
Considering the overall population of respondents, the average patient
required more than nine different medical services. This number ranged
from approximately four different medical services to nearly 12 different
medical services, depending on the disease. More than half of the respondents
reported the lack of referral as the greatest barrier to accessing essential
medical services. The next most significantly reported reason for lack of
access was the unavailability of services, followed by waiting times, distance
and personal cost. Almost one-third of respondents required the assistance
of a social worker in the 12 months preceding the survey. While the majority
of patients reported easy or very easy access, more than one-third met one
with difficulty or could not meet one at all.

Even when obtained, patients were not always satisfied with medical or
social services. Overall, one out of ten patients reported that essential services
they sought met their expectations poorly or did not meet them at all.
In general, satisfaction with social services was even lower. For the seven
social services investigated, half of the respondents reported that services
met their expectations only ‘somewhat’ or ‘not at all’. As a result of their
disease, nearly one-fifth of respondents had to move house, usually to
relocate to a home better adapted to their health needs. Nearly one-third of
respondents reported that a patient in their family had to reduce or stop
professional activity as a result of their disease; an additional one-third of
respondents reported one member in the family had to reduce or stop
professional activities to take care of a relative with a rare disease.

Overall, nearly one out of five patients experienced rejection by a healthcare
professional. Although the types of rejection experienced ranged across
disease and country groups, most patients reported a reluctance of
professionals to treat them due to the complexity of the disease.
Survey participants ranked the functions of Centres of Expertise and how
they could be best implemented.
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Medical Services
In the absence of a single aetiological treatment for most rare diseases, their
management usually involves a piecemeal approach to the treatment of
symptoms. As such, most rare diseases are complex, requiring a
multidisciplinary approach to their care. The extent to which this
multidisciplinary approach is required varies from one patient to another,
depending on the severity of the particular case, as well as from disease to
disease, depending on its complexity. To quantify the number of medical
services required by individual patients, the average number of different
medical services sought per patient over the two-year period preceding
the survey was measured. Although this number represents the extent of
needs for an individual patient, it does not reflect the range of services
required within each disease group. Even within the same disease group,
diversity may exist between patients for the various services. Therefore, for
each investigated disease, the medical services required for at least one out
of ten patients were documented, representing the range of medical services
potentially needed to meet the needs of the disease group in question.
This analysis, in combination with patient expectations regarding
the structure and function of Centres of Expertise, will shed light on
the most effective and desirable organisation of care for rare disease patients
in general and for each rare disease specifically.

individual needs

Considering the overall population of respondents, the average individual
needs of respondents included 9.4 different medical services. More specifically,
these included four kinds of consultations, three types of medical exams and
2.4 types of additional care services. What may seem to be a considerable
number of medical services to the healthy observer is a reality for rare
disease patients. Their daily life revolves around locating service providers,
securing appointments and obtaining the quality care required. As shown
in Figure 1, significant differences in individual needs exist between patients
affected by the different diseases investigated. Patients affected by FRX
reported an average of 4.3 different medical services needed, whereas
patients with EDS reported the need for an average of 11.8 different medical
services.
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Across countries (for countries with at least 60 respondents and representing
more than four diseases) fewer differences were observed, suggesting that
disease-specific needs play a stronger role than cultural or local economic
factors in the average number of medical services required per patient.
Overall, small differences in the average number of medical services required
per patient were observed across socioeconomic groups.

Family Income Level
The need for consultations (4.4 consultations for respondents with lower
incomes and 3.6 for those with higher incomes) and medical exams (3.2 exams
reported by respondents with lower incomes and 2.9 exams for higher
income respondents) decreases with the increased level of income. Little
variation was observed amongst income groups for additional care services.

Education Level
The need for all three types of medical services varied depending on the level
of education, with more services required by respondents with university-level
education compared to respondents with primary-level education. More
specifically, 4.1 consultations were needed for those with a university
education and 3.8 consultations for those with a primary level of education;
3.1 exams were reported by respondents with a university level of education
and 2.7 exams for those with a primary level; 2.5 additional services were
required by respondents with a university level of education as compared to
2.1 additional services reported by those with a primary level of education.

Area of Residence
Slight variations in the average number of consultations (4.4 consultations
for residents of country capitals and 3.9 for residents in small cities)
and medical exams (3.3 exams reported by respondents residing in national
capitals and 2.9 exams in small cities) also exist depending on the area of
residence. These differences are even less apparent for additional care
services, which are usually provided by local professionals.

Gender
Disparities between men and women were also observed. Overall, women
sought consultations more frequently (4.3 consultations for women and
3.6 consultations for men), medical exams (3.3 exams reported by women
compared to 2.8 for men) and additional care services (2.5 additional care
services required by female respondents and 2.2 reported by men).

ColleCtive needs aCCording to disease

As previously expressed in terms of the average number of medical services
required by an individual patient, survey participants reported a need for
an average of 9.4 different medical services in the two-year period preceding
this survey. Locating service providers, securing appointments and obtaining
the quality of care required for this large number of different medical
services is a feat in itself. The number of medical services required by rare
disease patients depends heavily on the complexity of the disease with which
they are affected. Figure 2 depicts the number of medical services required
by at least one out of ten patients within each disease group.
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It is evident from this figure that PWS and EDS patients
reported the greatest number of medical services
potentially needed to meet their disease-specific
needs. When considered in the context of Centres
of Expertise, it may not be possible to provide such
a large range of services in one centre; a network of
multiple centres may be needed.

hosPitalisations

Rare disease patients may require hospitalisation
not only for ambulatory care (acute problems
related to the disease) but also for further
exploration (radiology, ultrasound, biological testing, etc.), routine
check-ups or for specialised care only available in a hospital setting.
Hospitalisation was heterogeneous amongst the different rare disease groups,
ranging from 21% of patients with FRX to 62% of patients with CF reporting
being hospitalised in the two years preceding the survey (Figure 3). Slight
differences were also observed across country groups, with more frequent
hospitalisations in Germany, Italy, Hungary and Romania.

