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2 Summary 

Underrepresentation of rare diagnoses in health information systems / patient records makes it 

difficult to estimate the number of people living with a rare condition. This also makes it difficult to 

extract data because the diagnoses are coded with overarching codes which, in addition to the rare 

diagnosis, can accommodate many other diagnoses. Therefore, people with a rare diagnosis are 

invisible in health information systems. The ORPHA coding system, developed by the European 

consortium Orphanet (www.orpha.net), has been developed specifically to code rare diagnoses and 

is regularly updated by experts in the rare disease field. 

3 Background 

3.1 Rare diagnoses  

Rare diagnoses are medical conditions that are clinically very heterogeneous. In Norway, the 

definition of a rare diagnosis has recently been harmonized with the European definition. This means 

that a diagnosis is considered rare when it occurs in less than 1 in 2000 people. The majority of rare 

diagnoses are complex, congenital or genetic, and require coordinated services throughout life. For 

most diagnoses, there is currently no curative treatment. However, the development of personalized 

medicine is on the rise, and the number of approved drugs that target the cause is expected to 

increase.  

Although the individual diagnosis is rare, the overall population of people with a rare diagnosis is 

significant because there are many different rare diagnoses1. Due to the rarity, there is little 

knowledge about the individual diagnosis in the ordinary service apparatus, which may mean that 

patients do not have access to necessary services. Many people with a rare diagnosis report that the 

lack of knowledge in the health care system is perceived as an additional challenge.  

3.2 National Advisory Unit on Rare Disorders, Norway 

The National Advisory Unit on Rare Disorders (Norwegian abbreviation: NKSD) is a national service in 

the specialist health care system. NKSD consists of nine resource centers for rare disorders. The 

centers are responsible for different rare diagnoses or diagnostic groups. NKSD builds competence 

and disseminates knowledge about rare disorders to the health care system, other public services, 

patients and their relatives to contribute to knowledge-based, comprehensive and equal services for 

all people with rare disorders throughout a lifetime. 

The diagnoses that qualify for services in NKSD are rare, congenital and genetically determined 

conditions with complex needs that require long-term (often lifelong) and coordinated follow-up. In 

total, the resource centers serve several hundred different diagnoses. However, not all rare 

diagnoses are offered services from a resource center. 

                                                           
1
 6172 diagnoses according to Orphanet 11/12-19: https://www.orpha.net/  

https://www.orpha.net/
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3.3 Inadequate coding of rare disorders is problematic 

3.3.1 Rare disorders in ICD-10 

Rarity also leads to underrepresentation in medical coding systems. In Norway, the international 

statistical classification of diseases and related health problems (ICD-10) as the preferred coding 

system in the ordinary health care apparatus2. ICD-10 is designed to provide diagnostic information 

and statistics for general applications. In Norway, the ICD-10 codes are used as a basis for correct 

DRG placement in effort-driven financing of health services. 

Only just over 500 rare disorders have a specific code in ICD-10. This corresponds to about 8% of the 

approximately 6,000 rare diagnoses described. The challenge is that an ICD-10 code can refer to 

several completely different diagnoses with completely different clinical expressions and needs. See 

for example the diagnoses in Table 3-1, all of which have ICD-10 code E75.2. Although all diagnoses 

have some neurological changes, they have very different clinical symptoms, different complexity 

and different needs.  

Table 3-1. An example of different rare diagnoses with the same ICD-10 code: E75.2 Other 
sphingolipidosis. 

Diagnose ICD-10 

Alexander disease E75.2 

Fabry disease E75.2 

Megalencephalic leukoencephalopathy with 

subcortical cysts 

E75.2 

Niemann-Pick disease type C E75.2 

Pelizaeus-Merzbacher disease E75.2 

Canavan disease E75.2 

Krabbe disease E75.2 

Metachromatic leukodystrophy E75.2 

 

Another example is the ICD-10 code Q87.0 "Congenital malformation syndromes predominantly 

affecting facial appearance" which contains 132 different rare diagnoses (Figure 3-1) that in turn 

belong to different main clinical groups (rare neurological, rare ear-nose-throat diagnoses, rare eye 

conditions etc.). 

