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Preface 

The Nordic Network on Rare Diseases (NNRD) was established in 2016 
on behalf of the Nordic Council of Ministers following the Könberg report 
‘The Future Nordic Health Cooperation’, which describes how Nordic coop-
eration in health care can be developed and strengthened over the next five to 
ten years. Finland held the first presidency of the network in 2016 and Nor-
way was chair in 2017. The Swedish National Board of Health and Welfare, 
was chair of the Nordic Network for Rare Diseases (NNRD) in 2018 and re-
ports to the Nordic Committee of Senior Officials for Health and Social Af-
fairs (EK-S). 

The starting point for Sweden’s Presidency was an inclusive, sustainable, 
innovative and safe Nordic region, with digital transformation as the com-
mon theme. In the sectoral programme for health and social affairs (EK-S)1, 
Sweden’s presidency would particularly focus on the theme of elderly people 
and an ageing population, including the challenges involved for medical care 
and social services. Network meetings in 2018 therefore focused on the fu-
ture demographic challenges of a society, from the perspective of rare dis-
eases.  

In this report, the network give suggestions and recommendations on how 
to develop, improve and increase Nordic health and welfare collaboration 
within rare diseases. 
 
 
 
On behalf of the Nordic Network of Rare Diseases, 2018 
 
Lena Lövqvist 
 

 
The National Board of Health and Welfare 
  

                                                      
1 Sectoral program Committee of Health and Social Affairs (EK-S): urn:nbn:se:norden:org:diva-5098P 



  



 

Table of content 

Preface ...................................................................................................................... 3 

Summary .................................................................................................................... 7 

Introduction .............................................................................................................. 8 

Terms of references 2018-2019 ...................................................................... 8 

Definition of rare diseases .............................................................................. 8 

National plans ............................................................................................... 10 

European reference networks ................................................................... 11 

The Swedish presidency 2018 ..............................................................................13 

Demographic challenges .......................................................................... 13 

Summary of proposals ................................................................................. 17 

Annex ...................................................................................................................... 18 

 
 

  



  



 

NORDIC NETWORK ON RARE DISEASES 2018 
THE NATIONAL BOARD OF HEALTH AND WELFARE 

7 

 

Summary 

With improved diagnostic methods, medicines and other medical measures, a 
new group of survivors have emerged. These are the children with rare dis-
eases that previously did not survive birth, reached adulthood or higher age, 
but are now part of our society. Medical improvements give reason for higher 
life expectancies and expectations of life. This is an amazing development, 
but with the demographic challenges on many levels, concerning many ac-
tors, in all Nordic countries, this implies that we need to ensure that we have 
the best prerequisites to meet them. 

During the Swedish presidency, from a rare disease perspective, the net-
work has discussed the challenges faced by society when encountering this 
new demographic scenery. The network points out some of the most im-
portant hurdles, which need to be resolved for society to be able to provide 
an equal health and welfare for the most vulnerable.  

The network concludes that in general, very little is known about people 
living with rare diseases, not least from the perspective of quality of life 
when they reach higher age. In addition, the lack of knowledge across all sec-
tors, among healthcare professionals, social services, school, etc. makes tran-
sitions within and between sectors a challenge for the person living with a 
rare disease but also for professionals working in the field. Although we have 
had a remarkable development, regarding building expertise and new treat-
ments, not everyone in our society has access to it. The access to expertise 
and expensive medicines has often financial implications and equality as-
pects make it a political matter.  

To retain, secure and improve the health, welfare and quality of life for 
people living with rare diseases we need to make rare diseases a public health 
priority including the aging population, to ensure an increased collaboration 
on a national, Nordic, European and global level.  
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Introduction 
Terms of references 2018-2019 
The purpose of the Nordic network is to develop existing and new forms of 
Nordic collaboration around rare diseases, strengthen Nordic cooperation in 
this field and improve the coordination of joint initiatives. Below is a sum-
mary of the networks terms of references.  

The main tasks of the network are to strengthen the voice of Nordic coun-
tries in the European Union (EU) and globally. The network serves as a fo-
rum to discuss and define a Nordic consensus on the position of rare diseases 
in Nordic Countries based on our common principles of equity and high ethi-
cal standards in our social and healthcare systems. Network representatives 
actively share information among participating countries on national policies, 
plans and initiatives in the domain of rare diseases. 

The organisation consists of representatives from national health and so-
cial authorities, centres of expertise in rare diseases and representatives of 
patient associations. Greenland, The Faeroe Islands and the Åland Islands are 
also invited to participate in the network. In addition, the Rarelink group are 
represented in the NNRD. Minutes from 2018 meetings can be found in an-
nex 4.  

