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Abstract

Objectives: Many people living with a rare disease are cared for by a family member. Due to a frequent
lack of individual rare disease (RD) knowledge from healthcare professionals, the patient and their
informal caregiver are frequently obliged to become ‘experts’ in their specific condition. This puts
huge strain on family life and results in caregivers juggling multiple roles in addition to unique caring
roles including as advocate, case manager, and medical navigator. We conducted a rapid review of

literature reporting on the unmet needs of informal caregivers for people living with a RD.

Setting: Searches were conducted in Medline, Embase, Web of Science, GreyLit and OpenGrey.

Results: Thirty-five papers were included in the final review & data extracted. This rapid review
presents several unmet needs identified by informal caregivers of persons with a RD. The related
literature was organised thematically: caregiver burden, support through the diagnosis process, social
needs, financial needs, psychological needs, information needs and acknowledgement from

healthcare professionals.
Conclusions: This review provides evidence that increased meaningful support is required for

caregivers. Active engagement should be encouraged from this cohort in future research and

awareness raised of the support available to improving the quality of life for families living with an RD.
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The unmet needs identified through this review will benefit people living with a RD, caregivers,

healthcare professionals and policy makers.

Key words: burden, informal caregiver, needs, rare disease, review.

Introduction

Rare diseases (RDs) are those which affect less than 1 in 2000 people in a specified population .
Although each RD occurs infrequently, collectively RDs are a major public health issue affecting
approximately 300 million people globally 2 3. RDs result in a wide variety of healthcare needs
stemming from the involvement of multi-organ systems and cognitive and/or developmental issues.
Many RDs are chronic, complex and associated with physical, intellectual, or neurological disabilities
that significantly affect patients and their families. In addition, many families living with a RD lack peer

and community support services 47.

The family often plays a pivotal role in a person’s adjustment to chronic disease and is influenced by
behavioural, social factors 8. Caring for someone with an RD affects many areas of life including
psychologically, economically, physically and logistically °. The importance of good mental and
physical health for the informal caregiver is therefore vital for their own wellbeing and to ensure they
can sustain the essential role of assisting the person with an RD 01111 |ndividuals with RDs and their
families often have limited evidence-based information to guide decisions about disease management
and symptom relief 12 13, Further, the inherent uncertainty that comes with having a RD, including
delays in diagnosis and a lack of knowledge about current and future care needs ** >, impact access
to services and management of the RD 6. Research on the experience of having an RD indicates that
care and service needs are often not identified based on the severity of the health condition, but

rather are associated with poor quality of care and barriers to access > 7.

Given the few people with a specific RD, healthcare providers often are not knowledgeable about the
condition. Therefore people living with a RD and their carers have to become their own experts 2.
This causes a change to the usual patient-doctor relationship, which can bring challenges 1° 2°. Caring
for someone with a RD can be highly demanding often requiring intense and unique care specific to
the individuals needs ?'. Delayed diagnosis, lifelong caring, limited capacity for independent living,
lack of treatment options and large health service needs have severe impacts on parent’s physical and

psychosocial wellbeing 2.
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Rapid reviews are an emerging type of knowledge synthesis used to inform health-related policy
decisions and discussions, especially when information needs are immediate 2326, Rapid reviews
streamline systematic review methods — for example, by focusing the literature search 2 while still
aiming to produce valid conclusions. The requirements or the review, which was undertaken with a
short deadline, were for a short but in-depth synthesis of the current state of the issues facing

caregivers for those with a rare disease.

The purpose of this study was to identify literature reporting on the unmet needs of informal

caregivers for people living with a RD.

Methodology

Search strategy and inclusion criteria

Three electronic databases were searched -- Medline, Embase and Web of Science -- using the
combined terms ‘informal caregiver* and ‘rare disease*’. All searches were conducted on 14
September 2021. Reference lists of included papers were screened for further sources. A search was
also conducted of grey literature using the databases GreylLit and OpenGrey. Duplicates and non-

English language articles were excluded.

Study selection and data extraction

Database searches were last conducted on 14 September 2021 by JM. Titles and abstracts of the
identified articles were downloaded onto Endnote. Duplicate articles were removed and the
remaining papers were screened through analysing their titles and abstracts. If relevant, the papers
were then further screened by reading the full text. Data were extracted by JM who recorded the

follow data for each study:

e Author & year of publication

e Country in which the study was conducted
e Data collection method(s)

e Participants

e Identified caregiver needs
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The criteria for inclusion were articles that address caregiving for people living with an RD. Articles on
caregiving alone or RD alone were excluded. Primary research studies and systematic review were

considered for inclusion as shown in Table 1.

Table 1: Literature search results

Database No. of articles No. of articles included in
retrieved review

Medline 6 5

Embase 6 5

Web of Science 62 13

GreylLit 0 0

OpenGrey 0 0

This table shows the number of articles identified from each database before reference lists were checked.

An illustration of the search strategy including databases searched and screening methods is

displayed in Figure 1, modelled on the PRISMA flow diagram.

Patient and Public Involvement

The need for this review was highlighted by a priorities workshop in 2020, which considered
contributions from >2,000 individuals living with rare disease. The review was also shared with
representatives from a local rare disease charity in Northern Ireland (the Northern Ireland Rare

Disease Partnership).

Results

General description of the literature

Sources initially identified from each database were as follows: MEDLINE n= 6, Embase n= 6, Web of
Science n=62, OpenGrey n=0 and GreyLit n=0. The screening process resulted in 30 documents which
were reviewed based on their titles and abstracts. Following the screening 5 duplicate papers were
removed and 25 papers were identified for full text screening. Further studies were identified from
search the reference lists. Finally, 35 texts were included in the full review, with characteristics of

each source summarised from the completed data extraction table (Supplementary file 1).

Of the texts included, publication dates were from 2006 to 2021 and the studies were conducted in

Australia, Canada, Germany, Ireland, Italy, Netherlands, Spain, United Kingdom and the United States.
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A narrative review is presented below, highlighting the main needs of caregivers of people living with

an RD. The related literature has been organised thematically under the following headings:

e Caregiver burden

e Support through the diagnosis process
e Social needs

e Financial needs

e Psychological needs

e Information needs

o Acknowledgement from healthcare professionals

Findings from these studies were organised thematically under the following headings as shown

visually in Figure 2.

Caregiver burden

Caring for someone with an RD presents a range of challenges 27 28 that are affected by the severity of
the illness and its duration, knowledge about the condition and its changes over time, and one’s ability
to address the emotional toll involved with long-term care 2°. Despite the stress and difficulties
associated with being a family caregiver 39, often they acknowledge the positive aspects of caring for

their loved ones 39,

The quality of life of caregivers is often compromised by their placing others’ needs before their own
31, Previous research has shown that family caregivers do not have enough time for themselves, 32
and that caring for someone with an RD can negatively impact on all dimensions of family life 33,
Caregivers are often forced to miss work or school days due to the demands of their role, frequently
address unpleasant events and watch a loved one suffer 2. Consequently, they would benefit greatly
from support to reduce the burden of caring 3. This includes both supports for informal carers of

people with a variety of health issues, as well as for RD-related issues 34

Support through the diagnosis process
In spite of marked medical progress over the past several decades in identifying an RD, there are
substantial delays in diagnosing these conditions 3>. This can have adverse impacts on families 12,

Little attention is given to parent concern in the diagnostic process with previous research reporting
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concerns regarding how the diagnosis was delivered to parents, lack of guidance and poor follow-up
post diagnosis 3. Previous research has shown that families are often dissatisfied by the way in which
a diagnosis is given, including an insensitive style of communication, not offering support or
counselling, and inadequate provision of information about the disease. This can cause emotional
stress for caregivers who have not yet learned about the condition and how it will affect them and
their families. Therefore, interventions to support the following a diagnosis would be useful, delivered

either in hardcopy or online 36,

Social needs

Social isolation is common among caregivers with the impact on personal relationships being a
reoccurring theme #°>. All too often, caregivers have little time to themselves and rely heavily on family
members for support and respite. This in turn causes further emotional stress and in the case of
parents, uncertainty about their child’s future 3. Parents of children with an RD often feel isolated
from mainstream society and struggle to stay socially connected . It was suggested that the insights
gained through research studies regarding the impact on caregivers’ social lives should be considered
in future clinical service planning. Additionally holistic, empathic, and person-centred medical and
psychosocial care is urgently needed for this cohort 6. Support is needed as family relationships are
often impacted due to demands of caring *. There is a need for improved parental supportive care as

many common unmet needs exist across RDs 3.

Financial needs

Previous research has indicated that financial issues are a top concern of caregivers of persons with
RD 3063927  The high economic costs that families must cover means that financial burden is common
among caregivers of those with an RD, many of whom are forced to exhaust their financial savings “°.
Purchasing equipment, hiring professionals, and the additional financial burden the illness has on
families poses immense stress on family life 4. Often financial issues impact on the ability of the
caregiver to meet the individual’s healthcare needs, increasing the strain on their lives 2. Substantial
social/economic burden is mostly attributable to high direct non-healthcare costs #3. Previous
research has shown that caregivers’ financial burden might be conditioned by the clinical condition of
the patient #4. In addition to the direct healthcare costs, caregivers of those with an RD report that
their career choices are influenced due to their caring role. Furthermore, caring duties can result in
missed working days due to emergency caring demands 37 making it difficult for many caregivers to
maintain their job and advance in their careers #1. Financial hardship adversely effects the mental

health of caregivers %2,
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Psychological needs

There is a lack of psychological support for families caring for children with a RD, and many report that
accessing appropriate psychological care is difficult ©12. Previous research has suggested that this form
of support should be offered at the time of diagnosis 12 1°. Depressive symptoms are often associated
with caregiving burden and therefore there is a need to develop interventions for caregivers
considering their special needs 1°. Caregivers often express concerns about the future 32, experiencing
emotional distress that can compromise the well-being of family carers, who attempt to maintain
multiple roles 1. Psychological interventions can help reduce stress, a sense of being burdened and
feelings of isolation that many RD caregivers feel #>. Research has suggested that screening for
depression is needed and emphasises the need for a holistic approach to family mental health in the
context of chronic childhood disease “¢. Peer support is a key resource in terms of information and

emotional support for parents who often begin their journey feeling isolated and alone 22,

Information needs

Suggestions were made that information about the condition should be given to caregivers at the time
of diagnosis as well as signposting them to groups connecting families who share common experiences
2 Caregivers require access to accurate information, appropriate services and improved
communication between patients, families, and a range of both health and social care and other public
services 2. Families require easily accessible services that include the family in the unit of care, provide
support and information, and understand the process of family adjustment and adaptation in the long
term 4. Policies and structures are needed to support social and economic needs “¢. Engaging
caregivers in future avenues of research is vital to ensure resources and funding are targeted in the

best way #°.

