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1. INTRODUCTION TO THE TOPIC

'Holistic care’ covers the 360° spectrum of the health, social and everyday needs of people living with a rare
disease and their families. Holistic care involves, for example:

e The provision of timely, high-quality, integrated care according to the unmet needs;

e Breaking down barriers in access to care, treatment, education, employment, leisure, psychological
support and all aspects of social inclusion;

e Enabling people to fully enjoy their fundamental human rights, on equal footing with other citizens.

This topic is thus very broad: it encompasses everything from ensuring the coordination between health and
social care, to paramedical support (such as dietary, psychological support etc.), to the social care sphere
(e.g. adapted habitation, respite care, resource centres), to a person’s inclusion in broader societal life (e.g.
education, employment, relationships, etc.). Please note that ‘Integrated Care’ as a concept is also further
explored in the Knowledge Base Summary for Sub-Group 8, ‘Accessing Healthcare’ (see below, p 10).

A significant challenge for patients, professionals, and health and social systems in Europe is the absence of
streamlined, integrated pathways to allow people living with RD to navigate health and social care systems.
This is particularly problematic in view of the complexity of many of these 8000 rare conditions, and the
lack of awareness and understanding in all sectors of society regarding the full impact of the
conditions (e.g. how they manifest in patients and the myriad ways in which different aspects of daily life
can be adversely affected). Very often there is poor communication and collaboration between even the
different ‘'medical’ actors delivering specialised care: the disjoint becomes yet more notable when attempting
to integrate paramedical and social care professionals.

The need for a holistic approach to person-centred care is particularly important in the rare disease
field, where only ca. 5% of conditions have a dedicated therapy of any kind; in such cases, the
integration of paramedical and social disciplines alongside the classical ‘'medical’ approach to treatment and
management is hugely valued and valuable. Evidence from the first European survey on the everyday impact
of rare diseases - 'Juggling care and daily life: The balancing act of the rare disease community” - confirms
that the consequences of living with a rare disease are far-reaching, beyond the health niche. 85% of the
respondents declared that the rare disease impacts upon several aspects of their health and everyday life. 7
in 10 people living with a rare disease or caring for an affected relative have to reduce or stop their
professional activity and 69% also face an income decrease.

THE POLICY PERSPECTIVE

The importance of the subject for rare and specialised conditions has long been acknowledged in
European Policy and so-called ‘soft law’ documents. The Commission Communication of 2008, entitled
Rare Diseases: Europe’s Challenges dedicates a Section (5.2) to these issues:



http://download2.eurordis.org.s3.amazonaws.com/rbv/2017_05_09_Social%20survey%20leaflet%20final.pdf
http://download2.eurordis.org.s3.amazonaws.com/rbv/2017_05_09_Social%20survey%20leaflet%20final.pdf
https://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf
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“Access to specialised social services Centres of expertise may also have an essential role in developing or
facilitating specialised social services which will improve the quality of life of people living with a rare disease.
Help Lines, Respite care services and Therapeutic Recreation Programmes, have been supported and need to
be sustainable to pursue their goals: awareness-raising, exchange of best practices and standards, pooling
resources using Health Programme and the Disability Action Plans.”

The Council Recommendation of 8 June 2009 on an action in the field of rare diseases (2009/C 151/02
addresses this topic in several ways (the emphasis is our own, added here for clarity):

e Member States (MS) were asked to elaborate and adopt NP/NS to guide and structure “relevant
actions in the field of rare diseases within the framework of their health and social systems”

e MS were asked to “ldentify needs and priorities for basic, clinical, translational and social research
in the field of rare diseases and modes of fostering them, and promote interdisciplinary cooperative
approaches to be complementarily addressed through national and Community programmes

e MS were asked to gather national expertise on rare diseases and support the pooling of that
expertise with European counterparts in order to support [amongst other things] the sharing of best
practices on diagnostic tools and medical care as well as education and social care in the field of
rare diseases

An important policy document, specific to rare diseases, is the set of Recommendations to support the
incorporation of rare diseases to social policies and services drafted under the rare disease Joint Actions and
adopted by the Commission Expert Group on Rare Diseases in 2016 (see below for more details)

. THE IMPACT OF RARE DISEASES ON
EVERYDAY LIFE: RARE BAROMETER
VOICES SURVEY

In 2017, a survey entitled ‘Juggling care and daily life: The balancing act of the rare disease community’ was
conducted by EURORDIS-Rare Disease Europe via Rare Barometer Voices, in the scope of the EU-funded
project INNOVCare. The purpose of the survey was to assess the impact of rare diseases on oft-overlooked
areas of life, including mental, social and physical functions, household budget, employment and job careers,
family life and well-being. 3071 people responded to this survey. The full report can be accessed here .

