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What is Orphanet?

Orphanet is the leader in collecting, integrating, producing and 
disseminating added-value information and data in the field of rare 
diseases.

• The added-value comes from the data being expert-reviewed, 
manually curated and integrated to other resources. 

• Thus, Orphanet is a tool both for healthcare and for research.

Orphanet is the reference for the nomenclature and classification of rare 
diseases (it’s the only specific resource) and has a normative role in this
domain.



Orphanet was established in 1997 to 
address identified problems

Lack of information Encyclopaedia of rare diseases

Scarce expertise

Too few collaborations

Directory of experts/clinics

Directory of research projects

Difficult recruitment

Isolation of patients

Directory of clinical trials

Directory of patient 
organisations



Orphanet network

37 countries worldwide



Database structure



Orphanet’s missions

• Improve the visibility of rare diseases in healthcare and 
research systems

• Provide high-quality information and expertise on rare 
diseases

• Contribute to generating knowledge on rare diseases

→   piecing together the parts of the puzzle to better understand 
rare diseases



Orphanet nomenclature and classification



The Orphanet nomenclature

• Each disease is assigned a unique and stable ORPHA code

• Cross-referenced with other international terminologies

• The only nomenclature specific for rare diseases

• Nine languages (Cz, En, Es, De, Fr, It, Nl, Pt, Pl… current translations JP, CN)



The Orphanet nomenclature

• Each disease is assigned a unique and stable ORPHA code

• Cross-referenced with other international terminologies

• The only nomenclature specific for rare diseases

• Nine languages (Cz, En, Es, De, Fr, It, Nl, Pt, Pl… current translations JP, CN)

→  Providing a common language across the RD field: 
different systems can work together

→ Improving the recognition of rare diseases in 
healthcare and research systems 



The Orphanet RD classification

Example: Stickle syndrome (ORPHA:828)

Characterized by a distinctive facial appearance, eye abnormalities, 

hearing loss, and joint problems.

Multi-dimensional Multi-hierarchical



The Orphanet RD classification



Group:     Category, clinical group

Disorder: Disease, clinical syndrome, malformation syndrome, morphological anomaly, 
biological anomaly, particular clinical situation

Subtype: Etiological, clinical, histopathological

The Orphanet RD classification



Scientific annotations

Natural history data Number of groups of disorders, 
disorders and sub-types

Average age of onset 5,879

Mode of inheritance 5,341

Epidemiological data Number of groups of disorders, 
disorders and sub-types

Point prevalence 5,722

Prevalence at birth 507

Lifetime prevalence 46

Annual incidence 575



• 6172 unique rare diseases (number stable over 
time)

• 86% are prevalent diseases (long term, chronic 
illnesses)

• 14% are incident diseases (cancers, infections, 
poisonings) 

What is the age of onset?

• 70% only in childhood 

• 12% only in adulthood

• 18% either in childhood or in adulthood

• 72% of rare diseases have a genetic basis



Orphanet inventory of genes

Genes involved in rare diseases are entered

in the database and updated regularly

according to new scientific publications.

The relationship between a gene and a

disease is manually qualified according to

the role that the gene plays in the

pathogenesis of the disease:

- Causative

- Modifiers

- Major susceptibility factors

- Playing a role in the phenotype



Orphanet nomenclature annotated with phenotypic
traits (HPO)

• From 2015 Orphanet disorders are annotated with the Human Phenotype Ontology, a

standard and controlled terminology covering phenotypic abnormalities in human diseases,

recognised as the reference in the domain.

• Each phenotypic term is associated with the frequency of occurrence (obligate, very

frequent, frequent, occasional, very rare, excluded), and whether the annotated HPO term

is a major diagnostic criterion or a pathognomonic sign of the rare disease.

• 3,312 diseases were annotated with HPO terms (as of January 2019).



Orphanet’s missions

• Improve the visibility of rare diseases in healthcare and 
research systems

• Provide high-quality information and expertise on rare 
diseases

• Contribute to generating knowledge on rare diseases

→   piecing together the parts of the puzzle to better understand 
rare diseases



The Orphanet Professional Encyclopedia



The Orphanet Professional Encyclopedia

• Summary texts:

– Disease definitions

– Abstracts (8-10 sections) 

• Intended for healthcare professionals

• Clinical emphasis

• Based on review of biomedical literature

• Use of HPO terms

• Validated by internationally recognized experts



The Orphanet Professional Encyclopedia



Links to external texts

• Articles for the general public

• Review articles

• Clinical practice guidelines

• Practical genetics articles

• Clinical genetics review

• Anaesthesia guidelines

• Guidance for genetic testing

The Orphanet Professional Encyclopedia

In-house produced texts

• Articles for the general public

• Emergency guidelines

• Disability factsheets



Directory of expert resources



Directory of expert resources







Orphanet website

ORPHANET SITE in NUMBERS (2018)
32 million pages viewed

12+ million unique visitors

• Freely accessible site

• Available in 8 languages

• Dedicated to a broad range 
of users, from patients to 
healthcare professionals, 
researchers, policy makers, 
pharmaceutical companies, 
etc.



