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Data as per database content in January 2021

Applicant organisation name Country
Institut national de la santé et de la recherche médicale (INSERM)-Coordinator France
Medical University of Vienna (MUW) Austria
Sciensano Belgium
Bulgarian Association for Promotion of Education and Science (BAPES) Bulgaria
Charles University, Second Faculty of Medicine (CUNI) Czech Republic
Medizinische Hochschule Hannover (MHH) Germany
University of Tartu (UT) Estonia
Consorcio Centro De Investigacion Biomedica En Red (CIBER) Spain
Rinnekoti Foundation (terminated 31/03/2019) Finland
Public Health England (PHE) UK
Children's Hospital Zagreb, Medical School University of Zagreb (KDB) Croatia
Health Service Executive (HSE) Ireland
Ospedale Pediatrico Bambin Gesù (OPBG) Italy
Vilnius University Hospital Santaros Klinikos (VUHSK) Lithuania
Directorate of Health Information and Research, Department of Health (DHIR) Malta

LUMC (terminated 31-12-2018) The Netherlands

Instytut Pomnick Centrum Zdrowia Driecka (IPCZD) Poland

Directorate-General of Health (DGS) Portugal

Universitatea de Medicina si Farmacie Iasi (UMF) Romania

Institute of molecular genetics and genetic engineering- Belgrade University
(IMGGE)

Republic of Serbia

Karolinska University Hospital Sweden

University Medical Center Ljubljana (UMCL) Slovenia

Oslo University Hospital Trust, Division of Paediatric and Adolescent Medicine
(OUS-BAR)

Norway

Ministry of Human Capacities (HU-MHC) Hungary

Children's Clinical University Hospital (CCUH) Latvia

Radboudumc (RUMC) The Netherlands

Kehitysvammaisten Tukiliitto Finland

Ministry of Health of Luxembourg Luxembourg

Ministry Of Health Buenos Aires, Argentina
Center of Medical Genetics and primary health care Yerevan, Armenia
Office Population Health genomics, Department of Health Perth, Australia
Mc Gill University Montreal, Canada
Georgian Rare Diseases Foundation Tblisi, Georgia
Chaim Sheba Medical center Ramat Gan, Israel
Translational Research Center for Medical Innovation Kobe, Japan
Institut National d'Hygiène Rabat, Morocco
Hôpitaux Universitaires de Genève HUG Geneva, Switzerland
Farhat HACHED University Hospital Sousse, Tunisia



Project Objectives

OUR COMMITMENT TO THE RARE DISEASE COMMUNITY 

• Contribute to improving knowledge on rare diseases

• Provide high-quality information on rare diseases, and ensure equal access to
knowledge for all stakeholders

• Maintain the Orphanet rare disease nomenclature (ORPHA codes), essential in
improving the visibility of rare diseases in health and research information
systems

Check out more info on the Orphanet activity report and leaflet here

Actions in this project are intended to meet the needs of patients and their
relatives, healthcare professionals, researchers, industry and policy makers.

To provide the rare diseases community at large with interoperability tools, in particular around an inventory 
of rare diseases, to allow for semantic interoperability between countries and between domains (health & 
research)

To provide high-quality information on rare diseases, in particular through an encyclopedia in as many 
languages as possible

To provide a directory of expert services in the participating countries in order to help patients, 
physicians and other stakeholders finding the expertise on a particular disease in Europe and beyond, 
and to produce data necessary to support policy actions

To further develop and sustain Orphanet as the reference database on rare diseases, by establishing and 
consolidating collaborations within the Orphanet pan-European network and with European Reference 
Networks (ERNs) for the production, improvement and dissemination of knowledge on rare diseases, 
allowing for the creation of a consistent expertise ecosystem for rare diseases in Europe

TARGET

https://www.orpha.net/consor/cgi-bin/Education_Home.php?lng=EN


Direct Grant in numbers

Around 1,7 million visitors per month from 236 countries

42 % health professionals
35 % patients, families and support groups
As well as researchers, industry, policy makers, students
Most appreciated products: disease summaries, clinical signs, 
epidemiological data, classifications, and disability data*

