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Abstract

Background: Many people living and working with rare diseases describe consistent difficulties accessing appropri-
ate information and support. In this study an evaluation of the awareness of rare diseases, alongside related informa-
tion and educational resources available for patients, their families and healthcare professionals, was conducted in
2018-2019 using an online survey and semi-structured interviews with rare disease collaborative groups (charities,
voluntary and community groups) active across Northern Ireland (NI).

Methods: This study had 2 stages. Stage 1 was an online survey and stage 2 involved semi-structured interviews
both with rare disease collaborative groups in Northern Ireland. The surveys and interviews were used to locate exist-
ing resources as well as identify gaps where the development of further resources would be appropriate.

Results: Ninety-nine rare disease collaborative groups engaged with the survey with 31 providing detailed answers.
Resources such as information, communication, registries, online services, training and improvements to support
services were queried. Excellent communication is an important factor in delivering good rare disease support. Train-
ing for health professionals was also highlighted as an essential element of improving support for those with a rare
disease to ensure they approach people with these unique and challenging diseases in an appropriate way. Carers
were mentioned several times throughout the study; it is often felt they are overlooked in rare disease research and
more support should be in place for them. Current care/support for those with a rare disease was highlighted as inad-
equate. Nine semi-structured interviews were conducted with rare disease collaborative groups. Reoccurring themes
included a need for more effective information and communication, training for health professionals, online presence,
support for carers, and involvement in research.

Conclusions: All rare disease collaborative groups agreed that current services for people living and working with a
rare disease are not adequate. An important finding to consider in future research within the rare disease field is the
inclusion of carers perceptions and experiences in studies. This research provides insight into the support available
for rare diseases across Northern Ireland, highlights unmet needs, and suggests approaches to improve rare disease
support.
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Background

In Europe, diseases that affect less than 1 in 2,000 indi-
viduals are considered ‘rare’ [1]. Collectively rare diseases
are a major public health issue affecting approximately
300 million people globally and~110,000 individuals
across Northern Ireland (NI) [2, 3]. The role of health-
care professionals is made more difficult when support-
ing those with a rare disease due to the limited number
of patients with each condition, scarcity of knowledge,
uniqueness and complex care of needs [2, 3]. The UK
Strategy for Rare Diseases emphasised the need for
improvement of the coordination of care, diagnosis,
treatment and patient empowerment aiming to ‘improve
the lives of all those with rare diseases in the UK’ [4, 5].

Many people living and working with rare diseases
struggle to access appropriate health and social care,
source useful information, or participate in research [2,
6—10]. There is often a lack of appropriate health ser-
vices, skilled health professionals and effective treatment
options [11]. Alongside multiple medical issues that are
often associated with a rare disease, it is common for
patients, families, and carers to experience psychological
stress, loneliness, tiredness, discouragement, unemploy-
ment, lack of information and difficulty accessing appro-
priate health care [11]. This is often made worse by a lack
of appropriate peer and community support services
[12].

Health and social care professionals frequently experi-
ence frustration and distress when caring for individu-
als with a rare disease as they pose distinct challenges
to clinicians working in primary, secondary and tertiary
health care settings [13]. Difficulties with diagnosis and
management often stem from lack of knowledge, lack
of evidence-based information or difficulty accessing
information [7, 14, 15]. Because there are approximately
8,000 rare diseases, it is unrealistic to provide training
for health professionals on every disease [11]. Although
plans and initiatives have been implemented for selected
groups, for example the General Practitioner (GP) com-
munity still do not feel adequately equipped to deal with
rare disease with many frequently consulting online data-
bases such as Google, Orphanet and Online Mendelian
Inheritance in Man (OMIM) [16].

It has been found that individuals and families affected
by a rare disease can benefit greatly from peer support
from those facing similar challenges, yet the majority
of rare diseases do not have a dedicated support group
[17]. The internet is increasingly used as a source of

information and support by families affected by rare dis-
ease as a way of gaining information and connecting with
others [18]. Many generic resources exist which can be
useful for those living with a rare disease, for example,
Global Genes, Rare Disease UK and locally the Northern
Ireland Rare Disease Partnership [19-21]. It is interest-
ing to note the difference between the support available
for those with a rare disease compared to those with
other conditions. For example, those with cancer or heart
conditions have access to a wide range of support [22,
23] which receive much greater national funding sup-
port than rare disease charities. Gaining an insight into
the services rare disease collaborative groups (charities,
voluntary and community groups) provide and identify-
ing the main services available could be of great benefit to
those with a rare disease. Effectively signposting individ-
uals to the most appropriate services would reduce the
endless hours of internet searching often undertaken by
those with a rare disease and their families. Being aware
of the services on offer would also reduce the chance of
services being replicated needlessly as well as identifying
any gaps in services.

In this study, an evaluation was conducted of the
awareness of rare diseases, related information, and edu-
cational resources available for patients, their families
and healthcare professionals across Northern Ireland.
Additionally, there was a focus on how collaborative
groups use social media in relation to rare disease(s). An
online survey and individual interviews were conducted
with representatives from rare disease collaborative sup-
port groups as part of the evaluation phase of key pri-
orities for action in the Northern Ireland Rare Diseases
Implementation Plan [5].