The main findings included the following:



https://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:C:2009:151:0007:0010:EN:PDF
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
http://download2.eurordis.org.s3.amazonaws.com/rbv/2017_05_09_Social%20survey%20leaflet%20final.pdf
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Rare diseases have a serious impact on Activities of Daily Living

r'ln..
| \ People living with a rare disease and their carers spend significant time managing the disease and
the care pathway

The disease generates a strong impact on employment and work-life balance aswell as
important economic burden

Care pathways are complex and hard to manage

People livingwith a rare disease and their carers lack information and feel that social
services are badly prepared to support them

| UU) There is aserious impact on the mental health of people living with a rare disease and their carers

Rare diseases seriously impact everyday life

55%
—

8. 10 patients

in & carers
have difficulties completing
daily tasks (household

chores, preparing meals,
shopping etc.)
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7 . 1 0 patients
n & carers
reduced or stopped

professional activity due to

their or their Family
member's rare disease.

2/30F carers@

spend more than 2 hours a
day on disease-related tasks.

3 times
more people

living with a rare disease and
carers report being unhappy
and depressed than the general

population*
* Rare Barometer Voices sample compared to International Social Survey Programme, 2071
’ Rare Barometer Voices is a EURORDIS-Rare Diseases Europe online The survey was conducted in
"  J survey initiative. It brings together over 6,000 patients, carers and 3 ,071 23 languages
m" _ family members to make the voice of the rare disease community peaple responded across
stronger. Results are shared with policy decision makers to bring to the survey. ]
Rare about change for people living with a rare disease. countries
BT O T BT oo e e e
Voices #_Thank you to all Rare Barometer For more information visit
[ * Voices participants and partners! eurordis.org/voices or email
rare.barometer@eurordis.org
www.eurordis.org/content/contribute-rare-barometer-programme
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3. RELEVANT INITIATIVES, RESOURCES,
AND RECOMMENDATIONS

3.1. Table of Initiatives

Several initiatives have answered the call of the Commission Communication, the Council Recommendation,
and other major policy and legislative documents, and have attempted to better understand the realities and
needs of patients and create resources to address these. The following table showcases a number of past
and ongoing initiatives and organisations.

Commission Expert
Group on RD
(mandate expired)

2016 Recommendations aimed towards the Member States and the European
Commission, focusing on “empowering health services' attempts to facilitate
integrated care provision to enable them to play the role they need to play in
supporting the incorporation of RD specificities into mainstream social and support
services, within a holistic and person-centred approach and a human rights
perspective.”

Recommendations to support the incorporation of rare diseases to social

policies and services

INNOVCare project
(no longer funded)

v' INNOVCare published a set of Recommendations in 2018 to support the
implementation of integrated care and integrated service delivery,
coordinated between health, social and community services: INNOVCare
Recommendations

v A pilot of case management for RD was implemented and evaluated within
INNOVCare, with various positive outcomes for people living with a RD:
increase in the level of information about their disease, their rights and
available services as well as in their capacity to manage their own care;
reduction in burden faced by caregivers; improvement in coordination
between care providers:

v' The project also produced sample training curricula for case managers for
RD: Training Curricula for Case Managers for RD

A full list of resources can be found here: https://innovcare.eu/resources/



https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
https://innovcare.eu/wp-content/uploads/2018/09/INNOVCare-project-Recommendations.pdf
https://innovcare.eu/wp-content/uploads/2018/09/INNOVCare-project-Recommendations.pdf
https://innovcare.eu/training-curricula-for-case-managers-for-rare-diseases-2018/
https://innovcare.eu/resources/
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EURORDIS

EURORDIS-Rare Diseases Europe and its over 800 member organisations launched a
position paper calling for the provision of holistic care for the 30 million Europeans
living with a rare disease and their families, by 2030.