Acknowledgement from healthcare professionals

Out of necessity, informal carers often know more about a particular RD than healthcare providers
do. This often leads to poor communication and collaboration. Furthermore a lack of coordination of
care force carers to fill the gap by juggling multiple roles including that of advocate, case manager,
and medical navigator *°. Caregivers often experience silencing or being silenced when interacting
with health-care and social care systems and providers >1. This has been attributed to the lack of
knowledge about RDs by health-care providers who also are unaware of the impact that caring for
someone with RD *°. This points to the need to improve the knowledge of health care providers on

the medical, social and financial impact these informal carers experience 4. Health care providers
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should also acknowledge the vital role that informal caregivers play in promoting the health and
quality of life of persons with an RD 2. Caregivers, especially parents caring for someone with an RD,
work hard to be heard and acquire services within health and social systems >°. Another way that
informal caregivers are silenced is due to how they are overlooked in the world of research despite
growing emphasis on ensuring ‘patient and public involvement’ (PPI). It is vital that this pattern is

changed so that they have an opportunity to be heard %3 77,

Discussion

The purpose of this rapid review was to synthesise and describe what is currently known about the
needs of informal caregivers for people living with an RD. Based on the findings, several
recommendations for future healthcare practices and policies, as well as for research are evident.
First, it is important to consider the extreme burden often experienced by these caregivers, many of
whom place the need of others ahead of their own while navigating this journey with little or no
support s 31. Support is needed to help caregivers with many aspects of their caring duties from the

initial diagnosis process which has been a difficult time for many families 3°.

Social support would be welcomed to enable caregivers to have much needed time away from their
caring duties to recharge and also to relieve them of the emotional strain which impacts on not only
themselves but their wider family . The mental strain of caregiving is evident from previous research,
psychological interventions are required that consider the family as a whole to reduce the emotional
strain and depression too often experienced by caregivers 2! 4. Many caregivers have also reported
struggling financially not only due to the high costs of the practical side of caring but as a result of the

impact caring can have on their ability to maintain a career #%, financial support therefore a priority.

Clear information should be provided for caregivers from diagnosis through to their rare disease
journey 2 to replace the current situation of confusion and uncertainty due to unclear and incomplete
or conflicting messages. Lastly, caregivers must be recognised by healthcare professionals for the
integral part they have in caring for someone with a rare disease. This relationship often changes the
dynamic between health professional and patient and so caregivers must be listened to and viewed
as an ‘expert’ >2. All of the above-mentioned issues should be taken into consideration when planning

future research, it is vital that informal caregivers views are valued.

Strengths and limitations
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This study explored a cohort of individuals who frequently go unnoticed and unreported in the
literature —informal caregivers of individuals diagnosed with a rare disease. The rapid review followed
the guidelines for conducting a rapid review of the literature 22 242> 26 | The review was conducted by
experienced researchers in the area of RD carer needs who have a wealth of relevant experience.
Additionally, manual searches of reference lists were conducted to identify any papers not found by

the initial search strategy.

However, it is important to acknowledge limitations of this review. Due to resource constraints, only
one author (JM) initially screened the titles and abstracts from the total set of documents retrieved.
This could lead to bias. However, conducting a rapid review produced results quickly, including
identifying the main self-identified needs of caregivers of people living with an RD. This is particularly
important given the key role that informal caregivers play, and the fact that earlier research has
focused on the person with an RD and not the caregiver. The authors of this paper consider the needs

of RD caregivers a priority and recognises the value they bring to the unique caring needs.

Conclusion

This rapid review presents several unmet needs identified by informal caregivers of persons with a RD.
It is hoped that the findings contribute to increasing the amount of meaningful support for caregivers
as well as encourage their active participation in improving the quality of life for families living with
an RD. ltis important that this cohort are engaged in future research to ensure their needs are being
addressed. Better meeting needs of informal caregivers for people living with a RD is in the best
interests of people with a RD, healthcare professionals and policy makers, as well as caregivers. It is
important that awareness is raised about the range of support options are available for informal

caregivers of people with an RD from health and social care providers, charities and/or support groups

27
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Following screening of electronic databases MEDLINE, EMBASE and Web of

Science, 74 primary sources were identified. Grey lit and OpenGrey were
also screened for grey literature, 0 sources identified. Reference lists and
forward citations screened, 10 new sources identified.

84 Papers identified
for screening

5 Duplicates removed

Screening of abstracts and full texts

Screening of titles excluded a further 11 papers
identified 46 papers to be

further screened.

Not in English language
No informal caregiver focus

No rare disease focus

Following screening of full
text, 35 papers were
identified to be included in
final review.

Figure 1 PRISMA flowchart
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Figure 2 Main needs of caregivers for those with a rare disease
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Bendixen, R. M., & USA Interviews Parents of children with Listenetﬁo by healthcare providers
Houtrow, A. Duchenne muscular dystrophy InclusiofBin the diagnostic process
Improved delivery of the diagnosis
2017 Improveﬁ follow up after diagnosis
Cafiedo-Ayala, M., Rice, | USA Questionnaire Informal caregivers Mental Bealth support
D. B., Levis, B., et al. g
N
o
N
2020 N
Currie, G., & Szabo, J. Canada Semi-structured Parents of children with RDs Commu@cation issues need addressed as parents
interviews often kngw more about the disease than healthcare
2019 provide%.
Improved coordination of care between providers and
servicesaring for children with rare diseases.
Gap in agcessibility to government supports needs
5
addressed.
Currie, G., & Szabo, J. Canada Semi-structured Parents of children with rare Health-Gre providers need more understanding of
interviews neurodevelopmental diseases rare con%itions.
2019 More support needed, parents often ‘lose themselves’
in this démanding caring role.
Flores D., Ribate M.P., Spain Questionnaires Caregivers to patients with FinanciaSsupport.

Montolio M., et al. Duchenne muscular dystrophy 9
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Patients and caregivers
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Landfelt E., Lindgren P., | Germany, Visual analogue Caregivers to patients with Screenirg; for depression.
Bell C.F., et al. Italy, UK, scale, survey, Duchenne muscular dystrophy Holistic &pproach to family mental health needed.
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2016 e
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Mori, Y., Downs, J., Australia Survey Families with a child with Burden &f daily caregiving requires support,
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problents, financial difficulties, QoL.
2017 8
Mutch, K., Methley, A, England Semi-structured Partners of people with NMO Acknowpgdgement from HCP regarding the vital role
Hamid, S., et al. interviews they pla%n caring.
S
2017 35
Palacios-Cena, D., Spain Interviews, focus Caregivers of children with Answeréneeded regarding ‘the first symptoms’ and
Famoso-Perez, P., groups, researcher’s Rett Syndrome ‘the need for a diagnosis’.
Salom-Moreno, J., et al. field notes, Help wi@ managing day to day life.
caregiver’s personal Financiagsupport.
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Abstract

Objectives: Many people living with a rare disease are cared for by a family member. Due to a frequent
lack of individual rare disease (RD) knowledge from healthcare professionals, the patient and their
informal caregiver are frequently obliged to become ‘experts’ in their specific condition. This puts
huge strain on family life and results in caregivers juggling multiple roles in addition to unique caring
roles including as advocate, case manager, and medical navigator. We conducted a rapid review of

literature reporting on the unmet needs of informal caregivers for people living with a RD.

Setting: Searches were conducted in Medline, Embase, Web of Science, GreyLit and OpenGrey.

Results: Thirty-five papers were included in the final review & data extracted. This rapid review
presents several unmet needs identified by informal caregivers of persons with a RD. The related
literature was organised thematically: caregiver burden, support through the diagnosis process, social
needs, financial needs, psychological needs, information and communication needs and

acknowledgement from healthcare professionals.
Conclusions: This review provides evidence that increased meaningful support is required for

caregivers. Active engagement should be encouraged from this cohort in future research and

awareness raised of the support available to improving the quality of life for families living with an RD.
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The unmet needs identified through this review will benefit people living with a RD, caregivers,

healthcare professionals and policy makers.

Key words: burden, informal caregiver, needs, rare disease, review.

Strengths and limitations

This study explored a cohort of individuals who frequently go unnoticed and unreported in
the literature — informal caregivers of individuals diagnosed with a rare disease.

The rapid review followed the guidelines for conducting a rapid review of the literature.

The review was conducted by experienced researchers in the area of RD carer needs who have
a wealth of relevant experience. Additionally, manual searches of reference lists were
conducted to identify any papers not found by the initial search strategy.

It is important to acknowledge limitations of this review. Due to resource constraints, only
one author (JM) initially screened the titles and abstracts from the total set of documents
retrieved. This could lead to bias.

Conducting a rapid review produced results quickly, including identifying the main self-
identified needs of caregivers of people living with an RD. This is particularly important given
the key role that informal caregivers play, and the fact that earlier research has focused on

the person with an RD and not the caregiver.

The authors of this paper consider the needs of RD caregivers a priority and recognises the value they

bring to the unique caring needs.

Introduction

In Europe, rare diseases (RDs) are those which affect less than 1 in 2000 people in a specified

population 1. Although each RD occurs infrequently, collectively RDs are a major public health issue

affecting more than 450 million people globally 2 3. RDs result in a wide variety of healthcare needs

stemming from the involvement of multiple organ systems, such as respiratory complications, the

circulatory system. Muscular system, digestive system, and central nervous system. Many RDs are

chronic, complex and associated with physical, intellectual, or neurological disabilities that

significantly affect patients and their families. In addition, many families living with a RD lack peer and

community support services 47

For peer review only - http://bmjopen.bmj.com/site/about/guidelines.xhtml


http://bmjopen.bmj.com/

oNOYTULT D WN =

66
67
68
69
70
71
72
73
74
75
76
77
78
79
80
81
82
83
84
85
86
87
88
89
90
91
92
93
94
95
96
97
98
99

BMJ Open

Although not always the case, family often plays a pivotal role in a person’s adjustment to chronic
disease and is influenced by behavioural and social factors 8. A family member frequently takes on
the role as caregiver or a person with a close relationship as an informal caregiver. Caring for
someone with an RD affects many areas of life including psychologically, economically, physically
and logistically °. The importance of good mental and physical health for the informal caregiver is
therefore vital for their own wellbeing and to ensure they can sustain the essential role of assisting
the person with an RD 1° 1, Individuals with RDs and their families often have limited evidence-
based information to guide decisions about disease management and symptom relief 1213, Further,
the inherent uncertainty that comes with having a RD, including delays in diagnosis (the average
time for a diagnosis of a rare disease in Northern Ireland is 5 years) and a lack of knowledge about
current and future care needs 15, impact access to services and management of the RD .
Research on the experience of having an RD indicates that care and service needs are often not
identified based on the severity of the health condition, but rather are associated with poor quality
of care and barriers to access, for example lower satisfaction with healthcare services and care

coordination 1517,

Given the few people with a specific RD, healthcare providers often are not knowledgeable about

the condition. Therefore people living with a RD and their carers have to become their own experts
18 This causes a change to the usual patient-doctor relationship, which can bring challenges such as
difficulties in communication and patients struggling to get sufficient accurate information to make

informed choices 1° 20,

Caring for someone with a RD can be highly demanding often requiring intense and unique care
specific to the individuals needs ?*. Delayed diagnosis, lifelong caring, limited capacity for
independent living, lack of treatment options and large health service needs have severe impacts on

parent’s physical and psychosocial wellbeing 2.

Rapid reviews are an emerging type of knowledge synthesis used to inform health-related policy
decisions and discussions, especially when information needs are immediate 2326, Rapid reviews
streamline systematic review methods — for example, by focusing the literature search 2 while still
aiming to produce valid conclusions. The requirements or the review, which was undertaken with a
short deadline, were for a short but in-depth synthesis of the current state of the issues facing

caregivers for those with a rare disease.
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This review focuses on informal caregivers for people living with a RD. We were particularly interested
in their holistic needs when caring for this unique population and how these may differ from other
caring populations where there is often more support available e.g. carers of people with dementia or

cancer.

