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Our commitment to the  

global rare disease community  

“The Orphanet Network supports the work of 

the NGO Committee for Rare Diseases, and 

will, to the best of its ability, support the 

endeavour to improve the recognition and 

inclusion of rare diseases into the UN 

Sustainable Development Goals, and to 

strengthen the voice of research and 

medical institutions in all subsequent UN 

policy discussions around rare diseases.” 
 

Orphanet Management Board, 4 November 2016 
 

Rare diseases know no borders, and the challenges faced by people living with rare 

diseases share commonalities across different diseases and regions of the world. No 

nation or continent can tackle the challenges around the diagnosis, treatment and care of 

people living with rare diseases alone. All stakeholders must cooperate at a global level in 

order to address the challenge and provide answers. The synergies resulting from 

cooperation across all stakeholder groups and across all continents are essential in this 

effort. 

 

Global data is essential for global policies. Orphanet fulfils its missions to the global 

community by: 

• Ensuring equality of access to high quality information to empower people living with 

rare diseases and to generate and improve of scientific knowledge on rare diseases 

• Promoting a common language and the means to integrate data on rare diseases to 

tackle the fragmentation of research into rare diseases 

• Providing data essential for rare disease policy development, and remaining attentive 

to the needs of stakeholders for rare disease data 
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For more information about our objectives, achievements and partnerships,  

consult the annual Orphanet Activity Report at  www.orpha.net 
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Orphanet in numbers 

Around 782’000 visitors per month from 235 countries 

 

46 % health professionals 

25 % patients, families and support groups 

As well as researchers, industry, policy makers, students 

Most appreciated products: list of diseases, texts on diseases, 

epidemiological data and clinical guidelines * 
 

* Annual Orphanet Users’ Survey January 2018 

A freely accessible site available in 8 languages  

30 million pages viewed in 2017 

7.8 million PDF documents downloaded in 2017 

An IRDiRC Recognized Resource and HVP Recommended System 

Directory of expert resources 
 

22,184*   professionals 

7,400 * expert centres 

2,599 * patient organisations 

1,648 * medical laboratories 

44,129 * diagnostic tests 

1,745 * research laboratories 

1,997* research projects 

1,792*  clinical trials 

727* patient registries 

270* mutation databases 

142* biobanks 

Diseases 
6,151 * rare diseases with unique identifiers :  ORPHA numbers 

3,898*  genes for 3,739 rare diseases 

2,963 * diseases annotated with HPO terms 

5,648* diseases annotated with prevalence/incidence data 

Rare disease summaries in 12 

languages as of  October 2018 
5,377 English 

3,415 Italian 

3,271 French 

3,281 German 

3,454 Spanish 

1,177 Portuguese 

1,965        Dutch 

167        Finnish 

1,090        Polish 

423 Greek 

103 Slovak  

255 Russian 
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Data from Orphanet 2017 Activity Report 



A key policy resource 

 Orphanet and its data is key to informing 

healthcare and research policy by  

•  Coordinating the 2015-2018 European RD-Action 

Joint Action on Rare Diseases   

• Contributing to the work of the IRDiRC Scientific 

Secretariat  

• Participating in the 2019-23 European Joint 

Programme Co-Fund on Rare Diseases,  
 

The presence of Orphanet in our partner countries 

is also an important catalyst in the awareness of the 

national political agenda for rare diseases. As a 

result of the 2009  Council of the European Union 

recommendation that all EU Member States 

develop national plans including a  National 

Orphanet contribution,  many national plans or 

strategies mention Orphanet and Orpha-

codification as key measures. 
 

 

 

 

 

 

A number of key policy recommendations issued by 

European Commission Expert Committees support 

Orphanet’s activities and resources on topics such 

as codification of rare diseases, centres of expertise, 

European Reference Networks and cross-border 

genetic testing.  
 

Orphanet was recognised as having a de facto 

monopoly in its field, notably for its unique 

nomenclature (2018 Work Plan of the European 

Union’s Third Health Programme (2014-2020)), 
 

Orphanet is also cited as a key resource to assist 

« health professionals […] in correct diagnosis of 
rare diseases » (EU Cross-Border Healthcare 

Directive (2011)) 

 

 

       

Orphanet Data both Informs and Responds to Rare Disease Policy  

Orphanet’s role as an integrated, global platform is to build the bridges necessary to help advance 

policy, healthcare and research by delivering global information, data and knowledge. Orphanet’s 

networking capacity is key in bringing together different types of expertise emanating from different 

domains (healthcare, research, genetics, medico–social sector, patient organisations) across  countries 

and languages. 
 

