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Preface 
 
This is a summary of the second report from the project named Sjeldne 
funksjonshemninger i Norge (Rare Disorders in Norway). The project was initiated by the 
Division for Rehabilitation and Rare Disorders in the then Norwegian Directorate for 
Health and Social Affairs in 2005, and was completed at the end of 2008. 
 
The relevant specialist centres and support groups have actively assisted throughout the 
project by making suggestions and offering comments in the planning phase and when the 
findings were being discussed. This has been immensely valuable. The project has also had 
a reference group which acted as a discussion partner through both the design of the 
project and the analysis.  
 
Frambu Resource Centre for Rare Disorders has taken care of the interests of the principals 
throughout the project. We are especially grateful to Lise Beate Hoxmark, Eva Elisabeth 
Næss and Grete Hummelvoll at Frambu for following the entire process, offering many 
criticisms which have improved our awareness and making many constructive suggestions. 
 
We are particularly grateful to the many people all over Norway who have participated in 
the interviews. This project would have been impossible without their willingness to 
receive us and share their views and experience with us. We hope that the project can help 
to direct attention to the situation for people with rare diagnoses. 
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Introduction 
 
This summary presents the main aspects arising from the investigation, Rare disorders in 
Norway. How the users experience the health services. The investigation has been directed 
at the everyday circumstances of people with a rare diagnosis and their relatives, and their 
experience of the services they receive. At the outset, a detailed description of the 
problems and the method was drawn up. This was presented to the working groups, which 
put forward suggestions and made comments. It also formed the basis for the submission 
of the project to the Regional Committees for Medical and Health Research Ethics (REK) 
and the Norwegian Social Science Data Services (NSD). Problems and methods were 
changed on the basis of the comments received.  
 

Explanation of terms 

Diagnosis and disability 
The reason for the project was a need to know more about the experiences of people with 
rare diagnoses. A diagnosis1 is a name of one or more physical or psychological 
phenomena that are more or less unpleasant; what we call signs of disease, injury or 
disorder. A diagnosis is important for those seeking help because it can say something 
about the interpretation of symptoms, be decisive for the right to receive health treatment 
and help to determine the choice of treatment and its follow-up.2 It can point the way to 
treatment, hope of treatment, knowledge about consequences, or hope that such knowledge 
will be found. We may say that a diagnosis can function as a key that opens the gateway to 
health and welfare benefits in our society, but it is not always enough to set services in 
motion.  
 
A person with a diagnosis need be neither ill nor disabled.3 There is no causal connection 
between these categories, although they are generally related in practical everyday life.4 
Reduced function and disability will then generally interact and constitute a totality in the 
life of the individual. The discussion concerning disability5 as a concept and model may be 
broadly divided into two directions: the social model, where disability is understood as a 
social phenomenon based solely on the barriers which society places for single individuals, 
and the relationship model, where the barriers are understood on the basis of the 
relationship between individuals and environments, and where disability arises when there 
is a disparity between the functional state of the individual and the requirements of society 
regarding function. This last way of understanding disability has been the benchmark in 
most Norwegian circles. The relational way of understanding disability tries to 
conceptualise and describe the barriers that arise because of the impairment and the 
demands of society regarding disability.6 7 The disability may manifest itself as many 
different types of obstacles, in many different locations and in many different connections. 
The social barriers may be physical, structural, normative, open, hidden, conscious or 
intuitive.8  

Rare diagnoses and conditions 
Rare conditions are congenital, but may manifest themselves at different ages. They are 
characterised by showing great variations with respect to disease and symptoms, both 
between the various diagnoses and within each diagnosis. How difficult it is to function 
and the need for help in connection with a rare diagnosis will therefore vary, both between 
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the various diagnoses and within the individual diagnosis. Alleviatory treatment of the 
symptoms exists, and adaptations and professional follow-up can help to reduce the 
consequences of the disease. Globally, more than 7000 rare diagnoses or diseases have 
been registered.9 The occurrence may vary from one country to another because different 
nations have different criteria for what is regarded as a rare diagnosis and different systems 
for gaining an overview. In most European countries, a diagnosis is regarded as rare if it 
affects fewer than 100 of 200 000 persons.10 In Norway, it is regarded as rare if fewer than 
100 individuals per one million inhabitants in the country are known. In most groups of 
rare diagnoses, far fewer than 500 with the same diagnosis are registered. Some 30 000 
inhabitants in Norway are reckoned to have a rare congenital disease.11 
 
In Norway, rare diagnoses were publicly mentioned for the first time in ‘Handlingsplan for 
1980-årene’ (Action plan for the 1980s) (NOU-1983:83) which pointed out that ’the 
development of satisfactory health services has scarcely begun’ for this group. If you have 
a rare diagnosis, the health services are inadequately aware of it and know too little about 
it.12 There will be several trained employees in any ordinary municipal health service who 
will never encounter a person with a rare diagnosis in their working life, and many years 
may pass before another with the same diagnosis is born in that borough. 
 