Methodology

Search strategy and inclusion criteria

Three electronic databases were searched -- Medline, Embase and Web of Science -- using the
combined terms ‘informal caregiver*’ and ‘rare disease*’. All searches were conducted on 14
September 2021, with no date restrictions. Reference lists of included papers were screened for
further sources. A search was also conducted of grey literature using the databases GreylLit and
OpenGrey. Duplicates and non-English language articles were excluded. The criteria for inclusion
were articles that address caregiving for people living with an RD. Articles on caregiving alone or RD
alone were excluded. Primary research studies and systematic review were considered for inclusion

as shown in Table 1.

Study selection and data extraction

Database searches were last conducted on 14 September 2021 by JM. Titles and abstracts of the
identified articles were downloaded onto Endnote. Duplicate articles were removed and the
remaining papers were screened through analysing their titles and abstracts. Additionally, manual
searches of reference lists were conducted on 21 September 2021 to identify any papers not found by
the initial search strategy. If relevant, the papers were then further screened by reading the full text.

Data were extracted by JM who recorded the follow data for each study:

e Author & year of publication

e Country in which the study was conducted
e Data collection method(s)

e Participants

e Identified caregiver needs

The identified caregiver needs were extracted from the included papers [JM] and presented the data

extraction table [AMcK, JM & LL] (Supplementary file 1). From this, common needs were grouped
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together under headings which became the themes for this review. The themes and content for the

themes was agreed between the research team [AMcK, JM & LL].

Table 1: Literature search results

Database No. of articles No. of articles included in
retrieved review

Medline 6 5

Embase 6 5

Web of Science 62 13

GreylLit 0 0

OpenGrey 0 0

This table shows the number of articles identified from each database before reference lists were checked.

An illustration of the search strategy including databases searched and screening methods is

displayed in Figure 1, modelled on the PRISMA flow diagram.

Patient and Public Involvement

The need for this review was highlighted by a priorities workshop in 2020, which considered
contributions from >2,000 individuals living with rare disease. The review was also shared with
representatives from a local rare disease charity in Northern Ireland (the Northern Ireland Rare

Disease Partnership).

Results

General description of the literature

Sources initially identified from each database were as follows: MEDLINE n= 6, Embase n= 6, Web of
Science n=62, OpenGrey n=0 and GreyLit n=0. The screening process resulted in 30 documents which
were reviewed based on their titles and abstracts. Following the screening 5 duplicate papers were
removed and 25 papers were identified for full text screening. Further studies were identified from
searching the reference lists. Finally, 35 texts were included in the full review, with characteristics of

each source summarised from the completed data extraction table (Supplementary file 1).

Of the texts included, publication dates were from 2006 to 2021 and the studies were conducted in
Australia, Canada, Germany, Ireland, Italy, Netherlands, Spain, United Kingdom and the United States.
The identified studies focus on many rare diseases including Hereditary angioedema, Huntington’s

Disease, Duchenne muscular dystrophy and Von Hippel-Lindau disease.

For peer review only - http://bmjopen.bmj.com/site/about/guidelines.xhtml


http://bmjopen.bmj.com/

Page 7 of 21

oNOYTULT D WN =

161

162
163

164
165
166
167
168
169
170

171

172
173

174

175

176
177
178
179
180
181
182
183
184
185
186
187
188
189
190
191

BMJ Open

A narrative review is presented below, highlighting the main needs of caregivers of people living with

an RD. The related literature has been organised thematically under the following headings:

e Caregiver burden

e Support through the diagnosis process
e Social needs

e Financial needs

e Psychological needs

e Information and communication needs

e Acknowledgement from healthcare professionals

Findings from these studies were organised thematically under the following headings as shown

visually in Figure 2.

Caregiver burden

Caring for someone with an RD presents a range of challenges ?7 28 that are affected by the severity of
the illness and its duration, knowledge about the condition and its changes over time, and one’s ability
to address the emotional toll involved with long-term care ?°. Despite the stress and difficulties
associated with being a family caregiver 39, often they acknowledge the positive aspects of caring for

their loved ones 39,

The quality of life of caregivers is often compromised by their placing others’ needs before their own
31, Previous research has shown that informal caregivers do not have enough time for themselves, 32
and that caring for someone with an RD can negatively impact on all dimensions of family life 33,
Caregivers are often forced to miss work or school days due to the demands of their role, frequently
address unpleasant events and watch a loved one suffer 2. Consequently, they would benefit greatly
from support to reduce the burden of caring for example from support groups, respite care and
employment arrangements 3. This includes both supports for informal carers of people with a variety

of health issues, as well as for RD-related issues 34.

Support through the diagnosis process
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In spite of marked medical progress over the past several decades in identifying an RD, there are
substantial delays in diagnosing these conditions 3°. This can have adverse impacts on families, for
example, financial and mental health 2. Little attention is given to parent concern in the diagnostic
process with previous research reporting concerns regarding how the diagnosis was delivered to
parents, lack of guidance and poor follow-up post diagnosis 3°. Previous research has shown that
families are often dissatisfied by the way in which a diagnosis is given, including an insensitive style of
communication, not offering support or counselling, and inadequate provision of information about
the disease. This can cause emotional stress for caregivers who have not yet learned about the
condition and how it will affect them and their families. Therefore, interventions to support the

following a diagnosis would be useful, delivered either in hardcopy or online 3¢,

Social needs

Social isolation is common among caregivers with the impact on personal relationships being a
reoccurring theme 5. All too often, caregivers have little time to themselves and lack appropriate
support and time for respite. This in turn causes further emotional stress and in the case of parents,
uncertainty about their child’s future 37. Parents of children with an RD often feel isolated from
mainstream society and struggle to stay socially connected *. It was suggested that the insights gained
through research studies regarding the impact on caregivers’ social lives should be considered in
future clinical service planning. Additionally holistic, empathic, and person-centred medical and
psychosocial care is urgently needed for this cohort 8. Support is needed as relationships among
family members are often impacted due to demands of caring 4. There is a need for improved parental

supportive care as many common unmet needs exist across RDs 32,

Financial needs

Previous research has indicated that financial issues are a top concern of caregivers of persons with
RD 3063927  The high economic costs that families must cover means that financial burden is common
among caregivers of those with an RD, many of whom are forced to exhaust their financial savings 4°,
Purchasing equipment, hiring professionals, and the additional financial burden the illness has on
families poses immense stress on family life 4. Often financial issues impact on the ability of the
caregiver to meet the individual’s healthcare needs, increasing the strain on their lives 2. Substantial
social/economic burden is mostly attributable to high direct non-healthcare costs *3. Previous
research has shown that caregivers’ financial burden might be conditioned by the clinical condition of
the patient 4. In addition to the direct healthcare costs, caregivers of those with an RD report that

their career choices are influenced due to their caring role. Furthermore, caring duties can result in
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missed working days due to emergency caring demands 37 making it difficult for many caregivers to
maintain their job and advance in their careers 1. Financial hardship adversely effects the mental

health of caregivers 2.

Psychological needs

There is a lack of psychological support for families caring for children with a RD, and many report that
accessing appropriate psychological care is difficult 812, Previous research has suggested that this form
of support should be offered at the time of diagnosis 12 1°. Depressive symptoms are often associated
with caregiving burden and therefore there is a need to develop interventions in additional to
promoting the existing validated tools for caregivers considering their special needs 1°. Caregivers
often express concerns about the future 32, experiencing emotional distress that can compromise the
well-being of family carers, who attempt to maintain multiple roles 1. Psychological interventions can
help reduce stress, a sense of being burdened and feelings of isolation that many RD caregivers feel
45, Research has suggested that screening for depression is needed and emphasises the need for a
holistic approach to family mental health in the context of chronic childhood disease “¢. Peer support
is a key resource in terms of information and emotional support for parents who often begin their

journey feeling isolated and alone 2.

Information and communication needs

Suggestions were made that information about the condition should be given to caregivers at the time
of diagnosis as well as signposting them to groups connecting families who share common experiences
2 Caregivers require access to accurate information, appropriate services and improved
communication between patients, families, and a range of both health and social care and other public
services 2. Families require easily accessible services that include the family in the unit of care, provide
support and information, and understand the process of family adjustment and adaptation in the long
term #7. Policies and structures are needed to support social and economic needs *¢. Engaging
caregivers in future avenues of research is vital to ensure resources and funding are targeted in the

best way #°.

Acknowledgement from healthcare professionals

Out of necessity, informal carers often know more about a particular RD than healthcare providers
do. This often leads to poor communication and collaboration. Furthermore a lack of coordination of
care force carers to fill the gap by juggling multiple roles including that of advocate, case manager,

and medical navigator *°. Caregivers often experience silencing or being silenced when interacting
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with health-care and social care systems and providers *1. This has been attributed to the lack of
knowledge about RDs by health-care providers who also are unaware of the impact that caring for
someone with RD *°. This points to the need to improve the knowledge of health care providers on
the medical, social and financial impact these informal carers experience #. Health care providers
should also acknowledge the vital role that informal caregivers play in promoting the health and
quality of life of persons with an RD %2, Caregivers, especially parents caring for someone with an RD,
work hard to be heard and acquire services within health and social systems °°. Another way that
informal caregivers are silenced is due to how they are overlooked in the world of research despite
growing emphasis on ensuring ‘patient and public involvement’. It is vital that this pattern is changed

so that they have an opportunity to be heard >3 %7,

Discussion

The purpose of this rapid review was to synthesise and describe what is currently known about the
needs of informal caregivers for people living with an RD. Based on the findings, several
recommendations for future healthcare practices and policies, as well as for research are evident.
First, it is important to consider the extreme burden often experienced by these caregivers, many of
whom place the need of others ahead of their own while navigating this journey with little or no
support 31. Support is needed to help caregivers with many aspects of their caring duties from the

initial diagnosis process which has been a difficult time for many families 3.

Social support would be welcomed to enable caregivers to have much needed time away from their
caring duties to recharge and also to relieve them of the emotional strain which impacts on not only
themselves but their wider family 4. The mental strain of caregiving is evident from previous research,
psychological interventions are required that consider the family as a whole to reduce the emotional
strain and depression too often experienced by caregivers 2! 4>, Many caregivers have also reported
struggling financially not only due to the high costs of the practical side of caring but as a result of the

impact caring can have on their ability to maintain a career %%, financial support therefore a priority.

Clear information should be provided for caregivers from diagnosis through to their rare disease
journey 2 to replace the current situation of confusion and uncertainty due to unclear and incomplete
or conflicting messages. Lastly, caregivers must be recognised by healthcare professionals for the
integral part they have in caring for someone with a rare disease. This relationship often changes the

dynamic between health professional and patient and so caregivers must be listened to and viewed

For peer review only - http://bmjopen.bmj.com/site/about/guidelines.xhtml

Page 10 of 21


http://bmjopen.bmj.com/

Page 11 of 21

oNOYTULT D WN =

293
294
295
296
297
298
299
300
301
302
303
304
305
306
307
308
309
310
311
312
313
314
315
316
317
318
319
320
321
322
323
324
325
326

BMJ Open

10

as an ‘expert’ >2. All of the above-mentioned issues should be taken into consideration when planning

future research, it is vital that informal caregivers views are valued.

