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• Familial adenomatous polyposis (FAP) carries an almost 
100% lifetime colorectal cancer risk warranting early 
detection in gene carriers. 

• Congenital hypertrophy of the retinal pigment epithelium 
(CHRPE) is considered the earliest and most-specific 
phenotypical marker of FAP.

• This poster outlines our systematic literature review and 
published screening recommendations assisting 
clinicians in efficient, evidence-based FAP-associated 
CHRPE assessment.

Congenital Hypertrophy of the Retinal Pigment Epithelium (CHRPE)

• Congenital hamartoma of the retinal pigment epithelium (RPE).
• Lesions typically have no visual significance and almost no 

reported intraocular malignant potential.2

• Utility of CHRPE detection directed towards identifying gene-
carrier status of at-risk kindreds.

• Literature variation exists regarding CHRPE nomenclature and 
subclassification which were streamlined in these guidelines 
presented. 

• CHPRE is a rapid, non-invasive phenotypical marker for FAP. 
• Multiple lesion number (≥3) and bilateralism have the 

greatest specificity for FAP. 
• Absence of FAP-associated CHRPE cannot exclude polyposis 

and should not preclude further definitive testing.
• We advocate the use of ocular examination as part of 

multimodal approach, along with endoscopy and genetic 
testing, for efficient, timely FAP assessment in at-risk 
individuals

Familial Adenomatous Polyposis (FAP) 1

• Caused by germline mutation of the 
Adenomatous Polyposis Coli (APC) 
gene

• Autosomal dominant inheritance 
• Birth incidence of 1 in 8,300. 2

Methods

• Systematic literature review and appraisal 
• Comprehensive search strategy of online databases
• Criteria-led study inclusion graded according to NHMRC2

• Quantitative analysis, formulation of screening 
recommendation and morphological sub-analysis

CHRPE as phenotypical marker FAP: From 28 included studies:

• 4,451 participants

Morphological Sub analysis

1 Total Lesion 
Number 

FAP; 10.9, At-risk; 4.8

2 Laterality Bilateralism (FAP); 69.4%

3 Size <0.5DD: FAP 78.5%, At-risk; 82.0%

4 Location Retinal periphery; 84.0%, central; 46.0%

5 Pigmentation Pigmented; 61.5%, depigmented; 8.0%, 
Mixed; 30.5%