                                                           
2
 https://ehelse.no/standarder/ikke-standarder/icd-10-den-internasjonale-statistiske-klassifikasjonen-av-sykdommer-og-

beslektede-helseproblemer  

https://ehelse.no/standarder/ikke-standarder/icd-10-den-internasjonale-statistiske-klassifikasjonen-av-sykdommer-og-beslektede-helseproblemer
https://ehelse.no/standarder/ikke-standarder/icd-10-den-internasjonale-statistiske-klassifikasjonen-av-sykdommer-og-beslektede-helseproblemer
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Figur 3-1 A search in the Orphanet database with the ICD-10 code Q87.0 shows that this code in 
reality contains 132 different rare diagnoses. 

In addition to inadequate coding of rare diagnoses in ICD-10, these codes do not give any indication 

as to whether a diagnosis is rare or not. Rarity in itself is a challenge for people with rare diagnoses 

due to the complexity of their health condition throughout a lifetime and the need for coordinated 

services. In addition the low level of knowledge about rare conditions in general in the health care 

system and society is challenging, and therefore it is a great advantage if the codes used in patient 

records and registries make rarity visible in itself. 

 

3.3.2 Rare disorders in ICD-11 

In May 2020, ICD-11 was launched by the World Health Organization (WHO). The last time the ICD 

coding system was revised was in 1992. Much has changed in the new version, also for rare 

disorders. According to WHO, ICD-11 can be used to monitor rare conditions. However, although it is 

a fact that more rare conditions are included in ICD-11 than in ICD-10, we do not currently have an 

exact number. The problem is also that many of the conditions have not been given a separate, 

unique code. The names of the diagnoses can be found in the ICD-11 search function but as index or 

inclusion terms as part of a larger group without their own code. The number of rare diagnoses that 

have a unique code is about 1000 but there is uncertainty associated with this number. 

In addition, the rare conditions are grouped together with all the common conditions (similar to ICD-

10), which in practice means that they are indistinguishable from common diseases. Using ORPHA 

codes, one can identify rare conditions specifically within a system and use dedicated groups within 

the rare diagnoses classification to analyze data at the desired level. 
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It is also uncertain when and if Norway will use the new ICD-11 coding system3. 

3.3.3 Rare disorders in SNOMED-CT 

SNOMED CT is a comprehensive clinical terminology with 350,000 terms. The terminology includes a 

code system that has primarily been developed for use in electronic patient journals (EPJ) and health 

registries. Norway became a member of SNOMED International in 2017. How the coding system will 

be used in Norway is under investigation by the Directorate for e-Health4. SNOMED International has 

collaborated with Orphanet on the inclusion of rare diagnoses in SNOMED-CT. To date, 5,000 rare 

diagnoses have been given a specific code in SNOMED-CT, but the collaboration agreement with 

Orphanet has not been continued. There is no plan for either the inclusion of the remaining 11725 

rare diagnoses or the inclusion of new diagnoses and maintenance of the codes over time. Due to 

increased knowledge about rarity in general and increased use of genome sequencing, the number of 

rare diagnoses will most likely increase in the future, and nomenclature and classification will have to 

be changed and adapted. The ORPHA coding system has been developed specifically for the rare 

conditions and is maintained by experts in the rare disease field. 

 

3.4 Use case from the clinic 

An example of data capture where coding using ICD-10 makes it problematic to retrieve correct data 

for rare diagnoses is presented here:  

Recruitment of patients for research projects: Identification of outpatient consultations on 

patients who receives some sort of treatment and has primary ciliary dyskinesia (PCD), for the 

years 2016-2018. 

Initially, it was difficult to retrieve data because it was uncertain which ICD-10 code had been used. 

The different options were: 

 Main condition J47 Bronchiolectasis together with Q34.8 or Q89.3 (see below) as secondary 

condition. Challenges: Bronchiolectasis can also concern other patients without having PCD. 

According to a professional, there might be hospital stays of PCD patients that are only coded 

with J47 as the main condition, but there is no other obvious possibility to distinguish these 

from stays where the patient does not have PCD. One could look up each patient to find out, 

i.e. found out if any of these patients also had a Q34.8 code related to another stay, but the 

large sample size made it complicated. 

