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125 history of FAP

9, Sklifasowski NW. Polvadenoma tractus intestinalis, Vreac 1881; 4
35-7.

X. POLYADENOMA TRACTUS INTESTINALIS.
Mpoy. H. B. Cermdoconeraro.

Pazmanue TATOXCTHYCCKIE WPONRCCH BR mimknell wa-
CTH KOMCUHEKA COMPORCHEAAOTEA (yILEUIDHANLINNI Pai-
cTpoficTiayi, Bs SHeId LOTOPMXT COML0 HOGTHIT L —
ourymenie ZEteiaw koaasy. [Ipe noveqyitmons(ravoppod-
gos) gepepoikienin camsucrofi 060109K HOpaNOA RUDIKE
9T0 ALIeHIE NPCICTARIALTCE OONMIMNT; OHD DARCCTOTACTER
0% TEXB CITULINT, ROV CIATMUTLA 00000 HapaRtacTes
EATAPPONE. A TAKD KIEE ¥ CTPLIAMIAINE iolesyent
aro nosropaerca nephiko, To nojedmoe nnIUaLcIuoe
Anfepie W DPNIUMAETCA 34 BUpakelie EATAPpLYIHATO
coCTOANIA KNWEeRE Boobule; BE ALicTeaTeIMIOCTH Ne
ono noziepauraeten whernmuwn maTogorpuesinwn wpa-
meccoMb— oyl AT IepeposIcHicNE CIdaneToil obo-
xouem npsawoll Remem, Howewyilmoe mepepomienic cximi-
eroft ofoyouEn passmsaercs B3 cavoll Ewkmed wacTn
npavoil Enmkd, ¥ phiko wommo madamzars pacmapewie
peETE oHme, 9HUE CAHTHEYCTPA EX TPE Nals EO0MONE
(sphincter ani). Ho nocuainvessite npoicccw o momo-
olpazopania MOCYTE PACUDOCTPAUATECA DHUE 110 ROITed-

The history of familial adenomatous polyposis

Steffen Biilow', Terri Berk® and Kay Neale?

" The Danish Polvposis Register, Hvidovre University Hospital, Copenhagen, Denmark, *The Familial Gastrointestinal

Cancer Registry, University of Toronto, Canada; *The Polyposis Registry, S1. Mark’s Hospital, Northwick Park,

Watford, Harrow, UK SIMARK'S
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More than a decade of paediatric
pol yposi s ée.
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Natural history of paediatric FAP

A When to start
endoscopy

A Full colon or
sigmoidoscopy In
adolescents

A Should the gene
mutation affect timing

A Age of first cancer.
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Natural history of paediatric FAP
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No. of polyps at sigmoidoscopy
(median age 14yrs). N= 123
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Number of malignhancies/degree of dysplasia
123 children ultimately diagnosed with FAP

*

!

Histopathology available from 112 colectomy
specimens (median age 17 years, ranga1)0

4 children had 108 mild- moderate
severe dysplasia dysplasia

1
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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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Which children had high polyp density?
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Which children had high polyp density?
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But when will you develop a cancer?

Table 3 Proportion of FAP patients with CRC diagnosed at <20 years of age*

Number of CRCs (%) diagnosed

Polyposis registry Total number of CRCs 0-10 years 11-15 years 16-20 years
The Netherlands 106 0 1 1
Denmark 190 0 0 3
Germany h24 0 1 ]

St Mark's 96 0 0 3
Finland 157 0 0 1

Total 1073 0 2 (0.2%) 15 (1.3%)

Guidelines for the clinical management of familial
adenomatous polyposis (FAP)

H F A Vasen,' G Moslein,? A Alonso® S Aretz,* | Bernstein,® L Bertario,® | Blanco,’ STMARK'S
S Bilow,* J Bum,® G Capella,’” C Colas," C Engel," | Frayling,"* W Fried|,* F J Hes " TTTTLTS
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So who Is at risk of early cancers?

Rapidly progressive adenomatous polyposis in a patient
with germline mutations in both the APC and MLH ]

genes: the worst of two worlds

R Scheenstra, F E M Rijcken, J J Koornstra, H Hollema, R Fodde, F H Menko,
R H Sijmons, C M A Bijleveld, J H Kleibeuker

Gut 2003 ,52:898-899
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Early childhood presentation of FAP

A No FH

A Presents with rectal
bleeding alone

A CHRPE
A Mutation codon 1309

Colectomy sample age 4 years

A Youngest
symptomatic FAP
child

Symptomatic Polyposis in a Four-Year-
Old: The Exception Proves the Rule
Will, Phillips, Hyer, Clark.
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Conclusion -

There were no cases of CRC at or before the age of 10 years,
and an incidental case between age 11 and 15 years. Based on
these findings, the European group advises starting endoscopic
surveillance from the early teens. Since some patients, especially
those with a mutation located at codon 1309 in the APC gene
(see below), may develop severe polyposis of the colorectum
before the age of 10, attention must be paid to FAP-related
symptoms.”” These symptoms may include increasing bowel
movements, looser stools, mucous discharge, rectal bleeding,
abdominal or back pain. In symptomatic patients, endoscopic
investigation may be indicated at any age.
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Dye spray in FAP T identifying dysplasia &
adenomas
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Dysmorphic syndromes and FAP
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ldeogram
showing
deletion 59
deletion with
Turner

20 —
423.2—

del (5) (922923.2)

5

A case of mosaic Turner syndrome and 5q deletion causing Familial Adenomatous Polyposis.
Walker, Frayling, Randhawa, Holder, Hyer

STMARK’
lllllll

HHHHHHHH






"
Upper Gl survelllance in FAP

Not St Markos Practice
Table 6 The progression of duodenal polyposis in familial adenomatous

polyposis
Author Groves Saurin Bulow
Year of publication 2002 2004 2004
Subjects 99 35 368
Mean age (years) 42 37 25
Sex (% male) hh h7 49
Mean follow-up (years) 10 4 1.6
Spigelman stage IV
at initial examination 9.6% 14% 1%
at last follow-up 14% 35% 15%
Duodenal cancer during follow-up 6" 0 4t
*Spigelman stage at previous endoscopy: I, lll, IV, IV, IV, IV.

TSpigelman stage at previous endoscopy: I, I, IV, IV. ﬁ\
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Extraintestinal manifestations

Table 2 Extra-intestinal features in familial adenomatous

polyposis

Benign lesions Malignant lesions
Congenital hypertrophy of the retinal Thyroid cancer (2-3%)
pigmented epithelium (70-80%)

Epidermoid cysts (50%) Brain tumour {<1%)
Osteoma (50-90%) Hepatoblastoma (~1%)

Desmoid tumour (10-15%)
Supernumerary teeth (11-27%)
Adrenal gland adenomas (7-13%)
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Desmoid and extra intestinal manifestations
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Hepatoblastoma and FAP
UK 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.
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" That's correct, Doctor. He claims
that the instructions said
to squeeze toothpaste from bottom."
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St. Louis, Missourl,
October 18 2000

Drug therapies are

replacing a lot of
medicines

as we used

to know it
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Now the chance for

adenoma prevention?

28



NEJM 328:1313-1316 1993
Treatment of Colonic and
Rectal Adenomas with
Sulindac in

Familial Adenomatous
Polyposis

Francis M. Giardiello
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