lignant transformation occurs in 5% to 10% of the patients.®
In such cases mostly cylindrocarcinomas develop within the
lesions. Less frequently, malignant spiradenomas and basal
cell carcinomas were described.* Apart from the skin, mor-
phologically similar neoplasms may rarely arise in the saliva-
ry glands or breasts (mammary cylindroma).®

This case highlights the importance of skin lesions as a
diagnostic clue for systemic diseases. A prompt diagnosis
enables the genetic counseling of the patient and his relati-
ves, through a multidisciplinary approach, allowing the early
detection of the underlying malignancies, namely malignant
transformation of cutaneous lesions and salivary glands tu-
mors.%

Presentations/Apresentagées
Poster presentation on 24" World Congress of Dermato-

logy 2019.
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