EURORDIS proposed strategy to achieve holistic care by 2030 is based on 3 pillars:

v Pillar 1: Quality and adequate social services and policies;

v’ Pillar 2: Integrated care: bridging health and social care;

v' Pillar 3: Equity of rights and opportunities. EURORDIS and its members call
upon the EU, all European countries and all stakeholders within the health
and social sector, to take action based on its ten recommendations (listed on

page 9).

Position Paper ‘Achieving holistic, person-centred care to leave no-one
behind’ (2019)

RD-ACTION

(no longer funded)

v'  Breakout session summary on Creating a Sustainable Environment
for Holistic & Innovative Care for RD & Complex Conditions
(including specific opportunities for ERNs and their constituent HCPs to
add value in this topic. This was the result of a joint workshop organised
by RD-ACTION and INNOVCare in April 2018)

v" RD-ACTION Policy Brief ‘Integrated Care’

RareResourceNet

RareResourceNet — the European Network of Resource Centres for Rare Diseases —
aims to accelerate the development and the implementation of holistic high quality
care pathways for people living with a rare disease across Europe, to contribute to
raise standards of care and support.

EUCERD Joint Action
(no longer funded)

Papers and factsheets on the types and functioning of specialised social services
for rare diseases:

v Guiding Principles for Specialised Social Services
v Guiding Principles on Training for Social Services Providers

3.2. European Recommendations

At EU level, several sets of the Recommendations adopted by the EUCERD (European Union Committee of
Experts on Rare Diseases) and the Commission Expert Group on Rare Diseases (CEGRD) have a bearing on
this topic. Firstly, the EUCERD Recommendations on Quality Criteria for Centres of Expertise for Rare
Diseases. Adopted in 2011, this document includes consensual criteria for designating Centres of Expertise
(CEs) in European countries (some baseline parity in terms of national perceptions of a CE was essential,



https://www.eurordis.org/carepaper
https://www.eurordis.org/carepaper
http://www.rd-action.eu/wp-content/uploads/2018/04/Breakout-Sessions-Recap_ALL_INNOVCare-RD-Action_Workshop-Holistic-Care-RD_Norway_12-13-April.pdf
http://www.rd-action.eu/wp-content/uploads/2018/04/Breakout-Sessions-Recap_ALL_INNOVCare-RD-Action_Workshop-Holistic-Care-RD_Norway_12-13-April.pdf
http://www.rd-action.eu/wp-content/uploads/2018/09/INTEGRATED-CARE.pdf
https://www.eurordis.org/sites/default/files/EJA-WP6-Guiding-Principles-Specialised-Social-Services.pdf
https://www.eurordis.org/sites/default/files/training-for-social-services-providers.pdf
https://www.eurordis.org/sites/default/files/training-for-social-services-providers.pdf
http://www.eucerd.eu/?post_type=document&p=1224
http://www.eucerd.eu/?post_type=document&p=1224
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particularly as CEs were envisaged to form the ‘core’ of -then
future- ERNs, although ultimately the term HCP (Health Care
Provider) was used in the ERN-related legislation.) The most
pertinent criteria for this topic are as follows:

v (4) CEs bring together, or coordinate, within the specialised
healthcare sector multidisciplinary competences/skills,
including paramedical skills and social services, in order to
serve the specific medical, rehabilitation and palliative needs
of rare diseases patients.

v (9) CEs provide education and training to healthcare
professionals from all disciplines, including paramedical
specialists and non-healthcare professionals (such as school
teachers, personal/homecare facilitators) whenever possible.

v" (10) CEs contribute to and provide accessible information
adapted to the specific needs of patients and their families,
of health and social professionals, in collaboration with

European Union Committee of Experts
on Rare Diseases

EUCERD RECOMMENDATIONS

QUALITY CRITERIA FOR
CENTRES OF EXPERTISE FOR
RARE DISEASES
IN MEMBER STATES

I 24 OCTOBER 2011 I

patient organisations and with Orphanet.

v' (25) Demonstration of a multi-disciplinary approach, when appropriate, integrating medical,
paramedical, psychological and social needs (e.g. RD board).

v (26) Organisation of collaborations to assure the Continuity of care between childhood, adolescence

and adulthood, if relevant.

v (27) Organisation of collaborations to assure the continuity of care between all stages of the disease.

There is no official data to illustrate how many CEs -or indeed ERN HCPs- in fact comply with the criteria
above, and thus with the European vision of a true centre of expertise for rare diseases.

|' f E'L-J'CUEIB—Q .

