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CAPABILITY iIs a 3-year (2007-2009) model
project developed jointly by Eurogentest’s
units 3 & 6 and by leading experts from:
Argentina, Egypt and South Africa, the latter
neing currently engaged in major development

orojects to integrate genetic services in
orimary care and prevention in their countries.

Funded by EC Contract no.: FP6-037275
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Genetic testing in Europe -

A network for test development,
harmonization, validation and
standardization of services

FP6 2005-2009

www.EuroGentest.org




 Harmonization and quality improvement of genetic
services
*Defining the European dimensions which are compatib le

e Quality of the laboratories
 Quality of the clinical aspects of the services
 Translation of technologies into diagnostic

%




| ssues to start from

* More than 1,000 laboratories/centers in different settings
* More than 1,000 rare diseases can be tested

e Lack of centralized and uniform information about services
e Limited networking

e Lack of harmonized and standardized PT/EQA
e Lack of reference materials
e Limited number of ISO 15189 accredited labs

e Limited analytical and clinical validation of tests
 Diverse regulatory environments

* Insufficient counselling/lack of harmonized approach

Source: IPTS/JRC-EC: Ibarreta et al. Towards quality assur  ance and
harmonization of genetic testing services in the EU.

Report EUR20977, 2003
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Present Future
Virtual Institute:

Structured Network of expert
and peripheral centers

individual facilities
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’a EuroGentest - Project Activities - Microsoft Internet Explorer
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senetic testing in Europe

[Btwork for test development, harmonization, validation and standardization

Ciuglity Management

Infarmation Databases Fuhlic Health

Ethical & Legal

Mew Technologies Education

Homepage

About EuroGentest +

Project Management
Fellow=hips/Jobs
Genetic Support Groups
Interacting Hetworks
Calls

Welcome to the EuroGentest website, Ve aim to provide you up to date general information an genetic testing in Europe, tagether with
specific insight an how we are working to harmonise standards across the ELL Whatever your particular interest, click an the appropriate
square to find out more.

Current Hews

Previous Hews
Hewsletter &rchive

Meetings

Press Releases

Find out more about the
world of Genetic
Testing!
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Rermermber password r

LOGIN Forgotten
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Information Databases Public Health

Ethics & Legal New Technologies m |

Genetic testing touches us all

Az science unravels the genetic basis of disease, the opportunities offered by increased genetic testing
become more and maore apparent. EuroGentest is an Elfunded project that aims to ensure these
oppartunities are secured for the benefit of all.

EuroGentest is organised as a Metwork of Excellence with 6 Units looking at all aspects of genetic
testing — Quality Management, Information Databases, Public Health, Mew Technologies and Education,
Through a series of initiatives EuroGentest encourages the harmonisation of standards and practice in



UNIT 3: CLINICAL GENETICS, COMMUNITY
GENETICS AND PUBLIC HEALTH

Unit Leader: UIf Kristoffersson, Head of the
Department of Clinical Genetics at the
University Hospital in Lund, Sweden

(Participant 2)

Co-leader: Joerg Schmidtke, Director of the
Institute of Human Genetics at
Hannover Medical School, Germany
(Participant 3)
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Clinical validity and utility of genetic testing

» Defining clinical utility criteria of genetic testing
* |nvestigating access to and utilisation of genetic services in EU

 Initiating an international collaborative network in order to promote
Internationally shared quality standards for clinical utility assessment

* |nvestigating criteria and mechanisms to maximize the output of
genetic services, given limited resources

« Validate and translate the utility guidelines developed by the GSHG

Genetic Counselling y

« Aim to improve the quality of genetic counselling

Specific Support Action to integrate partners from no

“CAPABILITY Project ” (2007-2009)

n-EU countries |




UNIT 6: EDUCATION

Genetic Support Groups, London, UK
(Participant 4)

Unit Leader: Alastair Kent, Director of GIG and
e President of the European Alliance of
|
A
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Education and patient issues

 Updated list of National Societies of Genetics and others relevant
ones

e List of European and National genetic courses

 List of other educational material and list of relevant institutions
Involved in genetics education

 Network of national contact persons in the European countries

 1st Workshop on “Patient and Professional Perspective of Genetic
Information/Education in Europe”

«  Core competences for geneticists and allied health professionals 4




eveloplng iInformative guides

Frequently Asked Questions




Creating a network of networks
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CAPABILITY's overall objectives are to
contribute to:

* the efforts to establish and sustain a
worldwide harmonisation process for quality
standards for the integration of genetic
test/genomic knowledge applications into

practice and prevention and

®* to serve as a model project for successful,
sustainable collaboration between EU
research centres and centres from non-EU
countries, especially emerging economies
(middle income countries).

Euro, test




CAPABILITY

International Participants...




