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A Case of PTEN Gene Mutations
Associated with Cowden's Disease

Sung-Jin Nam, Young-Sik Choi, Yo-Han Park, Kyu-Jong Kim, Seun-Ja Park

Department of Internal Medicine, Kosin University College of Medicine, Busan, Korea

— Abstract

Cowden's disease, also known as various hamartomatous malformations of multiple organs, is a rare autosomal dominant
disorder. The most important feature of Cowden's disease is an increased incidence of malignant neoplasm, particularly
in the breast and thyroid gland. PTEN (phosphatase and tensin homologue deleted
in chromosome 10) is a candidate tumor suppressor gene. Mutations of this gene are responsible for PTEN hamartoma
tumor syndromes, including Cowden's disease, Bannayan-Riley-Ruvalcaba syndrome, Proteus syndrome, and Proteus-like
syndromes. After identification of PTEN as the gene for Cowden's disease, the incidence of Cowden's disease was
estimated to be 1 in 200,000. However Cowden's disease with malignant neoplasm is quite rare in Korea so far.
Recently we experienced a family with Cowden's disease who carry a frame shift germline mutation(C.606del T) at

10923, exon 6 of PTEN gene.
The authors report this case with literature review.
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Fig. 1. Pedigree of family of Cowden's disease.
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Fig. 2. Photograph of pathognomic mucocutaneous lesions. It

shows multiple cutaneous papules in salmon-like color on
nose.
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Fig.3. Upper endoscopic findings. Numerous whitish polypoid
lesions are noted throughout the esophagus.
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Fig. 4. Neck USG shows cystic nodule in the right thyroid
lobe.
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