The specialist centres for rare diagnoses  
 
A working group appointed by the Norwegian State Council on Disability in 1979 
expressed concern that persons with rare diagnoses could be invisible in the municipal 
health services precisely because they are so few and service providers, in general, have 
too little knowledge and experience about them. It therefore recommended that the public 
provision of services to this group should be centralised. This marked the start of a process 
of building up a national network of specialist centres (or specialised centres of 
competency) – a task that proved to take a long time. In connection with the Government’s 
Action Plan for the Disabled for 1990-1997, a new group was appointed to work on 
developing an offer. Its report formed the basis for building up the specialist centres. In 
March 2002, a third working group delivered a plan for organising, coordinating, 
administrating and funding specialist centres that would be responsible for rare diagnoses. 
Organisations for the disabled were involved throughout this process, and the proposal for 
national specialist centres was in line with their desire. When the Directorate for Health 
and Social Affairs was set up in 2002, the effort to establish specialist centres was moved 
there and organised as the Division for Rehabilitation and Rare Disabilities. Nowadays, the 
Norwegian Directorate of Health administers the work and advises the Norwegian Ministry 
of Health and Care Services on the specialist centres. From 2006, the specialist centres 
became part of the specialist health service.  
 
There are now 16 specialist centres for rare disorders. Most of these have an offer for 
several groups of diagnoses, but some only deal with one group, and most have an offer on 
a national basis. The specialist centres are intended to perform research, develop skills, 
disseminate expert knowledge and guidance, and help individuals and families. Their 
services are free. In 2006, they had approximately 16 000 registered clients with just over 
300 different diagnoses, but there are still many with a rare diagnosis who have no 
specialist centre to seek advice from. 
 
This project covers eight diagnoses and their respective specialist centre(s):  
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• Arthrogryposis multiplex congenita (AMC) - TRS Specialist Centre, Sunnaas 

Rehabilitation Hospital  
• Bladder extrophy/epispadias (BE) - Centre for Rare Diagnoses (SSD), National 

University Hospital  
• Cystic fibrosis (CF) - Norwegian Centre for Cystic Fibrosis, Ullevål University 

Hospital  
• Myotonic dystrophy (MD) (or Dystrophia myotonica) - Frambu Centre for Rare 

Disorders, and Neuromuscular Specialist Centre, University Hospital of North 
Norway  

• Ichthyosis - Centre for Rare Diagnoses (SSD), National University Hospital  
• Porphyria AIP and porphyria EPP - National Specialist Centre for Porphyria 

Disorders (NAPOS), Haukeland University Hospital  
• Tuberose sclerosis (TS) - Tuberose Sclerosis Specialist Centre (TS-KS), Special 

Hospital for Epilepsy, National University Hospital  
• Usher Syndrome - Centre for Deafblindness in North Norway and the Regional 

Centre for the Deafblind, Specialist Centre in West Norway   
 

Problem and method  
 
The assignment for this project was to describe and analyse how the users and their 
families feel about the offers from both the specialist centres and other sectors of the health 
and welfare service, and also shed light on their circumstances in everyday life. This 
concerned the kinds of offer they received, what they felt about them and what kinds of 
additional offers they wanted, if any. The project has also examined whether the specialist 
centres have fulfilled the demands for specialised guidance and help to users and their 
relatives. 
 
By user(s) or client(s), we mean an adult over 18 years of age with a rare diagnosis, 
parents of children under 18 with such a diagnosis, and parents of ’children’ over 18 with 
such a diagnosis and so-called reduced informed consent, who have been in contact with a 
specialist centre. The term relative means spouse, partner or cohabitant, sibling and 
grandparent.  
 
The method chosen for gathering data is closely linked with the problem and the analytical 
approach, i.e. the type of knowledge it is desired to acquire through the project.13 14 In this 
project, an approach has been chosen with conversation-like, semi-structured interviews to 
gain insight into how people experience and interpret events in their life, and how they 
understand the relationship between the various events.15 Personal interviews were carried 
out with 94 people. In addition, six group interviews involving a total of 40 people were 
made at gatherings arranged by three support groups. Telephone interviews were also 
carried out with 22 municipal service providers, but these experiences are only dealt with 
in the main report.   
 