Methods

In this study, an evaluation was conducted of the aware-
ness of rare diseases, related information, and educa-
tional resources available for patients, their families and
healthcare professionals across Northern Ireland. A pri-
marily qualitative approach was chosen for this study as
the aim was to explore the current services provided by
rare disease collaborative groups across Northern Ireland
by gaining the views and perceptions of individuals who
work/volunteer for them. Qualitative research aims to
understand behaviour and beliefs, identify processes and
to understand the context of people’s experiences [24]. In
this study data were collected from a relatively small pop-
ulation group but findings may be applicable for a wider
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population due to the common challenges and specific
needs of those with a rare disease.
The study had two stages:

« Stage 1 Online survey with rare disease collaborative
groups in Northern Ireland.

« Stage 2 Semi-structured interviews with rare disease
collaborative groups in Northern Ireland.

The survey and interviews were used to help evaluate
awareness of rare diseases, alongside related informa-
tion and educational resources available for patients,
their families and healthcare professionals in Northern
Ireland. They were conducted as part of the evaluation
phase of key priorities for action in the Northern Ireland
Rare Disease Implementation Plan [5]. Results were col-
lated anonymously and used to help improve the acces-
sibility of resources and address the needs of individuals
affected by rare disease(s) in Northern Ireland. Through
the surveys and interviews we wanted to locate existing
resources as well as identify gaps where the development
of further resources would be appropriate.

Stage 1: Online surveys
A survey was constructed using an iterative approach
with input from patient and healthcare professional rep-
resentatives from the Northern Ireland Rare Disease
Partnership (NIRDP, the national charity for rare dis-
eases in Northern Ireland) [21] and was uploaded onto
SmartSurvey [25]. The survey was used to gather infor-
mation to evaluate the resources rare disease collabora-
tive groups provide, to discover more about their online
presence and to identify what improvements could be
made to services for the people each group supports.
The survey was also promoted by the NIRDP (Twitter, @
NI_RDP, 1,167 followers; Facebook, @NIRDPNews, 952
members) and Queen’s University Belfast (QUB) through
their websites and associated social media platforms
beginning early 2018. Further dissemination occurred
by individuals, member charities, and voluntary groups;
there was not a mechanism available to track the reach
of this extended dissemination. Collaborative rare dis-
ease groups that were member charities of NIRDP or had
engaged with previous research by our team [26] with
consent for recontact were contacted directly to alert
them to the survey and interview invitations. Potential
rare disease collaborative groups who expressed an inter-
est were then sent an email with a cover letter (including
a link to the survey) and a participant information sheet,
which informed them of the purpose of the study and
guidance on how to complete the survey.

The survey was open to all charities, voluntary and
community groups providing services for people living
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and working with rare diseases across Northern Ireland
and anyone from within the group was eligible to answer
the survey. The survey respondents and interviewees had
to be part of such a group as the topics of interest were
focused on the services the groups provide, the presence
they have online as well as the improvements they feel
are needed moving forward. Detailed survey responses
are provided in Additional file 1. Rare disease collabora-
tive groups were named in the survey to ensure no over-
lap where multiple representatives may have responded
on behalf of a single group; there was no overlap in group
names for individual responses.

The survey was opened early 2018 for a period of
3 months. Each section in the survey contained closed
and open-ended questions and were displayed with the
option to save and return at a later date. Question four of
the survey asked the rare disease collaborative group for
permission to be contacted for follow-up questions via an
interview which aided recruitment for the next stage of
the study. SmartSurvey was used to generate tables and
charts to add demographic and statistical information to
this study [25].

Stage 2: Semi-structured interviews

Semi-structured interviews were chosen for this study as
they allow the interviewer to conduct the conversation
using their own words and are most commonly associ-
ated with the collection of qualitative social data when
the researcher is interested in people’s experience [27,
28]. An interview schedule was used which helps the
researcher to conduct the interview by outlining what
will be explored while allowing flexibility for details that
are unique to each group being interviewed [29]. As there
have been few previous qualitative studies undertaken in
this area, the interview schedule was designed specifi-
cally for this study with the aim and objectives guiding
the questions with input from the NIRDP.

A total of 36 emails were sent to rare disease collabora-
tive groups across Northern Ireland with a covering let-
ter and a participant information sheet which provided
details of the purpose of the study and explained what
they would have to do should they agree to take part.
Reminder emails were sent out one week after the initial
email had been sent.

Interviews took place until data saturation was
reached. A total of nine collaborative groups were inter-
viewed (25% of those contacted) within the timeframe
of this study. Data collection for interviews took place
between July 2018 and May 2019 in a neutral location.
Informed consent was obtained prior to each interview
taking place, which included permission to record the
interview on a digital recorder. The interview schedule
provided a loose framework to encourage ideas from
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the individual being interviewed as part of a rare dis-
ease collaborative group. Probes were used in response
to the information provided by the individual repre-
senting the rare disease collaborative group.

Each interview was transcribed verbatim by the inter-
viewing researchers (JM & AC) as soon as possible to
maximise the accuracy of the transcription process;
interview transcripts were uploaded to NVivol2 soft-
ware for analysis [30] to describe, discuss, evaluate and
explain the content and characteristics of the data that
has been collected [31]. Working with qualitative data
involves gaining an understanding of the words, stories,
accounts and explanations of those being interviewed
[32]. Comparing the data from each transcript allowed
for meanings to be explored within the data and for the
identification of relationships between different parts of
the data and for the provision of explanations for the
similarities or differences found [33]. The data was ana-
lysed using Thematic Analysis [34].