The Department
of Human Genetics

School of Pathology, Faculty of Health Sciences ‘;F
University of the Witwatersrand s

Medical
Genetic

Services

e ———————————

Arnold L. Christianson
The Clinical Diagnostic and Genetic Counselling
Division

CAPABILITY Demonstration Project 1
(Participant 5)




Greater Sekhukhune Outreach Programme:
an evidence based approach for developing

medical genetic services in South Africa

Project Leader: Arnold L. Christianson

http://www.capabilitynet.eu/Meetings/Trolleholm/Doc  uments/02_CAPABILITY%20WS1_A.%20Christianson.pdf 7_ ‘ Euroeltest
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Ministry of Health and Population

Randa Kamal Abdel-Raouf, Children with
Special Needs Department.

CAPABILITY Demonstration Project 2
(Participant 6)




Community Education
In Health Aspects of Genetics

Project Leader: Randa Kamal Abdel-Raouf

(Community Education in Health Aspects of Genetics) o0 CHEE vl e el Tl
Persons who have an influence on the community:
Community Leaders:
«*To develop and implement a module for community educatio Mayor of the village
on the prevention and care of genetic disorders. Emam, Priest
Members of popular assembly

|.Preparatory Phase: Traditional birth attendants Daya)

Bof v b Influe rsons in the fagaily:

. 4 Mot mothers in law, grandmothers
Cluilgle} b) target population

S T RART=SE Situation analysis: Study of thesociodemographic

characteristics of the selected community
Education * occupation *resources

Rural area

Closed Community

Inaccessible tertiary care = ) i e
Family size and family planning *Consanguinity

High prevalence of genetic disorders
gnp 9 M/F ratio *Culture (beliefs, behaviors, attitude)

http://www.capabilitynet.eu/Meetings/Trolleholm/Doc uments/03_CAPABILITY%20WS1_ R.%20Raouf.pdf

CAPABILITY
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Cristina Barreiro, Medical Genetics Service.
CAPABILITY Demonstration Project 3
(Participant 7)
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Chaco “Las Brenas”
Project Leader: Cristina Barreiro

The province of Chaco was
choosen for a demonstration
project

Local Characteristics:

« Office for Distance Communication
connecting local health care centers and
the Garrahan Hospital in Buenos AlTes

Public Health Project: designed to
improve quality of medical assistance.

Current Project: On-line Clinical
Records (HCUA)

Well-functioning Referral System
(ambulances, cars)

http://www.capabilitynet.eu/Documents/CAPABILITY%20  Argentina.pdf

Referencias:

Hasta 10 %
de 10,1 3 20 %
de 20,1 a 30 %

| TR

Our aim is to develop a program
of genetic diagnosis and
counseling in the province of
Chaco through capacity building

When social conditions are hard,
the burden of genetic disease is
Increased
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UniversiGitsklinikum

Minster | Co-ordinator: Irmgard Nippert,
Women'’s Health Research,
Department of Human Genetics.
(Participant 1)

Co-ordination Office

i\‘
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Karina Bertmaring Luis Robles-Trevifio
Secretariat IT & Communications




CAPABILITY

International Advisory Board...




phgfoundation

making science work for health

Hame Ahout Contact Qurork [NEWES Events Resources What's Mew

The PHG Foundation is an independent intermational charity | About us
working to achieve the responsible and evidence-based Llichicies U G XL
application of biomedical science for health '

We undertake and fund research, policy analysis, education and

Our new book

Genetics, Health Care
11! Public palicy
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Ron Zimmern , Director PHG Foundation,
Cambridge, UK.
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Martes 5 de Junio de 2007

Acerca de OPSIOMS
Acerca de OPS
Aoerca de OMS
Preguntas Frecuentes
Dias Mundiales

Links institucionales H Noticias
Sede de'la ONU

Sede de la OMS

Sede de |5 OPS

Oficinas en los paises

Centros Panamericanos

Centros Colaboradores

CHU en Argenting

Organismos Oficiales

| Fuentes de informacion

BYS Argentina
BIREME
REMICE
REMAR.
RECIARIA
GEES

PALTER
Softwares

2007 Educacion

M Destacados
MOTICIAS, DOCUMENTOS Y EMLACES
DESTACADOS
Documento sobre Analisis de situacion -

Estrategias de Coopetacion Téchica
OPSiArgentina 2006-2007

analisis de situacion. pdf

FORO Latinoamericano v del Caribe en
VIHISIDA e [TS

Publicaciones

INFORMACION SOBRE IMFLUENZA

Publicaciones

Preguntas frecuentes sobre la pandemia
hitp:fhanann 0ps.org.aripandemia.asp

Desastres

Victor B. Penchaszadeh , Program on
Genetics in Public Health and Human Rights,
Pan American Health Organization (PAHO).

CAPABILITY
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FORTHCOMING
. - I EVENTS
Her adveninres took herstar from home, the island

of Jamaica in the Caribbeans She met members of
the British Royal Family, and was cheered by thousands
of people 1n London. She wrote a hook abour her life,
telling how she helped soldiers during the Crimean War.
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Elizabeth Nneka Anionwu , RN HV Tutor PhD

CBE, Professor of Nursing, Head of Mary
Seacole Centre for Nursing Practice, Thames

Valley University, London, UK.
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Advisory Board

Hilary Harris , MD, Is the senior partner in a
South Manchester general practice, UK.