 Main condition Q89.3 Situs inversus. The challenge here is the same as with J47, but the 

sample size was relatively modest so each patient could be checked individually. All the 

patients who were hospitalized with the code Q89.3 as the main diagnosis had at least one 

stay with Q34.8 in addition in the period from 2016. Therefore, all stays with Q89.3 were 

included in the sample for further investigation. 

 Main condition Q34.8 Other specified congenital malformations of respiratory system. After 

studying the data in more detail and taking random samples from medical records, it was 

concluded that this is the correct way to code PCD in ICD-10. 

                                                           
3
 https://ehelse.no/kodeverk/kodeverket-icd-10-og-icd-11  

4
 https://ehelse.no/kodeverk/snomed-ct 

5
 https://www.orpha.net/consor/cgi-bin/index.php?lng=EN 

https://ehelse.no/kodeverk/kodeverket-icd-10-og-icd-11
https://ehelse.no/kodeverk/snomed-ct
https://www.orpha.net/consor/cgi-bin/index.php?lng=EN
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If primary ciliary dyskinesia (PCD) had been coded with OPRHAcode in the first place, the problem of 

identifying the right patients would have been avoided since the data could have been retrieved 

directly. An additional point here is that Orphanet has prepared a set of rules for how all rare 

diagnosis should be coded with ICD-106.  

The example shows that both the diagnoses and the people who have them are invisible and not 

traceable in existing health information systems. This presents challenges in relation to both the 

planning of health services aimed at people with rare conditions and scientific research. Therefore, a 

code system specific to rare diagnoses is needed to be able to measure and report on these 

diagnoses. 

4 Why a new coding system? 

The starting point for thinking of an alternative coding system is to be able to make the rare 

diagnoses more visible. A more precise coding system will make it easier to: 

 identify and diagnose patients with rare diagnoses 

 collect data for clinical research 

 better plan health services and other relevant services 

 share knowledge across expert centers and hospitals, databases and registries – 

nationally and internationally 

In 2013, a working group was established to assess various coding systems and make a 

recommendation for the best suited system for rare diagnoses in Norway. The report prepared by 

the group was part of the preparatory work for the establishment of the National Advisory Unit on 

Rare Disorders, Norway (NKSD). The group was led by genetics professor Benedicte Paus, and 

consisted of representatives from the resource centers for rare diagnoses, the Norwegian Directorate 

of Health and the patient/user organizations. The group assessed the following coding systems: ICD-

10, OMIM, SNOMED CT and ORPHAcodes. The conclusion was that ORPHAcodes are best suited for 

coding rare diagnoses. 

4.1 Epidemiology – who are we describing?  

We need a better overview of the population of people with rare conditions in Norway. The current 

estimate for the number of people with a rare diagnosis is very unprecise (30,000 - 100,000). 

Increased visibility of rare diagnoses through improved coding will, among other things, provide 

information about these patient groups' use of health and care services, which is important in order 

to be able to plan health services. Specific coding all the way down to the subtype level is also 

necessary in a research context, and this is not possible with the ICD-10 coding system  

The Norwegian Registry on Rare Disorders (Sjeldenregisteret)7 is currently being established. The 

main purpose of the registry is to compile an overview of rare diagnoses in Norway, and through this 

contribute to equal and customized services to the patient groups, recruit for research and clinical 

studies, and provide a basis for management and planning of health and care services. Linking 

                                                           
6
 http://www.orpha.net/orphacom/cahiers/docs/GB/Orphanet_ICD10_coding_rules.pdf  

7
 https://sjeldenregisteret.no  

http://www.orpha.net/orphacom/cahiers/docs/GB/Orphanet_ICD10_coding_rules.pdf
https://sjeldenregisteret.no/
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between electronic patient records that use ORPHAcodes and the registry will considerably ease the 

effort of obtaining high coverage in the registry. 

Reporting to central authorities and other relevant bodies will be more accurate and useful by using 

the ORPHA coding system. Being able to count people with rare conditions, and their use of the 

service apparatus, should be implemented systematically in electronic records in order to be able to 

utilize the data. Also in negotiations with the pharmaceutical industry, it is important for the 

authorities that they have a good overview of, and correct figures, for people who have various rare 

diagnoses. 