EUCERD RECOMMENDATIONS
on
RARE DISEASE EUROPEAN
REFERENCE NETWORKS (RD
ERNS)

 steweyas

Secondly, the EUCERD Recommendations on Rare Disease
ERNSs reinforce the importance of CEs for rare diseases -and by
extension, ERN HCPs- functioning in a truly multidisciplinary
manner, complying with the aforementioned 2011
Recommendations.

Thirdly, of course, the policy resource most explicitly and
powerfully linked to rare diseases is the set of Recommendations
to support the incorporation of rare diseases to social policies
and services adopted unanimously by the Commission Expert
Group on Rare Diseases in 2016. These ten recommendations
mainly focus on empowering health services’ attempts to facilitate
integrated care provision, to enable them to play the role they
need to play in supporting the incorporation of rare diseases



http://www.eucerd.eu/?post_type=document&p=2207
http://www.eucerd.eu/?post_type=document&p=2207
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
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specificities into mainstream social and support services, within a holistic and person-centred approach and
a human rights perspective:

RECOMMENDATIONS TO THE EUROPEAN COMMISSION AND MEMBER STATES

1. The incorporation of RD specificities into mainstream social services and policies is a necessary
element to be considered in future National Plans and Strategies (NP/NS) for RD and should be
incorporated when existing NP/NS are evaluated and revised. In particular:

e Training of professionals should be promoted;
e High quality information should be made available.

2. Centres of Expertise have a key role in facilitating integrated care provision in line with the EUCERD
recommendations on Quality Criteria for Centres of Expertise on Rare Diseases22 (4, 9, 10):
e Centres of Expertise (CEs) bring together, or coordinate, within the specialised healthcare sector
multidisciplinary competences/skills, including paramedical skills and social services;
e CEs provide education and training to (...) non-healthcare professionals (such as school teachers,
personal/homecare facilitators);

e CEs contribute to and provide accessible information adapted to the specific needs of patients
and their families, of health and social professionals.

3. European Reference Networks for RD have a key role in facilitating integrated care provision in line
with the EUCERD recommendations on European Reference Networks for Rare Diseases (10)23 and
the Directive on patients’ rights in cross-border healthcare (Article 12, 4-ii)24:

e Rare Disease European Reference Networks (RD ERNs) need to collaborate with each other, as
well as with patient groups, health and social care providers;

* RD ERNSs follow a multi-disciplinary approach;

e RD ERNSs could function as a platform to share experiences and promote cooperation between
MS, to develop precise descriptions of the services required and elaborate common
guidelines.

4. MS should promote measures that facilitate multidisciplinary, holistic, continuous, person-centred and
participative care provision to people living with rare diseases, supporting them in the full realisation of
their fundamental human rights. In particular:
e MS should ensure that people living with a RD are afforded the same standards of care and
support as the ones available to other citizens with similar requirements;
e  MSshould recognise the particular challenges posed by rare and complex conditions.

5. MS should promote measures that support patients/families affected by RD to participate in decisions
regarding their care plan and their life project:

e MS should develop information and training tools for patients and families affected by a RD
which empower them and increase their capacity to undertake a participative role in care
provision;

e (Care providers should be prepared to give non-directive assistance and support patients and
families to express their wishes, set priorities, take decisions and direct their own services if they
wish to do so.
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6. Transfer of information between care providers, within the limits of data protection legal frameworks,
should be promoted to support holistic care provision.

7. MS should promote coordination and networking between all parties involved in the care provision of
persons affected by RD, including public, private and civil society organisations as well as between
providers and patient/disability organisations.

8. RD specificities should be integrated into national systems assessing a person’s level of functioning, in
line with the United Nations Convention on the Rights of Persons with Disabilities.

9. The elaboration and dissemination of good practices for social care in RD should be encouraged.

10. Socio-economic research in the field of RD care provision/organisation should be supported both at
MS level and at European Union level. Support should be provided for research on the following topics:

e Socio-economic burden of RD;

e Accessibility and appropriateness of healthcare services, including social services, for people
living with a RD and their families;

o Effectiveness and cost-effectiveness of social services and support, as well as rehabilitation and
assistive technologies for people with a RD;

e Innovative care practices in health and social services and their impact on the quality of life of
people living with RD.