Results

Survey

Ninety-nine rare disease collaborative groups partici-
pated in the survey with 31 groups providing detailed
answers to all questions. Given that many of these col-
laborative groups are operated by volunteers who have
several demands on their time, this was considered a
reasonable number of respondents. This is not a sur-
vey for people living with a rare disease, rather the local
groups who support them. Responses were gained from
more than 70% of rare disease collaborative groups in
Northern Ireland. The template survey is provided
Additional file 2.

Collaborative group characteristics

All groups provided services to individuals living and
working with rare diseases in Northern Ireland and
were established between 1980s to 2017. The majority
were registered charities in the UK, 18% were based in
Northern Ireland, two were registered in the Repub-
lic of Ireland and two were from the United States of
America. Groups ranged from providing support in the
last two years to more than 50 years experience as a
collaborative group (31%: 0—10 years; 19%: 11-20 years;
25%: 21-30 years; 19%: 31-40 years; 6%: 51+ years).
The majority of group representatives completing the
survey were white British (60%) or Irish (32%), over
the age of 35 (84%), and identified as female (84%). 88%
of respondents indicated they were willing to be con-
tacted for follow-up by email, with only two preferring
a telephone call.
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Communication

Ninety-two percent of groups provided or actively sup-
ported a facility to put individuals (for example health
care professionals, patients, families, carers) in contact
with each other on request. While only 14% of groups
offer a 24-h helpline, 41% offer an office-based telephone
helpline during the day with 86% of groups offering some
form of contact-response option. Ninety-four percent
of groups have a dedicated social media representative,
while half of groups surveyed had a named information
or communication manager, and 68% have a branch or
contact person located in Northern Ireland. For many
rare disease collaborative groups, improved resources
to have ‘better’ helpline services were described as ‘very
important’

An additional figure displays the supportive networking
options provided by many groups to help connect people
[see Additional file 3]. All groups were interested in col-
laborating with relevant groups to develop complemen-
tary information resources, with a particular focus on
opportunities to improve information sharing between
community/voluntary and statutory services.

Only one of the groups surveyed does not have a web-
site, the remainder described their website as benefit-
ting anyone affected by a rare disease or is worried about
a loved one. Groups differed in terms of when websites
were updated, with just four groups providing daily
updates and the majority (62%) ad hoc as new informa-
tion is available and personnel resources permit. Two
groups have information resources meeting NHS Eng-
land’s information standard [34], while two have infor-
mation approved by medical advisors. A variety of social
media platforms are used by the groups including Face-
book (100%), Twitter (82%), YouTube (59%), LinkedIn
(53%), Instagram (65%) and Snapchat (53%). Uses of
social media within the groups varies but include: shar-
ing information about your specific rare disease (94%),
raising public awareness of rare diseases (94%), promot-
ing fundraising campaigns (88%), sharing information
about upcoming events (83%), posting information about
clinical trials (75%) and sharing recent news (75%). This
information is displayed in Additional file 4. Eight groups
provide daily updates to social media, with four provid-
ing weekly updates, and the remainder updating on an ad
hoc basis. Three of the groups surveyed do not use social
media due to either lack of expertise, privacy concerns
and constraints on time [35].

More detail on social media use by collaborative groups
is provided in Additional file 5. 81.3% of groups strongly
agree that social media use by rare diseases collaborative
groups is beneficial for communication with and sup-
port for patients. The majority of those surveyed believed
their group should expand its use of social media if
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time and budget were not issues to be considered. Sug-
gestions made for expansion included: digest news and
updates and share across all aspects of the condition,
graphic design, educational and awareness raising videos
and website development, a daily blog, advice for doc-
tors, nurses, consultants and other health persons to aid
understanding of rare conditions and how best to man-
age them [36].

List of members and registry ideas

95% of groups surveyed hold a list of members with infor-
mation including: name, address, contact details, type of
disease, date of symptoms starting, date of diagnosis, liv-
ing alone or with carer, family details, mutation types,
resource for clinical trials and interest in volunteering.
Many groups (36%) struggle with data protection issues
in terms of extra work, keeping governance up-to-date,
and maintaining contacts, particularly those groups that
are volunteer led. Although only eight groups hold a dis-
ease ‘registry, with content ranging from simple names
and contact details to information on emerging therapies
and available clinical trials 77% indicated that they would
like one whether held nationally or supported to host
themselves. The majority of ‘registries’ were resourced
from charitable funds, with one receiving government
funding. The distribution of registry data is displayed in
Additional file 6.

Training

Forty-four percent of groups had developed/co-ordinated
training modules for healthcare professionals. Thirty-
eight percent of the groups organise training days for
healthcare professionals in specific disciplines such as
physiotherapists, occupational therapists, hospice staff;
some also support members by organising unofficial talks
and training for schools, teachers and families. When
asked how they wish healthcare professionals to inter-
act with their information resources, group responses
included a desire for them to make use of their training
and online study or to request information from them to
pass onto patients.

Improving services for those with a rare disease

Various suggestions were made as to how information
and communication for rare diseases could be improved
inside and outside of the groups and can be viewed in
Additional file 7.

