Bannayan-Riley-Ruvalcaba syndrome

Bannayan-Riley-Ruvalcaba syndrome is a rare autosomal dominant disorder caused by a mutation of the tumor
suppressor gene PTEN.

It shares the mutation with Cowden syndrome but manifests much earlier. The
typical presentation includes macrocephaly and intestinal polyposis, usually
hamartomatous polyps. Mild mental retardation is relatively common. There is a
temporary delay in motor development, which is corrected later, but myopathies
often develop later. Musculoskeletal disorders and skin affections are common.
However, the syndrome may represent a risk factor for the development of breast
cancer, despite polyposis of the intestine, it is probably not a risk factor for the
development of tumors of the gastrointestinal tract.

There are also transitional forms of the disease that share the phenotypic features “X ’. L
of both Bannayan-Riley-Ruvalcabu syndrome and Cowden syndrome. . ;
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