Presidency of the NNRD is on a rotating basis following the Presidency of 
the Nordic Council of Ministers.  

Definition of rare diseases 
Rare diseases are diseases with a particularly low prevalence; the EU defines 
rare diseases as diseases that affect less than five per 10 000 persons2. The 
same definition is used by the European Commission for the designation of 
orphan drugs. Nevertheless, this means than between 5 000 and 8 000 differ-
ent rare diseases affect or will affect an estimated 29 million people in the 
European Union. In the Nordic countries, we do not have a unified definition.  

Finland is using the EU definition of rare diseases, which means a higher 
(about 300 000) total estimate of persons with a rare disease. In Iceland a 
condition is defined as rare if it affects two or fewer individuals per 10 0003. 
In Norway, a diagnosis is considered rare when less than 1 in 10,000 persons 
have the diagnosis. This means that there are fewer than about 500 persons 
per diagnosis diagnosed throughout the country. The total number of people 
in Norway with a rare diagnosis is unknown, but is probably between 30,000 
and 100,000. Norway will within a near future look over the definition “rare 
disease”. Denmark elaborate as follows around the concept of rare but do not 
use a clear-cut definition: …”No more than 1-2 persons per 10.000 inhabit-
ants. Many hundred people are diagnosed every year with a rare disease. 
Many of the diseases are very rare with 1-2 cases a year. The diseases repre-
sent about 800 different rare diagnoses. Although the individual disease may 
be very rare, the total number of different rare diseases corresponds to ap-
proximately 30,000-50,000 Danes living with a rare disease…” In Sweden, 

                                                      
2 http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf 
3 http://www.eucerd.eu/upload/file/Reports/2014ReportStateofArtRDActivitiesIS.pdf 
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the criteria for a rare disease is “no more than 100 persons per million inhab-
itants and lead to disability”. However, the Swedish National Board of 
Health and Welfare is currently looking over the definition “rare disease”.  

When defining rare diseases, prevalence and incidence of a disease is one 
of the common denominators. However, rare diseases is a complex, heteroge-
neous group that by default have certain criteria in common that make them 
particularly vulnerable. Rare diseases are most often congenital, hereditary 
and complex diagnoses. Symptoms may appear just after birth, but may also 
occur later in life. Frequently, the diseases cannot be cured, but with correct 
treatments and relevant efforts, the consequences of the diseases can possibly 
be prevented, restricted or treated, thereby ensuring better quality of life and 
survival. Living with a rare disease is often a challenge for individuals and 
their caretakers as they often have to interact with a wide range of contacts 
throughout the healthcare and other systems. Rare diseases are characterized 
by a diversity of signs and symptoms. As such, living with a rare disease of-
ten involves a set of complex needs for support and treatment throughout the 
lifespan. Thus, the burden of costs for society and individuals are higher 
among rare diseased than other diseases because of longer diagnostic path-
ways, delayed onset of proper treatments and some very expensive medica-
tions.  

Knowledge among healthcare professionals and other stakeholders of the 
society are often limited, low or non-existing. Knowledge often needs to be 
shared on a global basis and patients are often dependent on umbrella patient 
organisations to make themselves heard. 
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National plans 
The EU Council adopted the Council Recommendation on European Action 
in the field of Rare Diseases, in June 2009. Member States were recom-
mended to adopt national plans or strategies for rare diseases before the end 
of 2013. Not all Nordic countries have worked according to this recommen-
dation. Finland and Denmark are currently or have recently revised their na-
tional plans and both countries have focused on ensuring implementation of 
the plans. Norway is on their way of forming a national plan but Sweden and 
Iceland are still lacking an official national plan. In Sweden, the first efforts 
to build a long-term national structure for rare diseases started in 2018.  

 
Source: http://www.europlanproject.eu/NationalPlans?idMap=1 
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European reference networks 
European Reference Networks (ERNs) are virtual networks involving 

healthcare providers across Europe4 and mainly driven by EU countries. The 
Board of Member States, comprised of representatives of the 28 EU coun-
tries and the EEA countries, is the formal body in charge of the approval and 
termination of networks and memberships. They aim of ERNs is to facilitate 
discussions on complex or rare diseases and conditions that require highly 
specialised treatment, and concentrated knowledge and resources. By consol-
idating knowledge and expertise scattered across countries, the ERNs will 
give healthcare providers access to a much larger pool of expertise. This will 
result in better chances for patients to receive an accurate diagnosis and ad-
vice on the best treatment for their specific condition. ERNs are not directly 
accessible to individual patients. However, with the patients’ consent and in 
accordance with the rules of their national health system, their healthcare 
provider can refer patient case to the relevant ERN member in their country.  