Survey participants not only reported on the number of hospitalisations
but also on the total number of days spent in hospital (Figure 4). Patients
with HD reported the highest number of days spent in hospital as a result
of disease-specific needs that required longer stays.
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Figure 2 Number of medical services
needed by at least one out of ten patients
in each disease group
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Figure 3 Percentage of patients hospitalised during
the two-year period preceding the survey
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Patients with PAH reported the least number of days spent in hospital as
a result of the fact that their disease-specific needs required shorter but more
frequent hospital visits. Patients from the United Kingdom, Switzerland
and Denmark reported the least number of days spent in hospital.
Although no general trends were observed across disease or country groups,
these data should be considered in policy-shaping discussions concerning
the organisation of care. For patients with diseases requiring frequent
hospital visits, local services would be more appropriate.
Some variations in the number of patients requiring hospitalisation and
the duration of their stay were observed across demographic groups.
A slightly larger percentage of patients from small towns (48%) required
hospitalisation compared to patients living in large cities and capitals (45%).
More respondents from households with lower incomes required hospital
stays (51%) for a longer period of time (24 days) than respondents from
households with higher incomes (45%, 18 days).

aCCess to and satisFaCtion With MediCal serviCes

Access to medical services was evaluated based on patient experiences
surrounding what were considered eight essential services for each disease.
The responses per country, therefore, concerned at least 30 different essential
services, as the total number of respondents from a given country were
concerned with several diseases, each with specific (though sometimes
overlapping) essential services.
The following figures show that patients’ experiences across countries
in accessing essential services was difficult, very difficult (Figure 5) or
impossible (Figure 6).

Barriers to Access
Respondents from Germany and the Netherlands reported the lowest
number of situations (less than 10%) in which they experienced difficult
or very difficult access. Respondents from more than half of the investigated
countries considered access difficult or very difficult in more than 15%
of situations. Respondents from Finland reported a total lack of access to
essential medical services in more than 20% of situations in which they
sought essential medical services.
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Satisfaction
Even when obtained, some patients reported dissatisfaction with the services
they received. In general, a higher dissatisfaction with medical services was
reported in countries with more difficult access (compare Figure 6 and Figure 7).
With the exception of Spain (where the rate of dissatisfaction with services is
higher than the rate of impossible access), the rate of dissatisfaction was lower
than the rate of difficult access; in half of the investigated countries, less than
10% of respondents reported that the essential medical services they
sought responded to their expectations poorly
or not at all. This finding suggests that after
overcoming barriers to accessing essential
medical services, the expectations of patients
are often met. Eliminating barriers to access
could significantly contribute to meeting
patients’ expectations and should be considered
a priority.

Social Services

needs

The need for social services differs dramatically from country to country:
in Germany 11% of respondents reported a need to meet a social worker
in the 12 months preceding the survey, whereas in Denmark 54% reported
the same need. Equally dramatic differences were reported across disease
groups, with 19% of respondents affected by ANR compared to 59% of
respondents affected by HD reporting the need to meet a social worker
in the 12 months preceding the survey.
It is important to consider that cultural norms regarding social assistance
may influence patient responses as much as needs resulting from a disease.
In countries where social assistance is customarily not widely accepted,
patients may less frequently report this need and underemphasise their
expectations in questionnaire responses.

A small difference was observed between the responses of respondents from
the lowest income group and the highest: respondents with lower incomes
reported a slightly higher need for social services than higher income
respondents (34% and 25%, respectively).
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Figure 8 Percent of patients reporting the need to meet
a social worker in the 12 months preceding the survey
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aCCess to soCial serviCes

Depending on the country, the structure providing social assistance varies
greatly. With the exception of respondents from Germany, Sweden, Belgium
and Romania, the majority of respondents reported the provision of social
services in administrative structures. In Germany and Sweden, social services
were usually provided in medical structures, and in Belgium and Romania,
such services were provided in associative structures, such as patient
organisations.

With the exception of respondents affected by HD and PAH (Figure 9), little
variation in difficulty accessing social services was reported across disease
groups; between 20% and 40% of respondents reported difficult access to
social services. Survey participants from Denmark and Hungary reported
a greater difficulty accessing these services, whereas Finnish and Swiss
respondents reported less difficulty. Respondents from families with
the lowest income level more frequently reported difficult access to social
services.

Respondents with EDS and MG most frequently reported impossible access to
social services. As compared to respondents from other investigated countries,
Hungarian and Danish respondents most frequently reported a total lack of
access to social services. Respondents from families with the lowest income
level most frequently reported a total lack of access to social services.
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Figure 9 Difficult access to social services
across disease and country groups
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satisFaCtion With soCial serviCes

Survey participants were asked whether each of seven social services met
their expectations ‘entirely’, ‘well’, ‘somewhat’ or ‘not at all’. The strikingly
large (28% of situations overall) number of respondents who reported being
‘not at all’ satisfied by these social services stimulated further investigation
into the characteristics of the respondents. For six of the disease groups,
over 30% of respondents (and up to 46% for respondents with EDS)
reported that social services did ‘not at all’ meet their expectations. Patients
with Ch11, ATX and HD less frequently reported a total lack of social
services satisfaction (18%, 16% and 16%, respectively) (Figure 11). The same
diversity was observed across country groups. Respondents from Romania
(14%), Belgium (16%) and the Netherlands (18%) less frequently reported
a total lack of satisfaction with social services. Respondents from Denmark
(45%) and Hungary (48%) reported this lack more frequently.

Little variation was observed in satisfaction with social services across
education level groups; 32% of respondents with a primary level of
education and 29% of respondents with a university level of education
reported that social assistance met their expectations.

Patient satisfaction with social services was also related to the structure
in which services were sought. Respondents who obtained services from
a social worker belonging to an insurance company (31%), administrative
structure (32%) or professional structure (33%) more often reported that
their expectations were ‘not at all’ met. Respondents that obtained services
from hospitals or associative structures, such as patient organisations, were
less often disappointed (27% and 17%, respectively). The means of
communication with the social worker also played a role in the satisfaction
with social services: 34% of patients who communicated by telephone, 29%
of patient who communicated in the social worker’s office and 24% of
patients who communicated with the social worker in their own homes
reported that their expectations were ‘not at all’ met.