Results – summary of the interviews  

Arthrogryposis multiplex congenita  
AMC is a rare complex of symptoms where two or more bent, stiff joints are present in at 
least two parts of the body from birth. The condition is mostly described as non-
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progressive. Reduced muscle strength, lack of muscle formation and/or reduced muscle 
mass, and the muscles being infiltrated with or replaced by fibrous connective tissue and 
fatty tissue, occurs in varying degrees in different subgroups of AMC.16 17 
 
Parents of children with the diagnosis said that it was made immediately after birth, 
whereas older people had learnt of the diagnosis far later in life. Experiences with the local 
health service vary greatly, from being understood and receiving help to being disbelieved 
and obstructed. An experience people had in common was that the parents or the person 
himself or herself must strive to obtain their rights. Social welfare offices gave no 
information on their rights, and technical aids centres were very slow in dealing with 
matters. Some parents were told by schools that resources for their child would be at the 
cost of offers to other children at the school. All of them had learnt of the specialist centre 
more or less by chance. The centre was regarded as a low-threshold offer. It was useful that 
its staff could travel to where people lived and advise service providers in the community, 
and they stressed that the information they gave was respected. Some adults mentioned that 
people from the centre concerned themselves mostly with children, and wanted more 
attention directed at adults, for instance the situation of growing old with AMC. Others 
gave examples of how the centre had an approach that was in advance of the problems. All 
in all, clients with the diagnosis and/or their families were positively inclined to the 
specialist centre and very satisfied with the contact.  

Bladder extrophy/epispadias  
Bladder extrophy is congenital malformations of the urinary bladder, urethra and external 
genitals. Children with bladder extrophy/epispadias are operated on immediately after 
birth. They need long-term follow-up of their pelvis and kidney function. All of them must 
undergo several examinations and operations during childhood. Most of them will be 
incontinent, which may be a practical, a social and a mental problem.18 The condition is 
not regarded as heritable.  
 
Many parents of children with the diagnosis complained of lack of help, support and 
information when the diagnosis was made because the new-born child was perhaps 
removed from the mother without explanation. As regards local services, most parents said 
that the kindergarten and school had been obliging and helpful. Some respondents had 
experienced their social welfare office as obliging and understanding, whereas others told 
of quite the opposite experience. People reported experiencing different reactions to their 
diagnosis from other sectors of the health service, too; everything from interest and help to 
lack of interest. The respondents said that the specialist centre had been useful for them 
and was easy to contact. Nevertheless, most had more contact with the surgical department 
at the National University Hospital. Several parents of children with bladder extrophy had 
received help from the specialist centre to provide information to kindergartens and 
schools. A few were not aware that staff from the centre could make home visits. All the 
respondents experienced that the centre and the National University Hospital were very 
professional and capable. Some complained a little that the hospital doctors were busy and 
gave little information. The respondents tried – mostly successfully – to live what they 
regarded as a life that was as normal as possible. They learned from one another and by 
having contact with older people with the diagnosis. It was particularly matters concerned 
with transitions in life – especially from adolescence to adulthood – that posed challenges. 
Married life and sexuality were topics that engaged them and which they wanted to talk 
about at courses and gatherings.  
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Cystic fibrosis 
Cystic fibrosis (CF) is a congenital, chronic and progressive multi-organ disease. The main 
symptoms stem primarily from illnesses linked with the respiratory and digestive organs. 
Viscous succus and reduced phlegm drainage in the respiratory passages, as well as 
reduced defence against microbes locally in the respiratory mucous membranes, make the 
patient susceptible to frequent infections which gradually become chronic and lead to lung 
tissue destruction, resulting in reduced lung function. The disease is recessively heritable.19  
 
A few people had found that it had taken a long time to make the diagnosis, and in that 
period parents met little understanding for their concern regarding the health of their child. 
On the other hand, parents with small children had good experience of the way 
kindergartens had been accommodating, although experience with schools was mixed. This 
was also the case with social welfare offices, which people felt were rather unwilling to 
learn about CF. They were also extremely slow in handling applications for repayment of 
incurred expenses. Both parents of children with CF and adults with the diagnosis were 
satisfied with the specialist centre and regarded it as very important, even though many 
received much of their treatment at a local hospital. The centre has offered courses and 
guidance to kindergartens and schools, which the parents were very satisfied with. Thanks 
to better treatment, people now live much longer with this diagnosis than earlier. This 
represents a new challenge for both the patients and the specialist centre. Adults with 
cystic fibrosis said that they notice that they become weaker and more ill, resulting in 
emotional and physical challenges and the need for the specialist centre to widen its offer 
when the client gets older.  

