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Syndromes 
 
Familial Adenomatous Polyposis (FAP) 
 

• Includes: 
o Classical FAP 
o Attenuated FAP (AFAP) 
o Gastric Adenocarcinoma and Proximal 

Polyposis of the Stomach (GAPPS) 
o Gardner’s Syndrome 
o Turcot’s Syndrome  

• *See Familial Adenomatous Polyposis (FAP) 
 
Lynch Syndrome 
 

• Also Known as “Hereditary Nonpolyposis Colon Cancer (HNPCC)” 
• *See Lynch Syndrome/Hereditary Nonpolyposis Colon Cancer (HNPCC) 

 
Juvenile Polyposis Syndrome (JPS) 
 

• Also Known as “Familial Juvenile Polyposis” 
• *See Juvenile Polyposis Syndrome (JPS) 

 
MUT Y Homolog (MUTYH)-Associated Polyposis (MAP) 
 

• *See MUT Y Homolog (MUTYH)-Associated Polyposis (MAP) 
 
 

 
FAP on Colonoscopy 1 
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Serrated Polyposis Syndrome (SPS) 
 

• Historically Known as “Hyperplastic Polyposis Syndrome” 
• *See Serrated Polyposis Syndrome (SPS) 

 
Peutz-Jeghers Syndrome (PJS) 
 

• *See Peutz-Jeghers Syndrome 
 
PTEN Hamartoma Tumor Syndrome (PHTS) 
 

• Includes: 
o Cowden Syndrome 
o Bannayan-Riley-Ruvalcaba Syndrome (BRRS) 
o Proteus-Like Syndrome/SOLAMEN Syndrome 

• *See PTEN Hamartoma Tumor Syndrome (PHTS) 
 
Other Rare Polyposis Syndromes 2,3 

 
• GREM1-Associated Polyposis (Hereditary Mixed Polyposis Syndrome/HMPS) 

o Mutations: GREM1 (Autosomal Dominant) 
o Associated with Multiple Polyps of Mixed Histology (Adenomas, Hyperplastic, 

Hematomas, and Juvenile) 
o Increased Risk of Colorectal Cancer 
o Associated with Desmoid Tumors, Prostate Cancer, and Duodenal Cancer 

• Other Adenomatous Polyposis Syndromes (Autosomal Dominant): 
o POLE-Associated Polyposis 
o POLD1-Associated Polyposis 
o AXIN2-Associated Polyposis (Oligodontia-Colorectal Cancer Syndrome) 

• Other Adenomatous Polyposis Syndromes (Autosomal Recessive): 
o NTHL1-Associated Polyposis 
o MLH3-Associated Polyposis 
o MSH3-Associated Polyposis 

 
 
 

Comparisons 
 
Genetic Mutations 
 

• Familial Adenomatous Polyposis (FAP): APC 
• Lynch Syndrome: MLH1, MSH2, MSH6, PMS2, or EpCAM 
• Juvenile Polyposis Syndrome (JPS): SMAD4 (MADH4) or BMPR1A 
• MUTYH-Associated Polyposis (MAP): MUT Y Homolog (MUTYH) Gene 
• Serrated Polyposis Syndrome (SPS): Genetic Basis is Mostly Unknown, RNF43 Most Closely 

Related 
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• Peutz-Jeghers Syndrome (PJS): STK11 
• PTEN Hamartoma Tumor Syndrome (PHTS): PTEN 
• Others: GREM1, POLE, POLD1, AXIN2, NTHL1, MLH3, or MSH3 

 
Malignancy of the GI Tract 
 

 
 
Extraintestinal Manifestations 
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