The Central Database of Czech Duchenne/Becker Muscular Dystrophy Patients
The National DMD/BMD Registry

Prezentace technologickych feSeni registru
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IEA — Introduction

Academic institute

-> Established in 2001
-> 45 employees

-> 65 scientific projects

Structure

-> Data analysis

-> Clinical trials

-> Environmental informatics
-> SW development & ITC

Research and teaching

-> Computational biology

-> Ecological risk assessment
-> Human risk assessment

-> Evidence-based medicine




Certification “

e |SO 20000 (IT Service Managmenet Standard)
— Completed — August 2008
— Implemented ITIL (IT Infrastructure Library)

e |SO 9001 (Quality management systems)
— In progres — March 2009

e |SO 27000 (information security management system
(ISMS)) MU

— In progress — June 2009 Q\
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PDCA — basic 1dea “

Plan:
j establish the objectives and processes necessary to deliver

results in accordance with customer requirements and the
organization’s policies;

Do:
i Implement the processes;

Check:
| monitor and measure processes and services against policies,

objectives and requirements and report the results;

Act:
i Take actions to continually improve process performance.
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Life cycle of Reqistry Project “

Advisory Board
Rules definition

Definition of Parameters Strate
CRF %
Validation of CRF Creation of database
(statistician)

Definition of process

Definition of main Aims

Data collection
Data management

Statistical outputs
Data analyses

Monitoring / Reporting

Presentation
Publication

Structure of the Registry
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Firewall
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(webovy prohliiec) B Windows Server (Oracle 9i Server)
OoRACLE
Fro:hlizeni dat, Webovd aplikace Centralni skladisté dat
shér dat atd,
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Irrforrriation) " INPUT ‘ INPUT ‘ INPUT ‘ INPUT

Puplicetions clertel IngLt Iiel eX40ort clartel viewy clatel zrialysis

General  information, Applications that are accessible only for users with password. Accesses and
basic outputs for public rights for individual applications and data are assigned and controlled by

register administrator.
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1. Webovy informacni system Svalova dystrofie

Pro vstup do databaze pouzijte Internet Explorer
Vstupni adresa:

http://dystrofie.registry.cz




http://dystrophy.registry

ANE
base of Czech and SlO\\lgﬂ Duchenne/Becker Muscular Dystrophy Patients
al DMD/BMD Registry i

: Data Summary | Muscular Dystrophy | Technology | Centers | Download | About us Entry to Registry
Project

In 2004 work started on the DMD/BMD patients databasefregistry. The original aim of the database was to effectively integrate Czech patients to
international clinical studies. International cooperation and active searching for patients on an international level is necessary because suitable
patients matching to the paricular clinical and genetic criteria are insufficient in single countries. In the case of finding effective therapeutic PARENT
methods the central database will speed up selection and indication of appropriate patients. Al

Thum Lé

This registry provides a national database of DMD/BMD patients for medical experts and researchers to help accelerate the development and
delivery of new treatments for Duchenne and Becker muscular dystrophy.

The project is sponsored
The registry of patients with DMB/BMD in the Czech Republic is now available online. This database is available to registered specialist and by Parent Project Czech
patients, who have access to their personal data. The registry provides the possibility to collect, view or search for data regarding patients’ Republic civil association.
phenotype and genotype profiles and other medical information for the purpose of future international and intervention studies and to establish a
therapeutic strategy. The substance of this project is to collect all the necessary information possible about Czech patients who have this serious hereditary disease.

e T e e e

We are looking for sponsors. Please contact us by email:
brabec@iba.muni.cz

The registry of Czech and Slovak Duchenne/Becker muscular dystrophy patients is a result of cooperation between the Institute of Biostatistics and Analyses, Masaryk
University (technical realization, data analyses), Parent Project Czech Republic civil association (project initiation, financial support) and University Hospital Brno (scientific
advisor).
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Project goals:

% Describe Czech and Slovak DMD/BMD patients

B8 Recruit patients for international clinical studies

[ Describe prevalence of specific types of mutations in the dystrophin gene

% Speed up selection of appropriate patients in the case of effective treatment

% Encourage research into DMD/BMD

£ Improve understanding of DMD/BMD

% Inform participants about new research/latest developments in the area of DMD/BMD treatment
I8 Publish new resulis of the research
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Zakladni vlastnosti

* Prohlizeni statistik

» Detailni prochazeni
zaznama pro registrované
uzivatele

* Moznost prohlizeni
zaznamu konkrétniho
pacienta

* Moznost pozadat
elektronickou cestou o
dokumentaci pacienta

 Mapa center

« Popis technologie

« Download materialt

« Zadavani dat pro lekare

« Zadavani dat pro pacienty




Data summary

64%

16%

Patients (n=198)

[ OMD Patient
B BMD Patient

B Intermediate Patient

B DMD/BMD Verified carrier
[0 DMD/BMD Suspect carrier
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Patients (n=199)