Myotonic dystrophy (MD)  
Myotonic dystrophy is a dominantly heritable disease which tends to become worse from 
one generation to the next. It is classified as a neuromuscular disease and presents itself as 
a great variety of symptoms. Important functions that may be affected are the skeletal and 
heart muscles and the mobility of the stomach and intestinal canal. Cataracts are common, 
and many people are affected by a particular form of tiredness – fatigue – and alertness and 
memory problems. Some have learning difficulties and some breathing difficulties.20 
 
Genetic research has brought more knowledge about myotonic dystrophy. Nevertheless, 
for many of the respondents in this study, several years had passed before the diagnosis 
was made. The majority experienced many rounds with many suggested diagnoses and 
various explanations of what might be wrong. Many people had the problem that the 
symptoms could be diffuse and vary from day to day. Even so, the typical signs had been 
overlooked by doctors. Life became much simpler after the diagnosis was made, partly 
because they got into contact with the specialist centre (Frambu Centre for Rare 
Disorders). Both parents of children with the diagnosis and adults with the diagnosis said 
that they received good help from the centre. Its offer of support locally was regarded as 
valuable by the person with the diagnosis, the family and the service providers. The family 
courses at the centre were praised by the participants. Experience with schools was mixed 
and was particularly poor before the child received the correct diagnosis. There were also 
mixed experiences with the social welfare offices. Adult respondents had to prioritise daily 
how they were to use their strength. The situation is also difficult for relatives. It is 
demanding to have a person with MD in the family. Consequently, relatives often said that 
they, too, needed follow-up. The parents appreciated that following-up a child with MD 
meant that the care of healthy brothers and sisters suffered, along with family life 
generally. The family knew that the risk of increasing problems is very great, and this also 
led to emotional and physical challenges for the entire family.    
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Ichthyosis 
Ichthyosis is a generic term for a group of heritable skin diseases characterised by dry, 
scaly skin that flakes off. Ichthyosis requires meticulous, daily alleviative treatment of the 
skin. Persons with ichthyosis must shower and wash several times a day, apply ointments 
and creams, change and wash clothes, and vacuum to remove all the skin that flakes off. 
 
The older respondents were diagnosed late and have lived a long time with much torment 
because wrong medical treatment has not been unusual. Children have received the 
diagnosis early, but for them, too, there has been a period with wrong treatment before they 
came into contact with ichthyosis experts. Many children are troubled by itching, which 
leads to both the child and parents sleeping badly. A few adults are troubled by late effects 
after taking part in tests of medication. All have had difficulties with the social welfare 
system. They have a large consumption of skin-care lotions and their homes are exposed to 
wear and tear, but their experience was that the requirements linked with skin treatment 
were interpreted as vanity. A problem with ichthyosis is that there is scarcely any 
documented knowledge of the effect of various kinds of creams and ointments. It is 
therefore very important to exchange experience with others. 

Porphyria 
Porphyria is a group of usually heritable, rare disorders caused by enhanced quantities of 
porphyrins in the body. Porphyrins are natural precursors of haeme. In the body, haeme is a 
substance found in haemoglobin and certain enzymes. In porphyria disorders, the 
incomplete precursors of haeme will increase to abnormal amounts and produce symptoms. 
The disorders can show themselves either as so-called acute symptoms (AIP) or skin 
problems (EPP), or sometimes as both.  
 
Porphyria may be difficult to diagnose. Most respondents had difficulties and symptoms 
already in childhood, but the diagnosis was generally made after they reached adulthood. 
Both respondents with AIP and those with EPP had had symptoms for several years, some 
throughout their childhood, before the diagnosis was made. The respondents commented 
that the specialist centre was a somewhat remote institution that was largely concerned 
with making diagnoses and research rather than providing practical help to individuals with 
porphyria. Depending on which needs and expectations the respondents had, the centre 
functioned well for some and less well for others. Based on the experience of the 
respondents, it seems that the centre is first and foremost successful at making diagnoses, 
passing information on to clients that specifically has to do with diagnosis, performing 
research and maintaining lists of patients. Respondents with porphyria were worried about 
having an attack or meeting situations where they did not have control with, for example, 
medicines and various kinds of light. Many people with AIP complained of tiredness and 
having difficulty concentrating. They always had to take into account what they could do 
and what they must not do. The less attention they paid to their porphyria, the worse the 
situation became.  

Tuberose sclerosis  
Tuberose sclerosis is a disorder that is usually dominantly heritable. It leads to benign 
growths in several organ systems. Symptoms from the brain may be epilepsy, mental 
impairment, behaviour disorders and/or autism.  
 
Many parents who now had grown-up children had previously taken part in various offers 
at Frambu. They had had high expectations when the specialist centre was set up, but were 
disappointed that it was not organised in the same way as earlier offers at Frambu, such as 



 9

 
family courses. These parents missed the possibilities for contact and follow-up that they 
had had before. Those who had younger children said that their child was diagnosed quite 
early in childhood. For many people, the epilepsy had resulted in contact with the Epilepsy 
Centre (formerly the National Centre for Epilepsy SSE) and then they were soon in contact 
with the specialist centre. At the time the interview took place, these people were in regular 
contact with the centre, which was looked upon as a low-threshold offer providing good 
service. Respondents who had been visited at home by staff from the centre said they had 
derived a great deal of benefit. Several respondents praised the centre enormously and 
could not imagine that any improvements could be made. Some were keen to point out that 
the centre was mostly preoccupied with children and wanted it to put more focus on young 
people and adults.  
 