Orphanet’s missions

• Improve the visibility of rare diseases in healthcare and 
research systems

• Provide high-quality information and expertise on rare 
diseases

• Contribute to generating knowledge on rare diseases

→   piecing together the parts of the puzzle to better understand 
rare diseases



Orphanet, a contributor to generating
knowledge on RD

www.orphadata.org
Massive aggregated data in a computer-friendly format

Integrable, reusable, essential for research



Orphanet, a contributor to generating
knowledge on RD



www.orphadata.org
Scientific aggregated data in a semantic format

Orphanet, a contributor to generating
knowledge on RD



Orphanews newsletter



Orphanet Switzerland

Since 2001 member of the Orphanet network 

Team:

Coordinator: Dre. Loredana D’Amato Sizonenko
Project manager: Martin Arles
Information scientist: Béatrice Geissbuhler



Switzerland: Number of expert centres by canton

AARGAU BASEL BERN GENEVA GRISONS JURA LUZERN
NEUCHÂTE

L
ST-GALLEN TICINO VALAIS VAUD ZÜRICH

New 0 3 6 0 0 0 2 0 1 0 0 0 2

Update 0 8 2 12 0 0 2 0 0 0 1 15 13

Created/Updated before 2019 2 2 8 34 1 1 2 1 6 3 5 31 20
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Registration of Expert Centres in Orphanet for 
Switzerland

The expert centres should deliver a service of indisputably higher quality than a standard hospital service in the

relevant speciality.

As there are no centres officially designated by the Swiss health authorities yet, the centres should fulfil most of

the Orphanet eligibility criteria (see the registration form), adapted from the European Union Committee of

Experts on Rare Diseases recommendations.

The expertise has to be demonstrated by number of rare diseases patients seen, expert advice/second opinion

provided, multidisciplinary facilities, referrals inside the country and from abroad, quality management

procedures, collaborations and networking, implication in research and systematic data collection, and grants

and publications.

http://www.eucerd.eu/?post_type=document&p=1224


Registration of Expert Centres in Orphanet for 
Switzerland

• Name of the expert centre in local language and in English*: The name should include the disease/group of 
diseases covered by the centre (e.g. “Specialized clinic for rare epilepsies” or “centre for neuromuscular 
diseases”)

• The disease(s) or group of diseases covered by the expert centre*: you don’t need to list all the diseases, the 
Orphanet Swiss team will send you a proposal based on the Orphanet classification.

• Indication whether the expert centre is intended for children, adults or both*.

• Indication whether the expert centre is a genetic counselling clinic, a medical management clinic or both*.

• Name and details (email address and phone number, not mandatorily published online), of at least one 
expert centre coordinator* 

• Team members: a maximum of 3/4 professionals who are directly involved in the clinic.

• Name and address of the hospital/institution and of the department/service responsible of the expert 
centre*

• Orphanet eligibility criteria form* (based on EUCERD recommendation)

• Website of the expert centre



Orphanet eligibility criteria form



Registration of Expert Centres in Orphanet for 
Switzerland

• Contact the Orphanet Swiss team through contact@orphanet.ch to receive a registration form.

• Complete the form with the required information listed above.

• Once the form completed, the Orphanet Swiss team will assess it and, if necessary, will contact you to clarify 
some data (particularly the list of diseases to be linked based on the Orphanet classification).

• Once validated by the Swiss team, the form will be assessed by the Orphanet coordinating team.

• Once validated by the Orphanet coordinating team, the centre will be published in the Orphanet website and 
you will be informed.

mailto:contact@orphanet.ch


Registration of Expert Centres in Orphanet for 
Switzerland



Thank you for your attention

Contact:
loredana.damatosizonenko@orphanet.ch
martin.arles@orphanet.ch

mailto:loredana.damatosizonenko@orphanet.ch
mailto:martin.arles@orphanet.ch

