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Hereditary Colon cancer

3-6%

HNPCC : 3-6% of CRC

Inherited risk CRC: up to 35%
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HNPCC identification & screening

Reduced incidence CRC > 60%
Earlier detection CRC
Better survival CRC

Cost-effective
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Lifetime risk - CRC

Sporadic 4% M
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Lifetime risk - CRC

Sporadic 4% M

One relative 6%
Two relatives 17%
At risk HNPCC 40-45% ﬁ ‘
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Lifetime risk - CRC

Sporadic 4% M

One relative 6% ‘
Two relatives 17%
At risk HNPCC 40-45% ﬁ ‘

Gene carrier HNPCC 80-90%

XNV

Bernstein BMI-symp June-2007



: &
WP 6.4 Genomics and colon cancer

Phenotype — Genotype

Family level
Pedigree

Individual level

Cancers — prelesions
Mutations — SNP

Risk estimation — surveillance programs
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HNPCC-register
Today:

Paper based

6 genetic dept. Future Aims:
Interoperability
4 laboratories Communication

Further IT-support
40 su rg - dept Web-reporting of data

=30 gyn.dept.
25 path.dept
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Invited deps
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Department

Surgical
Department

Laboratory

o

Bernstein BMI-symp June-2007



WP 6.4 Genomics and colon cancer

Data-flow
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Data-flow

erie T
e 8 Ch eOlIS

@ De\pa”me”t \4@ Surgicdl nt (34)

—s{Surveillancele{ ]| Historical
Laboratory Sha[Examination|,S)|  Clinical

Examination & Results Information
& Results "S

Bernstein BMI-symp June-2007



WP 6.4 Genomics and colon cancer

HNPCC - standards

* Family data - Phenotype
 Individual data - Phenotype
e Mutations/SNPs - Genotype

« Survelllance - Phenotype
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A O allO alldal O
Level Field |Name Format | Manda- | Number |Description
1 2 3 4 tory [ of char.
1 |FamilyNumberHNPCC Text 5 Familynumber in the HNPCC-register
2 EamilvNlame Teovt X 28 Name of the familv
Individual information standard
Level 1| Field Name Format | Manda- | Number |Description
2 3 456 tory of char.
Person X Identity information about the patient
Laboratory analysis information
Level 1 |Field [Name Format | Manda- [ Number |Description
2 3 456 tory of char.
0 Person X
a elilance 0 atio gica
Level 1|Field [Name Format | Manda- [ Number |Description
g 2 3 45 tory | of char.
0 i Person
0
1 1 |CivilRegistrationNumber Text X 10 Civil Registration Number with modolus
11-validation
0 2 |PersonGivenName Text X 15 Given name of Person
0 a 3 |PersonSurnameName Text X 25 Surname of Person
0
0 HNPCC
0 4 |FamilySerialNumberHNP| Text 5 Family serial number in the HNPCC-
0 CC register
0 5 [|IndividualSerialNumberH| Text 10 Individual serial number in the HNPCC-
0 NPCC register
0 Indication
o
0 6 |Code Text 1 Code for indication
I O 7 |Description Text 25 Description of indication
O Symptom
1] 8 |Code Text 1 Code for symptom
i 9 |Description Text 25 Description of symptom
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Design of XML documents

1 HNPCCMessage individualInformation
HHPCC = EH IndividualInformation

ea\t‘(\
n centre 1 S |
Dan

Labaratory AnalysisInformation E PersanData
- oS5

LaboratoryAnalysisInformation Person

HHPCCSpec
HNPLCLC

0.1

GenelCodes
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Clinical content

WEB-client

Report S Abol g Out
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rovider

Web Service P
Web Server
) (o el
= | Health = U vaie B
— - = dation |5
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T
HNPCC

Front end DB

Web Page Client Web Service Client

/" - = \l l/‘ - = ‘\

Laboratory / Surgery Dep. / Genetic Dep.

. HTML . Web Service Not part of InfoBioMed
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Login

Login
Username |kirl]?her |
Password |o--ooo-oo--- |

| Login

The HMPCC-register
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Report Statistics About Log Out

Select type of report to send

oo Family

oo Individual

op Laboratory Analysis

o Surveillance

The HNPCC-register
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B Colon cancer
B Other HNPCC cancer
-1 : L Healthy
\Q 7
82 Dead
%66(9 . * At risk
) * - ﬁk
I:1 1:2 1:3
x x x
11:1 11:2 11:3 11:4 11:5 11:6
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Genetic
Department

Surgical
Department

Laboratory

o
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Login
Login Form
Isername Bernstein
FPassword ---------|
Login

HMPCC-registret

Bernstein BMI-symp June-2007



WP 6.4 Genomics and colon cancer

Report Statistic About Log Out

Report type: Surveiliance Patient name: Max Bergren
Cpr-nr: 100270-1345

O Patient
e Cancer 3% Delete
O Treatment IC0 Code
= Results
= Result Drescription Transverse colon|
= Cancers
m Cancer
O Cancer
O Cancer
O Result
O Result

1531

0 Send Report
o Cancel Report

HMPCC-registret
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Colon cancer

Other HNPCC cancer
Healthy

Dead

At risk
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Colon cancer

Other HNPCC cancer
Healthy

Dead

At risk

*\ [HN
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Colon cancer

Other HNPCC cancer
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Report Statistic About Log Out

Report type: Laboratory Analysis Patient name: Max Bergren
Cpr-nir: 100770-1234

O Patient

0 HNPGCC Gene Code 32 Delete
B Gene Codes Analysis
u Gene Code
O Variations Received |25-02—06
o Send Report Controlled |01-03—06
O Cancel Report
Answering |17-03-06 |
Gene Name
Code |1 |
Description [MLHL |
Method Type
Code |2 |
Description |DNA—sequenzing |
Exons Analysed | 14 |
Protocol
Code |3 |
Description [MLH1-MDL, Aalborg 12-05-04