In summary, the more closely the social worker worked with patients (i.e.
within the structure of a patient organisation or in the patient’s own home),
the more adequately the needs of the patient were met.
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Figure 11 Distribution of respondents reporting that
social assistance did ‘not at all’ meet their expectations,
across disease and country groups
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Satisfaction With Specific Social Services
Survey participants reported their level of satisfaction for the following
seven social services:
• Information on social, legal and financial rights
• Assistance with financial paperwork (assistance with financial liability
or reimbursement, allowance, etc.)
• Information on specialised technical support
• Assistance with social integration (school, leisure, professional, etc.)
• Help in getting personal assistance
• Referral to other services (psychological support, home care, etc.)
• Assistance with obtaining exceptional financial support

The figures illustrate the distribution of respondents who were ‘not at all’
satisfied with each service. As all patients were not necessarily in need of each
service, the percentage of respondents concerned is included in the figure
legend (Figure 12 to 18). Services are presented in decreasing order of need.

This need was reported as the most frequently needed social service.
Respondents with EDS and respondents from Denmark and Hungary
most frequently reported being ‘not at all’ satisfied by the service.

Respondents with EDS and PWS most frequently reported being ‘not at all’
satisfied by the service. A greater variability of responses was observed across
country groups: British, German, Danish, Hungarian and Romanian respondents
most frequently reported being ‘not at all’ satisfied with the service.
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Figure 12 Distribution of patients ‘not at all’ satisfied with
information provided on social, legal and financial rights
(out of the 92% of overall respondents concerned)

Figure 13 Distribution of patients ‘not at all’ satisfied with
assistance for obtaining exceptional financial support
(out of the 78% of overall respondents concerned).

Education level

Family income

primary
 

secondary university
 

medium
high

highest

medium
low 

lowest

Fem
ales

M
ales

Gender

AH PWSCh11 WS

FRX CFEB TS

ANR EDSOI MFS

HD PAHMG ATX

>40%

30-40%

20-30%

10-20%

<10%

dary unive

medi
hig

m
w

Education level

Family income

primary
 

secondary university
 

medium
high

highest

medium
low 

lowest

Fem
ales

M
ales

Gender

AH PWSCh11 WS

FRX CFEB TS

ANR EDSOI MFS

HD PAHMG ATX

>40%

30-40%

20-30%

10-20%

<10%

dary unive

medi
hig

m
w

EURORDISp40-91:Mise en page 1 28/01/09 16:51 Page 70



Variability of responses was observed across disease and country groups.
Respondents with EDS most frequently reported being ‘not at all’ satisfied
by the service. Danish and Hungarian respondents most frequently reported
being unsatisfied with this service.

Variability of responses was observed across disease and country groups as
well as economic groups. Respondents with EDS, ANR and CF most frequently
reported being ‘not at all’ satisfied by the service. Danish, Hungarian and
Swiss respondents reported being ‘not at all’ satisfied with this service more
frequently than respondents from any other country. Respondents from
families with the lowest incomes also frequently reported this dissatisfaction.

Variability of responses was observed across disease and country groups as
well as economic groups. Respondents with EDS and MG most frequently
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Figure 14 Distribution of patients ‘not at all’ satisfied with
referral to other services (psychological support, home care,
etc.) (out of the 75% of overall respondents concerned)

Figure 15 Distribution of patients ‘not at all’ satisfied with help
in getting personal assistance (help at home, personal care, etc.)
(out of the 66% of overall respondents concerned)

Figure 16 Distribution of patients ‘not at all’ satisfied
with assistance with social integration (school, leisure,
professional, etc.) (out of the 65% of overall respondents concerned)
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reported being “not at all” satisfied by the service. Danish, Hungarian
and Swiss respondents reported being “not at all” satisfied with this service
more frequently than respondents from any other country. Respondents
from families with the lowest family income also frequently reported this
dissatisfaction.

Although less frequently needed, respondents across several disease groups
and several countries frequently reported being ‘not at all’ satisfied with this
social service. Respondents from families with the lowest level of income
more frequently reported being ‘not at all’ satisfied with this service than
other economic groups.

This social service was reported as the least frequently needed.
With the exception of Dutch, Romanian and Finnish respondents, survey
participants across Europe were ‘not at all’ satisfied with this service.
This satisfaction varied little across socioeconomic groups. Respondents
concerned with EDS, CF, TS, FRX and ANR more frequently reported
being ‘not at all’ satisfied with this service as compared to respondents
concerned with other diseases.

Overall, the more specific a social service is (i.e. the smaller the percentage of
rare disease patients seeking the service) the more frequently respondents
reported being ‘not at all’ satisfied with the services obtained.
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Figure 17 Distribution of patients ‘not at all’ satisfied
with information on specialised technical support
(out of 65% of overall respondents concerned)

Figure 18 Distribution of patients ‘not at all’ satisfied
with assistance with financial paperwork (out of the 64%
of overall respondents concerned)
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unresolved disParities in soCial serviCe systeMs

Despite a greater need for social services, respondents from lower income
groups experienced greater barriers to access than those from higher income
groups (Figure 9 and Figure 10). In addition, respondents from lower income
groups more frequently reported being ‘not at all’ satisfied with the social
services they received even after overcoming any barriers to access.
As illustrated in Figure 19, for a given 100 lower income respondents,
34 required social services. Of these 34, only 30 were able to access services.
Of the 30 able to access social services, 13 were ‘not at all’ satisfied with
the services they obtained. In the end the needs of 17 out of the 100
respondents with lower income remain unresolved versus only 7 out of
the 100 respondents with higher income.