3.3. EURORDIS Position Paper Of 2019

In May of 2019, EURORDIS issued a Position Paper to raise awareness of the needs of people living with a

rare disease and their families in this broad area.

The document \y"’ \*\e‘ SUSTA NABLE W, :
highlights “ﬂé@ﬂ DEVELOPMENT \J %"
complementary policy- =

based approaches to

HUNGER 3 g

this topic, (¢
incorporating the UN '
Convention on the = 7 e RO A
/ : ECONOMIC GROWTH 10 INEQUALITIES

Rights of Persons
with Disabilities and
the UN Sustainable

i

Development Goals CLMATE ‘ PEACE, JUSTICE PARTNERSHIPS
. 13 ACTION 16 AND STRONG 17 FORTHE GOALS (&3]
relating to health, non- INSTITUTIONS SUSTAMANE
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inclusivity.

(Image from https://sustainabledevelopment.un.org/sdgs)
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10 high-level Recommendations were agreed in the EURORDIS position paper ‘Achieving Holistic Person-
Centred Care to Leave No One Behind’, each accompanied by more specific points and advocacy approaches.

1. Making full use of EU instruments and European networks to implement heolistic care for rare

diseases
2. Creating a supportive political environment at national level for holistic care for rare diseases

4. Gathering and disseminating knowledge and good practices, to ensure that the needs of people
living with a rare disease and their carers are adequately addressed by specialised and mainstream

IIWiCI‘I
L. Implementing specific mechanisms that ensure integrated care provision to rare diseases

L. Guaranteeing meaningful engagement of organisations and representatives of people living with
arare disease in the design and implementation of policies and services

6 « Implementing specific measures that ensure access of people living with a rare disease and their

carers to adequate social services and social protection

? . En:uring the recog niticn and adequate compe nsation of the disabilities l:-:plril-n:ld by people

living with a rare disease

8. Creating the conditions for people living with a rare disease and their carers to access adapted and

sustainable employment

9. Implementing specific mechanisms that empower people living with a rare disease and their
carers, in co-creation and co-delivery with organisations representing pecple living with a rare
disease

10.Elimi rllting all types of disc rim:'nlti-un, en luring that people Iiving with a rare disease have access

to social, labour, educational, leisure inclusion en equal footing with ether citizens

11
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4. HOW MIGHT ERNS SUPPORT THE
PROVISION OF MORE INTEGRATED
AND HOLISTIC CARE FOR PEOPLE
WITH RARE DISEASES?

ERNSs, at first glance, have a less clear responsibility to act in the integrated & holistic care sphere (compared
to, for instance, the duty to support cross-border virtual consultations for complex cases) — at least when
‘integrated’ is defined as connecting medical, paramedical and social actors. Nonetheless, the EUCERD
Recommendations on Rare Disease European Reference Networks defined several responsibilities in this area,
which were reinforced in the Recommendations to support the incorporation of rare diseases to social policies
and services, as can be seen above, page 9. The first large-scale workshop on this topic, organised by RD-
ACTION and INNOVCare initiatives in 2018, demonstrated that there are in fact several areas in which ERNs
-or at least, the HCPs of which they are composed- can make a significant difference to patients living with
a rare disease.

v" Spread understanding of the benefits of joined-up, holistic care pathways for
patients (encompassing less strictly medical professionals, such as physiotherapists,
psychological therapists, and social support appropriate to the specific needs of
people with rare diseases and their families)

¥ Support and propel the drive to identify how best to provide care for patients with
rare and complex conditions and define patient pathways (e.2. ERNs may help to
define best practices and support their inclusion to comprehensive clinical practice
guidelines or care guidelines)

v Create personalised health and social care plans for people with rare diseases,
possibly both those receiving virtual referrals and the patients visiting constituent
HCPs

¥ Engage in tertiary prevention activities, including the creation of dedicated
guidance from the ERN for patients and families and for local health and social
actors (some activities may of course sit more logically with the actual Centres of
Expertise i.e. the HCPs here)

v Embed good practices to support integrated care for patients in their constituent
HCPs [and eventually ‘affiliated” partners), and in time help to diffuse good
practices to broader heath systems