HMPCC-registret
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Z]

Colon cancer

Other HNPCC cancer
Healthy

Dead

Offered gene test

*\N Ol N

| %
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Genetic
Department

Surgical
Department

Laboratory

o
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134 XML - 87% Surgical dept

30+

254

20+

154 @ Surgical

10- O Genetic

O Laboratory
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Welcome ' AL

TimeStamp Fiahh FamilyStatus | INDIWIDUAL_ID MOTHER_IDlF.ﬂ\THER_IDIPrncessediUserName o

13-12-2006 10:01:25 1343 4 1343010 Falze KIROIBAER
_13-12—2006 10:05:37 l . .False lKIRIJSB.ﬁ.EK
B 20-12-2006 19:06:26 Falze I IRO4RAH
—20-12-2006 19011158 .ZDDDD -30 20000002 -False .KIRDcIRﬁ\H
—20-12—2006 19:14:34 l1622 .4 1622076 .False .KIRIJ4Rﬁ.H
—20-12—2006 19017016 20000 30 20000004 Falze I IRO4RAH
_20-12-2006 19:20011 .1DDDD -28 10000002 -False .KIRDcIRﬁ\H
—20-12—2006 19:22:34 l2IJ1? 7 2017010 .False .KIRIJ4Rﬁ.H
—20-12—2006 19:27:24 .1632 30 1632014 -False .KIRIJ4Rﬁ.H
_20-12-2006 19:38:068 .ZDDDD -30 20000006 -False .KIRDcIRﬁ\H
_DS—D‘I—QDD? 160525 1546 7 1546010 Falze KIRO<4RAH
—DS-D‘I—ZDD? 132511 l . .False lKIRIJZLIN
—DQ-D']-ZDD? 14: 52156 . - -False .GENEISGER
B 10-01-2007 20:22:04 513 27 813014 Falze KIROLAL
_10-01—200? 20:25:18 l551 .4 BE1122 .False .KIRIII‘IL#.U
—15-01-200? 16:34:22 .93? E 937010 -False .KIRIZIQLIN
—15-01-200? 15:38:06 .1041 22 1041010 -False .KIRDQLIN
_15-01—200? 15:41:14 l . .False lKIRIJZLIN
B 17-01-2007 11:36:22 489 1 439012 False I IROZBAEK,
B 17-01-2007 11:42:17 .299 -1 299012 -False .KIRDSBHEK
B 17-01-2007 11:45:25 lS?S .22 g7a0z0 .False .KlRDSBﬁ'AEK
B 17-01-2007 11:48:36 1343 4 1343012 False KIROZBAEK,
_24-01-200? 12:03:37 .129? -.T" 1297010 -False .KIRDQLIN
—26-01-200? 18:69:04 l234 3 234034 .False .KIRDcIRﬁ\H
—29-01—200? 14:32:14 l .False .KIRIII‘IL#.U
_29-01-200? 14:34:08 .12?9 -4 1279036 -False .KIREI'IL#AU
B 259-01-2007 143558 Falze KIROLAL
—29-01—200? 14:38: 11 l384 .1 384010 .False .KIRIII‘IL#.U

R N T e | >

XML - poster (nye) Generate repqrts | Edit post
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Surveillance HMNPCC-registret
KIRD4RAH - Hans Rahr Oate 01-02-2007
I code Chvilne Family Family Startus Exomn Diate Examinatian Result
00s-10-25 KIULFF2T Colo RaEn ooy 1 Momia
111156 111 I kst |+ oeteched ol 005-10-25 WUFFRT Coliosaeroy 1 Homa
2061010 FuLL I7 Late srecet suspected 2005-10-07 BLF3E Colnrasnopy 1 Nom
Mi5-12-07 FUF3Z Colioraseony 5 Fokp NOS
ZDiooaz 10000 3 DCCE A005-12-04 BULMGOT Procioscopy + X-ray 1 Homa
152i075 1622 4 Amgteman | suspectad 005-11-07 FUSFIT Colonoscopy 1 Homa
200004 H00n M DCCE Mi5-11-16 FUF3Z Coliorasopy 1 Noma
10000002 10000 5 DCCe 2005-11-16 FulF32 Connnoenopy 1 Noma
2017010 T T Uneder syallation 2005-10-27 KULF32 cu-:-ruu:npy 1 Noma
1eM012 1832 L e 2008-11-28 B EE SO0 ROECO0Y 1 HOma
ZO0I000E 20000 Wl CoGiEl ID05-11-IT FAFALD GOIGNGECalY ~ POIVPSELOMY 5 FOWD NOS
= Pokp HOS
5 Palyp HOS
5 Folyp HOS
154£010 1545 T Under syvaluztion 20051211 HJFAAS Calonoesopy = palypestomy & Polp MOD
34034 234 * Amet 1+ datecked mul 005-10-23 EUFF3D Colosocoopy 1 Momal
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67% Increase survelillance reports

O Before

B After
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Gaps identified

Lack of
Standards

Local databases

Time-consuming
Implementation
Reporting

Interest — Feed-back
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Specific outcome

» Current status data exchange HNPCC
» 4 XML standards on clinical content
e Design of XML documents

« WEB service client

o EXperience
— Implementation
— Evaluation

— Dissemination

— Early HL7 and CDA experience

— Ethical, legal and security issues
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Genomics & colon cancer
WP 6.4
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