 

4.2 What the patient needs is useful for both the patient and the service providers 

A rare genetic diagnosis follows the person through their whole life. People with rare conditions 

often have to explain their condition again and again every time they are in contact with the 

healthcare services or other services they need. If we have a more specific way of coding rare 

conditions that can follow the patient, it will ease the burden of explaining in every encounter with 

the healthcare system or other service providers. The rare genetic conditions often have a high 

degree of complexity. This means that people with such a diagnosis need assistance from many parts 

of the health service and the support system in general, and therefore constantly meet new 

professionals. 

Knowing the specific diagnosis will also be a great advantage for the service provider who can more 

easily stay updated on the condition and easily find information. In addition, it is important that 

information about the diagnosis, development of guidelines etc. are as accurate as possible and 

easily accessible to anyone who needs this information. ORPHAcodes have a lot of information 

related to the codes (see section 5.2) and Orphanet cooperates with the ERN networks (see p. 14 

Investments in the rare field at European level) on guidelines and diagnostic information. 

 

4.3 Treatment and personalized medicine 

Personalized medicine is in rapid development, and requires that the diagnosis is as accurate as 

possible. New gene variants (and new genes) are constantly being identified leading to increased 

number of diagnoses with different phenotypes (clinical expression) and different needs for 

treatment. The development of new drugs is largely aimed directly at the specific mutation. This 

means that if patients / people with rare diagnoses, for example, are to be included in clinical 

studies, it is important to find the right patient group. This is not possible with the current coding 

systems. The patients cannot be identified through the Norwegian Patient Registry (NPR) or other 

existing registries and medical record systems. 

More and more genetic data is becoming available. Norway is part of the «1 million genomes»-

prosject8,9. We will see an increase of personalized medicine, also aimed at rare diagnoses, and it will 

be important to be able to code these as specifically as possible.  

                                                           
8
 https://www.vg.no/nyheter/innenriks/i/g7JBBq/gen-prosjekt-gir-haap-til-pasienter-med-sjeldne-sykdommer 

9
 https://ec.europa.eu/digital-single-market/en/news/norway-signs-1-million-genomes-declaration  

https://www.vg.no/nyheter/innenriks/i/g7JBBq/gen-prosjekt-gir-haap-til-pasienter-med-sjeldne-sykdommer
https://ec.europa.eu/digital-single-market/en/news/norway-signs-1-million-genomes-declaration
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The rapid development of personalized medicine is also extremely important in the field of rare 

cancers. Orphanet includes all rare diseases, including cancer, which means that in the future the 

coding system can be expanded to be used for cancer diagnoses that fall under the definition of rare 

diseases. 

4.4 Affiliation of the diagnoses in the health care system 

When allocating responsibility for treatment and competence development, it is crucial to speak the 

same language and describe the individual rare diagnosis as specifically as possible. The ORPHA 

coding system provides an opportunity for this that no other coding system does. An example is the 

use of the ORPHA coding system and the ORPHA classification when NKSD distributes new diagnoses 

to the various resource centers (Fasemodellen, see also p. 14 section 7). Detailed descriptions of the 

diagnoses in Orphanet and a unique code for each diagnosis make this process easier and more 

structured. This can also be a useful tool in establishing interdisciplinary treatment centers such as 

the Clinic for Hereditary Connective Tissue Diseases with Arterial Disease (OUS). 

5 The Orphanet nomenclature for rare disorders and the ORPHAcodes 

5.1 Orphanet 

The nomenclature and the coding system for rare disorders, ORPHAcodes, have been developed by 

the European consortium Orphanet10. Orphanet was established in France in 1997 by INSERM (the 

French National Institute for Health and Medical Research) and has been supported by the EU 

commission since the year 2000. Orphanet has become the world’s largest database on rare 

disorders with detailed information on more than 6000 rare conditions. The goal of Orphanet is to 

contribute to better diagnosis, care and treatment of patients with rare diagnoses. 