The first 24 ERNs were launched in March 2017, involving more than 900 
highly specialised healthcare units from over 300 hospitals in 26 EU coun-
tries. These ERNs are working on a range of thematic issues including bone 
disorders, childhood cancer and immunodeficiency.  

 
Table 1. Nordic participation in European reference network (ERN) as of 2018 (FI 12/24, DK 
12/24, NO 3/24, SE 22/24, IS 0/24).   

Network Norway Finland Denmark Sweden Sum 

ERN BOND    1 1 

ERN CRANIO  1  3 4 

Endo-ERN   2 1 3 

ERN EpiCARE  1  1 2 

ERKNet  1  1 2 

ERN-RND     0 

ERNICA 1 1 2 1 5 

ERN LUNG   2 1 3 

ERN Skin  1 2 1 4 

ERN 
EURACAN 

1 1  2 4 

ERN Euro-
BloodNet 

   1 1 

ERN eURO-
GEN 

  2 2 4 

ERN EURO-
NMD 

 1  2 3 

ERN EYE   1  1 

ERN 
GENTURIS 

 1  1 2 

ERN GUARD-
HEART 

 1 1 1 3 

ERN ITHACA  1  1 2 

MetabERN 2  1 2 5 

ERN 
PaedCan 

 3 1 2 6 

                                                      
4ERN:  https://ec.europa.eu/health/ern_en 
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ERN RARE-
LIVER 

  1 2 3 

ERN ReCON-
NECT 

    0 

ERN RITA    1 1 

ERN 
TRANSPLANT-
CHILD 

   2 2 

VASCERN  1 1 1 3 
Yellow= single Nordic network, Blue= no Nordic network. Iceland have no representation in 
ERN as of 2018. 
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The Swedish presidency 2018 
Demographic challenges 
Although rare diseases are a common cause of neurological and intellectual 
disabilities, many have no cure, but some can be prevented or controlled and 
the lifespan of patients can be extended into adulthood with appropriate med-
ical interventions. For example, the life expectancy of cystic fibrosis patients 
has increased from below 10 to over 40 years of age in the past few decades. 
Public health approaches may not seem suitable for rare diseases when the 
primary measures of success relate to the prevention of large numbers of 
cases or the avoidance of premature deaths. A closer look, however, may 
confirm that individuals affected by disabling, life- threatening, and largely 
unpreventable diseases benefit greatly from a comprehensive public health 
approach to control conditions associated with these diseases in their popula-
tions5.  

”Unfortunately, the epidemiological data that are available are inadequate 
for most rare diseases to give firm details on the number of patients with a 
specific rare disease. In general, people with a rare disease are not registered 
in any database and the current coding systems such as ICD-10 are inade-
quate in their coverage of rare diseases or not used extensively enough. 
Moreover rare diseases are summed up as “other endocrine and metabolic 
disorders”6.”  

Furthermore, rare disease symptoms are often confused with common age-
related symptoms and concealed by other diseases or symptoms7. 

Hence, the Swedish presidency has focused on an aging population with 
rare diseases that, according to traditional measurements, does not exist.  

Lack of knowledge  
It is not until recently that we are starting to gain knowledge about a few spe-
cific rare disease groups. These are for example persons living with haemo-
philia, cystic fibrosis and phenylketonuria. However, for many other groups 
of rare diseases, including those with rare syndrome diagnoses, there is still 
little knowledge from a life course perspective. In general, we know very lit-
tle about people living with rare diseases and the challenges they face 
throughout life especially when they reach older age. We do, to some extent, 
have experienced based knowledge8 – what is lacking is surveys, statistics, 
studies and other kinds of research based knowledge. We also know very lit-
tle in terms of diagnose specific critical times in terms of early cognitive de-
cline for some groups or risk of cardiovascular disease. Moreover, there are 
little studies addressing the influence of lifestyle influences such as physical 
activity and a healthy diet in terms of diagnosis specific and unspecific pre-
vention and health management in rare diseases. Indeed, rare diseases is and 

                                                      
5 Valdez, R., Ouyang, L. & Bolen, J. (2016). Public Health and Rare Diseases: Oxymoron No More. Prev Chronic Dis 
2016;13:150491. DOI: http://dx.doi.org/10.5888/ pcd13.150491. 
6 WHO Report on Priority Medicines for Europe and the World, 2004. 
7 Survey on the position of ageing with RD (5/2018), the Finnish Network for Rare Diseases 
8 See examples at: http://www.agrenska.se/vi-erbjuder/informationsmaterial/vuxen-med-sallsynt-diagnos/ and 
http://www.agrenska.se/vi-erbjuder/informationsmaterial/dokumentationer/ 
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should be considered a public health priority and therefore it is imperative to 
include also this group in discussions on health promoting activities. 