Overall, an inadequate organisation of the social service systems seems to
exacerbate social inequalities rather than improve them.

satisFaCtion With soCial versus MediCal serviCes

In contrast to medical services, for which barriers to access were reported to
present the greatest problem for patients, it was the inadequacy of the social
services provided that was reported as the most significant problem facing
survey participants. Overall, for the seven social services investigated (Figure 12
to Figure 18), 50% of respondents considered that these services met their
expectations ‘somewhat’ or ‘not at all’; a rate of dissatisfaction five times higher
than for medical services, overall.
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Figure 20 Dissatisfaction with social services compared to dissatisfaction with medical services
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Rejection
The question regarding rejection by health professionals effectively
illustrates the importance of involving patient organisation representatives
in the construction of the questionnaire. Patient organisation representatives
involved in this process suggested the inclusion of this question, based
on the strong anecdotal evidence they had gathered from patients suggesting
the frequent rejection of rare disease patients by their healthcare providers.
During these discussions, patient organisation representatives relayed
anecdotes such as the following:
• A PWS patient unwelcome in a general practitioner’s office because of
the inability to accommodate her in the waiting room due to her weight
• A TS patient asked to leave a physician’s office because her behaviour
made other patients uncomfortable
• A patient with a metabolic disorder diagnosed with tonsillitis was sent
home with no treatment due to the reluctance of an ear, nose and throat
specialist to prescribe any treatment that might be contradicted

Understanding the dynamics of rejection by healthcare professionals is
a controversial subject. Some critics can view patients’ feelings of rejection
as subjective and therefore unreliable. Among many explanations, acts by
healthcare professionals experienced as rejection by patients may be
unintentional, a result of prudence, with the intention of protecting
the patient; a result of the health professional’s limited knowledge of
the obstacles faced by rare disease patients; or a result of the healthcare
structure’s limited capacity to accommodate rare disease patients,
who may have needs that differ from others in the practice.

The preliminary presentation of the results of this question in the survey
elicited great controversy amongst all stakeholders. Many healthcare
professionals and health authorities were unaware of the problem, or were
greatly surprised by its scale. The intention of the investigation of
this problem was not to criticise healthcare professionals or to legitimise
the feelings of rejection by patients, but rather to quantify the magnitude
of the problem and to investigate the reasons for rejection, in order
to help adjust the structure and approach in healthcare settings to more
appropriately accommodate rare disease patients.
Recalling the Constitution of the World Health Organization1, any
potential violation of the fundamental right of human beings to attain their
highest attainable standard of health deserves exploration. Given the initial
responses of healthcare professionals, it is possible that such a question
would not have been included in the questionnaire, further highlighting
the importance of the direct involvement of patient organisation
representatives in the questionnaire design process.

The first and most striking aspect of the rejection experienced by patients is
its scale. Overall, one out of five survey respondents (18%) reported being
rejected by a healthcare professional, with a great variation reported across
disease and country groups, as illustrated in the figure below (Figure 21).
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The greatest level of rejection was reported by EDS (35%) and EB (28%)
patients, less for WS (9%), PAH (9%) and PWS (8%). Respondents from
Belgium (33%), Spain (26%) and Romania (25%) reported rejection more
frequently than patients from Germany (7%).

Cause oF rejeCtion

In general, patients reported experiencing rejection either as a result of
the disease itself (its complexity) or as a result of characteristics associated
with the disease (physical appearance, communication, behaviour). In many
cases, patients reported experiencing rejection for several reasons even
during the same encounter with a health professional. It is for this reason,
therefore, that the total reported incidents of rejection surpass 100%.

Overall, the reluctance of health professionals to treat patients due to
the complexity of their disease was the most frequently reported, in 85% of
situations. Responses across disease and country groups reflected the same
trend. However, respondents concerned with diseases including
psychological difficulties (HD, FRX, WS, PWS, Ch11) also reported
rejection due to personal characteristics associated with the disease.
All Danish, Finnish and Romanian respondents who experienced rejection
found that it was always due to the complexity of their disease, if sometimes
in addition to other reasons.
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Figure 21 Frequency of situations in which patients
were rejected by health professionals, by country
and disease group.
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Figure 22 Frequency of situations
in which patients were rejected as a result
of the complexity of the disease
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Still other respondents reported rejection directed toward characteristics of
the patients themselves, including physical appearance (11%), disease-related
behaviour (11%) and difficulty in communication (16%).

Rejection due to disease-related behaviour was mainly reported by
respondents concerned with childhood diseases presenting psychological
or psychiatric symptoms, as well as HD, for which respondents reported
rejection due to disease-related behaviour in 9% of situations.

Differences in the experience of rejection across socioeconomic groups are
often worrisome, and in some cases very surprising.
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Figure 23 Rejection due to physical
aspects (weight, height, appearance, etc.)

Figure 24 Rejection due to disease-related to
behaviour (excitement, autistic behaviour, etc.)

Figure 25 Rejection due to communication
difficulties (understanding, language, etc.
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rejeCtion and inCoMe level

The rate of overall rejection is closely linked to the income level of families.
Rejection was reported by respondents from families with higher income
levels in 10% of situations, 16% of situations from families with middle
income and 25% of situations from families with the lower income levels.
These differences become more dramatic when investigating the differences
across economic groups for each type of rejection. The rejection of respondents
with the lowest income level compared to respondents with the highest
income level was reported in twice as many situations due to the complexity
of the disease, in three times as many situations due to disease-related
behaviour, in four times as many situations due to communication problems
and in ten times as many situations due to a physical aspect.