Data per  2020 and Annual Orphanet Users’ Survey 2020

• A network of 42 countries in Europe and beyond
• A freely accessible website available in 9 languages 
• 45 million pages viewed in 2020
• 6.8 million PDF documents downloaded in 2020
• Orphanet & ORDO - IRDiRC Recognized Resources and HVP 

Recommended Systems
• Orphadata – An ELIXIR Core Data Resource

Directory of expert resources in the 
Orphanet network

28,460 Professionals referenced in the database
2,743 Patient organisations
8,249 Expert centres 
1,621 Medical laboratories dedicated to diagnosis
44,356 Diagnostic tests
3,003    Ongoing research projects* 
4,602 Ongoing clinical trials *
894        Patient registries*
273        Mutation databases*
185 Biobanks*

Diseases
6,171 rare disorders with unique identifiers :  ORPHA codes
5,730 genes linked to 3,795 rare disorders
4,065 disorders annotated with HPO terms*
5,822 disorders annotated with point prevalence data

Rare disease summaries in 13 
languages
6,603 English
4,079 French
5,358 Spanish
4,472 Italian
3,558 German
4,709   Dutch
1,160 Portuguese
1,248 Polish
420 Greek
253 Russian
166 Finnish
113 Japanese
103 Slovak 
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Data as per database content in January 2021
* This data is collected in the frame of the EC EJP-RD project, see desciprition page 5



Creating the RD data Ecosystem

In order to improve rare disease knowledge generation and dissemination, collaboration with the European Reference Networks
(ERNs) for rare disease was further developed and formalised, in order to maximise the pool of expertise within the ERNs. This
common endeavour aims to improve rare diseases patients’ lives by increasing knowledge and providing equal access to expertise.

The coordination of complementary activities was a key action of the EC Direct Grant supporting Orphanet, continuing work started
under the Joint Action on Rare Diseases, RD-Action.

Orphanet’s expertise in standardising clinical information has been associated with the rare disease and scientific expertise of ERNs to
ensure that the nomenclature and classifications reflect current scientific and clinical knowledge. This work provides stakeholders with a
common, controlled language as a basis to improve the identification of patients and aid access to diagnosis and care, to better
structure and optimise rare disease data, and to improve the interoperability between health information systems and research
data. Several groups of diseases have been revised and finalised so far, including the Orphanet classifications of rare eye diseases (ERN-
EYE), primary lymphedema (VASCERN), as well as rare kidney diseases (ERKNet). Work is being finalised on Inherited epidermolysis
bullosas (ERN-SKIN). Collaborations are also underway with other ERNs, including ERN BOND, ERN CRANIO, MetabERN, EpiCARE,
VASCERN, ITHACA, RITA, TransplantChild and eUROGEN.

The Orphanet encyclopedia team are working with experts from ERNs to revise and enlarge the Orphanet encyclopedia of rare
diseases. To date around 100 texts have been revised in this manner.

Orphanet and ERNs are working to ensure that all stakeholders have access to a directory of healthcare, patient support

and research activities related to RD in Member States, in particular the activities of ERNs. Finally, a dedicated ERN section

in OrphaNews International, Orphanet’s twice-monthly newsletter, provides a showcase for ERN activities.

In 2020 Orphanet has also shone a spotlight on the resources provided by ERNs concerning COVID-RD and rare diseases (see section on
COVID-19 and RD resource page).

COLLABORATION WITH EUROPEAN REFERENCE NETWORKS FOR RARE DISEASES

EUROPEAN JOINT PROGRAMME CO-FUND ON RARE DISEASES

The European Joint Programme on Rare Diseases (EJP RD; http://www.ejprarediseases.org/) brings over 130 institutions from 35
countries: to create a comprehensive, sustainable ecosystem allowing a virtuous circle between research, care and medical
innovation to improve the impact, reuse and funding of RD research.

