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Major problems with ICD10

Only 240 rare diseases with a specific code

No visibility of rare diseases in health information systems

Lack of systematic approach

• Classification according to major symptom

• Classification according to aetiology / mechanism

Confusion between anatomy / organs and Systems

Confusion between « malformation » and « congenital » 

and « genetic »

ICD11 : Topic Advisory Group for Rare Diseases (RD-TAG), 

chair: Ségolène Aymé (Orphanet)
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Orphanet directory of diseases

Comprehensive list of rare diseases: over 6,000 
• Identity card + genes

• Unique Orpha number

Stable despite the evolution of knowledge

Linked to parent and child diseases in every 
classification

• Files available on request
• Suitable to code clinical activity / lab activity in information 

systems

Classifications of rare diseases
• List of classifications of rare diseases

• Visualisation of each classification

• Possibility to click at any level to obtain detailed information
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Orphanet classification of rare diseases is a multihierarchical 

system that is able to reflect all levels of granularity, from the most 

general (categories) to the most particular (sub-types), and to 

follow the evolution of knowledge.

X-linked adrenoleukodystrophy, 

cerebral form

Adrenomyeloneuropathy

Rare adult

neurological diseases

X-linked 

intellectual deficit

Rare dementias

Male infertility

Rare pediatric

neurological diseases

X-linked adrenoleukodystrophy

Rare neurological diseases



www.orpha.net

Contribution of Orphanet 

to the revision process of the ICD
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Basis for a revision 
in the field of rare diseases

All rare diseases should be finally listed in the Index of 

ICD11

Rare Diseases serve as a model to shape the future 

structure of ICD11 as they are lower nodes in any 

hierarchy and in all fields in Medicine

Criterion: medical/surgical specialties involved in the 

management of the different manifestations of a disease

Stick to medical specialties organised by system

Etiological (i.e. genes)/physiopathological criteria futher 

applied, when relevant for diagnosis and/or management
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Proposed organisation of chapters

By system
• Based on physiology

• Etiology/mechanism being the final level

• From the « upper level » to the « lower level » 

Addition of a chapter for mutisystemic diseases
• Ex: Marfan syndrome is a multisystemic disease

Chapter for developmental defects of antenatal origin 
(not only malformations) as in utero development is a 
process- a « system »)

Separation of « constitutional » and « acquired »
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Contribution to ICD revision process

Haematological diseases V2 sent

Endocrinological diseases V2 sent

Nutritional diseases V1 under revision

Metabolic diseases V1 under revision

Immunological diseases V1 under revision

Neurological diseases V1 under revision

Malformations/syndromes V1 in progress

Multisystemic diseases

Dermatology

Nephrology

Ophthalmology

………

Revised chapters are available in 

www.eucerd.eu
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Conclusion

Possibility to propose a profound evolution of the 

organisation of chapters II to XVIII

• With a possible migration of almost all existing codes

• With a common logics applied to all chapters

• Putting rare/genetic diseases where they should be

 Everywhere as a lower node

Provide Orphanet with names of experts willing to review 

the chapter of their specialty

Send to Orphanet established classifications to consider

Promote the Orphanet nomenclature of rare diseases to be 

used by Information systems to better trace rare diseases
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Thank you for your attention !