When asked how groups would like those living with
a rare disease in Northern Ireland to primarily inter-
act with their information resources groups responded
with channels such as social media, website, telephone.
One group however said they would like live coverage of
group meetings to enable them to join remotely. Groups
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expressed their desire for healthcare professionals to
interact with the group’s information resources by joining
consortiums, passing on relevant leaflets, as well as the
usual channels. Similar methods of communication were
suggested for non-clinical professionals and for other
groups.

Interviews

Nine semi-structured 1-1 interviews were conducted
with rare disease collaborative groups based in North-
ern Ireland lasting 20-80 min. The interviewees were
either in paid employment or held a voluntary role within
a rare disease support group. The duties of these indi-
viduals varied from supporting patients, holding meet-
ings, organising conferences, advisory roles, signposting,
advocacy and raising awareness. Half of the collaborative
groups interviewed have a focus on a rare disease that is
genetic although most acknowledged having a limited
knowledge of genetics and relied on specialists to provide
them with this information when required.

The enthusiasm the interviewees had for the collabo-
rative group they volunteer/work for and the individu-
als they support was evident from the interviews. They
were passionate when they spoke and appeared to fail to
recognise the amazing work they do and the difference
they are making stating “yea but it’s still very low key” (P1)
and “I think we're all trying” (P3). Each person felt they
would like to do more to help and put forward several
suggestions for how care for rare disease patients might
be improved.

The collaborative group’s identities have been pro-
tected by using the codes P1-P9, three of these groups
also completed the survey. Thematic analysis [37] was
used to analyse the data; six themes emerged. Findings
from the interviews are outlined thematically below with
direct quotes used for representative samples.

Theme 1: Excellent communication is key

This theme emerged from groups’ views that effective
communication around rare disease creates an under-
standing and improves care.

“..communication, I always define it as creating
understanding, that’s what it is, communication is
the key to everything” (P7)

Throughout the interviews it became apparent that com-

munication around rare disease involves several groups:
those with a rare disease, carers, family members, health
care professionals and the voluntary sector. With several
collaborative groups working in Northern Ireland to sup-
port those with a rare disease, communication is vital to
ensure that the work being carried out is complimentary
and is an effective use of resources.
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“.you don’t want to duplicate the work either that
somebody else has, so it’s that thing about network-
ing and communication.” (P3)

The majority of the groups interviewed work with other
rare disease groups and feel they have much to learn
from one another. The groups provide links to other rare
disease organisations via their website and find network-
ing opportunities to be extremely useful, at times even
raising their group’s profile.

“..networking ... to try and map what research is
going on and they all communicate with each other’.
(PS)

Most groups have a helpline that ranges from an answer-
ing service on a mobile phone to a 9am-5pm manned
telephone. The helplines are mainly used for supporting
those who are newly diagnosed when they feel they have
nowhere to turn to or signpost people to other means of
help. Most groups reported that initial contact from rare
disease patients was normally via social media or email
rather than the phone line.

Difficulties were highlighted by many groups regarding
meeting to communicate in person with someone living
with a rare disease, for example at a conference or sup-
port group. This is thought to be due to the nature of the
disease and geographical boundaries that can inhibit an
individual’s chance to attend.

“Attendance at these meetings is very poor but that’s
the nature of the condition, you're either very ill and
you can’t get to the meeting or maybe you physically
can’t get to the meeting or you're well and you don’t
want to be reminded that you have this illness” (P2)

“.social media.... primary means of communica-
tion to the outside world” (P1)

Theme 2: Online presence

“.there’s quite a lot of interaction between
patients..” (P5)

Several uses of social media were highlighted by the
groups interviewed including: advertising surveys,
links with other charities, research updates, highlight-
ing events/fundraising and posting photos. The instan-
taneous benefits of social media were acknowledged by
the groups. Managing the platforms and the possibility
of missing individuals who do not use the internet were
raised as concerns of using social media. Invaluable sup-
port and mentoring from those experiencing something
similar was also referred to as a positive outcome of
using social media in relation to rare disease. One group
explained they sometimes have a professional on the
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Facebook page for an hour to take queries and then an
administrator will upload the answers.

“..when we have the questions and answers with the
professionals very well, you know people have put
aside that hour in their evening and theyre willing
to sit in and listen and put their questions...” (P3)

A number of uses of the group’s websites were high-
lighted including: making initial contact with the group,
guidance and advances regarding clinical management,
displaying factsheets of key symptoms, practical man-
agement, red flags, lists of the conditions which are
considered rare so it is clear who the group can help,
information about research, information for health pro-
fessionals, information about the support groups, link to
other forums, hub - local resources, generic information
for example blue badge guidance, links to specific sup-
port within hospitals. For most groups the general aim
of the websites is to include content that will be relevant
for anyone who has an interest in rare diseases whether
newly diagnosed or wanting to know what is currently
happening.

