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Clinical presentation of PTEN Mutations
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Mutations of tumour suppressor gene PTEN (Phosphatase and Tensin homologue deleted
on chromosome 10) predispose to phenotypically diverse disorders, with several overlapping
clinical features, collectively classified as PTEN hamartoma tumour syndrome
(PHTS). The paper presents the case of a 6-year-old girl with macrocephaly and multiple
lipomatous lesions, diagnosed as a de novo PTEN mutation. PTEN testing should be
considered in any child presenting with macrocephaly and dermatologic features
and/or hamartomatous overgrowth and/or mental delay. PHTS leads to an increased
risk of developing breast, skin, colorectal, endometrial and thyroid malignancies, therefore
cancer surveillance is the cornerstone of management. Recently, rapamycin treatment
has been proposed.
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