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Proper Health Care System
ÅInfrastructures

ÅFunding

ÅPolicy

Services 

addressing rarity

AVAILABILITY OF SERVICES

AFFORDABILITY OF SERVICES

Services for disabled:

ÅRehabilitation centres

National policy and 

social forums

Access to innovative 

therapies

Support to 

patient groups

Genetic services in each region:

ÅClinical services for diagnosis

ÅMolecular/cytogenetics/

biochemistry laboratories

ÅGenetic counseling

Funding for network 

and registries

Neonatal screening for 

additional diseases if relevant

Specialised centres for 

disability due to RD 

Academic research:

ÅFunding bodies

ÅCall for proposals

Neonatal screening for PKU 

and hypothyroidism
Centres of expertise 

by disease / group of diseases

Information in national languages:

ÅClinical guidelines

Networks of laboratories 

by level / External 

quality assessment
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National Centres of Expertise
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Designated centres of expertise: Positive effect 

documented in Denmark, France, Norway

Countries with official RD centres:

Å Denmark

Å France

Å Sweden

Å Norway

Å Italy

Å Spain

Countries with official expert centres:

Å Belgium

Å Austria

Å Czech Republic

Å Germany

Å Greece

Å Netherlands

Å Slovenia

Å Switzerland

Å UK
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European Reference Networks

of Centres of Expertise

Call for proposals from DG Public Health 

since 2007

Calls for proposals from DG Research 

since 2000
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Current Pilot European Reference Networks

of Centres of Expertise

European network ofpaediatric Hodgkinôs lymphoma 

Project Leader: University of Leipzig (D)

European Network of Reference for Rare Paediatric Neurological Diseases (NEUROPED)

Project Leader: European Network for Research on Alternating Hemiplegia (AT)

A reference network for Langerhans cell histiocytosis and associated syndromes 

Project Leader: Assistance Publique Hôpitaux de Paris (FR)

European Centres of Reference Network for Cystic Fibrosis (ECORN-CF)

Project leader - Klinikum der Johann Wolfgang Goethe-Universität, Germany

European Network of Centres of Reference for Dysmorphology (Dyscerne)

Project leader - University of Manchester, UK

Patient Associations and Alpha1 antitrypsin International Registry (PAAIR)

Project leader - Stichting Alpha1 International Registry, the Netherlands

European Porphyria Network - providing better healthcare for patients and their families (EPNET)

Project leader - Assistance Publique - Hôpitaux de Paris, France

European Network of Rare Bleeding Disorders

Project leader - Università degli Studi di Milano, Italy
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Outcome so faré.

Main areas for action:

ÅEstablishment of a common patient registry / of a network of 
registries

ÅEstablishment of a process to submit questions to the Experts

VSubmission of questions and development of library of FAQs

VSubmission of clinical data for undiagnosed patients

ÅDevelopment of clinical guidelines

Common problems

ÅFunding for three years: Too short a period to produce any 
meaningful results

ÅHow to expand the network to cover more countries (criteria and 
funding)



www.orpha.net

Molecular genetics services
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Diagnostic tests are part 

of quality healthcare

Orphanet and EuroGentest provide information 

on available tests in Europe 

and surrounding countries
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Major progresses in gene identification 

translated into diagnostic tests

Number of genes tested by country Number of diseases tested by country