¥ Contribute to the collection and integration of data, to improve knowledge and

understanding of rare diseases and the impact of patients and wider society

12



http://www.eucerd.eu/?post_type=document&p=2207
http://www.eucerd.eu/?post_type=document&p=2207
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf
http://www.rd-action.eu/european-reference-networks-erns/workshop5/
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NB: the role of ERNs in supporting the delivery of integrated care at a national level will be addressed in the
Knowledge Base Summary for the topic ‘Accessing Healthcare'. In June 2019, the ERN Board of Member
States adopted a statement on Integration of the ERNs to the healthcare systems of Member States. This
important document provides guidance around 5 topics: national rare disease plans/strategies and legal
framework for ERN integration; patient care pathways; referral systems to the ERNSs; support by Member
States to ERN Coordinators, full members and affiliated partners; and information on ERNs provided at
Member States level. Although several of these titles have a definite relevance for 'holistic care’, and for the
issues explored in this Summary document, the focus of the BoMS Statement is primarily on the healthcare
domain.

5. NEGLECTED AREAS OF STUDY

5.1. Research on The Socio-Economic Burden
Posed by Rare Diseases

Few projects to-date have sought to estimate the full socio-economic burden of rare diseases. Individual
disease communities may have conducted research in this area: some seeking to demonstrate the benefits
of truly multidisciplinary care approaches, as delivered by genuine expert centres able to unite all necessary
specialists across not only medical but also psychological, social, and educational actors. However, research
on the full impact of rare diseases to society at large seems scarce and fragmented: the field is missing broad
studies assessing, for instance, the costs of disjointed medical and social care for patients and health systems,
and the economic impact (to patients and families and to society at large) of patients/family members being
forced to abandon or reduce employment due to affliction with the disease or the need to act as -potentially
unpaid- carers.

A 2010-2013 project, BURQOL-RD, was funded by the 2"¥ Public Health Programme. The project set out to
conduct the first comprehensive analysis on this scale in the rare disease field, by employing a single
methodology to assess both direct costs and indirect costs of rare diseases across numerous health systems.
The team assessed the socio-economic burden for 10 different rare diseases, using what they termed the
BURQOL-Metre, and also proposed a methodological framework to measure the health-related quality of life
(HRQOL) of patients and their caregivers (see_http://burgol-rd.eu/pag/publications.html for publications).

However, there has been limited activity in this sphere since the end of this project, despite the fact that the
CEGRD Recommendations explicitly call for a renewed focus:

13



https://ec.europa.eu/health/sites/health/files/ern/docs/integration_healthcaresystems_en.pdf
http://burqol-rd.eu/pag/publications.html
http://burqol-rd.eu/pag/publications.html
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“Recommendation 10. Socio-economic research in the field of RD care provision/organisation should be
supported both at MS level and at European Union level. Support should be provided for research on the
following topics:

Socio-economic burden of RD;
Accessibility and appropriateness of healthcare services, including social services, for people living with
a RD and their families;

e fFffectiveness and cost-effectiveness of social services and support, as well as rehabilitation and assistive
technologies for people with a RD;

e Innovative care practices in health and social services and their impact on the quality of life of people
living with RD".

5.2. Quality of Life Data

One solution to better understand how complex and often multisystemic conditions (whether rare diseases
or otherwise) affect patients is to explore quality of life using approved tools and scales. The issue of how
best to capture Health related quality of life (HRQoL) for those living with a rare disease or requiring highly
specialised procedures and interventions, is challenging. On the one hand, particularly when assessing health
technology (for instance via clinical trials), decision-makers seek comparable data to determine the relative
effectiveness of medicinal products/aids/devices etc. At the same time, however, generic HRQoL measures
such as EQ-5D often omit the sorts of specificities and dimensions which really matter to patients.

More appropriate, relevant, and standardised QoL measures would provide a broader base for the selection
and measurement of Patient-Centred Outcomes.

5.3. Rare Diseases and Disability

A high percentage of people with a rare disease are affected by motor, sensorineural or intellectual
impairments, which can occur simultaneously. 72% of people living with a rare disease involved in EURORDIS’
recent European survey on the impact of rare diseases on daily life, reported having difficulties with motor
or sensorial functioning.

According to the same survey, people living with a rare disease face serious limitations in their Activities of
Daily Living (ADLs):
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A major challenge for many rare conditions is the complexity of the phenotype and the lack of awareness by
social (and often more generalist medical) professionals of the diverse and often hidden ways in which a
condition can impact on a patient’s life. Disabilities due to rare diseases are typically poorly understood by
all but the most specialised professionals, which makes it difficult to find up-to-date reliable information on
the manifestation of a disease, not purely in terms of medical problems but also considering how the
condition could affect eating, sleeping, working, studying, behaviour, etc.

