Putz-Jeghers Syndrome

Harmartomatous Colorectal Cancer Syndrome

· Accounts for a very small portion of individuals with colorectal cancer.  

· Distinguished from FAP and HNPCC by the presence of hamartomatous polyps.  

Characteristics

· Early onset 

· Autosomal dominant disorder

· Melanocytic maculae on the lips, perioral and buccal regions

· Multiple hamartomatous and adenomatous gastrointestinal polyps

· 93% chance of developing noncutaneous cancer between the ages of 15 and 64 years

· Lifetime risk for cancer:

· Breast 

54%

· Colon

39%

· Pancreatic
36%

· Stomach
29%

· Ovarian
21%

· Rare: 1:120,000 to 1:200,000 live births

Clinical Practice Guidelines for the Diagnosis of Colon Cancer 
· Refer individuals with the clinical features of Muir-Torre syndrome for genetic counseling and possibly testing.

· http://www.cancer.gov/cancertopics/pdq/genetics/colorectal/HealthProfessional/page5#Section_303 