Conclusion

This rapid review presents several unmet needs identified by informal caregivers of persons with a RD.
It is hoped that the findings contribute to increasing the amount of meaningful support for caregivers
as well as encourage their active participation in improving the quality of life for families living with
an RD. ltis important that this cohort are engaged in future research to ensure their needs are being
addressed. The insights that are gained through future research in relation to the impact on
caregivers’ social lives should be considered in the priorities and strategic directions for clinical
services. Interventions to support them following a diagnosis would be useful, delivered either in
hardcopy or online. Better meeting needs of informal caregivers for people living with a RD is in the
best interests of people with a RD, healthcare professionals and policy makers, as well as caregivers.
It is important that awareness is raised about the range of support options are available for informal

caregivers of people with an RD from health and social care providers, charities and/or support groups

27
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Following screening of electronic databases MEDLINE, EMBASE and Web of

Science, 74 primary sources were identified. Grey lit and OpenGrey were
also screened for grey literature, 0 sources identified. Reference lists and
forward citations screened, 10 new sources identified.

84 Papers identified
for screening

5 Duplicates removed

Screening of abstracts and full texts

Screening of titles excluded a further 11 papers
identified 46 papers to be

further screened.

Not in English language
No informal caregiver focus

No rare disease focus

Following screening of full
text, 35 papers were
identified to be included in
final review.

Figure 1 PRISMA flowchart
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1
2
z Supplementary file 1: Data extraction table
5
6 Author & year of Country in Data collection Participants Identified careglver needs
7 publication which the | method(s) g
8 study was g
9 conducted 2
10 Anderson, M., Elliott EJ, | Australia Survey Parents/carers Supporti§round diagnosis.
1 Zurynski YA. Access tb peer support groups.
12 .
Psychol@mal support.

13
14 2009 3
15 Applebaum A.J., Polacek | USA Survey and semi- Caregivers of patients with Social ccggnections to prevent extreme isolation
16 L.C., Walsh L. et al. structured interview | Erdheim-Chester disease g
17 S
18 2020 =
19 Aubeeluck A.V. England Focus groups Caregivers of those with More tifde to focus on themselves.
;? Buchanan H.E., Stupple Huntington’s Disease g

EJ.N. S
22 -‘E
23 o
4 2011 3
2 Craig T.J., Banjerji A., USA Online survey Adults caring for an individual Recognition for the important role they have.

5 g
26 Riedl M.A,, et al. with Hereditary angioedema Inclusiofgin treatment discussions.
27 (HAE) >
28 2021 S
29 Hanbury A, Smith AB & | England Vignettes were Caregivers Engagerfient with research
30 Buesch K developed N
31 N
32
33 2021 <
34 Baumbusch, J., Mayer, Canada Semi-structured Parents of children with a RD Acknowfgdgment from healthcare providers
. . . %]
35 S., & Sloan-Yip, I. interviews Support%oordinating care
36 Peer sugport — information and emotional
37 2018 Policies @nd programs to validate their role
38 o .
Supportirom genetic counsellor to connect them to

39 2
40 others 9
41 <
42 g
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Bendixen, R. M., & USA Interviews Parents of children with Listenetﬁo by healthcare providers
Houtrow, A. Duchenne muscular dystrophy InclusiofBin the diagnostic process
Improved delivery of the diagnosis
2017 Improveﬁ follow up after diagnosis
Cafiedo-Ayala, M., Rice, | USA Questionnaire Informal caregivers Mental Bealth support
D. B., Levis, B., et al. g
N
o
N
2020 N
Currie, G., & Szabo, J. Canada Semi-structured Parents of children with RDs Commu@cation issues need addressed as parents
interviews often kngw more about the disease than healthcare
2019 provide%.
Improved coordination of care between providers and
servicesaring for children with rare diseases.
Gap in agcessibility to government supports needs
5
addressed.
Currie, G., & Szabo, J. Canada Semi-structured Parents of children with rare Health-Gre providers need more understanding of
interviews neurodevelopmental diseases rare con%itions.
2019 More support needed, parents often ‘lose themselves’
in this démanding caring role.
Flores D., Ribate M.P., Spain Questionnaires Caregivers to patients with FinanciaSsupport.

Montolio M., et al. Duchenne muscular dystrophy 9
>
e
2020 =
Kanters T.A., van der Netherlands | Questionnaire Caregivers for those with Supportfieeded for informal caregivers.

Ploeg Ans. T, Brouwer
W.B.F., et al.

2013

Pompe disease.

Kasparian, N. A.,
Rutstein, A., Sansom-
Daly, et al.

Australia

Telephone interviews

Patients and caregivers
affected by Von Hippel-Lindau
disease

More supportive care services requested.
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2015
Landfelt E., Lindgren P., | Germany, Visual analogue Caregivers to patients with Screenirg; for depression.
Bell C.F., et al. Italy, UK, scale, survey, Duchenne muscular dystrophy Holistic &pproach to family mental health needed.
USA interview g
2016 e
Lagae, L., Irwin, J., Europe Survey Caregivers for those with Time negded to escape caring duties.
Gibson, E., et al. Dravet syndrome (DS) Formal @pport and respite required.
Stress isommon — support needed.

2019 ¥
Lopez-Bastida J., Pena- Spain Questionnaire Patients and caregivers with Financiaisupport
Longobardo L.M., Spinal Muscular Atrophy QoL mu% be addressed
Aranda-Reneo |, et al. 8

3
2017 i
Lyon, M. E., Thompkins, | USA Semi-structured Caregiving families Worries?;ébout the future need to be addressed.
J. D., Fratantoni, K., et interviews More tirge for themselves needed.
al. Financia?%i:oncerns must be addressed.

=]
2019 g
McKnight, A. J. M., Northern Report N/A Access t8 accurate information
Walker, R., Collins, C. Ireland Access tgappropriate services
(2020). Improveg communication
McMullan, J., Crowe, A. | Northern Survey and semi- Rare disease collaborative Caregivé'is often overlooked in RD research — their
L., Bailie, C. et al. Ireland structured interviews | groups opiniondand experiences must be valued.

S
2020 5
McMullan J, Crowe A.L., | Northern Survey and workshop | Caregivers of those with a rare Improv@ interactions with healthcare professionals.
Downes K., et al. Ireland disease Improve@ emotional, psychological and social support.

Assistange with finances.

2021 Better a@areness of support services.
Mooney J., Graham K. & | England Semi-structured Patients with ANCA-associated Emotior%l support is needed.

Watts R.A.

interviews

vasculitis and their caregivers.

Reassur‘%ﬁce about the future.
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2019
Mori, Y., Downs, J., Australia Survey Families with a child with Burden &f daily caregiving requires support,
Wong, K., et al. CDKLS5 disorder particul%ly in relation to emotional wellbeing, sleep
problents, financial difficulties, QoL.
2017 8
Mutch, K., Methley, A, England Semi-structured Partners of people with NMO Acknowpgdgement from HCP regarding the vital role
Hamid, S., et al. interviews they pla%n caring.
S
2017 35
Palacios-Cena, D., Spain Interviews, focus Caregivers of children with Answeréneeded regarding ‘the first symptoms’ and
Famoso-Perez, P., groups, researcher’s Rett Syndrome ‘the need for a diagnosis’.
Salom-Moreno, J., et al. field notes, Help wi@ managing day to day life.
caregiver’s personal Financiagsupport.
2018 documents S
Pelentsov, L. J., Fielder, | Australia Semi-structured Parents of a child with a RD Social islation must be addressed.
A. L., & Esterman, A. J. focus group Knowle&e of HCP needs to be improved.
interviews Support%eeded as family relationship often impacted
2016 due to d@mands of caring.
Pelentsov, L. J., Laws, T. | Australia Scoping Review Parents of child with a RD Improv%l parental supportive care — common unmet
A., & Esterman, A. J. needs bgtween RDs.
>
2015 E
Rice D.B., Canedo-Ayala | USA Online questionnaire | Caregivers of people with SSc Emotional support is required.
M., Carboni-Jimeniez A., Help wi% physical needs.
Carrier M-E, et al. Interve@'ons needed delivered through hardcopy or
online résources, including those delivered after the
2020 care recfpient’s diagnosis.
Rice D.B., Carbino- USA Scoping review N/A Psychos'c?,cial interventions needed to reduce

Jimeniz A., Canedo-
Ayala M. et al.

2020

caregive%s stress, burden and feelings of isolation
among ¢gregivers.
o

‘1ybuAdao Ag

For peer review only - http://bmjopen.bmj.com/site/about/guidelines.xhtml

Page 20 of 21



http://bmjopen.bmj.com/

Page 21 of 21

oNOYTULT D WN =

BMJ Open

£90-220g-uadolw

Future rgsearch should design interventions for
caregivess.

Rodriguez A.A., Spain Questionnaire Carers of children with Financiakassistance.
Martinez O., Amayra |, neuromuscular disease Employrgent support.
etal. Physical%nd psychological support.

@
2021 N

N

9
Selman L.E., Beynon T., | London Semi-structured Adult informal caregivers of Easily aGessible services are needed that include the
Radcliffe S., et al. gualitative interviews | patients with Cutaneous T-cell family ir‘é’the unit of care, provide support and

lymphoma informaBion, and understand the process of family

2014 adjustmgnt and adaptation.
Sloper, T., & Beresford, | UK Report Families of disabled children Policies énd structures to support social and economic
B. needs. i

2
2006 S
Somanadhan, S., & Ireland In-depth interviews Parents of those with Reassur%‘\iwce and certainty needed about the future.
Larkin, P. J. Mucopolysaccharidosis 3

8
2016 %
Wiblin, L., Durcan, R,, England Qualitative in depth Patients and caregivers living Better cgjgnnections to others to reduce social isolation.
Lee, M., et al. interviews with MSA and PSP |mprove§1 communication.

2
2017 N
Williams, J. K., Skirton, USA, Focus groups Adult caregivers of people Emotional distress support should be provided.
H., Paulsen, J. S., et al. Canada with Huntington’s disease Assistarﬁe in managing several roles.

Mental Bealth monitoring.

2009 -
Wu, Y., Al-Janabi, H., Australia Clinical data was Parents of those with rare Health ei‘fects on family members need to be

Mallett, A., et al.

2020

used from
Mitochondrial
Disease, Epileptic

genetic conditions

conside%d.
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Abstract

Objectives: Many people living with a rare disease are cared for by a family member. Due to a frequent
lack of individual rare disease (RD) knowledge from healthcare professionals, the patient and their
informal caregiver are frequently obliged to become ‘experts’ in their specific condition. This puts
huge strain on family life and results in caregivers juggling multiple roles in addition to unique caring
roles including as advocate, case manager, and medical navigator. We conducted a rapid review of
literature reporting on the unmet needs of Informal caregivers for people living with a RD. All searches
were conducted on 14 September 2021 followed by a manual searches of reference lists on 21

September 2021.

Setting: Searches were conducted in Medline, Embase, Web of Science, GreyLit and OpenGrey.