Indeed, the recognition of their disability is the main challenge for people living with a rare disease:

»  34% of the EURORDIS survey respondents who had undergone a disability assessment felt that the
percentage of disability assigned to them was too low;

=  19% of the survey respondents had not been enrolled to any sort of disability assessment, despite
feeling this would be warranted.

The Commission Expert Group on Rare Diseases recommends to Member States that rare diseases
specificities should be integrated into national systems when assessing a person'’s level of functioning, in line
with the United Nations Convention on the Rights of Persons with Disabilities.

An important avenue to address some of these issues is the creation of robust and RD-sensitive systems to
categorise disability (and also ability, respecting what patients are able to do and the areas in which they can
engage in ordinary societal activities, perhaps with a little additional support). The ICF is a good baseline in
the sense it is an international framework that allows for exchange between MS but also between different
actors such doctors, social workers etc. in a single country. AS it stands, however, ICF is often inadequate for
rare diseases and requires adaptations. Orphanet is attempting to address this situation, in several ways,
through the information resources available when searching for given conditions in the encyclopaedia (see
image below).
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The Orphanet Disability Project, involving experts and patients from across Europe and beyond, is
developing RD disability core data sets derived from and compatible with the ICF-CY (the International
Classification of Functioning, Disability and Health-Children & Youth version). The goal is to map activity
limitation/restrictions by disease, using the Orphanet Functioning Thesaurus. The information is gathered via
a questionnaire sent to medical experts, disability specialists and patient organisations.

Users can find information relating to activity limitations and participation restrictions; frequency in the
patient population (i.e. what proportion of the patient community will be affected by each of these limitations
or restrictions — are they common to all patients or only a small subset?); whether the disabilities are
permanent or transient; the severity of the limitations and restrictions; whether they relate to delay in the
development of abilities or to loss of abilities, etc. The data is analysed and standardised to constitute the
Orphanet Functioning Database.

Over 1 000 RDs have been assessed so far, with the support of the French Caisse Nationale de Solidarité pour
l'’Autonomie. However, there are many thousands of rare diseases, and often the resources generated are
only available in certain languages. An example of the data set provided for annotated diseases is shown
below.
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ORPHA:110 Bardet-Biedl syndrome

= Activity limitation/participation restriction is described according to the Orphanet Functioning Thesaurus,
derived and adapted from the International Classification of Functioning, Disability and Health - Children and
Youth (ICF-CY, WHO 2007). The provided information is assessed from the whole patients’ population
affected by the disease, receiving standard care and management (specific and/or symptomatic
management, pravention and prophylaxis, devices and aids, care and support). Functional consequences are
organized by their frequency in the patients’ population. This general information may not apply to specific
cases. Some difficulties reported here can occur with a different tempaorality or severity degree, and others
that are not listed can nevertheless arise.

+ Loss of an ability

Very frequent

Seeing/watching v Permanent limitation Severe

Driving v Permanent limitation Severe

Acquiring language Acquisition delay Moderate
Being aware of space Permanent limitation Maoderate
Receiving messages in sign language ¥ Permanent limitation Severe
Receiving nonverbal messages Permanent limitation Severe
Speaking Acquisition delay Moderate
Producing messages in sign language Permanent limitation Severe
Walking long distances Permanent limitation Moderate
Performing vigorous activities (climbing, running, jumping, Permanent limitation Moderate
sWimming....)
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6. RESULTS OF THE LITERATURE
REVIEW*

*The earlier sections of this document were elaborated via research, partner expertise, and data stemming from
the Resource on the State of the Art of Rare Disease activities in Europe. This final section is a summary of the
results of a literature review performed by INSERM Orphanet, and is designed to highlight peer-reviewed
publications which may suggest trends in this broad topic.

Rare diseases are often incapacitating and life-limiting diseases which have a tremendous impact on the
patient’s life, as well as the lives of caregivers and families. Whilst traditional healthcare concentrates efforts
in treating the disease per se, patients often require supplementary support in order to improve their life
experience and face the many obstacles to be surmounted in relation to their disease. Nonetheless, often
this aid and support is not provided by the healthcare system or else is not accessible (8; 9; 12). Hence,
a whole range of unmet needs are waiting to be filled in order to alleviate the difficulties and suffering faced
by patients. By extension, caregivers and families of patients also see their life very deeply affected by
the condition and express as well a need for support which is rarely filled (8; 9; 12; 13).