“..Predominantly the reason is awareness raising

but also to provide a point of contact so they can
actually make contact...” (P7)
“.anybody who has any interest in rare disease
issues will find something useful there whether it's
someone who's recently been diagnosed and has no
idea what’s going on where to go or who to talk to or
whether it's somebody who has a bit of an interest
and wants to know what's happening with other peo-
ple, what level of engagement there is” (P6)

Theme 3: Carers

Rare disease collaborative groups were asked directly
during interview if they provide support for carers. Most
groups said that although carers are welcome to attend
events they organise, they do not host anything specifi-
cally for carers. The quote below illustrates this:

“We’re very, very conscious about carers or fam-
ily members because they go through the same kind
of disease or that the patients experience so we do,
whenever we plan anything we always take into
account family members and carers. I mean there’s
not a dedicated network for family members but it’s
something that we are looking into” (P8)

Another group (P3) said they organise an annual event
for patients and their families and carers where they
can come along and listen to a professional speaker and
attend a workshop on a relevant topic while entertain-
ment is provided for the children. While the rare disease
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collaborative group below explained that as carers are
involved with such a highly intensive care routine they
struggle to find time to attend support groups.

“..carers are really stretched, they don’t have a lot
of free time, even if they wanted to come to support
groups still there isn’t the respite care that will cover
them...” (P5)

Other groups were in agreement that the needs of the
carers are as important as the person with the rare dis-
ease and they should not be overlooked. One group
said that they previously tried to organise a carers only
workshop at a conference but it was unsuccessful. They
stressed how they feel it is important for carers to get
time away to allow them to off load and discuss any issues
they are facing.

“.. I'd really like at times the carers just to talk with-
out the patients there you know no harm to them or
anything like that but we need to vent our issues.”
(P2)

P4 stated they have witnessed high levels of interaction
between patients and carers on their social media pages.
As a group they aim to get information to patients to
increase their confidence through resilience training with
the hope of building “strong patients and carers to keep
asking the questions and keep pushing boundaries’.

In most cases the groups stated that the initial contact
with the group comes from a family member or a carer
who are reaching out on behalf of the person they are
caring for. This indicates the complex role and unique
relationship that the person with the rare disease has
with their carer. P8 explained that carers are part of their
group’s objective which is to “improve the quality of life
for patients, families, and their carers”.

Theme 4: Training health professionals

“We do lots of training for health professionals. 1
would say probably at least every month we have a
training session somewhere for health care profes-
sionals.” (P5)

More than half of the groups interviewed have involve-
ment/training experiences with health professionals,
those that do not said this is due to struggling to get pro-
fessionals on board. The training discussed during inter-
views included teaching at QUB presentations to health
professionals, e-learning modules, questions and answers
with health professionals on social media and encourag-
ing health professionals to attend the conferences. One
group explained that they usually have someone attend-
ing their clinic once a month and then they encourage
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them or even the genetic trainees to do the BMJ module
relating to their specific disease.

“©..we contribute to medical education...” (P6)

“..we have e-learning modules, the first 2 that were
launched were for GPs and physiotherapists and
they were really successful...” (P9)

Another group said they provide a variety of training
for health professionals, from large regional or national
events with lots of multidisciplinary teams, to events on
a much smaller scale with local teams. They also hold
a healthcare professionals day each year to raise their
awareness and help them to realise that although a rare
disease is often considered ‘specialised’ the ongoing pro-
cesses and problems it causes are transferable across lots
of conditions and so the issue is about how you support
the person as the emotional impact is the same. Another
group felt that patients have the ‘lived experience’, there-
fore we can all learn from each other. They said that
patients can lose confidence in the health service when
they repeatedly hear, ‘I've never heard of this’. One group
expressed their concern that they are not respected by
healthcare professionals or academics due to their lack of
training. Another group felt that although they would like
to provide training, they feel this is not something they
can do without the support of healthcare professionals.
A further group pointed out that rather than retraining
healthcare professionals, it is about helping them to rec-
ognise the skills they have and making them see that they
are transferable to specific rare diseases.

Theme 5: Involvement with research

Three of the groups interviewed have had involvement
with research. One group recognised the fact that not
everyone wants to know everything about their rare con-
dition but that others are extremely interested in the lat-
est research in their area and aim to know as much as
they can about it.

“Twitter feed and I post any relevant research Id
post on that cause I don’t want to drown the Face-
book group with research because not every parent is
on that leve..”l (P1)

Several groups use Twitter to promote research arti-
cles relating to their specific area. Groups acknowledged
the importance of research into rare disease, highlight-
ing the need for engagement with specialists to address
the patient’s needs, and the need for awareness raising
of research to show the importance of getting patients
involved.

“I started to realise that if we get involved at the very
beginning, if the idea comes from us about what we
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need then there’s no this waste of, like so money has
been wasted, so much money has been put in to get-
ting 1 drug on the market you know but you really
want that to be something that people need that’s
going to be better than what already exists” (P2)

Networking and collaborating with other countries was
also referred to as an important aspect of research into
rare diseases. Groups acknowledged the difficulties that
can be encountered when trying to get the manpower
to look for grants or funding and the money that can be
wasted by not involving patients from the beginning.

“.got that networking going em, to try and map
what research is going on and they all communicate
with each other so if you get a new young clever per-
son who's interested in doing a bit of research, there’s
a bit of guidance as to what needs to be done next,
where we're at and what needs to be done next’. (P5)

Theme 6: Suggested improvements for the future

All of the groups interviewed were in agreement that
the services for rare disease patients in Northern Ireland
(and further afield) are not adequate. Additional file 7
outlines some of the improvements that were suggested
by survey respondents.