Parents of the most seriously affected children have an everyday life that is constantly 
marked by the child’s disabilities. They had to reduce their working day or take a job 
where they could adjust to the needs of the child. It can be difficult to live in a situation 
where the requirements of a child are continually in focus. Nor is it always easy to entrust 
the child to others when it is constantly suffering epileptic fits. Coordinating medical 
follow-up, education and provision of facilities is most important and many people found 
that their local authority did not commit itself sufficiently. Transitions, such as between 
kindergarten and school and between different levels of school were inadequately planned, 
and the issue of integration or special school was one which several parents thought was 
difficult. 

Usher syndrome 
Usher syndrome is the generic name for several variants of the combination of congenital 
deafness and the eye condition, Retinitis Pigmentosa (RP). There are many types of RP and 
they develop very differently. Usher syndrome is a progressive condition with heritable 
variants.21  
 
Most respondents were diagnosed following many years of great uncertainty attached to 
progressively poorer sight and hearing, and the respective specialists often failed to 
combine the difficulties with these two senses. For most people, it became a great problem 
that they knew few others with the same diagnosis, and these lived far away. Meetings and 
courses organised by the support group or the specialist centre were therefore extremely 
welcome and very valuable for their social life. Difficulty in finding interpreters who could 
use tactile sign language was mentioned as a problem, and difficulty in acquiring support 
contacts or personal assistants who could use sign language was noticeable. The 
respondents were satisfied with the specialist centre, but several had closer contact with 
other providers of specialist services for the deafblind, like Eikholt and Andebu.  
 

What is it like to live with a rare diagnosis?  

Eight diagnosis groups – similarities and differences  
The eight diagnosis groups in this study represent people with differing degrees of sight 
and hearing reduction, movement difficulty, mental retardment, diseases or combinations 
of several reductions in function. The conditions behind the diagnoses are obvious to 
differing degrees and there are differing extents of infirmity, and also different types and 
degrees of additional difficulties. The analysis shows that there were characteristic 
differences as well as similarities at several levels in the selection, both between the eight 
groups and within an individual group.  
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The interview data show that the degree of experienced disability did not necessarily match 
the reduction in function. Some respondents said they experienced some limitations due to 
the consequences of their condition, but did not regard themselves as either ill or disabled. 
They had comparatively little need of assistance and rarely had contact with the health 
service, compared with others in this investigation.  
 
Other respondents said they experienced limitations in everyday life because of their 
diagnosis. They were, admittedly, able to take partial control over symptoms and negative 
consequences of the condition by taking precautions. This meant that people around them 
might regard them as healthier than they really were.  
 
Yet others said they experienced great difficulties and substantial limitations in everyday 
life because of the condition. They met a great lack of knowledge among service providers 
and others, but were usually believed because the reduction in their function was obvious. 
At the same time, respondents in this group also said that they had had to struggle to get 
the assistance they now have.  

Eight groups – different experiences 
All eight groups are able to obtain alleviatory treatment for their symptoms, adaptation of 
their homes and specialist follow-up which can help to reduce the consequences of their 
disease. Nevertheless, this did not necessarily result in the respondents having substantial 
experiences in common linked with living with their condition, because the symptoms 
manifested themselves in differing ways and degrees and at different ages.  
 
Some diagnoses result in the child being born with visible signs and symptoms that 
accompany the condition, whereas for others the symptoms come later in life. For some 
diagnoses, the symptoms can come suddenly, whereas for others they come gradually. 
Some therefore had a virtually 'symptom-free' and therefore ’normal’ childhood. Others 
have had symptoms which their parents have not understood, and uncertainty and worry 
have marked everyday life while they were growing up. Depending upon how obvious 
their symptoms were, the respondents have met differing responses from family, friends, 
colleagues, and, not least, the health and welfare service in general. Visible difficulties 
seem to be more easily accepted, and respondents with these have experienced greater ease 
in applying for assistance and support. In the case of some diagnoses, the person concerned 
can to some extent influence the disease by taking precautions. For some, this has led to 
the paradoxical situation that the effort to control the symptoms has resulted in the need for 
help not being approved. 
 
All the eight diagnoses can result in additional difficulties of varying kinds and degrees. 
Some diagnoses are characterised by resulting in a greater risk of additional difficulties 
than others. The degree and nature of the additional difficulties influence the situation for 
the person concerned and for the whole family.  

Eight groups – common experiences 
Even though most of the experiences reported by the respondents differ, they had some in 
common, irrespective of the diagnosis and degree of difficulty. The most typical was the 
feeling of being alone with their situation, problems and needs. This feeling could lead to 
health, practical and social problems. As regards social life where they lived, they virtually 
never met anyone of their own age with the same diagnosis. No-one in the neighbourhood 
or at the workplace knew what the diagnosis entailed. 
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The majority therefore expressed a great need to meet others with the same diagnosis and 
who were in the same situation as themselves. Both the specialist centres and the support 
groups pave the way for persons with the same diagnosis and their families to be able to 
meet, and this is very valuable for the vast majority. Some had established long-term 
relations and close friendships with others with the same diagnosis. The desire for contact 
with others in the same situation seems to be especially important for those who have such 
major reductions in function that they experience great limitations in everyday life, and 
also for parents with children with a rare diagnosis. 
 