Euro, test




CAPABILITY

International Observers...




World Alliance
of Organizations

for the pie@vention ane treatment of
genetic @ud congenital conditions
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Stephen T.S. Lam

Clinical Genetic Service Centre, Department of
Health, Hong Kong Special Administrative Region.
Secretary of Asia Pacific Society of Human Genetics

(APSHG).
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Asia Pacific Society of
Human Genetics (APSHG)

TY 0 l mw-jr S (APSHG

T {‘""-L{JL :u.n

AL !:_a._:l_.,‘i:f:-:t;' 3 I{]1T# |

|

Represented by Carmencita Padilla




Nanbert Zhong, Director, Chairman
Peking University Center of Medical Genetics
Beljing, China

New York State Office of Mental Retardation and
Developmental Disabilities.

Institute for Basic Research in Developmental Disab
Staten Island, New York, USA.
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Evaluator

March of Dimes, Global Programs
White Plains, USA

Represented by Christopher Howson — Vice President

http://www.marchofdimes.com/professionals/ EuroeiPtest




CAPABILITY Components

Representing:
e clinical genetics
e genetic epidemiology
 health service research
Multidisciplinary - health technology assessment

International e evidence-based medicine

Experts * molecular genetics
e parent and patient
organisations
e primary care providers
e public health genetics
e ethics

Regular workshops & international meetings  |aIEReG- =




CAPABILITY Overview

Evaluation

Systematic reviews

Identify knowledge gaps &
data needed

efer forappraisa - Draft model approach

CAPABILITY Working Group

Health policy
makers
Health care
providers

Private sector
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1st CAPABILITY Workshop
Trolleholm, Sweden
May 7 — 9th, 2007

CAPABILITY
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PABILITY - Microsoft Internet Explorer
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Subcommittee 1 Tasks

Chair: Joerg Schmidtke

e systematic review of existing approaches of genetic test
evaluation with an emphasis on clinical utility of tests
with a potential to be implemented in general pract ice
care and prevention

* Iincluded in the review will be genetic test evaluat ion
approaches developed in the USA such as ACCE and
EGAPP and the approaches of the United Kingdom
Genetic Testing Network and the reviews done so far by
Unit 3 of EuroGentest

AAAAAAAAAA




Subcommittee 1 Tasks

« Draft of an analytic framework (=questions that nee  dto
be addressed) for evaluating genetic test applicati on in
different settings

Participant 3 will prepare the draft for the CAPABI  LITY
Working Group

AAAAAAAAAA




Subcommittee 2 Tasks

Chair: Arnold L. Christianson

« will develop criteria for a systematic needs assess ment
survey

« will identify priorities for capacity building by n eeds
assessment survey

 will recommend capacity building mechanisms

Participant 5 will prepare the report for the CAPAB  ILITY
Working Group

AAAAAAAAAA




| CAPABILITY - Microsoft Internet Explorer
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CAPABILITY presentation

Event during the "3 International Conference on Birth Defects and Disahilities

in the Developing YWorld"

Conference; "Capacity Building for the Transfer of Genetic Knowledge into
Practice and Prevention: The CAPABILITY Project’

Date: Monday June 18th 2007 - 14:00hrs.

hiare Info

CAPABILITY Subcommittee 2 Preparatory Meeting

Date: June z0th 2007

Time: 18:45 hrs.

Yenue: Yellow Room, Copacabana Palace, Avenida Atlantica 1702, Rio de
Janeiro, Brasil

CAPABILITY

CAPABILITY Subcommittee 1

15t Maating
Venue: Chesa Laret, Sils Maria, Switzerland
Date: September 217 2007

Presentation
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PRELIMINARY ANNOUNCEMENT

Fourth International Conference on Birth Defects
and Disabilities in the Developing World

New Delhi, India 4-7 October 2009




CONFERENCE THEMES

The conference will be organized around five central themes.
A focus of each will be on the presentation of successful
models of care and prevention around the world.

1. Surveillance, monitoring and needs assessment;
2. Care of neonates and children with birth defects and di sabilities:
Prevention of birth defects and disabilities;

Local, regional and global networks to strengthen th e quality of
health service delivery and promote community awarene ss; and

Clinical genetics in its broad sense, including dysmo rphology,
metabolic disorders, thalassemia, muscular dystrophy a nd
mental retardation, genetic predisposition to common ch ronic
ilinesses, etc.




The conference will be structured to encourage dialogue and t he
sharing of experiences among health care providers,

researchers, parent/patient group representatives, policy ma kers
and other stakeholders from developing and industrialized

countries.

CALL FOR ABSTRACTS

A Call for Abstracts will be issued in July 2008 and early
submission is encouraged. A proportion of travel and per d lem
expenses, to be determined, will be awarded to those whos e
abstracts are accepted for oral presentation and who requi re
funding
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Thank you for your attention!