“..definitely there could be more done”. (P9)

Suggested improvements included: funding organisa-
tions such as NIRDP, partnership between statutory
and voluntary services, referrals to groups from health
service, share information, network of people to learn
from each other. Some groups highlighted the difficulties
newly diagnosed patients face and how work is needed to
make people aware of the kind of help that is available.

“..just with a new diagnosis it’s just that initial feel-
ing of where to go but I think once somebody gets into
and starts networking, I think the realisation is that
there are things out there” (P3)

Groups explained that having health professionals on
board with the work the groups are doing helps to pro-
mote their work, raise awareness and achieve more.

“You need a champion and that came across very,
very strongly at the last rare disease [meeting] in
March, you know the all Ireland conference was the
groups that had their champions, they were the ones
who actually achieved more and you need somebody
behind who is totally invested who wants to push
things forward’ (P4)

Although only one group is currently part of a registry,
the majority expressed an interest in becoming involved
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with an active registry and confirmed the benefit of
this. They spoke of the registry they have which details
patient’s medical history, drugs prescribed, treatment
given and symptoms experienced. They explained this
is updated on an annual basis with blood and urine
samples.

Other suggestions included: connecting with centres
of expertise; educating people; better communication;
not duplicating work; involving more experienced peo-
ple with the social media; better co-ordination of care;
developing an information hub; making people aware
that their condition is ‘rare’; discovering what rare
disease patients have in common; listen to patients;
smoother access to health care; more support needed
for carers (perhaps in a way that can be accessed
remotely). Often respite is not provided and therefore
they cannot attend organised events; awareness raising
is needed.

A big gap continues to be the coordination of care.
It continues to be people know knowing where to go,
people, healthcare professionals not having confi-
dence in their own abilities.” (P6)

“..there just isn’t enough resource out there for the
sorts of needs that people have...” (P5)

Several ‘novel’ ideas were suggested by the groups as
ways to improve or enhance the services already availa-
ble for those living with a rare disease. These included an
app to enable patients to better manage their condition,
an online map which links to health professionals/sup-
port in a specific geographical area, training on practi-
cal issues that are relevant across many rare diseases, the
opportunity to join conferences/events remotely and a
‘rare disease community. An interesting point was made
by one group that individuals may not know they have a
‘rare disease’ as this terminology may not have been used
to describe their condition making it more difficult for
them to find appropriate support.

Discussion

This study aimed to evaluate rare disease resources in
Northern Ireland and to identify important issues for
local development. A PubMed search conducted in May
2020 [((rare disease) AND (support)) AND (northern ire-
land)] found that no one has reviewed group resources
for those with a rare disease. A wider search beyond
Northern Ireland identified less than 10 relevant papers.
This is particularly challenging where no disease-specific
support group exists for individuals with a named rare
disease, or those who are waiting on a diagnosis. Addi-
tional file 8 displays a summary of the topics displayed in
the discussion section.
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Communication is an important factor to consider

when developing rare disease support

Communication with the health service

In agreement with previous research, communication
was found to be an important factor when considering
support for those with a rare disease [7]. Pelentsov et al.
(2016) acknowledged how challenging communication
can be for those with a rare disease, particularly those
who are newly diagnosed [38]. Improved communication
between GP and other healthcare professionals would
help better manage care for patients with rare disease(s).

Communication within rare disease collaborative groups
Communication methods need to be considered care-
fully with particular attention given to equity of access
to good communication tools. All of the groups sur-
veyed or interviewed offer those with a rare disease vari-
ous means of communicating from helplines, to social
media and websites. Collaborative groups acknowledged
the difficulties that are often experienced when trying to
organise face to face meetings. This is largely due to the
nature of rare diseases and the unpredictable symptoms
experienced on a planned date. It seems there is a move
away from this type of support towards online platforms
and remote access to in-person/virtual meetings. This
has implications for the rare disease collaborative groups
who should consider the methods of support they use
and assess how effective they are at reaching those they
aim to support.

Online communication

Social isolation is a consistently recurring theme for
those with a rare disease, and the internet offers a prac-
tical solution particularly in rural areas [7, 39]. Many of
those living with a rare disease find belonging by being
part of an online support group or blog [40]. Although
the merits of social media and online support are many,
it is important to consider the reality that many people
do not regularly access online services and so there is a
chance that people could be missed, as raised by P7. The
most common social media platform used by groups was
Facebook, followed by Twitter. As in agreement with
Lasker et al. (2005) social media was found to be used
for ‘sharing information about the specific rare disease’
and ‘communication with other organisations’ [17]. Rare
disease collaborative groups have explained the impor-
tant role of social media platforms and should consider
investing more time to managing their online presence to
enable them to be used more effectively.

Collaboration
100% of groups said they would be interested in collabo-
rating with relevant groups to develop complementary
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information resources. This is an idea which should be
developed to bring services together and provide a clear
pathway for rare disease patients. Listening to patients
was also raised as an issue in this study by collaborative
groups as many patients do not feel the communication
between themselves and health professionals is good
enough. Jeppeson et al. (2014) also found this, stating
that gaining an insight into how someone copes with the
day to day life of living with a rare disease would enable a
deeper understanding and encourage more sympathetic
communication [12]. Rare disease patients often experi-
ence a shift in their relationship with health professionals
as they and their carers take on the role as the ‘experts’
[41]. Budych et al. (2012) have shown improved out-
comes will result from care providers recognising and
acknowledging patient’s expertise and being willing to
partner with them in the decision making around treat-
ment [42]. Many collaborative groups discussed how hav-
ing health professionals on board with their work would
help to champion and promote what they do. Health pro-
fessionals should consider partnering with rare disease
collaborative groups and referring patients to them for
support when appropriate.

