Juvenile Polyposis


Genetics of Juvenile Polyposis and Population Frequency 

· Autosomal dominant disorder 

· Genetically heterogeneous

· 15% – 20% of individuals have a germline mutations in the MADH4 gene

· 25% - 40% of individuals have mutations in the gene-encoding bone morphogenic protein receptor 1A (BMPR1A) 

· Childhood-onset

· Frequency – 1 in 100,000 individuals 

· Lifetime risk of colorectal cancer is 39%

Clinical Characteristics of Juvenile Polyposis

· Characterized by a predisposition to hamartomatous polyps in the gastrointestinal tract, specifically in the:

· Stomach

· Small intestine

· Colon and rectum. 

· Variable expressivity – (i.e. the polyps vary in size, shape and number, from four or five polyps to more than a hundred over their lifetime)  

Natural History

· Juvenile polyps develop from infancy through adulthood.  

· Most polyps are benign, however, malignant transformation can occur.  

· Probability of developing GI cancers range from 9% to 50%.  

· Types of cancer include:

· Colon (most common)

· Stomach

· Upper GI tract 

· Pancreas 

· In juvenile polyposis of infancy polyps develop within the first few years of life and are accompanied by:

· Hypoproteinemia

· Protein-losing enteropathy

· Diarrhea

· Anemia

· Anasarca 

· Failure to thrive

Clinical Practice Guidelines for the Diagnosis of Colon Cancer 
· http://www.cancer.gov/cancertopics/pdq/genetics/colorectal/HealthProfessional/page5#Section_303 

· Refer patients with Juvenile Polyposis Syndrome for a genetics evaluation. 

