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Multiple familial
trichoepithelioma: report of a
disfiguring case”

uuuuuu

Dear Editor,

This case describes a 40-year-old woman, with nor-
mochromic asymptomatic papules and nodules on the face,
scalp, and upper back since puberty, which gradually
increased in number and size (Fig. 1).

She reported difficulty in getting a job due to the skin
lesions. She denied other comorbidities and medication use
and reported that other family members had similar, but less
extensive lesions (Fig. 2).

Dermoscopy (Fig. 1) and histopathology (Fig. 3) were
compatible with trichoepitheliomas. It was not possible to
perform genetic testing due to its unavailability.

Treatment was administered with imiquimod 5% cream
twice a day and 0.5% topical tretinoin at night for six
months, progressing with skin irritation and without signifi-
cant improvement of the lesions.

Multiple familial trichoepithelioma (MFT) is a rare auto-
somal dominant genodermatosis associated with genetic
mutations in the tumor suppression and cylindromatosis
(CYLD) genes located, respectively, on chromosomes 9p21
and 16q12-q13.1-3. These genes favor the proliferation and
differentiation of the germ cells of the pilosebaceous units,
enabling the development of trichoepitheliomas.'?

MFT affects more women due to its lower expressive-
ness and genetic penetrance in males."? There is no racial
predilection® and a family history is generally positive."?

* Study conducted at the Service of Dermatology, Complexo Hos-
pitalar Padre Bento de Guarulhos, Guarulhos, SP, Brazil.

It manifests in childhood or adolescence, with the appear-
ance of papulonodular, normochromic, or erythematous,
shiny lesions, which mainly affect symmetrically the central
region of the face.”? They can also affect the scalp, cervical
region, and upper chest.”? Over the years, the lesions can
increase in number and size."?

The phenotype in MFT is variable.” While there are
patients with few lesions, others have multiple confluent
and deforming lesions. This generates important aesthetic
consequences and psychosocial suffering.”* Malignant trans-
formation of trichoepitheliomas into trichoblastic or basal
cell carcinoma may also occur, although it is rare.’?

The dermoscopy of trichoepitheliomas shows small,
fine-caliber arboriform vessels, chrysalises and milium pseu-
docysts over white, pink and, less frequently, yellowish or
brown areas.’

Histopathology indicates the presence of keratin pseudo-
cysts and lobules of monomorphic basaloid cells arranged
in a cribriform pattern, surrounded by abundant fibrous
stroma.’?

The diagnosis of MFT depends on clinical-
histopathological findings.?> The genetic study is useful for
counseling, but not essential.®>

Several syndromes present with facial papules and nod-
ules, such as Brooke-Spiegler, familial cylindromatosis,
Bazex-Dupré-Christol and tuberous sclerosis.*° Hence, both
clinically and histopathologically, it is important to rule out
other associated complications that indicate another diag-
nosis.

Both MFT and familial cylindromatosis (FC) are consid-
ered different spectrums of Brooke-Spiegler syndrome (BSS),
due to the mutation in the common CYLD.* However, in
BSS there are multiple spiradenomas, cylindromas, and tri-
choepitheliomas, while in FC there are only cylindromas,
and in MFT, only trichoepitheliomas.*
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LETTER - CLINICAL

Figure 1 (A) Multiple confluent, normochromic, shiny, well-defined papules and nodules, measuring 0.5 to 2cm in diame-
ter, located predominantly and symmetrically on the central face; (B) Dermoscopy: arboriform vessels, chrysalises and milium

pseudocysts over pink areas.

Wnrsoennssns

. or . Individuals with trichoepithelioma

or O Individuals without trichoepithelioma

Figure 2  Pedigree showing autosomal dominant inheritance pattern of multiple familial trichoepithelioma.

radiofrequency ablation, dermabrasion, cryotherapy, radio-
therapy, and lasers stand out.® There have also been reports
of pharmacological therapies with sirolimus, imiquimod,
tretinoin, vismodegib, acetylsalicylic acid and adalimumab.®

The treatment of MFT is not well established in the liter-
ature and is difficult due to the multiplicity of lesions, the
predominantly facial location, and the progressive nature of
the lesions. Among available treatments, surgical excision,
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Figure 3

(A) Histopathology: well-defined dermal tumor (trichoepithelioma), consisting of lobules of basaloid cells and focal

keratin pseudocysts (Hematoxylin & eosin, x100). (B) Lobules of basaloid cells, with a peripheral palisade and cribriform pattern,
surrounded by fibrotic stroma, associated with focal Keratin pseudocysts. There is direct contact between stroma and tumor cells

(Hematoxylin & eosin, x200).
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