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Familiarni adenomova polypo6za

- dédicny syndrom (gen APC, MUTYH)

- méné nez 1 % kolorektalnich karcinomu

- témer 100% individualni riziko karcinomu kolorekta,
casto v mladém veku

- desitky, stovky, tisice adenomu tracniku

- extrakolonické projevy
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Historie registru FAP:

St. Mark‘s polyposis registry UPOSIS R,

» zalozen 1924

m patolog Cuthbert Dukes
m chirurg J.P. Lockhart-Mummery I
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Vyznam registru FAP:

Systematic review British Journal of Surgery 2013; 100: 1719-1731

Systematic review of the impact of registration and screening
on colorectal cancer incidence and mortality in familial
adenomatous polyposis and Lynch syndrome

P. Barrow!, M. Khan', F. Lalloo??, D. G. Evans*? and J. Hill!

CRC-related mortality in FAP

Reference Year Screened Symptomatic Odds ratio Odds ratio

Alm'® 1975 10f68 16 of 82 0-06 (0-01, 0-48) — e

Vasen et al.?® 1990 10f 126 28 of 104 0-02 (0-00, 0-18) ———

Goh and Wong®™! 1992 0 of 32 15 of 26 0-01 (0-00, 0-21) +—o———

Morton et al.*2 1993 0 of 51 28 of 53 0-01 (0-00, 0-15) +—o———

Bjork ef al.® 1999 40t 215 95 of 216 0-02 (0-01, 0-07) —o—

Galle et al.®® 1999 30f 123 94 of 204 0-03 (0-01, 0-10) —o—

Heiskanen et al.*® 2000 4 0of 120 50 of 116 0-05 (0-02, 0-13) —o—

Gibbons et al.*® 2011 11 of 293 28 of 146 0-16 (0-08, 0-34) | l—o— | |
0-001 001 1 10 1000

Favours screening  Favours no screening
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Vyznam registru FAP:

Table 3 Additional benefits of registration in hereditary colorectal cancer syndromes®914:57
Benefits
Organizational Registration of patients with polyposis and family members

Easy storage and retrieval of demographic, clinical and genetic information
Tracing and identification of at-risk relatives
Recruit other relatives and at-risk groups into surveillance programmes
Initiation and coordination of screening
Monitoring and maintenance of follow-up
Dissemination of information
Patient-focused Counselling and genetic testing
Ensure adherence to screening recommendations
Continuity of care
Education/literature
Psychological and social benefits
Involvement in new clinical trials
Research-focused A database for conducting epidemiological and molecular genetic studies
Genotype/phenotype studies
Generate a ‘biobank’ of blood samples, pathological specimens and genetic material (including tracking, reporting, quality
assurance and control)
Investigation into the pathways of colorectal carcinogenesis
MMR gene research and mapping of new susceptibility genes
Conduct molecular studies to identify new diagnostic tests and predictive/prognostic biomarkers (e.g. BRAF mutation
testing/methylation studies)
Prevention and therapeutics (e.g. CAPP2, NSAIDs/aspirin, vitamin D, benefits of screening)
Behavioural research (e.g. demographic trends, follow-up patterns, compliance, quality-of-life studies)

MMR, mismatch repair; CAPP, Colorectal Adenoma/carcinoma Prevention Programme; NSAID, non-steroidal anti-inflammatory drug.

B 33. esky a slovensky gastroenterologicky kongres — Praha 13. 11. 2015



Registry FAP ve svete:

The Danish polyposis register

m zalozen 1961; 1992 — 97% pokryti
m 2014: 668 postizenych (210 rodin)

: H
m 5,6 mil. obyvatel -
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Registr FAP v Ceské republice:

Pracovni skupina pro FAP

m 5/06 zahdjeni ¢innosti pracovni skupiny
(prof. MUDr. Milan LUKAS, CSc.; MUDr. Ale§ NOVOTNY)

m 2/08 zahdjeni ¢innosti registru, 5 center
m postupneé 12 center, aktivnich 6 center
m aktualné témeér 90 registrovanych pacientu

» informacni brozura pro pacienty
(doc. MUDr. Vaclav lJirasek, CSc.; prim. MUDr. Jaroslav Kotlas)

» www.polyposy.cz (www.kolonoskopie.cz)
m od 2011 aktivni jen jedno centrum (FN HK)
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Registr FAP - vysledky centra:

m Pracovni skupina a Registr FAP

= RNDr. Ing. Karel CHROUST, Ph.D.

m Program PRVOUK P37/08
Lékarska fakulta v Hradci Kraloveé
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Registr FAP - vysledky centra:

Pocet novych pacienti v jednotlivych letech

(celkem 45 pacientti)
14
12 -
10 -

2008 2009 2010 2011 2012 2013 2014 2015
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Vysledky centra - vék v dobé diagnozy

17 (n=45)

<20 20-29 30-39 40-49 50-59 60-69 70-79
Vék v dobé diagnozy
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Vysledky centra - pohlavi
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Vysledky centra - BMI

0 26,7 (n=45)
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Vysledky centra - priznaky

Priznaky

Bez priznaki

Prijem 12 Podil pacientt (%)
Krev ve stolici 10

Bolesti bricha 7

Hubnuti 1 (n=43)
Dyspepsie 1

Pozitivni SOK 4

Jiné 3

Neuvedeno 4
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Vysledky centra - operace tracniku

m profylakticka

kurativni

M paliativni

10

_1
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Vysledky centra - profylaktické operace

vék 38 (16-60) let

6

IRA 30%
= IPAA
mIS

IRA-ileorektalni anastomdza, IPAA-ileo-pouch-analni anastomadza, I1S-ileostomie
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Vysledky centra - operace pro karcinom

--“IEI lokalizace | operace | poznamka

0 ascendens

3
30%

Li o

‘ans

X rektum

X 0 X

IRA
|PA/

syn. Tis rekta

on, vk 48 (30-66) let

|PA/
IPAA
IRA
IPAA
TS

1S
IRA

vs. 38 let u profylaktickych
(p=0,07)

umrti

umrti

IRA-ileorektalni anastomdza, IPAA-ileo-pouch-analni anastomodza, 1S-ileostomie, TS - transverostomie
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Vysledky centra - endoskopicka vysetreni

Koloskopie

Gastroskopie

Duodenoskopie [

Kapslova enteroskopie [

Push/DB enteroskopie [

0% 20% 40% 60% 80% 100%
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Vysledky centra - postizeni duodena

Modifikované

Spigelmanovo 1

skodre

pocet polypU 1-4 5-20 >20
velikost polypu 1-4 5-10 >10
histologie tubularni tubulovilozni vilozni
dysplazie nizka vysoka

Spigelmanova klasifikace
1-4 5-6 7-8 9-12

I | 11 IV
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Vysledky centra - postizeni duodena

(n=45)

1
- B karcinom

7 B Spigelman IV
Spigelman lll
Spigelman Il

® Spigelman |
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Vysledky centra - postizeni Vat. papily

[EEY
N

Vaterova papila
postizena u 20/28
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pocet pacientu
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karcinom 1] 1
Splgelmanova klasifikace
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Vysledky centra - genetika

mutace
v APC genu

prokazana
neprokazana 12 27
nevysetren 6 13
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Vysledky centra - genetika

Lokalizace mutaci APC (exony/kodony)

Exony Exon 15
4
O - I I I I - I l ]

1016 1061 1157 1268 1309 1351

15

Attenuated FAP

169 1393

T — Classic FAP
1250 1464
Fe— Severe polyposis
1448 1578 Desmold tumors



Vysledky centra - genetika

Mutace na 5¢ konci - atenuovane ?

pocet| vek vék
adenomu| dg. kx.

4 05/001 10-100 32 39
05/002  >100 55 57

exon No.




Vysledky centra

Desmoidni tumor:

= muz 60 let (9 let po kolektomii)
— resekce jejuna

m zena 55 let (6 let po kolektomii)

lH,lHIb||H]II|Il||||}IIII‘HH|IHll|H|[llll‘II|||||||’|||l|||||||l|||||I|lI|II|IIIIl|||
, o . 2 3 4 5 6 U 8 9 10
. B 4114/08

Priciny umrti: —
m muz 58 let — karcinom Vaterovy papily

m muz 60 let — karcinom tracniku

m zena 44 let — karcinom tracniku

m zadné umrti nebylo v ramci dispenzarizace
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Registr FAP v CR - budoucnost ?

/ 1 MINISTERSTVO ZDRAVOTNICTVI
Q P48 (CESKE REPUBLIKY

Rozvojové projekty zdravotni péce na rok 2016.
Priorita 3: Narodni ak¢ni plan pro vzacna onemocneéni.

b) vznik a provoz registri vzacnych onemocnéni

@CGS Ceska gastroenterologicka spolecnost

S
“so & /
GUARANT E-BJN—
»-\INTERNATIONAL S ER V1 CE §

3 ¢ Ceska lékarska spoleénost J.E. Purkyné

B 33. esky a slovensky gastroenterologicky kongres — Praha 13. 11. 2015



Dekuji za pozornost.
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