Rare disease registries

Rare disease registries are an essential tool to measure
the number of people affected by a rare disease(s) and
thus contribute to local evidence-based service planning.
Such registries also improve knowledge and monitor
interventions for rare diseases and provide longer-term
understanding for a specific disease [43, 44]. The majority
of groups in the current study expressed their desire for
a rare disease registry to be established in Northern Ire-
land. The disconnect between the health service and
groups was mentioned and it was suggested that a regis-
try may help the health service to be more responsive to
rare disease patient’s needs. The development of rare dis-
ease registries is growing which is remarkable given the
scarcity of patients [45]. A rare disease registry could be
a powerful tool for rare disease patients, enabling long-
term outcomes to be measured and ultimately improv-
ing care [46]. Therefore priority should be given to the
development of a rare disease registry within Northern
Ireland.

Training

Effectively supporting those with a rare disease requires
training. The majority of groups who were part of this
study are involved with training health care profession-
als with several having developed/co-ordinated training
modules. Although the Northern Ireland Rare Disease
Implementation Plan (2015) attempts to support both
GPs and rare disease patients there remains a lack of
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information among the GP populations [5, 6]. Greulich
et al. (2013) among others highlighted the lack of knowl-
edge of general practitioners on the topic of rare diseases
and suggested a web-based module might increase their
knowledge of the specific disease, generic complications
(e.g. providing respiratory support is necessary for multi-
ple rare diseases) and improve patient care [47]. Ferndn-
dez Avellaneda et al. (2006), investigated the need for rare
disease training in primary care [48]. Difficulties arose in
understanding the importance and magnitude of rare dis-
eases, supporting the findings of the current study that
further training is required. Ramalle-Gomara et al. (2014)
conducted a survey with 234 students and found that
only around 25% of them knew the definition of rare dis-
ease and an orphan drug, again highlighting the need for
training and awareness raising [49, 50]. Further training
is needed to appropriately equip people to support those
living with a rare disease [5]. Multiple groups explained
that they organise training days for healthcare profes-
sionals and specific disciplines such as physiotherapists,
occupational therapists, hospice staff and unofficial talks
and training for schools, teachers and families. A central
online resource listing such events would be beneficial to
many people. The UK strategy for Rare Diseases empha-
sised the need for improvement of the coordination of
care, diagnosis, treatment and patient empowerment [4].
Training for health professionals should be invested in
to ensure these people are ably equipped to support rare
disease patients.

Carers

Carers for individuals with a rare disease were frequently
discussed—the main issue being that carers are regu-
larly overlooked and yet they often need support just as
much as the person with the rare disease that they are
caring for. Living with a rare disease often involves many
appointments and can include travelling long distances
to see specialists or receive treatments and so daily rou-
tine can be disrupted for families [51]. This is particu-
larly challenging in the era of COVID-19 as all hotels and
accommodation options within the UK are closed to eve-
ryone except NHS staff; families who normally stay over-
night for complex and / or tiring treatments are unable
to do so, thus compromising care and raising inequalities
for those living geographically further from treatment
centres [52]. For parents of children with a rare disease,
balancing daily life with caring is a frequent problem and
often carers neglect their own needs [53]. It is therefore
important as this study suggests that strategies and sup-
port are put in place for carers. Little support is currently
provided specifically for carers, it is important that these
individuals are not overlooked.
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Those living with a rare disease face considerable bar-
riers when accessing appropriate care including delayed
diagnosis and limited or non-existing treatment options
[54]. The rare disease patient community has played
a critical role, in response to these challenges, elevat-
ing patient voice and mobilising legislation to support
the development of programs that address the needs of
patients with rare diseases [54]. For many of the parents
of a child with a rare disease, the burden of care spans
many years and involves a lifetime commitment. Parents
will require specialist health literacy, care giving skills
and resources beyond those normally required by parents
in general [38].

Rare diseases result in a wide variety of healthcare
needs [55]. Rare diseases significantly impact the eco-
nomic, psychosocial, and physical well-being of indi-
viduals and their family members [51]. Individuals with
rare diseases and their family members often have lim-
ited evidence-based information to guide their decisions
about disease management and symptom relief [56, 57].
Further, the inherent uncertainty that comes with having
a rare disease, including delays in diagnosis and a lack of
knowledge about current and future care needs, impact
access to services and management of the rare disease
[58—-60]. Research on the experience of having a rare dis-
ease indicates that care and services needs are often not
determined simply by the severity of the health condi-
tion, but rather are a combination of poor quality of care
and barriers to access [59, 61]. Baumbusch et al. (2019)
concluded that informal peer support from other par-
ents of children with rare diseases were a key resource for
parents when navigating the health care system. Social
media was seen as the best way for these people to con-
nect, giving the best availability [55]. A research study
focusing on carers alone would be beneficial for this
cohort to identify their needs and how they can be best
supported in this challenging role.

Current care/support for those with a rare disease

is not adequate.

