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Abstract

Cowden syndrome is a rare genetic disorder, often linked to PTEN gene mutations, characterized
by a predisposition to various cancers. We report the case of a patient presenting with papillary
thyroid carcinoma revealing the syndrome, highlighting the importance of early diagnosis and
multidisciplinary management.

Text

Cowden syndrome is an autosomal dominant genetic disorder associated with PTEN gene
mutations in most cases. This condition manifests with characteristic cutaneous and mucosal lesions
and an increased susceptibility to several cancers, particularly breast, thyroid, and endometrial
cancers (1, 2].

We present the case of a 40-year-old female patient with a family history of goiter and breast
cancer, diagnosed with papillary thyroid carcinoma staged PT2 NX MX, at low risk of recurrence.
Clinical examination revealed gingival papillomatous lesions and acral keratosis. The patient also
reported prolonged menorrhagia and the presence of a breast nodule. Pelvic ultrasound identified
multiple uterine fibroids, benign on histopathological examination. Excision of the breast nodule
confirmed infiltrating carcinoma.

The diagnosis of Cowden syndrome was established based on two pathognomonic criteria
(papillomatous lesions and keratosis) and three major criteria (thyroid and breast carcinomas,
uterine fibroids) [3]. The patient was successfully treated with radioiodine therapy following
thyroidectomy and received chemotherapy for breast cancer.

This case illustrates the necessity for heightened awareness of clinical manifestations suggestive
of Cowden syndrome to enable early detection of associated cancers. Management must be
multidisciplinary, involving endocrinologists, oncologists, surgeons, and geneticists.

Conclusion

Papillary thyroid carcinoma can be the inaugural sign of Cowden syndrome. Prompt diagnosis
allows for optimal management and prevention of complications related to associated cancers.
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