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Hamartomatous polyps in 

Cowden Syndrome 

- Special Features



41 Patients Cowden/PTEN 

• Endoscopies, Colonoscopies

• PTEN mutation status

• Extra-gastrointestinal manifestations

• Reviewed

- Gastrointestinal findings

- Immunohistochemistry 



PTEN Hamartoma Tumour Syndrome

• AD, ~1 in 20,000

• Multiple hamartomas

• Risk of cancer

• Most cases simplex

• PTEN mutation

• KLLN, SDHB, PIK3CA, 

AKT1, SEC23B



• Breast cancer 9 (22%)

Age 20-81

• Follicular thyroid cancer 
(2) 

Age 42 and 81

• Endometrial cancer (3)

Age 32, 47, and 65



Index Colonoscopy

• 30 (75%) Hamartomatous polyp

• 7 Adenoma

• 4 Serrated 

• 1 Inflammatory

• Mix of polyp types in 13 (33%)

• Hamartoma numbers 1-20, average 4.4 
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Surveillance Colonoscopies

• 34 (85%) Hamartomas

• Mix of polyp types 26 (65%)



Upper Gastrointestinal findings
• 21 patients had upper endoscopies

• Most common findings

Hamartomatous polyps 14 (67%) including 3 ganglioneuromas

Glycogenic acanthosis 11 (52%)

Fundic gland polyp 6

Gastric heterotopia 4

Foveolar hyperplasia 3

Adenomas 2

Inflammatory polyps 2



Special Features of Hamartomatous polyps

• 16 (53%) at index

• 28 (93%) overall

• Lymphoid follicles

• Intramucosal adipose tissue

• Ganglioneuromatous elements

• Fibrous stroma



IHC Hamartomas with no Special Features

• 12 cases 

• CD34 expressed in base of 
polyp in 9 cases

• S100 highlighted neurites 
in 8 cases



PTEN IHC



PD-L1 IHC



Things to look out for 

• Hamartomas in the colon but also a mixture of polyps

• Upper GI findings

• Special features in Hamartomatous polyps

• Immunohistochemistry may highlight fibrous stroma or neurites


