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Abstract

Cowden Syndrome (CS) is a rare, inherited condition with autoso-
mal dominant characteristics, resulting from mutation in the phos-
phatase and tensin homolog deleted on chromosome 10 (PTEN)
and characterized mainly by multiple hamartomas and increased
risk of developing malignancies. The report describes a case in a
43-year-old female patient complaining of a nodule on her cheek.
In the anamnesis, a previous history of malignant thyroid neo-
plasm treated 20 years ago was reported. Physical examination
showed multiple small papules on the facial skin around the eyes
and mouth, multiple asymptomatic hamartomas on the labial mu-
cosa, jugal mucosa, dorsum of tongue and alveolar ridges. Multiple
biopsies were performed in different oral locations, all with histo-
pathological diagnosis of fibrous hyperplasia. The diagnosis of CS
was confirmed by the medical history, clinical and histopathologi-
cal features. The patient is followed up in the medical and dental

service.
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Introduction

Cowden syndrome (CS) is characterized by the presence of multiple
hamartomas in various parts of the body, especially the skin, with mu-
cocutaneous lesions of diverse presentation. The estimated prevalence
is one in 1 million in the general population, and it is a very rare con-
dition. There is a preponderance with females, especially Caucasians
[8, 9]. Its etiology is genetic with variable autosomal dominant inheri-
tance, associated with a mutation at the 10q22-23 locus. It is related to
a mutation in the tumor suppressor gene PTEN/MMACI, located on
chromosome 10q23. In this sense, there is a strong relationship with

the development of breast cancer in female patients [8, 11, 13]. Mul-
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tiple hamartomatous lesions are important clinical markers for iden-
tifying patients at risk of developing malignancies, which underscores
the importance of early diagnosis [9, 10, 12]. The authors report a case
of this rare entity. This is a female patient with a clinical picture char-

acteristic of Cowden’s Syndrome. To describe a clinical case report on

Cowden Syndrome, conceptualizing and characterizing it.

Figure 1: Clinical features: A Thyroid surgery scar; B Multiple small papules
around the eyes, mouth and on the facial skin; C Multiple asymptomatic ham-
artomas, on the alveolar ridges, upper and lower lips, dorsum and lateral bor-

der of the tongue, the entire labial and jugal mucosa.

Case Presentation

A 43-year-old female patient complaining of a lump on her cheek.
In the anamnesis, a previous history of malignant thyroid neoplasm
treated 20 years ago was reported (Figure 1A). Physical examination

showed multiple small papules on the facial skin around the eyes and
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mouth, multiple asymptomatic hamartomas on the labial mucosa, ju-
gal mucosa, dorsum of tongue and alveolar ridges (Figures 1B and
1C). Multiple biopsies were performed in different oral locations, all
with histopathological diagnosis of fibrous hyperplasia (Figures 2A
and 2B). The diagnosis of CS was confirmed by medical history, clini-
cal and histopathological features. The patient is followed up in the

medical and dental service.
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Figure 2: Histopathological characteristics: A Epithelial hyperplasia at the

o

expense of hyperkeratosis and acanthosis. Connective stroma rich in vessels,
with mild lymphocytic infiltration, compatible with focal epithelial hyper-
plasia (Hematoxylin and Eosin); B Epithelium protrudes irregularly through
bundles of collagen fibers arranged in different directions, storiform (Masson’s

Trichrome).

Discussion

Cowden Syndrome is characterized as a rare and severe genetic disor-
der that affects the skin and other organs and has autosomal dominant
penetrance and variable clinical signs and symptoms. However, in the
year 2000, the expert body and members of the International Con-
sortium of Diagnostic Criteria for CS (ICC) organized the main fea-
tures into three categories: Pathognomonic, Major and Minor Criteria
[1]. The Pathognomonic Criteria are subdivided into mucocutaneous
lesions: facial trichilemmomas, acral keratosis and papillomatous le-
sions, and adult Lhermitte-Duclos disease. Major Criteria have as a
presentation breast cancer; thyroid carcinoma; macrocephaly; en-
dometrial carcinoma. And finally, Minor Criteria can present in the
form of other thyroid lesions, oligophrenia, hamartomatous intesti-
nal polyps, fibrous breast disease, lipomas, fibromas, or genitourinary
malformations [1, 2, 4]. It is of utmost importance that an adequate
diagnosis be made with the presentation of cutaneous findings and
existing malignant or benign alterations in other systems and organs,
with the mucocutaneous presentation being the most frequent and
constant [5]. Moreover, 90% of these patients present some extracuta-
neous form, and malignant breast and thyroid neoplasms are the most

common [6].

Patients with CS should be accompanied by doctors and dentists in
the search for mucocutaneous lesions, as well as through blood tests
to look for hypo or hyperthyroidism. In addition, it is emphasized
the need to look for thyroid nodules and goiters, by means of spe-
cific exams. The patient should also be seen by a mastologist and sub-
mitted to self-examination and specialized tests. If any involvement
in the gastrointestinal tract is identified, the patient should undergo
esophagogastroduodenoscopy and colonoscopy for investigation [7].
The patient described in the case presents signs and symptoms that fit
the pathognomonic lesion criteria, major and minor criteria. Medical

intervention is required for treatment that focuses on improving the

aesthetic appearance of the lesions, in addition to active search for as-

sociated neoplasms.
Conclusions

Cowden’s Syndrome is a condition that predisposes the development
of breast and thyroid malignancies, thus early diagnosis is essential.
Thus, healthcare professionals should be able to recognize the charac-
teristic mucocutaneous hamartomatous lesions of CS in order to en-
sure early diagnosis with screening for internal neoplasms. Therefore,
the importance of correct diagnosis and the search for occult malig-
nancies is of utmost importance. The management of these associa-
tions may increase the survival of patients with Cowden’s syndrome

and improve their quality of life, guaranteeing a good prognosis.
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