The scientific and informatics revolution underway offers possibilities to further integrate data in 

Orphanet to facilitate the connection between the worlds of healthcare and research and offers 

opportunities for Orphanet to become truly global and better respond to needs of users’ and 

stakeholder groups. 

 

At the Crossroads: Orphanet as an Integrated Platform 

A virtuous, symbiotic cycle has evolved, connecting  

Orphanet data and rare diseases policy: 

Informing policy in publications (Orphanet Report 

Series,  Annual reports on the State of the Art of 

RD policies, State of Play of RD  research.   

Helping policy measures, such as the national 

designation of centres of expertise for rare 

diseases by identifying  national RD  expertise. 

Responding to policy needs, for 

example, data on laboratories 

carrying out diagnostic tests for 

rare diseases in Orphanet has 

evolved in order to facilitate 

cross-border testing.  

 



Our key objectives 

In a global community, we need to understand each 

other across linguistic differences.  
 

Both rare diseases patients and  rare disease experts 

are scattered across the globe. Orphanet makes rare 

diseases visible to experts and patients with a 

disease-specific directory of expert services that 

covers 32 countries, including listings for centres of 

clinical expertise, laboratories and diagnostic tests, 

patient organisations, research projects and clinical 

trials. This data promotes networking, tackles 

isolation and helps foster appropriate referrals. 
 

A stable rare disease nomenclature, cross-

referenced with other medical terminologies is 

essential to improve the visibility of rare diseases in 

information systems, Orphanet maintains a unique, 

multi-lingual nomenclature of rare diseases – 

Orphacodes. This nomenclature is aligned with  

OMIM, ICD, SNOMED-CT, MedDRA, UMLS, MeSH, 

and GARD terminologies Integrating Orphacodes 

into health and research information systems is 

essential for rare disease visibility and system 

interoperability. The cross-referencing is a key step 

towards interoperability of databases. 

 

Improving Visibility 
 

To serve the needs of a global audience, Orphanet 

draws on the expertise of professionals from across 

the world, Orphanet produces an encyclopaedia of 

rare diseases, translated into  8 languages (English, 

French, Spanish, Italian, German, Dutch, Portuguese, 

Polish) with texts also freely available in Greek, 

Slovak, Finnish and Russian online.  
 

Orphanet integrates and provides access to 

international quality-approved information, such as 

clinical practice guidelines and information tailored 

to the general public.  

 

Orphanet works with experts from around the globe 

to develop and curate the scientific data in the 

Orphanet database, from health care professionals 

and researchers, to patient representatives and 

professionals from the medico -social  sector.  
 

The wealth of data in Orphanet and its structure 

allows additional knowledge to be generated, 

helping to piece together disparate data. 

Integration of data adds value and renders it 

interpretable. 

• Orphacodes  nomenclature provides standards for 

rare disease identification, an essential key for 

interoperability. 

• Orphanet provides integrated, re-usable data 

essential for research through: large scale data at 

Orphadata.org 

• a structured vocabulary for rare diseases, the 

Orphanet Ontology of Rare Diseases (ORDO) 

• HPO-ORDO Ontological Module (HOOM) to  

bridge Human Phenotype Ontology and ORDO as 

part of the HIPBI-RD (www.hipbi-rd.net) E-Rare3 

ERA-NET project for phenomics harmonization. 

 

 

 

 

 

 

 

 

 

 

 

 

Providing Information 

Generating Knowledge 

These key resources contribute to improving the 

interoperability of data on rare diseases globally 

across the fields of health care and research. They 

are being integrated in bioinformatics projects and 

infrastructures around the world in order to 

improve diagnosis and treatment. 
 

Orphanet is committed to networking with partners 

across the globe order to help piece together the 

parts of this puzzle.  

http://www.hipbi-rd.net/
http://www.hipbi-rd.net/
http://www.hipbi-rd.net/
http://www.hipbi-rd.net/
http://www.hipbi-rd.net/
http://www.hipbi-rd.net/
http://www.hipbi-rd.net/


Orphanet Germany 

Team Orphanet Germany  
 

Project coordinator  

Dr. med. Susanne Morlot. Senior physician in the Institute for 

Human Genetics at the Hannover Medical School (MHH) and 

head of the Sub-centre for Syndromology and Dysmorphology in 

the Centre of Rare Diseases. As a specialist in human genetics and 

pediatrics she has been involved in rare disease diagnostics and 

genetic counseling since more than 20 Years. Member of the 

NAMSE  Steering Committee. 