In addition, the lack of knowledge across all sectors, among healthcare 
professionals, social services, school, etc. makes every day a challenge for 
the person living with a rare disease. Hence, we need to enable and do more 
research on the aging population in this field. We need to create the right pre-
requisites for cross-border research.  

The network propose to ensure and increase the possibilities of research 
cooperation (clinical as well as epidemiological), data sharing, and idea gen-
eration, and for that we need to create Nordic forums such as education plat-
forms, conferences and virtual meeting rooms. In addition, one of the most 
important measures is to build and encourage more use of rare disease regis-
tries. There are existing ones, such as the Danish registry RAREDIS and oth-
ers, but we need to enhance the use of them and secure cross-border availa-
bility. Moreover, when doing so, the Nordic countries must ensure that we 
use the same language (ICD-11 codes, orphacodes9) and that the digital infra-
structures are accessible across borders. Furthermore, Nordic participation in 
European Reference Networks (ERN) is of high importance, as is having 
Nordic representation as coordinators in ERN. Therefore, the network pro-
poses the formation of a common Nordic strategy to enable participation in 
ERN as well as an increased and strengthened collaboration between regional 
networks (national and Nordic).  
  

                                                      
9 https://www.orpha.net/consor/cgi-bin/index.php 
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Transitions 
Life is about many transitions, such as the transition from school to work or 
daily activity, from childcare to adult care in the hospital, and it can be about 
the transition to retirement. Transitions can be hard for most people, but it 
adds challenges for people living with rare diseases as well as for the profes-
sionals working in the field. Large parts of these transitions concerns transfer 
of information and the need to secure continuity. For the general population 
this can be hard but for people living with rare diseases, that perhaps have to 
deal with several points of contact in the society, this can be overwhelming. 
As it is now, most of the responsibility lays on the patient, him- or herself, a 
relative or a devoted professional. This load, i.e. to secure information trans-
fer, adds to the challenge of creating continuity, it adds to the risk of giving 
and receiving incomplete information on the patient, and for the patient. Of-
ten there is a lack of structured patient pathways, guidelines for treatment and 
care plans. For the person that is in the transition, as well as for the person re-
sponsible, it may lead to larger incidence of stress related symptoms, anxiety 
and worry, which in turn negatively influences quality of life for the individ-
uals shouldering this responsibility. Professionals and patient representatives 
in the network emphasise the importance of coordinators to provide continu-
ity and involvement of the patient or person in focus. For the person living 
with a rare disease, that perhaps has outlived the closest network of people 
(e.g. parents and siblings), a coordinator (preferably one of the existing pro-
fessionals already working with the person with a rare disease) may be nec-
essary.  

The network proposes that the prerequisites to reduce the weak link that all 
transitions contain should be strengthened. With the similar systems that our 
Nordic countries have, we should be able to share best practice, good exam-
ples and even develop common holistic guidelines. Transitions require close 
collaborations and agreements across sectors, between healthcare and social 
service professionals, patients and caretakers and thus, between countries. 
Moreover, tools need to be developed and in the case where they actually ex-
ist, they need to be implemented equally across Nordic countries to ensure 
equal access to care and other services concerned. 

Inclusion and equality 
All patients have the right to up-to-date medical knowledge, professional ad-
vice, timely diagnosis and treatment, based on research and best practice. 
Relevant research is also important for generation of new knowledge. In real-
ity, people living with rare diseases do not have the same access to expertise; 
they often meet medical ignorance, delayed diagnosis, and have few or no 
treatment options10. This is even more pronounced among elderly individuals 
with rare disease, as there is limited knowledge about this age group. Some 
of the challenges, for both the patient and society, include the access to ex-
pensive pharmaceuticals, rehabilitation and social activities to ensure inclu-
siveness in the Nordic society. Many depend on family support to gain access 

                                                      
10 https://blogs.bmj.com/bmj/2018/05/08/beata-ferencz-it-scares-me-how-much-of-my-sons-health-depends-on-me/ 
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to all of the mentioned but in general, there are fewer services to elderly per-
sons. There may be no consultation, counselling services or rehabilitation af-
ter 65 years.  