These socioeconomic inequalities were not
homogeneously reported across all countries.
As seen in Figure 26, the inequality of the
experience of rejection between the lowest and
highest income groups is more significant in
some countries (Sweden, Denmark, Finland, the
UK and Germany) than in others (Switzerland).

rejeCtion and eduCation level

Given the direct correlation between income level and level of education,
it could be expected that rejection would be more frequently experienced by
respondents with a lower level of education than those with a higher level.
This trend, however, was only observed in cases of rejection related to
the physical appearance of the patient (in 16% of situations for respondents
with a primary level of education, 14% of situations for respondents with
a secondary level of education and 8% of situations for respondents with
a university level of education). In the case of rejection due to the complexity
of the disease, however, the opposite trend was observed. Patients with higher
levels of education more frequently reported being rejected by a health
professional (rejection in 13% of situations reported by patients with
a primary level of education, 15% of situations reported by patients with
a secondary level education and 16% of situations reported by patients with
a university level of education). These differences may be explained by
the fact that more highly educated respondents were more sensitive to
situations of rejection, or that health professionals are more likely to explain
the reason for rejection to more educated patients.

rejeCtion and gender

Considering all types of rejection, males less frequently reported being
rejected compared to female respondents (15% and 20%, respectively).
At the same time, the distribution of more frequent rejection of female
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timesFigure 26 Comparison of overall rejection between the lowest

income and highest income groups across countries. A higher
percentage illustrates a greater inequality of rejection between
economic groups.
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patients across countries (Figure 27) suggests that this difference is culturally
related. In looking at the relationship between the rejection of male and
female patients across countries, it is clear that a greater ratio of females to
males rejected was reported in Sweden, Finland and Denmark than in Spain,
Romania and Hungary. In Sweden, Denmark and Finland, countries

commonly known for their universal healthcare
systems and social security systems that overall
encourage equality among all socioeconomic
groups, such significantly higher rejection of
females (seven times higher in Finland, five
times higher in Sweden and four times higher
in Denmark) may be surprising for some and
certainly warrants further investigation.

Consequences of the Disease

The effects of a chronic illness on patients and their families are numerous,
interfering with all dimensions of everyday life. In this survey, two specific
consequences of being affected with a rare disease were investigated: moving
house (to a more adapted home, to a specially adapted care centre, nearer
disease specialists or nearer other relatives) and discontinuation or reduction
of professional activity (either for patients themselves or for a family
member, in order to take care of a relative).

Moving house

Overall, 16% had to move for various reasons, with significant differences
depending on the disease: 4% of respondents affected by ANR, 8% affected
by WS, 10% affected by CF, 26% affected by AH and 33% affected by
ATX. Differences between countries were less significant: 10% of German
respondents, 12% of Swiss respondents, 21% of Italian respondents and
23% of Danish, Dutch and Finnish respondents (Figure 28).
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<1 times Figure 27 Rejection of females versus rejection
of males. In Sweden, Finland and Denmark,
females are rejected in more than three times
as many situations as males.

Figure 28 Distribution of patients required to move
house as a result of their disease
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Moving to a More Adapted House
The majority of respondents who reported the need to change houses
specified that the change was motivated by the need for a home more
suitable to their disease-related needs. This reason for changing homes was
more frequently reported by adult patients to address barriers in mobility.
Across the different countries investigated, moving homes overall was less
frequently reported by Spanish and British participants (Figure 28).
This phenomenon was linked to the income of the families. The need to
move house was twice as high in the lower income respondents (12%)
compared to the higher income respondents (6%).

Other reasons for moving, in decreasing order, were: to move closer to
a relative, to move closer to a disease specialist and to move to a specialised
care centre.

Moving Closer to a Relative
In 3% of cases, respondents moved house to be closer to a relative who
could provide them with psychological or logistic support. It is not surprising
that this rate was higher for the four most debilitating diseases. We observed
geographic variations in relation to moving to be closer to a relative; it was
higher in Romania, France, Spain, Italy and Hungary. Socially, we observed
even more significant variations: 7% of those who moved house were amongst
the lower income group and 2% were in the higher income group. Similarly,
families with a lower level of education were represented more frequently
(5%) than others (3%) who moved house to be closer to a relative. These
differences suggest that those who moved to be closer to a relative did so
in order to address needs that were not provided either
financially or culturally by the healthcare system.
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Figure 29 Percentage of patients who moved
to a more adapted house

Figure 30 Percentage of patients who moved to be closer to a relative
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Moving Closer to a Disease Specialist
Overall, 2.5% of patients moved in order to be closer to medical specialists
in their diseases. For very rare diseases, such as AH and Ch11, this percentage
was greater than 5%. Similar to those patients who moved to be closer to
their families, variations across country groups were observed. The higher
percentage observed in Finland could be explained by the distances from big
cities, where specialised services are often located. The income level is also
a strong determining factor, as families in the lower income bracket relocated
seven times more frequently than those in the higher income bracket (4.7%
versus 0.6%). In contrast, little difference with respect to the level of education
obtained was found.

Moving to a Specialised Care Centre
Patients with neurological and/or psychiatric symptoms due to their disease
were more likely to move to a specialised
care centre.

Reduction or Interruption of Professional Activity
Overall, a reduction or interruption in professional activity due to
the disease was observed in 61% of families. This percentage includes
the patients themselves or a member of the family who stopped work
to look after the patient, often a child.

Professional Activities of the Patient
On average, between 20% and 40% of all adult patients — lower for ANR
(15%) and higher for PAH and EDS (56% to 60%) — interrupted their
professional activities. The distribution of interruption of the professional
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Figure 31 Percentage of patients who moved
to be closer to a disease specialist
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Figure 32 Percentage of patients who
moved to a specialised care centre
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activities demonstrates that the more frequent interruptions occur in countries
with a higher income per capita. In contrast, amongst the three countries with
the lowest percentage of interruptions of professional activities are Hungary
and Romania, which have lower income per capita.

Reductions in professional activities were more frequently reported by
respondents from families with lower incomes (21%) compared to those
with higher incomes (40%), females (36%) compared to males (18%)
and those with a university education (31%) compared to a primary level
of education (18%).
These figures suggest that in addition to disease-related issues, economic
factors also have a great impact on the decision to reduce or interrupt
professional activities, such as the wealth of the country and the possibility
of social assistance.