Orphanet as a network is a partner, and co-leads activities around coordinated access to data and services within this programme.
Orphanet is developping its collection of research data, and is working to provide training modules on the Orphanet nomenclature and
ORDO. A « training the trainers » training session was held in 2020 to prepare national training sessions. Work towards a web-based RD
research analysis platform open to Orphanet partners and IRDiRC funders continued and a first version was made available.

http://www.ejprarediseases.org/


Creating the RD data Ecosystem
RD-CODE: SUPPORTING THE IMPLEMENTATION OF 
ORPHA CODES IN HEALTH INFORMATION SYSTEMS

RD-CODE (www.rd-code.eu/), co-funded by the Third Health
Programme, started on January 2019 and will end in June
2021. The objective of this project is to support Member
States in improving gathering information on rare diseases
by implementation of ORPHA codes.

The aim of the RD-CODE project is to promote the use of the
Orphanet nomenclature for implementation into routine
coding systems. This enables a standardised and consistent
level of information to be shared at European level. Starting
with countries that have no systematic implementation of
ORPHA codification yet, but that are already actively
committed to doing so, this project demonstrates real-world
implementation to guide other countries in the future.

Seminars Aligning major EU structuring projects around data for a rare diseases data strategy

The COVID-19 pandemic has been particularly impactful for
the rare disease community and expert information is, as ever,
of high importance.

In order to help professionals and people living with rare
diseases find expert recommendations and services
concerning COVID-19 and rare diseases, Orphanet published a
list of resources available in different languages from March
2020.

This list includes resources curated by the European Reference
Networks and EURORDIS and is updated regularly, most
recently to consider recommendations concerning
vaccination.

COVID-19 AND RARE DISEASES RESOURCES

Projects represented:

• General introduction to the Rare2030 recommendations
• Orphanet
• RD-CODE presentations
• EJPRD
• EHDS2 Pilot project 2021
• ERN registries
• ERICA
• EU RD Platform – JRC
• B1MG
• EOSC Life
• RD GO-FAIR
• TEHDaS Joint Action
• X-eHealth
• SOLVE–RD
• EMA's DARWIN EU
• European Semantic Strategy for Health

Orphanet organized a series of Seminars aimed at Aligning 
major EU structuring projects around data for a rare diseases 
data strategy.

The goal of these 7 meetings was to:
• To have a better common knowledge and understanding of 

each initiative
• To identify the potential areas of synergy and the gaps left 

out by these projects
• To have a pragmatic cross-projects coordination mechanism 

with high-level regular coordination meetings
• To ensure we catalyze timely and efficient interactions 

between each other partners towards common and/or 
interoperable developments to happen

In order to achieve that, all the main current initiatives involved 
in RD or that could benefit in an RD use-case have been 
contacted. Each project has given an overview on the project 
itself, and in particular how it addresses the main 
interoperability challenges and how it can contribute lowering 
the barriers to make a better use of RD data for better 
healthcare, secondary use and research.

http://www.rd-code.eu/


Sustainability
The Orphanet Sustainability issue was included
as a key action of the Direct Grant. In 2018 the
issue was transferred to the Steering Group on
Health Promotion, Disease Prevention and
Management of Non-Communicable Diseases
(SGPP).
The SGPP decided to set up a Focus Group to
work on Orphanet Sustainability in February
2019. One aim of the Focus Group was to
propose to “the SGPP in 2020, a shared
solution between MSs for sustained support
(either financially or in kind) to Orphanet's
activities”.
Orphanet supported the SGPP work and then
the FG Work continuously
facilitating numerous meetings and work with
an external consulting firm to elaborate a
business plan for Orphanet.

In August 2020, the Orphanet Sustainability Focus Group produced their final report based on this work:
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A Sustainability Task Force was established within the Network at the start 
of 2021 in order to work on making these recommendations reality

This leaflet is part of the project 831390 Orphanetwork Direct Grant which has received funding from the European Union’s Health Programme (2014-2020).
The content of the leaflet represents the views of the authors only and is their sole responsibility; it cannot be considered to reflect the views of the European 

Commission and/or the Consumers, Health, Agriculture and Food Executive Agency or any other body of the European Union. 
The European Commission and the Agency do not accept any responsibility for use that may be made of the information it contains.