Consequently, the trends show that patients and caregivers tend to feel the socioeconomic burden of
the disease very heavily. Most patients need assistance in many areas of their life such as domestic life,
transport/mobility, personal mobility/posture, leisure activities, educational or professional activities and
self-care (10). A majority of patients are barred from employment prospects and many caregivers or
family members are obliged to either reduce their working hours or cease their activity altogether.
This results in patients living well beneath the poverty line, with them and their caregivers having to grapple
with economic difficulties (9). Indeed, many are forced to incur substantial out-of-pocket costs, which greatly
affects their lifestyle.

Caregivers, patients and families also suffer from psychosocial effects. In addition to the psychosocial effects
and mental health issues arising from the patient’s condition, individuals report exclusion, discrimination
and moral suffering (1; 6). Parents for instance report feeling socially isolated and desperately lonely.
They often express emotions of anxiety, fear, anger, frustration and uncertainty and share common unmet
needs regardless of what disease their child has (13). Moreover, very little social and economic support
is offered for caregivers who are most of the time not even recognised as such (12; 14).

Furthermore, the difficulty in accessing care and the labyrinthine structure of the healthcare system
complicates the tasks of caregivers who are forced to put much of their energy into accessing the
right service and care available. The lack of information from which patients and caregivers alike suffer
leads them to adopt multiple roles placing them in complex and highly demanding situations (1; 2).
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Nevertheless, in spite of these trends which seem to indicate that there is still much to be done in order to
offer holistic care integrating all aspects of the condition, some efforts and changes can be distinguished in
the support services developed and in the healthcare frameworks. Social inclusion, psychological and
educational considerations are gradually being integrated in national health programmes and
frameworks (6) and more specialised and support services are available (8). Services thought to greatly
benefit rare disease patients and their surroundings include the following: therapeutic recreation
programmes (8); one-stop-shop services such as resource centres offering family programmes; respite care;
summer camps; familial support (6; 8); and the intervention of case managers who ensure the coordination
between team members and the user, fill information gaps, and provide expertise in navigating the
healthcare system (6; 10). The use of internet support groups has also been evaluated as helpful for
emotional support, finding medical information and psychological support (5).

The Commission Expert Group on Rare Diseases Recommendations to Support the Incorporation of Rare
Diseases into Social Policies and Services also points towards the right direction, recommending that
Member States should ensure that people living with a rare disease are afforded the same standards of care
and support as anyone else, and that the specific challenges posed by rare and complex conditions need to
be recognised (6; 7). This document also promotes the development of holistic and integrated care
pathways for rare diseases and requests Member States to include special measures in their national plans
and strategies.

Finally, the time-limiting nature of many rare diseases makes palliative care a central component of the care
management of patients: emphasis is placed on the need to focus on ways to improve this critical discipline.
Such attention is key for the establishment of a complete holistic healthcare system as regards to rare
diseases. Therefore, some researchers emphasise some elements which are crucial in order to fully
accompany and ease the suffering of the patients, their family and their caregivers on this challenging path.
Examples of such efforts for holistic end-of-life experiences include (1): improving education on palliative
care approaches; identifying and responding to the unmet needs of caregivers and families who are
affected by the evolution of the disease, including lack of information, emotional distress, feelings of
uncertainty; attention on ways of communicating, and facilitating decision-making; consideration of
ethnic and cultural differences (4); and integration of the transitions experienced by the patients
during the last stages of the evolution of their disease.
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Rare2030

Foresight in Rare Disease Policy

The health of 30 million people living with a rare disease in Europe should
not be left to luck or chance. The Rare 2030 foresight study prepares a
better future for people living with a rare disease in Europe by gathering
the input of a large group of patients, practitioners and key opinion leaders
to propose policy recommendations.

Since the adoption of the Council Recommendation on European Action in
the field of Rare Diseases in 2009, the European Union has fostered
tremendous progress to improve the lives of people living with rare

diseases. Rare2030 will guide a reflection on rare disease policy in Europe

through the next ten years and beyond.
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