CR
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‘FheCantramatabase of Czech Duchent

The National DMD/BMD Registry
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Data summary
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DMD Patients - functional state (n=126)
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65%
B ambulant

[0 non-ambulant |

35%

lic;)ai"éﬁ
BMD Patients - functional state (n=32)

[ ambulant
[0 nen-ambulant

91%

IBA
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Data summary

Distribution of Mutations (n=197)
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53%

[ Deletion

O Duplication

[0 Point mutation

0 Mo mutation found

18% .
IBA
tc) IBA

Deletion of Exons (n=467)

Mo of patients
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Exon (e IEA
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Data summary

Data summary - more information

User: brabec [Logout]
Choose parameters:

Status code: | =

Still ambulatory: | -

Type of -

mutation: M

RT-PCR I—

Results: ki
ot [Floz oz Elos Elos Elos Elor [Floe Flos Elo 11 Elaz [Flas [[as s Flie Bl Bz Flis Fao Fl2e [[ae ez [[ae Flzs
Mz [z Fl2s Fl2s Flao Flan [Flaz oz [Fas D25 [[2s Doz [Das [[ae [Fao s Eaz ez [Flas Elas [Clas Dlar Elae Flae lso

Deletion of [Fls [Flez [Flez [Flss Flss Fles Fler s [Fss oo [Far [Mee [Flea [es [Fles [MHos Flor Flae Fles Flao Mo [Elrz Elra Elzg Els
exons: [Flzs [El77 7z Elrs
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2 Data summary - more information
19 311 of the selected delstions

() at least one of the selected deletions Patient MD-B-004
Final diagnosis: | -

Basic Data
Site FN Brna - Klinika détské neurologie
Selected patients [N = 199] Patient ID MD-B-004
Patient 1D ist. Sex M
mers = E;T;ﬁ;th! :T_IE:UF#!'“DW : E Specification | Score| Status code Date of birth 2001-05-24
5 YREr: Country CR
interested] -
S ABLETO = Phase Diagnosis
0112235
[] rosmvE ves MLD  NO  NO NO ™ R et | P e O
g patient Status Code Clinically symptomatic patient
= Ciinical Clinical Data
o WHEEL CHAIR -
F FOSITIVE YES SEVERE YES NO NO SO No 30 symptomatic nonam| Dale 2005-12-23
e Age of onset of clinical data 1
MD-B-001 NORMAL Clinicalhy still .
[] NeaTVE No NO ND  NO NO WALKING | Yes (T L | S RS Il
RUNNING patient Non ambulatory since age
MD-8-002 Clinically Gowers sing POSITIVE
WHEEL CHAIR .
D POSITIVE YES MILD NO NO NO SOUND No 40 ::tlgﬂomaﬂc ren-am oo pseudahypertrophy YES
Contractures NO
Scoliosis YES
Cardiomyophathy NO
Respiratory insufficiency NO

Motor functions
History of malignant hyperthermia
Specification
Score
Biochemistry
Date
CK [UKATIL]
LD [UKATIL]
ALT [UKATIL]

AST [UKATIL]
CKum
LD [um
AL T UL

If you have serious interest in this patient: [REia il bl b Chd e

ABLE TO WALK < 100M WITHOUT SUPPORT
No

50

2005-12-23
363

76

9
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Pro vstup do samotného systému Svalova dystrofie nejprve musime zadat do poliéek , Login“
a ,Heslo" naSe uzivatelské jméno a heslo. Po stisknuti tladitka ,,Login“ vstoupime do dalSi ¢asti
systému.

____________________________________________________________________________________________________________________________________

The Centﬂl 1D atabase of Czer!. Du chennefﬂecker VMuscular Dystrophy Patients
The National DMD/BMP =egistry

! ! i

Log | n ] Flease enter login and passwaorid: !
=0 . '

Lugln:| d

i Password:
i MU e, i
v |
i Institute of Biostatistics and Analyses i T T T T prD T : Farent Project
E tlazand University Brono E E Sup ed by Farent Praject, Czech Republic !
v Kamenice 12643, 625 00, Brno, Czech Republic | v parentproject.cz |
__________________________________________________________________________________________________________________________________ 4
|

Principal Inwvestigatorn: Petr VONDRACEK, MD.. Ph., pvandraceki@nbrno. oz
[rata Manager Petr ERABEC, M5Sc., brabeci@iba. muni.cz
Developed by Institute of Biostatistics and Analyses, Masand University Broo, Czech Bepublic

Login - stisknéte

Tk
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Upozornéni:

Po vstupu do systému, pokud v ném nebudeme 30 minut pracovat, nds systém sam
odhlasi. Pro dalSi praci je nutné provést opétovné prihlaSeni. Uéelem této funkce je
zabranit pFistupu neopravnéné osoby do systému.
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Prakticka ukazka reseni
http://dystrophy.reqistry.cz
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