Professional Activity of a Relative Caring for a Patient
In general, most reductions in professional activities were associated with
parents stopping work in order to taking care of a sick child (54% to 71%
for the six diseases affecting children).
In certain countries, an overrepresentation of minors may have resulted in
a greater number of respondents who reported a reduction in professional
activities to take care of a member of their family,
i.e. a child of less than 18 years of age.

In lower income groups, 27% of patients interrupted or reduced their
professional activities compared to 32% in the higher income group.
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Figure 33 Percentage of patients who reduced or stopped professional
activities due to their disease, across disease and country groups

Figure 34 Percentage of families in which a member reduced or
stopped professional activities in order to take care of a relative.
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The gender of the patient also seems to play a role, with differences observed
in relatives reducing professional activities in order to look after a male
or a female. A difference is observed in both children and adults.
In the case of children, from the age of 5 years, relatives more frequently
reduce their professional activities to take care of boys compared to girls
(62% versus 53% in the range of 5 to 20 years).
The most striking difference is seen in the 25-to-35-year-old age group (34%
versus 18%), which gradually reduces with age (12% versus 9% for more
than 65 years of age). On average for patients of more than 20 years of age,
23% of male patients compared to 13% of female patients are assisted by
a relative who has reduced or stopped professional activities.

Patient Expectations Regarding Centres of Expertise

As previously described in the section about the questionnaire design process,
lessons learnt from the EurordisCare2 survey included the elimination of
open-ended questions regarding treatment and medical service needs.
Although ideal for collecting patient expectations regarding the functions
and implementation of Centres of Expertise, it was anticipated that similar
difficulties would be encountered. Therefore, with the guidance of patient
organisation representatives involved in the design of the questionnaire,
the most important related issues were identified (12 additional functions
provided by Centres of Expertise and nine descriptive statements describing
their implementation). As a result, very few respondents considered the
proposed functions of the Centres of Expertise as ‘of no use’, ‘of little use’,
or disagreed with the statements regarding their implementation.

Patient exPeCtations regarding ProPosed FunCtions oF Centres

oF exPertise

Given that the basic mission of a Centre of Expertise for a rare disease,
or group of rare diseases, is to ensure diagnosis and follow-up of patients by
offering multidisciplinary consultations, medical examinations, specialised
equipment and genetic advice, survey respondents were asked to qualify 12
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Figure 35 Ratio of reduction of activity to take
care of male versus female patients

Figure 36 Reduction of activity
of female versus male patients
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additional functions of a Centre of Expertise according to their specific needs
(see ‘Questionnaire’ in Appendix). As patient organisation representatives
were closely involved in the creation of these suggested functions, it is not
surprising that the majority of survey participants found all 12 functions as
‘useful’ or ‘essential’. This illustrates the high degree to which patient
organisations are able to represent the needs of their patient members.

Therefore, responses to this question are presented by ranking the functions
of the Centres of Expertise considered most essential. Complementing
the discussions’ two-year reflection process, the following conclusions
provide a quantitative representation of patients’ expectations regarding
the functions of Centres of Expertise, which are officially acknowledged
in the Declaration of Common Principles on Centres of Expertise and
European Reference Networks for Rare Diseases2.

The ranking of essential functions of Centres of Expertise were further analysed
by country (as described p 64) and by disease (none representing more than two-
thirds of responses). Amongst the 12 proposed functions of Centres of Expertise3,
were considered as most essential for at least two-thirds of the respondents:
• Coordinating the sharing of medical information on the patient between
all professionals who care for him/her in the specialised centre
• Coordinating the sharing of medical information between professionals
of the specialised centre and local health professionals, to facilitate
the continuity of the patients’ follow-up
• Communicating with other specialised centres and professional networks
to harmonise treatments and research at the national and European levels
• Collaborating with research teams working on the rare disease (in particular
for clinical studies)

This function (Figure 37) was considered as one of the most essential functions
of a Centre of Expertise by patients affected by almost all investigated diseases
and countries (ranked first or second), representing 70% of respondents overall.
Respondents affected by FRX syndrome (ranked fifth or sixth), ANR and
HD (ranked third or fourth), which also reported an overall lower need for
medical services, considered this function as slightly less essential compared to
patients with other investigated diseases.
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2-See Appendix; 3-See questionnaire Question 12
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Figure 37 Rank of ‘Coordinating the sharing of the patient’s medical information between all
professionals who care for him/her in the specialised centre’ as an essential function.
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This function (Figure 38) was also reported as an one of the most essential
functions of a Centre of Expertise by patients affected by almost all investigated
diseases and countries, representing 67% of respondents overall.

This function (Figure 39) was reported as the third most essential function
of a Centre of Expertise, representing 66% of respondents overall.
Respondents from Sweden (ranked fifth or sixth) and the United Kingdom
(ranked seventh or eighth) considered the communication with other Centres
of Expertise and professional networks as less essential compared to other
investigated countries.

This function (Figure 40) was reported as the fourth most essential function
of a Centre of Expertise, representing 64% of respondents overall.
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Figure 38 Rank of ‘Coordinating the sharing of medical
information between professionals of the specialised centre
and local health professionals, to facilitate the continuity
of the patients’ follow-up’ as an essential function

Figure 39 Rank of ‘Communicating with other specialised centres
and professional networks to harmonise treatments and research
at the national and European levels’ as an essential function.

Figure 40 Rank of ‘Collaborating with research teams working on
the rare disease (in particular for clinical studies)’ as an essential function.
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In general, this function was reported as a greater priority for adult patients,
as parents may be more reluctant to consent to their child’s participation
in clinical studies.
Overall, patients more strongly emphasised the importance of the quality
of care (better communication and collaboration between health structures
and professionals) rather than the type of care itself when reporting on
essential functions of Centres of Expertise.