Results: Thirty-five papers were included in the final review & data extracted. This rapid review
presents several unmet needs identified by informal caregivers of persons with a RD. The related
literature was organised thematically: caregiver burden, support through the diagnosis process, social
needs, financial needs, psychological needs, information and communication needs and

acknowledgement from healthcare professionals.

Conclusions: This review provides evidence that increased meaningful support is required for

caregivers. Active engagement should be encouraged from this cohort in future research and

For peer review only - http://bmjopen.bmj.com/site/about/guidelines.xhtml

Page 2 of 24


http://bmjopen.bmj.com/

Page 3 of 24

oNOYTULT D WN =

34
35
36
37

38

39

40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56

57

58
59
60
61
62
63
64
65
66

BMJ Open

awareness raised of the support available to improving the quality of life for families living with an RD.

The unmet needs identified through this review will benefit people living with a RD, caregivers,

healthcare professionals and policy makers.

Key words: burden, informal caregiver, needs, rare disease, review.

Strengths and limitations

This study explored a cohort of individuals who frequently go unnoticed and unreported in
the literature — informal caregivers of individuals diagnosed with a rare disease.

The rapid review followed the guidelines for conducting a rapid review of the literature.

The review was conducted by experienced researchers in the area of RD carer needs who have
a wealth of relevant experience. Additionally, manual searches of reference lists were
conducted to identify any papers not found by the initial search strategy.

It is important to acknowledge limitations of this review. Due to resource constraints, only
one author (JM) initially screened the titles and abstracts from the total set of documents
retrieved. This could lead to bias.

Conducting a rapid review produced results quickly, including identifying the main self-
identified needs of caregivers of people living with an RD. This is particularly important given
the key role that informal caregivers play, and the fact that earlier research has focused on

the person with an RD and not the caregiver.

The authors of this paper consider the needs of RD caregivers a priority and recognises the value they

bring to the unique caring needs.

Introduction

In Europe, rare diseases (RDs) are those which affect less than 1 in 2000 people in a specified

population 1. Although each RD occurs infrequently, collectively RDs are a major public health issue

affecting more than 450 million people globally 2 3. RDs result in a wide variety of healthcare needs

stemming from the involvement of multiple organ systems, such as respiratory complications, the

circulatory system, muscular system, digestive system, and central nervous system. Many RDs are

chronic, complex and associated with physical, intellectual, or neurological disabilities that

significantly affect patients and their families. In addition, many families living with a RD lack peer and

community support services 47
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Although not always the case, family often plays a pivotal role in a person’s adjustment to chronic
disease and is influenced by behavioural and social factors 8. Caregivers are defined as individuals
who provide care for a person in need/care recipient. On the other hand informal caregivers are
defined as family members or close others who provide care for the person in need with no financial
benefit in return. In essence, “formal caregivers” or “caregivers” is used to denote a category of
professionals or semi-professionals who provide care with financial benefit. In contrast, “informal
caregivers” are typically family members or friends who provide care but have no such benefits in
return (in most European countries). Caring for someone with an RD affects many areas of life
including psychologically, economically, physically and logistically °. The importance of good mental
and physical health for the informal caregiver is therefore vital for their own wellbeing and to ensure
they can sustain the essential role of assisting the person with an RD 1 ', Individuals with RDs and
their families often have limited evidence-based information to guide decisions about disease
management and symptom relief 1213, Further, the inherent uncertainty that comes with having a
RD, including delays in diagnosis (the average time for a diagnosis of a rare disease in Northern
Ireland is 5 years) and a lack of knowledge about current and future care needs * 15, impact access
to services and management of the RD 6. Research on the experience of having a RD indicates that
care and service needs are often not based on the severity of the health condition. Rather, they are
associated with poor quality of care and barriers to access leading to less satisfaction with

healthcare services and care coordination 1517,

Given the few people with a specific RD, healthcare providers often are not knowledgeable about

the condition. Therefore people living with a RD and their carers have to become their own experts
18 This causes a change to the usual patient-doctor relationship, which can bring challenges such as
difficulties in communication and patients struggling to get sufficient accurate information to make

informed choices 1° 20,

Caring for someone with a RD can be highly demanding often requiring intense and unique care
specific to the individuals needs 2. Delayed diagnosis, lifelong caring, limited capacity for
independent living, lack of treatment options and large health service needs have severe impacts on

parent’s physical and psychosocial wellbeing 2.

Rapid reviews are an emerging type of knowledge synthesis used to inform health-related policy

decisions and discussions, especially when information needs are immediate 2326, Rapid reviews
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streamline systematic review methods — for example, by focusing the literature search 2 while still
aiming to produce valid conclusions. The requirements or the review, which was undertaken with a
short deadline, were for a short but in-depth synthesis of the current state of the issues facing

caregivers for those with a rare disease.

This review focuses on informal caregivers for people living with a RD. We were particularly interested
in their holistic needs when caring for this unique population and how these may differ from other
caring populations where there is often more support available e.g. carers of people with dementia or

cancer.

Methodology

Search strategy and inclusion criteria

Three electronic databases were searched -- Medline, Embase and Web of Science -- using the
combined terms ‘informal caregiver*’ and ‘rare disease*’. All searches were conducted on 14
September 2021, with no date restrictions. Reference lists of included papers were screened for
further sources. A search was also conducted of grey literature using the databases Greylit and
OpenGrey. Duplicates and non-English language articles were excluded. The criteria for inclusion
were articles that address caregiving for people living with an RD. Articles on caregiving alone or RD
alone were excluded. A simplified list of databases and the number of papers retrieved is shown in

Table 1.

Study selection and data extraction

Database searches were last conducted on 14 September 2021 by JM. Titles and abstracts of the
identified articles were downloaded onto Endnote. Duplicate articles were removed and the
remaining papers were screened through analysing their titles and abstracts. Additionally, manual
searches of reference lists were conducted on 21 September 2021 to identify any papers not found by
the initial search strategy. If relevant, the papers were then further screened by reading the full text.

Data were extracted by JM who recorded the follow data for each study:

e Author & year of publication

e Country in which the study was conducted
e Data collection method(s)

e Participants

e Identified caregiver needs
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The identified caregiver needs were extracted from the included papers [JM] and presented the data

extraction table [AMcK, JM & LL] (Supplementary file 1). From this, common needs were grouped

together under headings which became the themes for this review. The themes and content for the

themes was agreed between the research team [AMcK, JM & LL].

Table 1: Literature search results

Database No. of articles No. of articles included in
retrieved review

Medline 6 5

Embase 6 5

Web of Science 62 13

GreylLit 0 0

OpenGrey 0 0

This table shows the number of articles identified from each database before reference lists were checked.

An illustration of the search strategy including databases searched and screening methods is

displayed in Figure 1, modelled on the PRISMA flow diagram.

Patient and Public Involvement

The need for this review was highlighted by a priorities workshop in 2020, which considered
contributions from >2,000 individuals living with rare disease. The review was also shared with
representatives from a local rare disease charity in Northern Ireland (the Northern Ireland Rare

Disease Partnership).

Results

General description of the literature

Sources initially identified from each database were as follows: MEDLINE n= 6, Embase n= 6, Web of
Science n=62, OpenGrey n=0 and GreyLit n=0. The screening process resulted in 30 documents which
were reviewed based on their titles and abstracts. Following the screening 5 duplicate papers were
removed and 25 papers were identified for full text screening. Further studies were identified from
searching the reference lists. Finally, 35 texts were included in the full review, with characteristics of

each source summarised from the completed data extraction table (Supplementary file 1).

For peer review only - http://bmjopen.bmj.com/site/about/guidelines.xhtml

Page 6 of 24


http://bmjopen.bmj.com/

Page 7 of 24

oNOYTULT D WN =

161
162
163
164

165

166
167

168
169
170
171
172
173
174

175

176
177

178

179

180
181
182
183
184
185
186
187
188
189
190
191

BMJ Open

Of the texts included, publication dates were from 2006 to 2021 and the studies were conducted in
Australia, Canada, Germany, Ireland, Italy, Netherlands, Spain, United Kingdom and the United States.
The identified studies focus on many rare diseases including Hereditary angioedema, Huntington’s

Disease, Duchenne muscular dystrophy and Von Hippel-Lindau disease.

A narrative review is presented below, highlighting the main needs of caregivers of people living with

an RD. The related literature has been organised thematically under the following headings:

e Caregiver burden

e Support through the diagnosis process
e Social needs

e Financial needs

e Psychological needs

e Information and communication needs

e Acknowledgement from healthcare professionals

Findings from these studies were organised thematically under the following headings as shown

visually in Figure 2.

Caregiver burden

Caring for someone with an RD presents a range of challenges ?7 28 that are affected by the severity of
theillness and its duration, knowledge about the condition and its changes over time, and one’s ability
to address the emotional toll involved with long-term care 2°. Despite the stress and difficulties
associated with being a family caregiver 39, often they acknowledge the positive aspects of caring for

their loved ones 39,

The quality of life of caregivers is often compromised by their placing others’ needs before their own
31, Previous research has shown that informal caregivers do not have enough time for themselves, 32
and that caring for someone with an RD can negatively impact on all dimensions of family life 33,
Informal caregivers are often forced to miss work or school days due to the demands of their role,
frequently address unpleasant events and watch a loved one suffer 2. Consequently, they would

benefit greatly from support to reduce the burden of caring for example from support groups, respite
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care and employment arrangements 3. This includes both supports for informal carers of people with

a variety of health issues, as well as for RD-related issues 34.

Support through the diagnosis process

In spite of marked medical progress over the past several decades in identifying an RD, there are
substantial delays in diagnosing these conditions 3°. This can have adverse impacts on families, for
example, financial and mental health 2. Little attention is given to parent concern in the diagnostic
process with previous research reporting concerns regarding how the diagnosis was delivered to
parents, lack of guidance and poor follow-up post diagnosis 3. Previous research has shown that
families are often dissatisfied by the way in which a diagnosis is given, including an insensitive style of
communication, not offering support or counselling, and inadequate provision of information about
the disease. This can cause emotional stress for caregivers who have not yet learned about the
condition and how it will affect them and their families. Therefore, interventions to support the

following a diagnosis would be useful, delivered either in hardcopy or online 36,

Social needs

Social isolation is common among informal caregivers with the impact on personal relationships being
a reoccurring theme 4 >. All too often, informal caregivers have little time to themselves and lack
appropriate support and time for respite. This in turn causes further emotional stress and in the case
of parents, uncertainty about their child’s future 3. Parents of children with an RD often feel isolated
from mainstream society and struggle to stay socially connected 4. It was suggested that the insights
gained through research studies regarding the impact on caregivers’ social lives should be considered
in future clinical service planning. Additionally holistic, empathic, and person-centred medical and
psychosocial care is urgently needed for this cohort 6. Support is needed as relationships among
family members are often impacted due to demands of caring . There is a need for improved parental

supportive care as many common unmet needs exist across RDs 3,

Financial needs

Previous research has indicated that financial issues are a top concern of caregivers of persons with
RD 3063927  The high economic costs that families must cover means that financial burden is common
among caregivers of those with an RD, many of whom are forced to exhaust their financial savings 4°,
Purchasing equipment, hiring professionals, and the additional financial burden the illness has on
families poses immense stress on family life 4. Often financial issues impact on the ability of the

caregiver to meet the individual’s healthcare needs, increasing the strain on their lives 42. Substantial
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social/economic burden is mostly attributable to high direct non-healthcare costs #3. Previous
research has shown that caregivers’ financial burden might be conditioned by the clinical condition of
the patient #4. In addition to the direct healthcare costs, caregivers of those with an RD report that
their career choices are influenced due to their caring role. Furthermore, caring duties can result in
missed working days due to emergency caring demands 37 making it difficult for many caregivers to
maintain their job and advance in their careers #1. Financial hardship adversely effects the mental

health of caregivers 42,

Psychological needs

There is a lack of psychological support for families caring for children with a RD, and many report that
accessing appropriate psychological care is difficult ©12. Previous research has suggested that this form
of support should be offered at the time of diagnosis 12 1°. Depressive symptoms are often associated
with caregiving burden and therefore there is a need to develop interventions in additional to
promoting the existing validated tools for caregivers considering their special needs 1°. Caregivers
often express concerns about the future 32, experiencing emotional distress that can compromise the
well-being of family carers, who attempt to maintain multiple roles 1. Psychological interventions can
help reduce stress, a sense of being burdened and feelings of isolation that many RD caregivers feel
45, Research has suggested that screening for depression is needed and emphasises the need for a
holistic approach to family mental health in the context of chronic childhood disease “¢. Peer support
is a key resource in terms of information and emotional support for parents who often begin their

journey feeling isolated and alone 2.