Orphanet contains (Figur 5-1): 

 An inventory of rare diseases and classification of more than 6000 diagnoses 

 Encyclopedia for the public and health professionals 

 A directory of expert resources, providing information on expert clinics, medical laboratories, 

ongoing research projects, clinical trials, registries, networks, technological platforms and 

patient organisations 

 An inventory of orphan drugs 

 Guidelines (emergency, genetic) and reports 

 Newsletters 

 A data platform – the Orphadata – with reusable and interoperable data sets 

 

                                                           
10

 www.orpha.net  

http://www.orpha.net/
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Figure 5-1 The website and the entrance point to the Orphanet database. The eight boxes illustrate 
the diversity of information in the database: top row - diagnoses and diagnostic information, 
drugs, patient organizations, professionals and institutions; bottom row - expert centers, 
laboratories and tests, research projects/clinical trials, and registers and biobanks, reports 
(including annual report on prevalence for all diagnoses). All categories of information are 
searchable and accessible to all. 

 

All data and all information in Orphanet is curated manually and validated by experts according to 

formalized procedures11. The nomenclature and coding system are updated by experts on rare 

disorders. The ORPHAcodes are regularly updated as new diagnoses are discovered and described. 

For a diagnosis to be implemented in the ORPHA system, it must be documented in at least two 

people and described in a peer-reviewed medical journal, in addition to falling within the European 

definition of rare diagnoses12. No other coding system follows the development of diagnoses in the 

rare field as Orphanet does. 

The system is also designed for interoperability between health information systems (e.g. electronic 

medical records in hospitals or at national level) and other resources (registers, databases, biobanks). 

 

5.2 The ORPHAcodes 

ORPHAcodes is a specific nomenclature for rare disorders with unique, time-stable and non-reusable 

numerical identifier for each disorder. 

 The ORPHAcodes consist of (see Figure 5-2): 

 Name of the disease: the name most commonly accepted in the scientific community.13 

 A definition 

 A unique number (ORPHA:<number>) 

 Synonymes 

                                                           
11

 https://www.orpha.net/consor/cgi-bin/Education_Home.php?lng=EN#anchor  
12

 http://ec.europa.eu/health/archive/ph_overview/previous_programme/rare_diseases/raredis_wpgm99_en.pdf  
13

 Regler for navnsetting: 

https://www.orpha.net/orphacom/cahiers/docs/GB/eproc_Disease_naming_rules_in_English_PR_R1_Nom_01.pdf 

https://www.orpha.net/consor/cgi-bin/Education_Home.php?lng=EN#anchor
http://ec.europa.eu/health/archive/ph_overview/previous_programme/rare_diseases/raredis_wpgm99_en.pdf
https://www.orpha.net/orphacom/cahiers/docs/GB/eproc_Disease_naming_rules_in_English_PR_R1_Nom_01.pdf
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The nomenclature is produced in English and currently translated into eight languages (Czech, 

German, French, Spanish, Italian, Polish, Portuguese and Dutch)14. 

 

 

 

 

 

 

 

 

 

Figure 5-2 Example from Orphanets webportal: Marfan syndrome. 

The ORPHAcode for a diagnosis is a unique number that is stable over time. The code includes a 

name and a definition, one or more known synonyms, one or more eponyms. The information 

associated with the code may change over time in line with developments in the medical fields and 

publication in international peer-reviewed journals, but the numerical value never changes.  

Each diagnosis is associated with a large amount of information (e.g. gene mutations, clinical 

manifestations, age of disease onset) openly available on Orpha.net (see Figures 5-3 and 5-4). In 

addition, Orphanet is mapped to other databases and coding systems such as ICD-10, OMIM (Online 

Mendelian Inheritance in Man) and MeSH (Medical Subject Headings).  

SNOMED International and Orphanet (INSERM) have started a collaboration with the goal of 

increasing the content of information on rare diagnoses in SNOMED CT. Approximately 3,500 rare 

diagnoses are planned to be included in SNOMED CT. The collaborative project also includes the 

preparation of links between terms in SNOMED CT (international edition) to Orphanet. This mapping 

is expected to be ready in March 2020. 