Fewer respondents considered the remaining proposed functions of Centres
of Expertise as essential:
• Facilitating the follow-up of patients at different stages of their life by easing
the passage from paediatric care to adult care, or from adult care to geriatric care
• Offering patients the option of grouping consultations or tests on the same
day in the specialised centre and organising the appointments
• Informing patients about their rights and guiding them toward social
services, schools, leisure activities or vocational guidance, etc.
• Training local professionals in responding to the specific needs of patients
and supplying their contact information to patients
• Creating material for teachers, employers, social services, insurance
companies and the general public to inform them about patients’ needs
and improve the social integration of patients
• Providing frequent care related to the disease (physiotherapy, speech therapy,
psychotherapy, etc.)
• Monitoring the current needs of the patient community of a rare disease
through surveys or registers of patients
• Providing occasional care related to the disease (surgery, prosthesis,
orthopaedics, etc.)

This proposed function (Figure 41) of Centres of Expertise was considered
essential by 57% of respondents overall.
In general, this function was reported as a greater priority for paediatric
patients, though the responses were quite heterogeneous for the diseases
and countries investigated.
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Figure 41 Rank of ‘Facilitating the follow-up of patients at
different stages of their life by easing the passage from
paediatric care to adult care, or from adult care to geriatric care’
as an essential function.
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Figure 42 Rank of ‘Offering patients the option of grouping
consultations or tests on the same day in the specialised centre, and organising the appointments’ as essential function.

Figure 43 Rank of ‘Informing patients about their rights
and guiding them toward social services, schools, leisure activities or vocational guidance, etc.’

Figure 44 Rank of ‘Training local professionals in responding to
the specific needs of patients and supplying their contact information to patients’ as an essential function.

Education level

Family income

primary
 

secondary university
 

medium
high

highest

medium
low 

lowest

Fem
ales

M
ales

Gender

dary unive

medi
hig

m
w

1st-2nd

3rd-4th

5th-6th

7th-8th

9th-10th

11th-12th

AH PWSCh11 WS

FRX CFEB TS

ANR EDSOI MFS

HD PAHMG ATX

Education level

Family income

primary
 

secondary university
 

medium
high

highest

medium
low 

lowest

Fem
ales

M
ales

Gender

dary unive

medi
hig

m
w

1st-2nd

3rd-4th

5th-6th

7th-8th

9th-10th

11th-12th

AH PWSCh11 WS

FRX CFEB TS

ANR EDSOI MFS

HD PAHMG ATX

Education level

Family income

primary
 

secondary university
 

medium
high

highest

medium
low 

lowest

Fem
ales

M
ales

Gender

dary unive

medi
hig

m
w

1st-2nd

3rd-4th

5th-6th

7th-8th

9th-10th

11th-12th

AH PWSCh11 WS

FRX CFEB TS

ANR EDSOI MFS

HD PAHMG ATX

Offering patients the option of grouping appointments was considered essential
by 57% of respondents overall (Figure 42).

This proposed function of a Centre of Expertise (Figure 43) elicited
heterogeneous responses amongst the different countries, although fewer
adult patients considered the provision of this information as an essential
function of Centres of Expertise. Overall, 55% of respondents considered
this function as essential.

The training of local professionals in responding to the specific needs of
patients (Figure 44) was considered as a priority by 55% of respondents overall.
Respondents from the United Kingdom considered this function as more
essential (ranked first or second) than respondents from other countries
investigated.
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Although the creation of these materials was only considered as essential by 50%
of respondents overall (Figure 45), patients from Finland and Romania ranked
this function of Centres of Expertise as much more essential than respondents
from other investigated countries. The opinion of patients across diseases was
less heterogeneous, although patients affected by HD, ATX and CF regarded
this function of Centres of Expertise as more essential than other patients.

This proposed function (Figure 46) of Centres of Expertise was considered
essential by 50% of respondents overall, with a heterogeneous response among
patients across different diseases and countries.

It is somewhat paradoxical that, as participants of a survey on patient needs,
the majority of respondents would report this function of a Centre of Expertise
as less essential (considered essential by 42% of respondents) (Figure 47).
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Figure 45 Rank of ‘Creating material for teachers, employers,
social services, insurance companies and the general public to inform them
about patients’ needs and improve the social integration of patients’ as an essential function.
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Figure 46 Rank of ‘Providing frequent care related to the disease
(physiotherapy, speech therapy, psychotherapy, etc.)’ as an essential function.

Figure 47 Rank of ‘Monitoring the current needs of the patient
community of a rare disease through surveys or registers of patients’ as an essential function.
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Respondents from countries in southwest Europe considered this function
as less of a priority compared to respondents from other investigated countries,
and may consider that while the provision of medical services may be an
essential function of Centres of Expertise, the monitoring and evaluation of
patients’ needs should be performed externally.

Patients from almost all countries and disease groups considered this function
(Figure 48) as the least essential of the 12 proposed functions of a Centre
of Expertise. Overall, only 37% of respondents considered the provision
of infrequent care services, such as surgery, prosthesis or orthopaedics as
an essential function of Centres of Expertise.

This finding supports the possibility that not all disease-specific medical
services required by patients can be addressed in the same care structure,
as previously introduced in the context of the range of potential medical
service needs of each rare disease group.

terMs oF establishing a Centre oF reFerenCe

In addition to the potential functions provided by Centres of Expertise,
survey participants were asked to rate the following nine statements
regarding the potential implementation of specialised centres:
• A single national centre would be preferable because it could gather all
the medical skills and competences and the most up-to-date equipment
in the same location
• Rather than concentrating all the expertise and competences in a single
national centre, sharing them between several centres would be preferable
and more accessible to patients
• To maintain the skills and experience of its professionals, a specialised
centre must follow a high number of patients affected by a specific disease
• Rare diseases are not well known by the majority of health professionals;
it is therefore preferable to travel to a specialised centre for consultations
and most specialised care
• The quality of relationships is as important as skills and competences,
therefore, a local professional is preferable because of freedom of choice
• The main hurdles in travelling to a specialised centre are the cost of
transport and/or the need to be accompanied by someone
• The main hurdles in travelling to a specialised centre are the time needed to

Figure 48 Rank of ‘Providing occasional care related to
the disease (surgery, prosthesis, orthopaedics, etc.)’ as an essential function.
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get there and/or physical difficulties encountered by the patient (pain, fatigue
and injuries)
• The role of the general practitioner consists mainly of looking after health
problems not related to the rare disease
• A specialised centre should involve patient organisations to benefit from
their knowledge of the daily life and needs of patients

The rarity of diseases investigated in these surveys introduces both a logistical
and technical dilemma regarding the number of Centres of Expertise for a given
disease. On the one hand, a single national Centre of Expertise could convene
the most advanced skills and resources in one place but might be difficult to
access for many patients located too far away. On the other hand, the existence of
a larger number of local centres could result in the dilution of the most advanced
skills and resources, thus reducing the quality of services available to patients.