The experience all the respondents reported was that few or no-one in the ordinary health 
and welfare service knew the diagnosis or its consequences. Hence, they seldom received 
optimal treatment and follow-up. This was the case for the specialist health service, the 
local health service and social welfare case officers. Many respondents told of meeting 
little understanding and that they had to explain and describe the diagnosis and what it 
brought with it over and over again. Many said that both service providers and others 
(except the specialist centre) showed little interest in acquiring knowledge themselves, 
because 'it is a problem we are not going to meet again', as one service provider said in an 
interview. This, in turn, meant that they themselves had to take on the main responsibility 
for getting things done and for coordinating the various services.  
 

Experience with the health and welfare service 
 
This investigation has shown that people with a rare diagnosis can also know a great deal 
about their disease and diagnosis, even more than can be expected of service providers in 
the ordinary health service. Every single respondent had experienced that virtually all the 
service providers outside the specialist centres completely lacked knowledge of their 
diagnosis. Very many had also experienced that service providers put no priority on 
obtaining knowledge, and took decisions and proposed measures based on what they 
assumed was correct. It is in the nature of things that ordinary service providers know little 
about what is rare, partly because they seldom or never encounter these problems in the 
course of their working life and thus have little opportunity to practise. Hence, it is the user 
and the specialist centre which have the knowledge. The respondents do not expect 
ordinary service providers to know enough about their diagnosis, but expect to be met with 
respect when they provide knowledge about it. However, this was far too seldom the case.  

Specialist centre   
The great majority were satisfied with the follow-up they received from the specialist 
centre and were very glad to have the contact, but a few thought they received little or no 
help. Most importantly, everyone found the centre obliging and helpful, and it could be 
contacted directly without being referred by a doctor. What was decisive about the contact 
with the centre seems to have been whether it resulted in the respondents and their family 
achieving their need for a sensible and manageable everyday life. This contact can give 
them the information and knowledge they require to be able to control their own life. 
Becker22 wrote that getting help to regain control over your own life is the essence of good 
rehabilitation. People who experience an unexpected event or a crisis will try to recreate a 
connection in life. According to Becker, this adjustment concerns giving meaning to life 
also after the event. Contact with service providers and others who understand them will 
influence how life will turn out afterwards. It is therefore important to be met by a 
combination of professional expertise and empathic service providers. The specialist centre 



 12

 
is a place where people can acquire knowledge and skills, as well as emotional support and 
practical assistance. Together with contact with others with the same diagnosis, this has 
great significance for how they experience quality of life and mastering. Receiving 
information and knowledge about your diagnosis in a constructive and empathic way is 
very important for giving you the feeling that you master a situation. Several people had 
received help to write applications, chiefly to social welfare offices but also to specialist 
health services.  
 
Parents of children with a diagnosis had the most frequent contact with the specialist 
centre, whereas respondents who were well up in years seemed to use the centres less. The 
possibility of receiving help from the centre when making contact with local service 
providers was very valuable. It seems as if geographical distance to the centre has some 
significance for the use of its services, since proximity to the centre increases both its use 
and satisfaction with what it has to offer.  

Specialist health service 
The specialist health service in Norway consists of health services that are not a municipal 
responsibility. It covers all hospitals and institutions concerned with psychiatric health 
care, and also a number of other specialised institutions and privately practising specialists. 
Four regional health enterprises are responsible for the specialist health service. They are 
owned by the Ministry of Health and Care Services, and have a statutory obligation to 
ensure that people with permanent abode or a home in their region are offered specialist 
health services within and outside institutions. The Specialist Health Service Act also 
requires the health enterprises to draw up individual plans for patients needing a long-term, 
coordinated offer. The enterprise must cooperate with other service suppliers when 
preparing the plans to help ensure that the patient receives an adequate offer. 
 
All the respondents have had repeated contact with the specialist health service because of 
their rare diagnosis. They spoke of experiencing great difficulty in obtaining qualified help 
from the specialist health service (except the specialist centres). There were several aspects 
here. For instance, it had been difficult to obtain a diagnosis so that correct treatment and 
follow-up could begin. Very many people also experienced that it was still difficult to 
obtain proper follow-up after they had been diagnosed. Respondents told how they 
themselves spent a great deal of time acquiring information and wanted to pass it onto staff 
in the specialist health service. Some found that they accepted the information, whereas 
others experienced a lack of interest. There was also general experience that knowledge 
received by the individual health worker was not passed on. Consequently, no group of 
knowledgeable employees is developed locally around the person with a rare diagnosis. 
Several respondents, however, said that health workers in the specialist health service 
accept the same information when it is given by the specialist centre. 

