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Evolving care in 

paediatric polyposis  -

The St Marks 

Experience
Dr Warren Hyer

Consultant Paediatric Gastroenterologist

St Markôs Polyposis Registry, UK

http://www.rch.org.au/


A Paediatric gastroenterologisté..



Instead:



125 history of FAP



More than a decade of paediatric 

polyposisé..

Phenotype suppression



Natural history of paediatric FAP

ÂWhen to start 

endoscopy

Â Full colon or 

sigmoidoscopy in 

adolescents

Â Should the gene 

mutation affect timing

Â Age of first cancer. 



Natural history of paediatric FAP

? Too early Too late?



No. of polyps at sigmoidoscopy
(median age 14yrs). N= 123
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Number of malignancies/degree of dysplasia
123 children ultimately diagnosed with FAP

No malignancies identified ¢16 years

Histopathology available from 112 colectomy

specimens (median age 17 years, range 10-31)

108 mild - moderate

dysplasia

4 children had

severe dysplasia

All with significant GI symptoms 

in adolescence
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Prospective data on polyp density at colonoscopy 2004-08. N=50. 

Median age 14years
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Polyp density according to age. N=50. Prospective data, 2004-2008
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N=2
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Which children had high polyp density?
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Which children had high polyp density?

Both children had symptoms (bleeding or diarrhoea)

Both children codon 1309



But when will you develop a cancer?



So who is at risk of early cancers?



Early childhood presentation of FAP

ÂNo FH

Â Presents with rectal 
bleeding alone

ÂCHRPE

ÂMutation codon 1309

Â Youngest 
symptomatic FAP 
child

Colectomy sample age 4 years

Symptomatic Polyposis in a Four-Year-

Old: The Exception Proves the Rule

Will, Phillips, Hyer, Clark.



Conclusion -



Dye spray in FAP ïidentifying dysplasia & 

adenomas



Dysmorphic syndromes and FAP



q22
q23.2

del (5) (q22q23.2)
5

Ideogram 

showing 

deletion 5q 

deletion with 

Turner

A case of mosaic Turner syndrome and 5q deletion causing Familial Adenomatous Polyposis. 

Walker,  Frayling,  Randhawa,  Holder,  Hyer





Upper GI surveillance in FAP

Not St Markôs Practice



Extraintestinal manifestations



Desmoid and extra intestinal manifestations



Hepatoblastoma and FAP 

ïUK experience

Screening for germline APC mutations in 

sporadic hepatoblastoma: is it worthwhile?

Harvey, Clark S, Hyer W, Hadzic N, Tomlinson I, Hinds R

18 male/11 female patients median age at HB 

diagnosis of 22 months. Sequencing of the whole 

APC gene failed to reveal any of the previously 

described mutations.

This study does not support the need for routine 

germline APC mutation screening in sporadic HB.





Drug therapies are

replacing a lot of 

medicines

as we used 

to know it

St. Louis, Missouri,

October 18 2000
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Now the chance for 

adenoma prevention?



NEJM 328:1313-1316 1993

Treatment of Colonic and 

Rectal Adenomas with 

Sulindac in 

Familial Adenomatous 

Polyposis

Francis M. Giardiello

http://content.nejm.org/content/vol328/issue18/images/large/05f1.jpeg