The first three statements included in the question regarding the potential
implementation of Centres of Expertise were concerned with this dilemma.
Although the first two statements represent opposing ideas, many respondents
reported both the concentration of advanced skills and resources and
the accessibility of centres as important. Overall, 50% of respondents
agreed with the importance of a single national centre and 83% agreed with
the importance of multiple local centres, demonstrating that frequently any
one respondent found both options equally essential. Therefore, the relationship
between these two responses has been calculated. As illustrated in Figure 49,
preferences varied according to disease, country and socioeconomic groups.
German respondents strongly preferred multiple centres, as indicated by
a score more than 2.5 times higher than respondents favouring a single national
centre, such as Romania and Denmark (less than one), where respondents
slightly preferred a single national centre.

� A single national centre would be preferable because it could gather all the medical skills
and competences and the most up-to-date equipment in the same location.
� Rather than concentrating all the expertise and competences in a single national centre,
sharing them between several centres would be preferable, more accessible to patients.

Differences between disease groups included a strong preference for multiple
centres amongst CF, PAH and WS patients and a strong preference for single
national centres amongst OI, TS, EDS, MFS, ATX and ANR patients.
Although there is no obvious link between the prevalence of the disease and
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Figure 49 Preference for multiple local centres versus
a single national centre, according to disease and country groups.
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Figure 50 Preference for travel to specialised,centres versus
freedom of choice in local professionals, according to disease
and country groups
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the preference for a single centre or multiple centres,respondents affected by
one of the five diseases that present with a possible mental handicap (AH, Ch11,
WS, PWS, FRX) reported a slightly greater preference for multiple centres.

Respondents living in rural areas reported a stronger preference for multiple
centres and those living in larger cities and country capitals favoured single
national centres. Differences were also observed with respect to income and
education levels, with a stronger preference for multiple centres in the lower
income groups. This preference was also observed with the higher education
level group.

�To maintain the skills and expertise of its professionals, a specialised centre must follow
a high number of patients affected by a specific disease.

The range of responses regarding the usefulness of a high critical mass of
patients followed by each centre was less significant across investigated
countries and diseases. Respondents affected by PWS, ANR and MFS and
respondents from Denmark, Romania and Sweden attached a slightly higher
importance to this aspect of a Centre of Expertise (although no relationship
was observed between valuing this aspect and a preference for either a single
national centre or multiple local centres). Higher income families and
respondents with higher educational levels reported this aspect as more
useful regardless of the location of their residence.

� Rare diseases are not well known by the majority of health professionals; it is therefore
preferable to travel to a specialised centre for consultations and most specialised care.
�The quality of relationships is as important as skills and competences, therefore, a local
professional is preferable because of freedom of choice.

These two statements both relate to the question, ‘should the centralisation
of highly specialised services within a Centre of Expertise be favoured over
the high quality personal relationships (outside a Centre of Expertise) allowed
by seeking treatment with freely chosen and more easily accessible local
professionals?’ Respondents affected by ANR, PAH and OI (and to a lesser
extent, patients affected by TS, CF, MFS and EDS) more strongly favoured
seeking highly specialised services only from professionals in a Centre of
Expertise. Patients affected by FRX more strongly appreciated the ability to
see local health professionals outside of a Centre of Expertise. Overall,
patients affected by diseases presenting with possible psychiatric problems
favoured the services of local professionals.
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The preference for local professionals as opposed to specialists in a more
distant centre is more pronounced in families with a low income and lower
level of education (Figure 50).

�The main hurdles in travelling to a specialised centre are the cost of transport and/or
the need to be accompanied by someone.
�The main hurdles in travelling to a specialised centre are the time needed to get there
and/or physical difficulties encountered by the patient (pain, fatigue and injuries).

Overall, respondents across investigated disease and country groups favoured
both of these statements equally. Respondents affected by EDS, EB,MG andAH
agreed slightly more strongly with the fact that the main travel barriers include
time and physical difficulties. Patients with ANR, and to a lesser extent, patients
with WS, CF, ATX and OI, reported the cost and/or need to be accompanied
as slightly greater barriers to travel. Respondents from Romania, Hungary, the
UK and Italy all agreed more strongly with both statements, as did respondents
from families with higher incomes and those living in national capitals.

�The role of the general practitioner consists mainly of looking after health problems not
related to the rare disease.

Overall, 44% of respondents reported that a GP should be involved in the
treatment of rare disease. Responses were, however, very heterogeneous
across investigated diseases: more than half of patients with MFS, HD and
ATX agreed with the GP involvement (59%, 53% and 53%, respectively).
Patients with CF, ANR and Ch11 agreed with this statement less often
(37%, 34% and 24%, respectively). Even greater variation was observed
across countries: 72% of French respondents agreed with the statement,
compared to only 10% of Hungarian and 13% of Romanian respondents.
In addition to these cultural differences, significant differences among
socio-demographic groups were also observed: 42% of families with
the highest incomes compared to 27% of families with the lowest incomes
agreed. Respondents with a university degree agreed more often (47%)
than respondents with a primary level of education (31%).

� A specialised centre should involve patient organisations to benefit from their knowledge
of the daily life and needs of patients.

Finally, 95% of respondents reported that patient organisations should be
involved in the management of Centres of Expertise, with very few differences
across disease or country groups.
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Figure 51 Preference for general practitioner
involvement, according to disease and country groups.
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