The General Practitioner (GP) 
The general practitioner scheme gives the individual citizen the right to have a permanent 
doctor and clarifies the GP’s responsibility for following-up the individual patient on his or 
her list. The GP is therefore a key person in the health service offer to the individual 
citizen. He or she is intended to be the patient’s first contact with the health service. The 
GP is obliged to cooperate with the other services in the primary health service and with 
the social services when this is required for patients on his or her list, and the GP must take 
part in drawing up individual plans for patients requiring long-term, coordinated offers. 
The GP should thus be an important person for those with a rare diagnosis, but this was not 
always the case for the respondents in this investigation. We have examined the 
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justification for the involvement of the general practitioner. All the respondents said that 
the GP at the outset lacked knowledge about the rare diagnosis. The crux of the matter is 
whether the GP obtains the necessary knowledge or not. For some respondents, their 
relationship with their GP seems to have been characterised by communication and 
cooperation. They say that he or she accepted information from them and also obtained 
knowledge themselves. Others say that they had reached an agreement with their GP that 
he or she should have nothing to do with the diagnosis, but perhaps only be kept informed 
by the specialist health service through the receipt of case summaries. These respondents 
did not want the GP to be involved in matters to do with the diagnosis as they had access to 
good help in the specialist health service. Others, however, experienced that it was the GP 
who set this limitation irrespective of what they themselves might have wished. 

Social welfare office  
Virtually all the respondents had had contact with a social welfare office. Irrespective of 
the diagnosis, they had experienced the office as inflexible when dealing with cases and it 
had not placed any emphasis on actual requirements. This had been particularly 
problematical for respondents with a diagnosis lacking visible signs. It was, moreover, 
almost a universal experience that applications to the social welfare office for benefits or 
refunds were initially rejected, and then ultimately granted following an appeal. It appears 
as if lack of information and knowledge on the part of the case officer led to the rejection, 
and not that the need behind the application was not legitimate. This procedure requires 
that respondents must obtain more information, more documentation and new signatures, 
all of which demand a great deal of extra work and a long wait. Just one respondent had 
experienced that the case officer had obtained additional information. The communication 
between the service provider and the recipient means a great deal in the contact with the 
social welfare office.23 Many respondents said that they were careful of how they 
conducted themselves in meetings with case officers. They attributed the quality of the 
contact and communication great significance for the outcome of the application. Many 
know that they have to act 'politely, humbly and obsequiously’, and they told of strategies 
they had developed for how to communicate with case officers. They were conscious of 
their inferiority and were aware that the ’burden of proof’ rested upon them. 

Kindergarten, school and work 
The vast majority of parents of small children thought that their child had received good 
follow-up and adaptation in the kindergarten and that staff were responsive and willing to 
accept knowledge which they were offered. The children had their individual contact 
person in the kindergarten. Experience with schools was less positive. Parents of children 
who needed some form of special treatment, whether this concerned special educational 
needs or practical and ergonomic measures, said that it tended to be difficult to acquire 
individually adapted help. Those who demanded that the school follow up plans and 
measures that were set up for their child, for example by the school psychology service, 
told that those in charge confronted them with the claim that this would take resources 
away from the other children. Very many parents reported that the school had little 
appreciation that it had to take special steps with respect to the rare diagnosis. Parents of 
children who are sick have experienced that the school played down the need for follow-up 
on a daily basis, and this had been a frightening experience for the parents.  
 
All young adults had to take their diagnosis into account when they chose education and a 
job, often as a compromise between the limitations set by the diagnosis and their own 
interests. Even so, many have had to retrain, take a reduced post, or go over to a disability 
pension after some years. Some experienced that a working day in their ’dream job’ 
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became too demanding, others that their employer made excessive demands on efficiency 
and flexibility. All seem to have experienced that their level of functioning decreased with 
rising age and pain gradually increased.   

Support groups 
Together with the specialist centres, support groups provide knowledge and information, 
and are a means of establishing contacts. They are therefore extremely valuable for many 
people who can meet others in the same situation as themselves and who understand what 
it means to live with a rare diagnosis.  
 

What can we learn from the experiences? 
 
We have used a contextual approach in this investigation to understand what it means to 
live with a rare diagnosis. When a contextual approach is used, the significance of 
particular events, which can be regarded as trivial when viewed in isolation, will be 
interpreted in relation to the total sphere of experience of the person. A contextual 
approach enables us to appreciate that always being met by a lack of knowledge is a 
different experience from occasionally being met by a lack of knowledge. The specialist 
centre and the support group have represented a new opportunity for many people, since it 
is there they have acquired an essential fundament of knowledge to deal with their 
circumstances in life, and thereby an opportunity to master their situation. 
 