Project manager  

Dr. rer .nat. Kathrin Rommel. Biologist in the Institute for Human 

Genetics at the Hannover Medical School (MHH) . PhD in medical 

genetics with strong focus on rare diseases. As information 

scientist she has long time experience in managing, organizing, 

evaluating, classifying, and distributing information on rare 

diseases. She is dedicated member of the Orphanet project since  

2002. 

 



Orphanet Germany 
2018 Scientific Board Member Orphanet DE 

Dr. Anton Aebischer, Prof. Felix Beuschlein, Prof. Leena 

Bruckner-Tuderman, Dr. Frank Dressler, Prof. Dr. Ute Felbor, 

Prof. Dr. Guido Fitze, Prof. N.-C. Gellrich, Dr. Corinna 

Grasemann, Prof. Oliver Gross, Dr. Marcel Hanisch, Prof. Lorenz 

Hofbauer, Prof. Yskert von Kodolitsch, Prof. Michael P. Manns, 

Prof. Joachim Müller-Quernheim, Prof. Dr. Stefan Mundlos, Prof. 

Frank Moosig, Prof. Thomas Paul, Prof. Hans-Hartmut Peter, 

Prof. Klaus Rüther, Prof. Dr. Christof Schaefer, Prof. Brigitte 

Schlegelberger, Prof. Dr. Jörg Schmidtke, Prof. Ludger Schöls, 

Prof. Hubert Schrezenmeier, Prof. Roland Seifert, Dr. Roman 

Siddiqui, Prof. Ulrich Stephani, Prof. Udo Wendel, Prof. Peter 

Wieacker, Prof. Hans-Peter Zenner  

Data Content Germany  

National Website, Förderverein  and Facebook  

Get involved to help Orphanet improve its 

services for the community! 

e 4  

•Contribute:  register via Orphanet’s homepage to 

make your  RD expertise visible  

•Curate: experts can contribute and give feed-back 

on our data at https://curation.orpha.net  

• Sustain: sponsor one of Orphanet’s activities  

•Give feedback: participate in our annual users’ 

survey 

 

Directory of expert resources 
 

3,818   professionals 

2,202  expert centres 

300  patient organisations 

204 medical laboratories 

10, 880 diagnostic tests 

486 research laboratories 

624 research projects 

950  clinical trials 

153 patient registries 

86 mutation databases 

55 biobanks 

National partner Orphanet DE  

https://curation.orpha.net/


Working across borders 
Orphanet was established in France in 1997 in order to gather scarce knowledge on rare diseases* so as to 

improve their diagnosis, care and treatment. The initiative became a European endeavour from 2000, 

supported by grants from the European Commission (EC), and has now grown to a Network of 37 countries 

across the globe.   

Orphanet continues to face new challenges resulting from a rapidly evolving political, scientific, and 

informatics landscape. It is crucial to help all audiences access quality information amongst the plethora of 

information available online, to provide the means to identify rare disease patients and to contribute to 

generating knowledge by producing massive, computable, and re-usable scientific data. 
 

* A rare disease in the Orphanet database is one with a prevalence of not more than 1 per 2000 inhabitants in Europe, as defined in Regulation (EC) 

N°141/2000 of the European Parliament and of the Council of 16 December 1999 on orphan medicinal products  

The Orphanet global network of 37 countries is 

coordinated by the INSERM (French National 

Institute for Health and Medical Research) in Paris. 
 

The INSERM coordinating team maintains the 

database as well as core resources such as the 

Orphanet rare disease nomenclature (each with a 

unique ORPHA number), classifications, 

encyclopaedia, and the Orphanet Ontology of 

Rare Diseases (ORDO, an IRDiRC Recognized 

Resource and HVP Recommended System). 

Countries in the consortium contribute to the 

database of expert resources in each country and 

to the encyclopaedia. 
 

Orphanet’s core activity is funded by the INSERM, 

the French Ministry of Health, and the EC. 

Orphanet’s national activities are financed by the 

EC, national institutions and/or specific contracts.  
 

Orphanet is governed by a Management Board of 

Network members, overseen by a multi-

stakeholder International Scientific Advisory Board. 

Our structure 

Composition of  global Orphanet Network Members  
 

48,5%  University hospital/hospital 
17% Ministry of Health 
20% Research centre 
6%  Public health institute 
8.5%: Foundation/association 
 

A relational database centred around a unique, clinical rare 
disease nomenclature, cross-referenced with other resources 

 

contact.orphanet@inserm.fr 

www.orpha.net 

+33 1 56 53 81 37 

  

Orphanet - INSERM 

US14  
Plateforme Maladies Rares 

96, rue Didot 

75014 Paris, FRANCE 
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