 

                                                           
14

 Orphanet keeps expanding and translation to new languages are underway (e.g. Japanese and Chinese). 
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Figur 5-3 Illustration of the information associated with an ORPHAcode. Inheritance and disease 
onset, link to other terminologies and databases, detailed description of the disease. 

Mapping to other terminologies and databases 

Inheritance and age 

of onset 
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Figure 5-4 Illustration of the information associated with an ORPHAcode. Location of the disease in 
the classification system, associated genes, information about the disease on other websites 
(carefully validated by Orphanet), expert resources in Europe (such as patient organizations, 
registers and treatment centers). 

 

5.3 ORPHAcodes – developed specifically for rare disorders 

Although there is a lot of information related to rare diagnoses available in databases for genes, 

proteins and mutations, rare diagnoses are still underrepresented as distinct / clearly recognizable 

clinical units with specific codes in the international classification of diseases. The ORPHA coding 

system has been specially developed to capture the patient population with rare diagnoses. 

As described in section 3.3. the challenge with ICD-10 is that the coding system is not specific enough 

for rare disorders. One ICD-10 code can contain many rare disorders that have different needs for 

services. ICD-10 code E75.2 (from Table 3-1) hides many ORPHA codes for various rare disorders that 

are shown in Table 5-1. 

Tabell 5-1 An example of different rare diagnoses coded with the same code in the ICD-10 system - 
E75.2 Other sphingolipidosis - but now with a unique ORPHA code for each diagnosis. 

Diagnose ICD-10 ORPHA 

Alexander disease E75.2 58 

Fabry disease E75.2 324 

Megalencephalic leukoencephalopathy with 

subcortical cysts 

E75.2 2478 

Niemann-Pick disease type C E75.2 646 

Pelizaeus-Merzbacher disease E75.2 702 

Canavan disease E75.2 141 

Krabbe disease E75.2 487 

Metachromatic leukodystrophy E75.2 512 
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An efficient coding system will make it easier to identify and diagnose patients with rare diagnoses. It 

becomes easier to extract data for use in clinical research from patient records when you have 

specific codes to search for. 

Being able to extract statistics specifically for the rare diagnoses also means that one can better plan 

(health) services for this group of patients. 

A common language / nomenclature that help to share knowledge across centers, databases and 

registers - also across national borders - is a great advantage. 

5.4 A multi-hierarchical classification system that reflects the complexity of rare 

conditions 

The diagnoses and ORPHAcodes are placed  into a classification system based on clinical symptoms of 

the diagnoses and built around medical specialties to reflect the multidimensional nature of rare 

diagnoses. Each unit may belong to several specialties according to their clinical presentation, and 

therefore be included in several classifications. The classification in Orphanet is therefore multi-

dimensional (each disease is classified into several groups depending on symptoms) and multi-

hierarchical (diseases are grouped together in larger and larger groups with the medical specialties 

for different body systems at the top as the main group).  

The diagnoses and classifications in Orphanet are updated every month based on input from users 

and professionals, international scientific literature and expert advice. 15.  

Since the vast majority of rare disorders are complex conditions that affect several organ systems, 

each condition can be found in several places in the classification. This multi-dimensional 

classification is therefore an important source of information about the complexity of a diagnosis and 

which parts of the body it affects or may affect in the future. Rare diagnoses are mainly chronic 

conditions that the person has throughout their life, but the symptoms can change during a lifetime. 

Bruck syndrome is an example of a complex diagnosis that affects several organs (Figure 5-5). In 

Orphanet, this diagnosis will therefore be placed in several groups in the classification: 1) rare 

developmental anomalies during embryogenesis because the disease develops in the fetal stage; 2) 

rare genetic diseases because the disease has a genetic cause (Orphanet also has information about 

the genes when it is known); 3) rare odontological diseases because the disease affects dental health, 

and 4) rare bone diseases because the clinical description includes osteoporosis, scoliosis and short 

stature. 

 

 

                                                           
15

 https://www.orpha.net/orphacom/cahiers/docs/GB/eproc_disease_inventory_PR_R1_Nom_04.pdf 

https://www.orpha.net/orphacom/cahiers/docs/GB/eproc_disease_inventory_PR_R1_Nom_04.pdf
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Figur 5-5 Illustration of the complexity of Orphanet's multi-hierarchical and multi-dimensional 
classification with the diagnosis Bruck syndrome. 