How people experience their life will be decided by their prehistory, their knowledge and 
their plans for the future. When their general situation changes, new opportunities will 
appear, and desires and requirements will change. The specialist centre and the support 
group have represented such a new opportunity for many respondents. Many said that they 
had good support arrangements, but for most people the process of getting them was long 
and marked by a great deal of opposition and hard work. Their own assessment of their 
present situation must therefore be understood in the light of the effort they have made and 
the opposition they have encountered in the process. Very many emphasised that the 
specialist centre was alone in taking them ’seriously’ and ’believing’ in them, and this was 
decisive for their experience of the quality of service and perception of self-respect and 
quality of life. 
   
Modern society is often described as an individualised society loosely rooted in traditions. 
Modern life offers both freedom and compulsion to define yourself and shape your life, 
which can be expressed through concepts like self-reflexivity and autonomy.24 These 
concepts are also reflected in, for example, the health and welfare ideology mentioned in 
the introduction, and which in part lies behind the activity of the specialist centres with 
ideals concerning client participation and empowerment. Social and health policy has 
moved towards more individualisation and privatisation. The demands for self-decision in 
matters that concern you are an expression for this. This poses great challenges for both the 
client and the service provider. In modern society, it is essential to be informed and to have 
knowledge to be able to function as a citizen vis-à-vis the general health service. Most 
respondents in this study receive support to function as citizens through their contact with 
their specialist centre and support group. 
 
The relation between the service provider and the client can be described as a power 
relation where the service provider has the power to define, the knowledge and the 
expertise. In such a relation, the service provider’s perception of reality will dominate over 
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that of the client. Service providers must move in a dilemma between giving space for self-
determination and respecting it, while avoiding renouncing the responsibility they are 
charged to administer on the basis of their expertise and position. This relation will be 
problematical when the client has a rare diagnosis, because the service provider possesses 
the power to define by virtue of his or her education and job, but does not have the 
necessary knowledge and expertise to enter into the relation and help professionally. 
Clients who have more knowledge than the service provider disturb the expectations that 
the service provider shall have more professional knowledge and expertise than the client. 
It is demanding to be a competent client, i.e. one who has more knowledge than the 
professional. The rarity challenges the service provider by emphasising something he or 
she does not know. If the service provider is to deal with something rare, he or she must 
also master his or her own ignorance and uncertainty. 
 
Knowledge is also about appreciation and credibility. In the relation between client and 
service provider, everyday knowledge and layman’s knowledge have lower status than 
professional knowledge, and professional knowledge communicated by laymen has less 
validity than professional knowledge communicated by professionals. This is partly a 
matter of service providers acting and thinking within their vocational community. They 
are disciplined in a context where professional knowledge, culture, norms and language 
create a community and are normative for understanding problems (thought) and the 
choice of measures (acting). According to Abbott25, professionals take decisions on the 
basis of negotiations based on professional norms and rules. The language of non-
professionals does not have the same form and, hence, the same validity. This is why the 
external activity of the specialist centre is very important. Several respondents have said 
that local service providers listened to and accepted information when representatives from 
the specialist centre communicated them, whereas they had ignored the same information 
earlier when it was communicated by the respondent.  
 
The general lack of knowledge within the ordinary health service means that many 
respondents had a strained relationship with it. They did not trust the service providers, and 
this was experienced as especially difficult with respect to the health profession, which 
should represent security in relation to their life and health. This makes respondents very 
keen to shape personal relations to individuals within the service. They thus become 
vulnerable because they run the risk that a single professional becomes the entire specialist 
environment and if that person for some reason leaves the job, the specialist environment, 
and the offer, no longer exists. 
 
Being independent and self-reliant is very important for someone experiencing less ability 
to function, and a great feeling of frustration can be attached to no longer being able to 
manage what you could previously.26 The respondents’ accounts of their life show that 
their preoccupation is that support schemes will enable them to manage as far as possible 
on their own, and that they will be as little dependent upon others as possible. They report 
many experiences of not being understood or believed when they seek help, and these 
experiences are very distressing. The feeling of being in charge of your own life deals in 
the final instance with the need to retain self-respect and human integrity. Not being 
understood, believed or supported damages your self-respect and human integrity. Such 
experiences are insulting, and insult does not need to be an intentional act on the part of the 
service provider. Thoughtlessness, lack of empathy and little understanding on the part of 
service providers will be felt insulting because they are in a position to take decisions that 
greatly affect the life and everyday experiences of the respondents.  
 



 16

 
A ’rare’ experience is that of falling outside the vast field of knowledge of the 
professionals. This can be felt both exhausting and threatening. It is a situation which 
makes an individual extremely vulnerable and very dependent upon the few places in 
Norway which offer competent help.  
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