CG Oncogenetic testing and follow-up for Cowden syndrome (or PTEN
hamartoma tumour syndrome - PHTS)

Cowden syndrome is a rare, multisystem disease that causes increased risks for malignancies (breast, thyroid, and endometrial) as well as benign
hamartomatous overgrowth of tissues (skin, colon, thyroid, etc).

The term PTEN hamartoma® tumour syndrome (PHTS) has been used to refer to a spectrum of disorders that have been linked to germline mutations in the
phosphatase and tensin homolog (PTEN) gene, including Cowden syndrome (CS), Bannayan-Riley-Ruvalcaba syndrome (BRRS), adult Lhermitte-Duclos
disease (LDD), and autism spectrum disorders associated with macrocephaly.1

Cowden syndrome has a prevalence of about 1 in 250 000 in the Dutch populaton with a low mutation frequency.?

# Hamartoma is a benign tumor-like nodule composed of an overgrowth of mature cells and tissues normally present in the affected part, but with disorganization and often with one element
predominating
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1. Diagnostic testing criteria (NCCN Testing Criteria)

The following testing criteria should be considered when deciding for counselling, genetic testing and follow-up:
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2. Follow-up of women at high risk

The efficacy, risk, and benefits of cancer screening in Cowden syndrome are unknown.* Recommendations listed below are suggested in the
scientific literature and are based on expert opinions.
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