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INTRODUCTION
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Orphacodes since 2015 used in the acknowledgment of expert 

centers for rare diseases by Dutch Government. But…:

• Insufficient data available on rare diseases. Current 

registration not specific enough. 

• One uniform registration on national level was missing.

• Need for better registration much expressed by professionals 

& expert centers, without creating extra administration. 

• E.g.: ‘how many patients on rare disease A have we 

treated?’

• Data necessary for research, registries, ERN collaboration, 

national collaboration, policies, exchange of data etc.

Need for better registration of rare diseases

MOTIVATION
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• Dutch hospitals use nationwide standard list to register 

diagnoses in EHR (Diagnosethesaurus) with derivations to:

• ICD-10

• Codes for claiming healthcare costs

• SNOMED CT

• Instruction to DHD in 2020: make derivation from

Diagnosethesaurus to ORPHAcode. Start with ORPHAcodes 

from international ORPHA-SNOMED mapping tabel. 

• 1,850 existing diagnoses got derivation to an

ORPHAcode

• 3,100 new diagnoses added to Diagnosethesaurus 

including derivation to the ORPHAcode

Using existing registration method in NL

IN PRACTICE

• Doctors register their patients the way they are 

used to (with the Diagnosethesaurus), but 

ORPHAcodes can be derived from the patient

records  no double/extra registration.

EXAMPLE

• Diagnosethesaurus 14631 ‘Amyotrofe laterale sclerose’

 ICD-10: G12.2 ‘Motor neuron disease’

 SNOMED: 86044005 ‘Amyotrophic lateral sclerosis’

 Codes for claiming healthcare costs:

 0522 ‘ALS’ for Neurology

 ORPHA:803 ‘Amyotrophic lateral sclerosis’
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• All Dutch hospitals supply data to DHD on the patients they

treat (LBZ). DHD uses this data to give information back to the

hospitals (benchmarks/dashboards), to governmental

institutions, and others.

• Instruction to DHD in 2022 to develop a viewer on this

database to give insight in number of patients with rare 

diseases: ORPHA-viewer (in development)

• Data supply from hospitals to DHD on rare diseases not yet

100% and validated

• ORPHA-viewer will be used in future by hospitals to supply

data to the Ministry of Health, but also to exchange data within

the ERN’s.

Nationwide database on rare diseases: ORPHA-viewer

IN PRACTICE
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IN DEVELOPMENT
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IN DEVELOPMENT
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• Research output part of acknowledgement as an expert 
center

• Patient numbers don’t tell us everything about who is de 
expert

• Get more grip on research portfolio and position within 
research field

• Finding research collaboration partners is of added value 
because of limited expertise on rare diseases

• Information valuable for professionals, hospital managers and 
patient (organizations)

Solution: analytics tool developed in collaboration between 
Elsevier and NFU (federation Dutch University Hospitals)

• ORPHAcodes used to match research output to rare diseases

• Result: Over 40.000 articles identified (period 2011-2022, 
output from Dutch institutions, Scopus database)

Need to develop a method to identify research output 
on rare diseases

EXTRA PROJECT
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• Complexity of ORPHAcodes structure (same disease in many  

orphathrees, on many positions): Difficulty of clustering 

ORPHAcodes (and therefore patient numbers, publications 

etc.) to higher (group) level

• Dutch situation: Medical registration in the first place used for 

declaration (DRD structure). Depending on scientific 

associations to include extra (billable) medical diagnoses.

• Working diagnosis not always updated in EHR by doctor

Implementation comes with some difficulties

CHALLENGES

• Disease names in Orphanet not always the same as used 

within the medical field. Professionals search for a disease, 

not an ORPHAcode

• ORPHAcodes do not always (or already) fit with current 

registries; to specific or to general than the level needed for 

registry -> important to know where people can go to with 

remarks & requests
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• Number 1 : Create more & specific insight for professionals, hospital 

managers and patients (patient volume, research output, health care 

expenditures, origin of patients, capacity use, origin, referrers etc.)

• Possibility to connect it to other data on a rare disease level

• Making it easier to submit data for national acknowledgment and participation 

in ERNs

• Stimulate (research) collaboration by the possibility to exchange data and 

gain more insight

• Hopefully downsize administration burden (e.g. no manual lists)

• Etc. 

Further implementation of ORPHAcodes can help the 
rare disease field

(FUTURE) ADVANTAGES
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Questions?