The network propose that the Nordic countries should build, reinforce and 
stabilize regional (national and Nordic) centres of expertise. This would in-
crease the possibility of better management of specific rare diseases and as-
sociated health conditions. Presumably, this would simplify research and 
competence transfer. It would reduce the scarce access to expertise and 
knowledge, especially if we also prioritize a stronger presence in the Euro-
pean reference networks. In addition, a closer Nordic cooperation on how to 
integrate ERN in the national Health Care systems would be desirable. If the 
Nordic community would form stronger regional centres that had the right 
prerequisites to have better grounds for cooperation and communication, the 
vulnerability of being a rare disease patient would decrease considerably. 
Without stronger support to this area, it will remain that the efforts within the 
rare disease community will rely on the good will of both patients and pro-
fessionals. As such, we need to designate resources to the area in order to 
meet the needs and challenges within the rare disease field. The Nordic net-
work suggest that we take immediate action to face the challenges that we 
only predict will increase in the future.  
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Summary of proposals 

 
 

  

The Nordic network of rare diseases propose the following 
for further development and investments in the area of rare 
diseases: 

• Proposals addressed to EK-S to be discussed and forwarded to ap-
propriate stakeholders 

• Create and harmonize rare disease registries and implement 
rare disease coding to ensure data sharing and future 
knowledge building 

• Create and share Nordic national plans and strategies on 
rare diseases and incorporate Nordic cooperation in the 
plans and strategies 

• Strengthen Nordic centres of expertise and encourage col-
laboration across the Nordic countries as well as Nordic 
participation in European Reference Networks 

• Proposal addressed to EK-S to be formalised under institutions and 
networks such as Rarelink or the Nordic Welfare Centre 

• Create Nordic forums for sharing information, such as the 
Nordic conference on rare diseases, workshops and net-
works (see annex 1) 
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Annex 1 

Proposal of future Nordic Conferences Rare Diseases 
 
About 
The Nordic Conferences Rare Diseases (NCRD) have been bien-
nial events organised by Rarelink in cooperation with a national 
authority and national organising committee. The NCRD have 
been arranged in Sweden 2010, Iceland 2012, Finland 2014 and 
Denmark 2016. The conferences have been much appreciated 
among an increasing number of participants. The last one had 
nearly 200 participants. In the evaluation after the conferences, 
96 % report that they want to attend a similar conference again.  
 
The NCRD provide state-of- the-art content from the rare disease en-
vironment in the Nordic countries, covering good practices of care, social services and 
support as well as research and development of new treatments in the Nordic countries.  
 
The conferences bring together a variety of important stakeholders, such as patient’s rep-
resentatives and organisations, health and social care professionals, academics, and pol-
icy makers. The primary target group of the NCRD has been professionals that work in 
the rare disease field and the secondary has been representatives of patient organisations. 
The conferences are meant to be meeting places for people and knowledge in the rare 
disease field. Another aim is to offer a possibility to develop new networks.  
 
Rarelink has historically been the organiser of this conference and are willing to continue 
planning and organising potential future conferences. The Nordic Network Rare Dis-
eases (NNRD) can potentially be a forum for discussions regarding the content of the 
conferences.  
 
We know from the evaluations that the former conferences have been very much appre-
ciated among the participants and we conclude that there is a high demand for continued 
Nordic conferences.   
 
Budget  
NCRD need an organising committee, a national “local” organising committee and a sci-
entific council. The programme benefits from having plenary parts and parallel sessions 
with different topics. Submitted abstracts shall be an important input when choosing sub-
jects for the programme.  
 
The total cost for each conference has varied but has been at around 500 000 DKR or be-
low. The budget includes conference venue facilities, catering, costs for main lecturers, 
material and marketing.  
 
The main revenue comes from participant fees. In order to find a national “local” organ-
ising committee they need a grant of at least 150 000 DKR, to be able to take the eco-
nomic risk for the conference.  
 
Background 
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There is a lack of knowledge and cooperation regarding rare dis-
eases within and between the Nordic countries. In 2003 The Nor-
dic Council of Ministers therefore gave support to the first Rarel-
ink project to spread information and improve networks. The first 
Rarelink website with links to qualified information was devel-
oped. In 2010 the Rarelink initiative was invited by the Nordic 
Welfare Centre (NWC) to take responsibility for arranging Nordic 
conferences and meetings of high quality for both patients and 
professionals based on the conclusions in the NWC “Aalto-report” 
2010.  

 