All collaborative groups interviewed were in agreement
that current services for rare disease patients in North-
ern Ireland and further afield are not adequate. Ensuring
funding is made available to rare disease collaborative
groups was an important factor to consider when devel-
oping future services. Many charities and support ser-
vices are available to help people with various diseases
however ‘rare disease’ support is lacking in comparison
to cancer and heart patients for example. Pelentsov et al.
(2015) outlined the benefits of support groups for those
with similar diseases [38]. In agreement with this study,
Taruscio et al. (2014) suggested that an accessible one-
stop-shop source of information and support should be
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an important goal for patients with a rare disease [62]. A
reference network ‘hub’ in Northern Ireland would bring
many benefits.

There is a requirement for further research and devel-
opment in rare diseases in order to meet patients’ medi-
cal needs [63]. Within Northern Ireland, the NIRDP
has made a commitment to the rare disease community
stating that no one should be disadvantaged because of
the rarity of their condition. NIRDP aim to innovate by
developing and implementing improved methods of
managing and treating rare diseases; improving the qual-
ity of life for those affected by rare diseases; and increas-
ing the efficiency and effectiveness of care and support
[20]. Some of the ideas for developing and improving
rare disease support suggested by the collaborative sup-
port groups included new and innovative ideas as well as
some things that are already being done by other groups:
apps for patients to manage their conditions; online map
to link to health professionals/support by geographi-
cal area; a hub to co-ordinate services. It is interesting
that access to information for therapies, aids, grants and
clinical trials for example seems to differ a lot from the
help and support available to non-disease-specific rare
disease charities compared to non-disease specific can-
cer charities. Despite this, many countries have made
great progress in improving processes in the rare disease
landscape with patient advocacy playing an increasing
role in shaping discussions and driving the agenda [54].
Although rare disease support has improved greatly in
Northern Ireland over the past number of years, par-
ticularly with the establishment of the NIRDP, we should
continue to strive towards a better support network for
rare disease patients.

Strengths and limitations

This study explored an area of very limited published
research. The use of an online survey made it extremely
accessible for a wide audience to access remotely. The
data collection procedures included surveys and semi-
structured interviews which were promoted online via
the NIRDP and QUB; other methods of dissemination
may have helped to generate more respondents/inter-
viewees. The time constraints of the allocated funding for
this project meant the survey could only be opened for a
period of 3 months which limited the responses received.
In future research print media and local radio should be
considered as options to enhance recruitment. To be eli-
gible for interview individuals had to be English speak-
ers, it is possible that this may have introduced bias to
the sample in that potential interviewees may have been
excluded, but due to the language skills of the research
team this was an essential criterion.
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Conclusion
This study has provided the voluntary sector with an
opportunity to share their views and experiences of the
current support available for rare diseases. New insights
are added to the existing body of knowledge on rare dis-
ease, highlighting the need for future research includ-
ing carers and more training for health professionals
regarding communication for rare disease. The surveys
and interviews conducted with rare disease collaborative
groups have provided insight into the support available
for rare disease patients in Northern Ireland and have
identified the gaps in services. From this information it
has become obvious that many valuable services exist
for rare disease patients and that those providing these
are extremely passionate and dedicated to the work that
they do. A clear area to target would be communication,
there appears to be a disconnect between statutory and
voluntary services and a better link would improve the
care provided for rare disease patients. Access to services
for those who are geographically more distant or are not
well enough to attend events is also an area worth target-
ing. Perhaps with the increasing use of social media there
would be a way to enable this group to attend and inter-
act with events in a remote way. The current challenges
associated with social distancing to protect individuals
who are most clinically vulnerable from COVID-19 pro-
vides a valuable opportunity to review the benefits and
limitations of more remote activities in the coming year.

Communication is key for rare disease support groups,
it is important that communication is both accessible
to all and is reciprocated from health professionals. All
groups were interested in collaborating and therefore
improving lines of communication and enabling oppor-
tunities for collaboration could help greatly in develop-
ing and improving services. There were also pleas for a
local rare disease ‘registry’ Social media was used widely
within the groups that were part of this study although
it was noted that various difficulties can arise when try-
ing to maintain these accounts. Every group made sug-
gestions as to how they feel services and support could
be improved for those with a rare disease, many of these
ideas centred on communication as well as increasing
resources. The fact that carers are not often catered for
specifically by these groups is something needs to be
addressed as it was highlighted that in most cases it is
the family member or carer who makes the initial con-
tact with the group. The struggle to get health profes-
sionals on board was acknowledged. There was an agreed
consensus that the services for rare disease patients in
Northern Ireland are not adequate.

Further research should be conducted with rare dis-
ease collaborative groups, specifically it would be inter-
esting to get the views of those accessing these services.
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Research focusing on carers would also be useful as to
date no research studies focus solely on them. Interest-
ingly, many studies have been conducted on carers for
cancer [64—66]. The lack of research suggests that a dif-
ference exists between cancer caring support options
and those for rare disease patients. Families living with
rare diseases have traditionally received little attention
from health authorities, clinicians and researchers [56].
Given the unique and close relationship carers often
have with rare disease patient(s) it is crucial that they
are included in future research.

Locally and internationally it is important to build
upon existing support and move towards a brighter
future for those with a rare disease. Additional file 9
shows the recommendations to inform health care pol-
icy and practice.
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