Information and communication needs

Suggestions were made that information about the condition should be given to caregivers at the time
of diagnosis as well as signposting them to groups connecting families who share common experiences
21 Caregivers require access to accurate information, appropriate services and improved
communication between patients, families, and a range of both health and social care and other public
services 2. Families require easily accessible services that include the family in the unit of care, provide
support and information, and understand the process of family adjustment and adaptation in the long
term #7. Policies and structures are needed to support social and economic needs *¢. Engaging
caregivers in future avenues of research is vital to ensure resources and funding are targeted in the

best way #.

Acknowledgement from healthcare professionals
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Out of necessity, informal carers often know more about a particular RD than healthcare providers
do. This often leads to poor communication and collaboration. Furthermore a lack of coordination of
care force carers to fill the gap by juggling multiple roles including that of advocate, case manager,
and medical navigator *°. Caregivers often experience silencing or being silenced when interacting
with health-care and social care systems and providers 1. This has been attributed to the lack of
knowledge about RDs by health-care providers who also are unaware of the impact that caring for
someone with RD *°. This points to the need to improve the knowledge of health care providers on
the medical, social and financial impact these informal carers experience 4. Health care providers
should also acknowledge the vital role that informal caregivers play in promoting the health and
quality of life of persons with an RD 2. Caregivers, especially parents caring for someone with an RD,
work hard to be heard and acquire services within health and social systems >°. Another way that
informal caregivers are silenced is due to how they are overlooked in the world of research despite
growing emphasis on ensuring ‘patient and public involvement’. It is vital that this pattern is changed

so that they have an opportunity to be heard >3 %7,

Discussion

The purpose of this rapid review was to synthesise and describe what is currently known about the
needs of informal caregivers for people living with an RD. Based on the findings, several
recommendations for future healthcare practices and policies, as well as for research are evident.
First, it is important to consider the extreme burden often experienced by these caregivers, many of
whom place the need of others ahead of their own while navigating this journey with little or no
support 31. Support is needed to help caregivers with many aspects of their caring duties from the

initial diagnosis process which has been a difficult time for many families 3°.

Social support would be welcomed to enable caregivers to have much needed time away from their
caring duties to recharge and also to relieve them of the emotional strain which impacts on not only
themselves but their wider family . The mental strain of caregiving is evident from previous research,
psychological interventions are required that consider the family as a whole to reduce the emotional
strain and depression too often experienced by caregivers %! 4°. Many caregivers have also reported
struggling financially not only due to the high costs of the practical side of caring but as a result of the

impact caring can have on their ability to maintain a career %!, financial support therefore a priority.

Clear information should be provided for caregivers from diagnosis through to their rare disease

journey 2 to replace the current situation of confusion and uncertainty due to unclear and incomplete
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or conflicting messages. Lastly, caregivers must be recognised by healthcare professionals for the
integral part they have in caring for someone with a rare disease. This relationship often changes the
dynamic between health professional and patient and so caregivers must be listened to and viewed
as an ‘expert’ >2. All of the above-mentioned issues should be taken into consideration when planning

future research, it is vital that informal caregivers views are valued.

Conclusion

This rapid review presents several unmet needs identified by informal caregivers of persons with a RD.
It is hoped that the findings contribute to increasing the amount of meaningful support for caregivers
as well as encourage their active participation in improving the quality of life for families living with
an RD. It is important that this cohort are engaged in future research to ensure their needs are being
addressed. The insights that are gained through future research in relation to the impact on
caregivers’ social lives should be considered in the priorities and strategic directions for clinical
services. Interventions to support them following a diagnosis would be useful, delivered either in
hardcopy or online. Better meeting needs of informal caregivers for people living with a RD is in the
best interests of people with a RD, healthcare professionals and policy makers, as well as caregivers.
It is important that awareness is raised about the range of support options that are available from
health and social care providers, charities and/or support groups for informal caregivers of people

with an RD %7,
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Following screening of electronic databases MEDLINE, EMBASE and Web of

Science, 74 primary sources were identified. Grey lit and OpenGrey were
also screened for grey literature, 0 sources identified. Reference lists and
forward citations screened, 10 new sources identified.

84 Papers identified
for screening

5 Duplicates removed

Screening of abstracts and full texts

Screening of titles excluded a further 11 papers
identified 46 papers to be

further screened.

Not in English language
No informal caregiver focus

No rare disease focus

Following screening of full
text, 35 papers were
identified to be included in
final review.

Figure 1 PRISMA flowchart
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S
2020 5
McMullan J, Crowe A.L., | Northern Survey and workshop | Caregivers of those with a rare Improv@ interactions with healthcare professionals.
Downes K., et al. Ireland disease Improve@ emotional, psychological and social support.

Assistange with finances.

2021 Better a@areness of support services.
Mooney J., Graham K. & | England Semi-structured Patients with ANCA-associated Emotior%l support is needed.

Watts R.A.

interviews

vasculitis and their caregivers.

Reassur‘%ﬁce about the future.
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2019
Mori, Y., Downs, J., Australia Survey Families with a child with Burden &f daily caregiving requires support,
Wong, K., et al. CDKLS5 disorder particul%ly in relation to emotional wellbeing, sleep
problents, financial difficulties, QoL.
2017 8
Mutch, K., Methley, A, England Semi-structured Partners of people with NMO Acknowpgdgement from HCP regarding the vital role
Hamid, S., et al. interviews they pla%n caring.
S
2017 35
Palacios-Cena, D., Spain Interviews, focus Caregivers of children with Answeréneeded regarding ‘the first symptoms’ and
Famoso-Perez, P., groups, researcher’s Rett Syndrome ‘the need for a diagnosis’.
Salom-Moreno, J., et al. field notes, Help wi@ managing day to day life.
caregiver’s personal Financiagsupport.
2018 documents S
Pelentsov, L. J., Fielder, | Australia Semi-structured Parents of a child with a RD Social islation must be addressed.
A. L., & Esterman, A. J. focus group Knowle&e of HCP needs to be improved.
interviews Support%eeded as family relationship often impacted
2016 due to d@mands of caring.
Pelentsov, L. J., Laws, T. | Australia Scoping Review Parents of child with a RD Improv%l parental supportive care — common unmet
A., & Esterman, A. J. needs bgtween RDs.
>
2015 E
Rice D.B., Canedo-Ayala | USA Online questionnaire | Caregivers of people with SSc Emotional support is required.
M., Carboni-Jimeniez A., Help wi% physical needs.
Carrier M-E, et al. Interve@'ons needed delivered through hardcopy or
online résources, including those delivered after the
2020 care recfpient’s diagnosis.
Rice D.B., Carbino- USA Scoping review N/A Psychos'c?,cial interventions needed to reduce

Jimeniz A., Canedo-
Ayala M. et al.

2020

caregive%s stress, burden and feelings of isolation
among ¢gregivers.
o
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Future rgsearch should design interventions for
caregivess.

Rodriguez A.A., Spain Questionnaire Carers of children with Financiakassistance.
Martinez O., Amayra |, neuromuscular disease Employrgent support.
etal. Physical%nd psychological support.

@
2021 N

N

9
Selman L.E., Beynon T., | London Semi-structured Adult informal caregivers of Easily aGessible services are needed that include the
Radcliffe S., et al. gualitative interviews | patients with Cutaneous T-cell family ir‘é’the unit of care, provide support and

lymphoma informaBion, and understand the process of family

2014 adjustmgnt and adaptation.
Sloper, T., & Beresford, | UK Report Families of disabled children Policies énd structures to support social and economic
B. needs. i

2
2006 S
Somanadhan, S., & Ireland In-depth interviews Parents of those with Reassur%‘\iwce and certainty needed about the future.
Larkin, P. J. Mucopolysaccharidosis 3

8
2016 %
Wiblin, L., Durcan, R,, England Qualitative in depth Patients and caregivers living Better cgjgnnections to others to reduce social isolation.
Lee, M., et al. interviews with MSA and PSP |mprove§1 communication.

2
2017 N
Williams, J. K., Skirton, USA, Focus groups Adult caregivers of people Emotional distress support should be provided.
H., Paulsen, J. S., et al. Canada with Huntington’s disease Assistarﬁe in managing several roles.

Mental Bealth monitoring.

2009 -
Wu, Y., Al-Janabi, H., Australia Clinical data was Parents of those with rare Health ei‘fects on family members need to be

Mallett, A., et al.

2020

used from
Mitochondrial
Disease, Epileptic

genetic conditions
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Abstract

Objectives: Many people living with a rare disease are cared for by a family member. Due to a frequent
lack of individual rare disease (RD) knowledge from healthcare professionals, the patient and their
informal caregiver are frequently obliged to become ‘experts’ in their specific condition. This puts
huge strain on family life and results in caregivers juggling multiple roles in addition to unique caring
roles including as advocate, case manager, and medical navigator. We conducted a rapid review of
literature reporting on the unmet needs of Informal caregivers for people living with a RD. All searches
were conducted on 14 September 2021 followed by a manual searches of reference lists on 21

September 2021.

Setting: Searches were conducted in Medline, Embase, Web of Science, GreyLit and OpenGrey.

Results: Thirty-five papers were included in the final review & data extracted. This rapid review
presents several unmet needs identified by informal caregivers of persons with a RD. The related
literature was organised thematically: caregiver burden, support through the diagnosis process, social
needs, financial needs, psychological needs, information and communication needs and

acknowledgement from healthcare professionals.

Conclusions: This review provides evidence that increased meaningful support is required for

caregivers. Active engagement should be encouraged from this cohort in future research and
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awareness raised of the support available to improving the quality of life for families living with an RD.

The unmet needs identified through this review will benefit people living with a RD, caregivers,

healthcare professionals and policy makers.

Key words: burden, informal caregiver, needs, rare disease, review.

