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Orphanet’s missions

Contribute to generating knowledge

→ piecing together the parts of the puzzle for better 
understanding of RD

Improve the visibility of RD by providing a common language
across healthcare and research systems (ORPHAcodes)

Provide high-quality information and expertise on RD
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The Orphanet nomenclature

• The only nomenclature specific to RD

• Each disease is assigned a unique and stable ORPHAcode

ORPHAcode Preferred term Synonyms

ORPHA:73229 HANAC syndrome

Autosomal dominant familal hematuria-
retinal arteriolar tortuosity-contractures 
syndrome

Hereditary angiopathy-nephropathy-
aneurysms-muscle cramps syndrome

Definition: A rare multisystemic disease characterized by small-vessel brain disease, cerebral 
aneurysm, and extracerebral findings involving the kidney, muscle, and small vessels of the eye.

English, 

Czech, 

Dutch, 

French, 

German, 

Italian, 

Polish, 

Portuguese 
Spanish.
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Cross-referencing with other databases

Ongoing collaborations:
SNOMED-CT

ICD-11 revision
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Logical structure
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Includes ALL rare diseases

Disorders are clinical entities defined by a

set of phenotypic abnormalities with a

homogeneous evolution and allowing a definitive

clinical diagnosis.

Group
Disorder

Subtype

9318 Clinical entities:
• 2175 Groups
• 6162 Disorders
• 981 Subtypes
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How is the Orphanet nomenclature updated?

Creation

• Homogenous
phenotype

• Prevalence
<1/2000

• At least 2 
published cases

Modification

• Nomenclature (
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How is the Orphanet nomenclature updated?

Creation

• Homogenous
phenotype

• Prevalence
<1/2000

• At least 2 
published cases

Modification

• Nomenclature
(preferred term, 

synonyms)

• Classification 
level

Inactivation

• Obsolescence:
duplicate, Unclear
phenotype..

• Deprecation: 
the entity becomes

part of another

• Non rare in 
Europe
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Coding objectives

✓Statistical analyses: Monitor and 

report rare diseases patients 

✓Data sharing: Establish a common 
language to easily share information

Disorder level: is the most
suitable level for coding

Aggregation Level
(Formerly Master File)
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Pack nomenclature - Xml

This pack contains:
- a "Nomenclature" file
- an "ICD-10" file
- a directory containing all the files of the classifications

Dataset for each entity:
• ORPHAcode;
• Preferred term;
• Orphanet URL;
• Synonym(s);
• Status: active, Inactive (Obsolete, deprecated, non rare); 
• Classification level(Group, disorder or subtype);
• Disorder-disorder association (target disease of inactive 

entity when it exists);
• Definition ;
• Aggregation level (ORPHAcode aggregation, preferred

term and status)

Coding Tools
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How to codes patients of rare disease?

Rare inborn erros of metabolism

Lipid storage disease

Lysosomal acid lipase deficiency

Cholesteryl ester 
storage disease

NP C adult
neurologic onset

Niemann-Pick disease type C

Wolman disease NP C juvenile
neurologic onset

NP C perinatal
onset

Niemann-Pick C 

with perinatal onset

NP C 

perinatal onsetNP C

Only one 

connection

Diagnosis Aggregation Results pattern



www.orpha.net

How to codes patients of rare disease?

Rare inborn erros of metabolism

Lipid storage disease

Lysosomal acid lipase deficiency

Cholesteryl ester 
storage disease

NP C adult
neurologic onset

Niemann-Pick disease type C

Wolman disease NP C juvenile
neurologic onset

NP C perinatal
onset

Lipid storage disease NP C 

LAL deficiencyLP D

NOT APPLICABLE

Several

connections

Diagnosis Aggregation Results pattern
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How to codes patients of rare disease?

Only one 

connection

Diagnosis Aggregation Results pattern

Bilineal acute 

leukemia
Mixed phenotype

acute leukemia

moved to

BAL MPAL

Only one 

connectionHARP syndrome Classic pantothenate

kinase-associated

neurodegeneration

moved to

HARP PKAN, 
classic

PKAN



www.orpha.net

Importance of Orphanet classification in codification
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Classification using case 1

Leukodystrophy

Krabbe Pelizaeus-Merzbacher-likePelizaeus-Merzbacher

Infantile Adult

Alexander Canavan

Type 2 Severe Mild
Late-

infantile
Connatal Classic Transitional CarriersType 1

Coding patients without a confirmed diagnosis (unsolved cases)

Rare neurological disease

Importance of Orphanet classification in codification
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Leukodystrophy

Krabbe Pelizaeus-Merzbacher-likePelizaeus-Merzbacher

Infantile Adult

Alexander Canavan

Type 1 Type 2 Severe Mild
Late-

infantile
Connatal Transitional CarriersClassic

Improvement in the precision of diagnosis

Rare neurological disease

Classification using case 2

Importance of Orphanet classification in codification



www.orpha.net

❑Orphanet nomenclature

❑Orphanet nomenclature update

❑ Coding rare disease patients

❑ Sites and tools



www.orpha.net

www.rd-code.eu

http://www.rd-code.eu/
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http://www.orphadata.org/cgi-bin/ORPHAnomenclature.html

9 langues

http://www.orphadata.org/cgi-bin/ORPHAnomenclature.html
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