6 Initiatives in the rare disease field at European level 

In the last 10-15 years, there has been a lot of focus on rare diagnoses in Europe. The EU has had 

several major projects looking into everything from the classification of rare diagnoses to the 

development of registers (European register platform) and treatment (see report16). 

In 2014, the European Commission Expert Group on Rare Diseases (ECRD) issued a recommendation 

to use ORPHAcodes as a supplement to the ICD-10 for medical coding of rare diagnoses17. 

The project Joint Action on Rare Diseases (RD-ACTION18, 2015-2018) had a working group focusing on 

ORPHAcodes and the implementation of this coding system in clinical settings. 

In January 2019 the prosject RD-Code (Rare Disease Code)19 started, directed by Orphanet with EU 

funding (Third Health Programme), with the aim of supporting member states in implementing 

coding of rare diseases by using ORPHAcodes. RD-Code builds on RD-ACTION, and continues the 

develpment of tools and guidelines for the ORPHAcodes and the nomenclature in registries and 

patient health records. Four countries (Czech Republic, Malta, Spain and Romania) are directly 

involved as participants in the project, while many other countries in Europe, including Norway, are 

observers and users of coding files, tools, helpdesk etc., which are produced by the project. 

Orphanet collaborates closely with the European Reference Networks (ERN)20. The ERNs facilitate 

clinical collaboration on complex and rare diseases, and improve the treatments offered to patients. 

With its standardized nomenclature and coding system, Orphanet contributes with a common 

language for the networks and in addition expertise in classification and ontology. An example is a 

recently published work on developing standardized terminology for rare eye diseases21. 

7 Status for the use of the Orphanet classification and the ORPHA 

coding system in Norway 

 All the resource centers in the Norwegian National Advisory Unit on Rare Disorders (NKSD) 

code their diagnoses with ORPHAcodes. 

 ORPHAcodes have been implemented in the patient records at two of the centers and in the 

central unit at NKSD (in the helpline registry). 

 Orphanet's classification system is used as a basis for the distribution of responsibility for 

new diagnoses between the centers in NKSD (The Phase Model). 

                                                           
16

 https://op.europa.eu/en/publication-detail/-/publication/fd1f05fc-6def-11e8-9483-01aa75ed71a1  
17

 http://ec.europa.eu/health/rare_diseases/docs/recommendation_coding_cegrd_en.pdf  
18

 http://www.rd-action.eu/ 
19

 http://www.rd-code.eu/ 
20

 https://ec.europa.eu/health/ern_en  
21
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 ORPHAcodes are being implemented in the Norwegian Registry on Rare Disorders which is a 

national registry. Some of the medical registries for specific diagnostic groups have also 

started to implement ORPHAcodes. 

 A collaboration with DIPS (the health information system used for EPJ at the Oslo University 

Hospital) to implement ORPHAcodes in the electronic patient journal (EPJ). The codes are 

expected to be available for use during fall 2020. 

8 Conclusion 

Why code rare diagnoses with ORPHA codes? We need the information for: 

 the health care system and the rest of the service apparatus: Increased visibility of 

people with rare diagnoses due to complexity and lack of treatment (which for most 

lasts a lifetime). 

 advocacy groups and organizations: In order to speak for people with rare diagnoses, we 

must be able to identify them and get an overview of the numbers. 

 authorities and decision makers: 

o Proper planning and use of health care and other services 

o Negotiate cost-effective drugs for rare diagnoses 

 researchers: Identify patients and users for clinical trials and research projects 

 the pharmaceutical industry: 

o Identify markets for drugs 

o Planning for clinical trials 

The Norwegian National Advisory Unit on Rare Disorders (NKSD) recommends that we use 

ORPHAcodes in Norway to make the rare diagnoses visible. We believe it is a great advantage to use 

the same standard that is recommended in Europe and that is maintained by specialists in the rare 

disease field. Interoperability both nationally (in the health care system, in the service apparatus in 

general, in research) and internationally – is ensured by the ORPHA coding system.  

  