Strengths and limitations

This study explored a cohort of individuals who frequently go unnoticed and unreported in
the literature — informal caregivers of individuals diagnosed with a rare disease.

The rapid review followed the guidelines for conducting a rapid review of the literature.

The review was conducted by experienced researchers in the area of RD carer needs who have
a wealth of relevant experience. Additionally, manual searches of reference lists were
conducted to identify any papers not found by the initial search strategy.

It is important to acknowledge limitations of this review. Due to resource constraints, only
one author (JM) initially screened the titles and abstracts from the total set of documents
retrieved. This could lead to bias.

Conducting a rapid review produced results quickly, including identifying the main self-
identified needs of caregivers of people living with an RD. This is particularly important given
the key role that informal caregivers play, and the fact that earlier research has focused on

the person with an RD and not the caregiver.

The authors of this paper consider the needs of RD caregivers a priority and recognises the value they

bring to the unique caring needs.

Introduction

In Europe, rare diseases (RDs) are those which affect less than 1 in 2000 people in a specified

population 1. Although each RD occurs infrequently, collectively RDs are a major public health issue

affecting more than 450 million people globally 2 3. RDs result in a wide variety of healthcare needs

stemming from the involvement of multiple organ systems, such as respiratory complications, the

circulatory system, muscular system, digestive system, and central nervous system. Many RDs are

chronic, complex and associated with physical, intellectual, or neurological disabilities that

significantly affect patients and their families. In addition, many families living with a RD lack peer and

community support services 47
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Although not always the case, family often plays a pivotal role in a person’s adjustment to chronic
disease and is influenced by behavioural and social factors 8. Caregivers are defined as individuals
who provide care for a person in need/care recipient. On the other hand informal caregivers are
defined as family members or close others who provide care for the person in need with no financial
benefit in return. In essence, “formal caregivers” or “caregivers” is used to denote a category of
professionals or semi-professionals who provide care with financial benefit. In contrast, “informal
caregivers” are typically family members or friends who provide care but have no such benefits in
return (in most European countries). Caring for someone with an RD affects many areas of life
including psychologically, economically, physically and logistically °. The importance of good mental
and physical health for the informal caregiver is therefore vital for their own wellbeing and to ensure
they can sustain the essential role of assisting the person with an RD 1 ', Individuals with RDs and
their families often have limited evidence-based information to guide decisions about disease
management and symptom relief 1213, Further, the inherent uncertainty that comes with having a
RD, including delays in diagnosis (the average time for a diagnosis of a rare disease in Northern
Ireland is 5 years) and a lack of knowledge about current and future care needs * 15, impact access
to services and management of the RD 6. Research on the experience of having a RD indicates that
care and service needs are often not based on the severity of the health condition. Rather, they are
associated with poor quality of care and barriers to access leading to less satisfaction with

healthcare services and care coordination 1517,

Given the few people with a specific RD, healthcare providers often are not knowledgeable about

the condition. Therefore people living with a RD and their carers have to become their own experts
18 This causes a change to the usual patient-doctor relationship, which can bring challenges such as
difficulties in communication and patients struggling to get sufficient accurate information to make

informed choices 1° 20,

Caring for someone with a RD can be highly demanding often requiring intense and unique care
specific to the individuals needs 2. Delayed diagnosis, lifelong caring, limited capacity for
independent living, lack of treatment options and large health service needs have severe impacts on

parent’s physical and psychosocial wellbeing 2.

Rapid reviews are an emerging type of knowledge synthesis used to inform health-related policy

decisions and discussions, especially when information needs are immediate 2326, Rapid reviews
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streamline systematic review methods — for example, by focusing the literature search 2 while still
aiming to produce valid conclusions. The requirements or the review, which was undertaken with a
short deadline, were for a short but in-depth synthesis of the current state of the issues facing

caregivers for those with a rare disease.

This review focuses on informal caregivers for people living with a RD. We were particularly interested
in their holistic needs when caring for this unique population and how these may differ from other
caring populations where there is often more support available e.g. carers of people with dementia or

cancer.

Methodology

Search strategy and inclusion criteria

Three electronic databases were searched -- Medline, Embase and Web of Science -- using the
combined terms ‘informal caregiver*’ and ‘rare disease*’ (Supplementary file 1). All searches were
conducted on 14 September 2021, with no date restrictions. Reference lists of included papers were
screened for further sources. A search was also conducted of grey literature using the databases
GreylLit and OpenGrey. Duplicates and non-English language articles were excluded. The criteria for
inclusion were articles that address caregiving for people living with an RD. Articles on caregiving
alone or RD alone were excluded. A simplified list of databases and the number of papers retrieved is

shown in Table 1.

Study selection and data extraction

Database searches were last conducted on 14 September 2021 by JM. Titles and abstracts of the
identified articles were downloaded onto Endnote. Duplicate articles were removed and the
remaining papers were screened through analysing their titles and abstracts. Additionally, manual
searches of reference lists were conducted on 21 September 2021 to identify any papers not found by
the initial search strategy. If relevant, the papers were then further screened by reading the full text.

Data were extracted by JM who recorded the follow data for each study:

e Author & year of publication

e Country in which the study was conducted
e Data collection method(s)

e Participants

e Identified caregiver needs
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The identified caregiver needs were extracted from the included papers [JM] and presented the data

extraction table [AMcK, JM & LL] (Supplementary file 2). From this, common needs were grouped

together under headings which became the themes for this review. The themes and content for the

themes was agreed between the research team [AMcK, JM & LL].

Table 1: Literature search results

Database No. of articles No. of articles included in
retrieved review

Medline 6 5

Embase 6 5

Web of Science 62 13

GreylLit 0 0

OpenGrey 0 0

This table shows the number of articles identified from each database before reference lists were checked.

An illustration of the search strategy including databases searched and screening methods is

displayed in Figure 1, modelled on the PRISMA flow diagram.

Patient and Public Involvement

The need for this review was highlighted by a priorities workshop in 2020, which considered
contributions from >2,000 individuals living with rare disease. The review was also shared with
representatives from a local rare disease charity in Northern Ireland (the Northern Ireland Rare

Disease Partnership).

Results

General description of the literature

Sources initially identified from each database were as follows: MEDLINE n= 6, Embase n= 6, Web of
Science n=62, OpenGrey n=0 and GreyLit n=0. The screening process resulted in 30 documents which
were reviewed based on their titles and abstracts. Following the screening 5 duplicate papers were
removed and 25 papers were identified for full text screening. Further studies were identified from
searching the reference lists. Finally, 35 texts were included in the full review, with characteristics of

each source summarised from the completed data extraction table (Supplementary file 2).
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Of the texts included, publication dates were from 2006 to 2021 and the studies were conducted in
Australia, Canada, Germany, Ireland, Italy, Netherlands, Spain, United Kingdom and the United States.
The identified studies focus on many rare diseases including Hereditary angioedema, Huntington’s

Disease, Duchenne muscular dystrophy and Von Hippel-Lindau disease.

A narrative review is presented below, highlighting the main needs of caregivers of people living with

an RD. The related literature has been organised thematically under the following headings:

e Caregiver burden

e Support through the diagnosis process
e Social needs

e Financial needs

e Psychological needs

e Information and communication needs

e Acknowledgement from healthcare professionals

Findings from these studies were organised thematically under the following headings as shown

visually in Figure 2.

Caregiver burden

Caring for someone with an RD presents a range of challenges ?7 28 that are affected by the severity of
theillness and its duration, knowledge about the condition and its changes over time, and one’s ability
to address the emotional toll involved with long-term care 2°. Despite the stress and difficulties
associated with being a family caregiver 39, often they acknowledge the positive aspects of caring for

their loved ones 39,

The quality of life of caregivers is often compromised by their placing others’ needs before their own
31, Previous research has shown that informal caregivers do not have enough time for themselves, 32
and that caring for someone with an RD can negatively impact on all dimensions of family life 33,
Informal caregivers are often forced to miss work or school days due to the demands of their role,
frequently address unpleasant events and watch a loved one suffer 2. Consequently, they would

benefit greatly from support to reduce the burden of caring for example from support groups, respite
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care and employment arrangements 3. This includes both supports for informal carers of people with

a variety of health issues, as well as for RD-related issues 34.

Support through the diagnosis process

In spite of marked medical progress over the past several decades in identifying an RD, there are
substantial delays in diagnosing these conditions 3°. This can have adverse impacts on families, for
example, financial and mental health 2. Little attention is given to parent concern in the diagnostic
process with previous research reporting concerns regarding how the diagnosis was delivered to
parents, lack of guidance and poor follow-up post diagnosis 3. Previous research has shown that
families are often dissatisfied by the way in which a diagnosis is given, including an insensitive style of
communication, not offering support or counselling, and inadequate provision of information about
the disease. This can cause emotional stress for caregivers who have not yet learned about the
condition and how it will affect them and their families. Therefore, interventions to support the

following a diagnosis would be useful, delivered either in hardcopy or online 36,

Social needs

Social isolation is common among informal caregivers with the impact on personal relationships being
a reoccurring theme 4 >. All too often, informal caregivers have little time to themselves and lack
appropriate support and time for respite. This in turn causes further emotional stress and in the case
of parents, uncertainty about their child’s future 3. Parents of children with an RD often feel isolated
from mainstream society and struggle to stay socially connected 4. It was suggested that the insights
gained through research studies regarding the impact on caregivers’ social lives should be considered
in future clinical service planning. Additionally holistic, empathic, and person-centred medical and
psychosocial care is urgently needed for this cohort 6. Support is needed as relationships among
family members are often impacted due to demands of caring . There is a need for improved parental

supportive care as many common unmet needs exist across RDs 3,

Financial needs

Previous research has indicated that financial issues are a top concern of caregivers of persons with
RD 3063927  The high economic costs that families must cover means that financial burden is common
among caregivers of those with an RD, many of whom are forced to exhaust their financial savings 4°,
Purchasing equipment, hiring professionals, and the additional financial burden the illness has on
families poses immense stress on family life 4. Often financial issues impact on the ability of the

caregiver to meet the individual’s healthcare needs, increasing the strain on their lives 42. Substantial
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social/economic burden is mostly attributable to high direct non-healthcare costs #3. Previous
research has shown that caregivers’ financial burden might be conditioned by the clinical condition of
the patient #4. In addition to the direct healthcare costs, caregivers of those with an RD report that
their career choices are influenced due to their caring role. Furthermore, caring duties can result in
missed working days due to emergency caring demands 37 making it difficult for many caregivers to
maintain their job and advance in their careers #1. Financial hardship adversely effects the mental

health of caregivers 42,

Psychological needs

There is a lack of psychological support for families caring for children with a RD, and many report that
accessing appropriate psychological care is difficult ©12. Previous research has suggested that this form
of support should be offered at the time of diagnosis 12 1°. Depressive symptoms are often associated
with caregiving burden and therefore there is a need to develop interventions in additional to
promoting the existing validated tools for caregivers considering their special needs 1°. Caregivers
often express concerns about the future 32, experiencing emotional distress that can compromise the
well-being of family carers, who attempt to maintain multiple roles 1. Psychological interventions can
help reduce stress, a sense of being burdened and feelings of isolation that many RD caregivers feel
45, Research has suggested that screening for depression is needed and emphasises the need for a
holistic approach to family mental health in the context of chronic childhood disease “¢. Peer support
is a key resource in terms of information and emotional support for parents who often begin their

journey feeling isolated and alone 2.

