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Quality issues in Europe

Lack of harmonized and standardized EQA 
Lack of reference materials
Limited number of accredited labs

Insufficient counselling (quantity and sometime even
quality)

More than 1000 laboratories/centers in different settings

More than 1000 rare diseases can be tested 

Lack of centralized and uniform information about services

Limited networking

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

Report  EUR20977, 2003



1. Harmonization and quality improvement of 
genetic services 

2. Define the European dimensions which are 
compatible with and complementary to 
National approaches (reflecting historical
and cultural differences)

Major aims of the NoE “EUROGENTEST”



Unit 1 Unit 2 Unit 3

Unit 4 Unit 5 Unit 6

www.eurogentest.org
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Testing for Genetic Disorders

Because of the rarity of many disorders and the complexity of tests, 
it is more and more necessary to outsource samples for testing: 

But how can you find laboratories, and how can you know their 
quality? 

• e.g. which are accredited?
• which participate regularly in external quality assessment 

(EQA) schemes?

• This information is important:
• for consumers , to facilitate an informed choice of a quality 

partner;
• for the general public and politicians, to educate them about 

the importance given to quality issues by our profession; 
• for the laboratories and quality institutions , to publicize 

and reward their efforts and investment in quality assurance.



Quality management and accreditation - Unit 1



Best practice guidelines





Unit 2

An encyclopedia

♦ About 1800 diseases
♦ 662 review articles English

and French
♦ 1800 summaries in 6 

languages 
♦ Expert- authored
♦ Peer-reviewed: 

International board
♦ Free access, online

publication: OJRD
♦ Partnership with EJHG

A directory of services 

♦ 2,227   expert clinics
♦ 1,094   clinical labs
♦ 1,751   research labs
♦ 529   clinical trials
♦ 3,696   research projects
♦ 220   registries
♦ 367   networks
♦ 1,381   advocacy groups
♦ 7,920   professionals

www.orpha.net



Quality Assurance Database (from VI/2007)
• Access via www.orpha.net and eurogentest.org
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Switzerland

Accreditation ISO 15189

Certification ISO 2001



QAu Survey 2006

• Answers from ~350 testing labs from 
32 countries:  

• Validation of information from 
questionnaire sent to 2,300 individuals

• QAu data validated with 
EQA/accreditation providers

• each lab receives unique, permanent 
EUGT number 

• data exchange with Orphanet
• Orphanet completes test data

• Key presentations: 

• European Society of Human Genetics, 
Amsterdam

• International Congress of Human Genetics, 
Brisbane
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Cytogenetics EQA - CEQA

• On line EQA – feasibility and viability demonstrated
• Feasibility initially tested on UK NEQAS participants

• Two pilots and then extended to routine EQAs

• Subsequent improvements to the website
• Administrative interface improved 

• Library of FISH images/EQA cases being created

• First pilot European on line EQA for Cytogenetics, CEQA
• 25 countries registered, one postnatal and prenatal EQA case
• European assessors/experts meeting 

• Summary report prepared - now with assessors for validation

• EQA templates/registration documents revised for incorporation 
onto the line management system



Directory of EQA Schemes and Providers



Directory of Directory of BiochemicalBiochemical GeneticsGenetics LaboratoriesLaboratories

http://http://www.erndim.unibas.chwww.erndim.unibas.ch

130 Labs

In collaboration Orphanet



Clinical
question

Diagnostic
test

Test
design

Test
development

Existing 
technologies

New 
technologies

Validation

Technical 
Evaluation

Validation aspects of existing and new technologie –
an interplay of Units 1 and Unit 5

Unit 5

Unit 1



+ Legal Issues





Preimplantation Genetic Diagnosis in Europe: 
Current Practice and Future Needs

• First comprehensive, independent survey of 
services, current practice and QAu status of 
European PGD providers 

• Identification of providers: 
- Centres, clinics and labs in 17 countries 

• Surveyed for
- All PGD cycles performed in 2006
- Including familial chromosomal anomalies, 
over 50 monogenic disorders (including 
adult-onset) and HLA typing. 

• Current practices defined in : 
• Quality management
• Qualifications 
• Internal quality control
• External quality assessment
• Traceability 
• Follow-up
• International flow of patients and 

samples 

• A number of problems of practice and 
quality assurance identified

A. Corveleyn, M. Morris, E. Dequeker, N. Nagels (EUGT); 
EC Joint Research Centre, ESHRE, EPALAN

Publications: - Survey results (submitted);

- Legal aspects (in preparation);

- IPTS Report (in press)



Expert workshops and training: 
a lot of interest, also from
non-EuroGentest partners

no interest so far
interest

1 participation
2 participations
3 participations
4 participations
5 participations
6 participations

6 workshops organized

• 20 different countries participated

• 56 different laboratories participated

• 16 laboratories participated more than once

www.eurogentest.org



Clinical validity and utility of genetic testing

Defining clinical utility criteria of genetic testing

(1) Investigating access to and utilisation of genetic services in EU, 

(2) Initiating an international collaborative network in order to promote 
internationally shared quality standards for clinical utility 
assessment

(3) Investigating criteria and mechanisms to maximize the output of 
genetic services, given limited resources.

Genetic Counselling- minimal criteria for genetic counselling!

Aim to improve the quality of genetic counselling

Specific Support Action to integrate partners from d eveloping 

countries “ CAPABILITY Project ” (2007-2009)

Unit 3 



Unit 4 – Ethical and Legal Issues

• P. Borry, JP. Fryns, P. Schotsmans & K. Dierickx, Attitudes towards carrier testing 
in minors: a systematic review, in Genetic Counseling 16 (2005) 4, p. 341-352.

• P. Borry, JP. Fryns, P. Schotsmans & K. Dierickx, Carrier testing in minors: a 
systematic review of guidelines and position papers, in European Journal of

• Human Genetics 14 (2006) 2, 133-138.

• P. Borry, L. Stultiens, H. Nys, JJ. Cassiman, K. Dierickx, Presymptomatic and 
predictive genetic testing in minors: a systematic review of guidelines and position 
papers, Clinical Genetics 70 (2006) 5, 374-81.

• P. Borry, J.P. Fryns, K. Dierickx, Predictive Genetic Testing in Children. A clinical-
ethical analysis, in A. de Bouvet, P. Boitte, G. Aiguier, Questions éthiques en 
medicine prédictive, Montrouge, John Libbey and Company, 2006.



1) Updated list of Nationals Societies of Genetics and others relevant 
ones ( collaboration with ESHG – www.eshg.org )

2) List of European and Nationals genetic courses

3) List of other educational material and list of relevant institutions 
involved in genetics education 

4) Network of national contact persons in the European countries

5) Assessment of written patient information in initial 5 
countries to identify the key issues patients are being informed

6) 1st Workshop on “Patient and Professional Perspective of Genetic 
Information/Education in Europe”

Unit 6 - Education





Thank you very much for
your attention (and invitation) ! 

Milan.Macek.Jr@LFmotol.cuni.cz