Information and communication needs

Suggestions were made that information about the condition should be given to caregivers at the time
of diagnosis as well as signposting them to groups connecting families who share common experiences
21 Caregivers require access to accurate information, appropriate services and improved
communication between patients, families, and a range of both health and social care and other public
services 2. Families require easily accessible services that include the family in the unit of care, provide
support and information, and understand the process of family adjustment and adaptation in the long
term #7. Policies and structures are needed to support social and economic needs *¢. Engaging
caregivers in future avenues of research is vital to ensure resources and funding are targeted in the

best way #.

Acknowledgement from healthcare professionals
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Out of necessity, informal carers often know more about a particular RD than healthcare providers
do. This often leads to poor communication and collaboration. Furthermore a lack of coordination of
care force carers to fill the gap by juggling multiple roles including that of advocate, case manager,
and medical navigator *°. Caregivers often experience silencing or being silenced when interacting
with health-care and social care systems and providers 1. This has been attributed to the lack of
knowledge about RDs by health-care providers who also are unaware of the impact that caring for
someone with RD *°. This points to the need to improve the knowledge of health care providers on
the medical, social and financial impact these informal carers experience 4. Health care providers
should also acknowledge the vital role that informal caregivers play in promoting the health and
quality of life of persons with an RD 2. Caregivers, especially parents caring for someone with an RD,
work hard to be heard and acquire services within health and social systems >°. Another way that
informal caregivers are silenced is due to how they are overlooked in the world of research despite
growing emphasis on ensuring ‘patient and public involvement’. It is vital that this pattern is changed

so that they have an opportunity to be heard >3 %7,

Discussion

The purpose of this rapid review was to synthesise and describe what is currently known about the
needs of informal caregivers for people living with an RD. Based on the findings, several
recommendations for future healthcare practices and policies, as well as for research are evident.
First, it is important to consider the extreme burden often experienced by these caregivers, many of
whom place the need of others ahead of their own while navigating this journey with little or no
support 31. Support is needed to help caregivers with many aspects of their caring duties from the

initial diagnosis process which has been a difficult time for many families 3°.

Social support would be welcomed to enable caregivers to have much needed time away from their
caring duties to recharge and also to relieve them of the emotional strain which impacts on not only
themselves but their wider family . The mental strain of caregiving is evident from previous research,
psychological interventions are required that consider the family as a whole to reduce the emotional
strain and depression too often experienced by caregivers %! 4°. Many caregivers have also reported
struggling financially not only due to the high costs of the practical side of caring but as a result of the

impact caring can have on their ability to maintain a career %!, financial support therefore a priority.

Clear information should be provided for caregivers from diagnosis through to their rare disease

journey 2 to replace the current situation of confusion and uncertainty due to unclear and incomplete
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or conflicting messages. Lastly, caregivers must be recognised by healthcare professionals for the
integral part they have in caring for someone with a rare disease. This relationship often changes the
dynamic between health professional and patient and so caregivers must be listened to and viewed
as an ‘expert’ >2. All of the above-mentioned issues should be taken into consideration when planning

future research, it is vital that informal caregivers views are valued.

Conclusion

This rapid review presents several unmet needs identified by informal caregivers of persons with a RD.
It is hoped that the findings contribute to increasing the amount of meaningful support for caregivers
as well as encourage their active participation in improving the quality of life for families living with
an RD. It is important that this cohort are engaged in future research to ensure their needs are being
addressed. The insights that are gained through future research in relation to the impact on
caregivers’ social lives should be considered in the priorities and strategic directions for clinical
services. Interventions to support them following a diagnosis would be useful, delivered either in
hardcopy or online. Better meeting needs of informal caregivers for people living with a RD is in the
best interests of people with a RD, healthcare professionals and policy makers, as well as caregivers.
It is important that awareness is raised about the range of support options that are available from
health and social care providers, charities and/or support groups for informal caregivers of people

with an RD %7,

Figure legends
Figure 1 PRISMA flowchart

Figure 2 Main needs of caregivers for those with a rare disease
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Following screening of electronic databases MEDLINE, EMBASE and Web of

Science, 74 primary sources were identified. Grey lit and OpenGrey were
also screened for grey literature, 0 sources identified. Reference lists and
forward citations screened, 10 new sources identified.

84 Papers identified
for screening

5 Duplicates removed

Screening of abstracts and full texts

Screening of titles excluded a further 11 papers
identified 46 papers to be

further screened.

Not in English language
No informal caregiver focus

No rare disease focus

Following screening of full
text, 35 papers were
identified to be included in
final review.

Figure 1 PRISMA flowchart
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Currie, G., & Szabo, J. Canada Semi-structured Parents of children with RDs Commu@cation issues need addressed as parents
interviews often kngw more about the disease than healthcare
2019 provide%.
Improved coordination of care between providers and
servicesaring for children with rare diseases.
Gap in agcessibility to government supports needs
5
addressed.
Currie, G., & Szabo, J. Canada Semi-structured Parents of children with rare Health-Gre providers need more understanding of
interviews neurodevelopmental diseases rare con%itions.
2019 More support needed, parents often ‘lose themselves’
in this démanding caring role.
Flores D., Ribate M.P., Spain Questionnaires Caregivers to patients with FinanciaSsupport.

Montolio M., et al. Duchenne muscular dystrophy 9
>
e
2020 =
Kanters T.A., van der Netherlands | Questionnaire Caregivers for those with Supportfieeded for informal caregivers.

Ploeg Ans. T, Brouwer
W.B.F., et al.

2013

Pompe disease.

Kasparian, N. A.,
Rutstein, A., Sansom-
Daly, et al.

Australia

Telephone interviews

Patients and caregivers
affected by Von Hippel-Lindau
disease

More supportive care services requested.
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2015
Landfelt E., Lindgren P., | Germany, Visual analogue Caregivers to patients with Screenirg; for depression.
Bell C.F., et al. Italy, UK, scale, survey, Duchenne muscular dystrophy Holistic &pproach to family mental health needed.
USA interview g
2016 e
Lagae, L., Irwin, J., Europe Survey Caregivers for those with Time negded to escape caring duties.
Gibson, E., et al. Dravet syndrome (DS) Formal @pport and respite required.
Stress isommon — support needed.

2019 ¥
Lopez-Bastida J., Pena- Spain Questionnaire Patients and caregivers with Financiaisupport
Longobardo L.M., Spinal Muscular Atrophy QoL mu% be addressed
Aranda-Reneo |, et al. 8

3
2017 i
Lyon, M. E., Thompkins, | USA Semi-structured Caregiving families Worries?;ébout the future need to be addressed.
J. D., Fratantoni, K., et interviews More tirge for themselves needed.
al. Financia?%i:oncerns must be addressed.

=]
2019 g
McKnight, A. J. M., Northern Report N/A Access t8 accurate information
Walker, R., Collins, C. Ireland Access tgappropriate services
(2020). Improveg communication
McMullan, J., Crowe, A. | Northern Survey and semi- Rare disease collaborative Caregivé'is often overlooked in RD research — their
L., Bailie, C. et al. Ireland structured interviews | groups opiniondand experiences must be valued.

S
2020 5
McMullan J, Crowe A.L., | Northern Survey and workshop | Caregivers of those with a rare Improv@ interactions with healthcare professionals.
Downes K., et al. Ireland disease Improve@ emotional, psychological and social support.

Assistange with finances.

2021 Better a@areness of support services.
Mooney J., Graham K. & | England Semi-structured Patients with ANCA-associated Emotior%l support is needed.

Watts R.A.

interviews

vasculitis and their caregivers.

Reassur‘%ﬁce about the future.
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2019
Mori, Y., Downs, J., Australia Survey Families with a child with Burden &f daily caregiving requires support,
Wong, K., et al. CDKLS5 disorder particul%ly in relation to emotional wellbeing, sleep
problents, financial difficulties, QoL.
2017 8
Mutch, K., Methley, A, England Semi-structured Partners of people with NMO Acknowpgdgement from HCP regarding the vital role
Hamid, S., et al. interviews they pla%n caring.
S
2017 3
Palacios-Cena, D., Spain Interviews, focus Caregivers of children with Answeréneeded regarding ‘the first symptoms’ and
Famoso-Perez, P., groups, researcher’s Rett Syndrome ‘the need for a diagnosis’.
Salom-Moreno, J., et al. field notes, Help wi@ managing day to day life.
caregiver’s personal Financiagsupport.
2018 documents S
Pelentsov, L. J., Fielder, | Australia Semi-structured Parents of a child with a RD Social islation must be addressed.
A. L., & Esterman, A. J. focus group Knowle&e of HCP needs to be improved.
interviews Support%eeded as family relationship often impacted
2016 due to d@mands of caring.
Pelentsov, L. J., Laws, T. | Australia Scoping Review Parents of child with a RD Improv%l parental supportive care — common unmet
A., & Esterman, A. J. needs bgtween RDs.
>
2015 E
Rice D.B., Canedo-Ayala | USA Online questionnaire | Caregivers of people with SSc Emotional support is required.
M., Carboni-Jimeniez A., Help wi% physical needs.
Carrier M-E, et al. Interventions needed delivered through hardcopy or
online résources, including those delivered after the
2020 care recfpient’s diagnosis.
Rice D.B., Carbino- USA Scoping review N/A Psychos'c?,cial interventions needed to reduce

Jimeniz A., Canedo-
Ayala M. et al.

2020

caregive%s stress, burden and feelings of isolation
among ¢gregivers.
o
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Future rgsearch should design interventions for
caregivess.

Rodriguez A.A., Spain Questionnaire Carers of children with Financiakassistance.
Martinez O., Amayra |, neuromuscular disease Employrgent support.
etal. Physical%nd psychological support.

@
2021 N

N

9
Selman L.E., Beynon T., | London Semi-structured Adult informal caregivers of Easily aGessible services are needed that include the
Radcliffe S., et al. gualitative interviews | patients with Cutaneous T-cell family ir‘é’the unit of care, provide support and

lymphoma informaBion, and understand the process of family

2014 adjustmgnt and adaptation.
Sloper, T., & Beresford, | UK Report Families of disabled children Policies énd structures to support social and economic
B. needs. i

2
2006 S
Somanadhan, S., & Ireland In-depth interviews Parents of those with Reassur%‘\iwce and certainty needed about the future.
Larkin, P. J. Mucopolysaccharidosis 3

8
2016 %
Wiblin, L., Durcan, R,, England Qualitative in depth Patients and caregivers living Better cgjgnnections to others to reduce social isolation.
Lee, M., et al. interviews with MSA and PSP |mprove§1 communication.

2
2017 N
Williams, J. K., Skirton, USA, Focus groups Adult caregivers of people Emotional distress support should be provided.
H., Paulsen, J. S., et al. Canada with Huntington’s disease Assistarﬁe in managing several roles.

Mental Bealth monitoring.

2009 -
Wu, Y., Al-Janabi, H., Australia Clinical data was Parents of those with rare Health ei‘fects on family members need to be

Mallett, A., et al.

2020

used from
Mitochondrial
Disease, Epileptic

genetic conditions

conside%d.
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Encephalopathy and
Brain Malformation
projects
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