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  1    Introduction
Purpose of this report
This update on the Office for Rare Conditions, Glasgow details the activities undertaken since the last
report at the end of 2019. This report will inform funders and stakeholders of the specific tasks undertaken
to achieve the overall aim of the project over the past year and during the pandemic. At the end of March
2020, the project coordinator and administrator were placed on furlough, not returning until June 2020
when home working began. The continued need for home working during successive lockdowns has
necessitated the uptake of new and innovative methods to engage with patients, families, and health care
professionals. Last year the Office also widened its remit to include children and adults with low
prevalence conditions.

The Glasgow Children’s Hospital Charity Research Fund (GCHC RF) was amalgamated with The Office for
Rare Conditions in March 2019, to actively promote research in rare and low prevalence conditions and
keep administrative costs at a minimum. 

The Office would like to thank Glasgow Children’s Hospital Charity for continuing financial support,
especially in these difficult times. Personal donations from families of patients and unrestricted education
grants from Alexion and Genetic Disorders UK have also been received through the previous year. We
would also like to acknowledge the support of the University of Glasgow and NHS Greater Glasgow &
Clyde Health Board.

Our Aim - to improve the standard of care received by children and their families who attend hospitals
in Glasgow by developing local solutions that allow effective and coordinated implementation of rare
disease policies through four identified objectives:

1.    Increase awareness and knowledge of rare and low prevalence conditions.

2.    Enhance the support that is available to children, adults and their families/carers.

3.    Enhance the care of people with rare and low prevalence conditions.

4.    Increase the participation of people with rare and low prevalence conditions in 
       multi-centre research.
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2    Objectives & Activity
Project Summary

Objective 1      Increase awareness and knowledge of rare and low
prevalence conditions

• Expanded and improved the “Office for Rare Conditions, Glasgow” reviewing and adding to Office
publicity materials; information leaflets and the Office social media information on Facebook
(www.facebook.com/ORCGlasgow) Twitter (https://twitter.com/ORCGlasgow) pages and Instagram
(www.instagram.com/orcglasgow)

• The website (www.officeforrareconditions.org) moved to a more accessible platform allowing staff to
add new information and update existing quickly and easily.

• Changed to a condensed six-monthly newsletter to patients, parents, and professionals with
hyperlinks to upcoming events, topical issues and updates on Office projects. (Appendix 1)

• In February 2020, as part of annual Rare Disease Day promotions, the Office held a 5-day event
within the public atriums of the Royal Hospital for Children (RHC) and the Queen Elizabeth University

Hospital (QEUH). Aiming to contact visitors to the hospitals previously unaware of the
Office for Rare Conditions, the event was a huge success reaching

150-200 patients and their families.

http://www.facebook.com/ORCGlasgow
https://twitter.com/ORCGlasgow
http://www.instagram.com/orcglasgow
http://www.officeforrareconditions.org


• Continued participation in relevant working parties organised for the development and
implementation of Scottish legislation for rare conditions, such as those run by Genetic Alliance UK.

• Increased familiarity and skill in the use of Zoom and other available technologies for online events
and meetings. Developed appropriate guideline to issue as guidance for those participating in
Office for Rare Conditions online events. (Appendix 2)

• Organised and hosted the 4th annual conference on the Management of Rare Conditions in the
Neonate. This year, the conference moved online and was a great success with attendee numbers
similar to pre-pandemic figures. (Appendix 3)

• Utilising the Zoom Webinar platform, continued to organise and host patient and professional
education events; both on specific conditions and generic rare conditions (Appendix 4)

• Provided support to clinical services enabling the transition to online conferences such as The
Scottish Society of Paediatric Gastroenterology, Hepatology and Nutrition Annual General Meeting
and the Skeletal Dysplasia Group Teaching and Research Spring Meeting 2021.
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• Participated in online teaching sessions for medical students with University of Glasgow to raise
awareness of rare conditions and explain the purpose and structure of the Office for Rare
Conditions. 

• Involved University of Glasgow medical students as volunteers in the Office activities, especially with
the collection and collation of PREM data.

• Offered a Special Study Component on Rare Diseases within the medical curriculum at the
University of Glasgow.

• Submitted and presented a poster outlining the work of the Office and PREM data through the
European Conference for Rare Diseases 2020. (Appendix 5)
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Objective 2     Enhance the support that is available to children, adults,
and their families/carers

• The Office Patient Advisory Group (PAG) met weekly from March to September 2020 offering an
informal “drop in” support to members and the opportunity to discuss any fears or concerns which
arose during the initial stages of the pandemic. 

• In October 2020, a consultation with members on restructuring of the PAG resulted in the group
merging with the now discontinued Patient Friendship Group. Membership opened up to all who
fitted the criteria for membership, which made a larger more inclusive group and allowed more
people to have a direct link with the Office. (Appendix 6)

• A proposal for a new structure of PAG addressing the current lack of representation of young people
resulted in the development of a new sub-group for young people.

• The format and timings of the meetings changed to open monthly meetings, held in the evening and
with an invited speaker on a topic of interest to the group at each meeting.

• Further proposals on the development of a committee were carried forward for future discussion.
(Appendix 7)

• Continued support to individual patients and parents/carers who approached the Office personally
via telephone, e-mail or Facebook looking for guidance/ information and support. Utilised medical
expertise available within the Office staff and steering committee members. 

• Encouraged patient groups to move to using online platforms to meet with members and offered
advice and support if required.

• Through social media the Office continued to engage with children and young people through age-
appropriate and fun activities. (Appendix 8)

• A new monthly online update on information, support and available resources is planned to
commence in April 2021. This work will be carried out in collaboration with CONTACT (formerly
Contact a Family) and Family Fund. Patient associations and 3rd sector organisations will be invited
to contribute to increase awareness of the services they can provide. It will also offer patients and
families the opportunity to link with support organisations.

• The first “Management of Rare Conditions in Neonates: Information for Parents” conference will take
place on 22/05/2021. This event has been developed to run in parallel with the successful health
care professionals’ annual event. It will aim to engage with parents of newly diagnosed infants,
familiarise them to hospital services, introduce 3rd sector organisations, patient associations, and
other sources of support. Most importantly, it will provide the opportunity to access informal support
from other parents facing similar challenges.

• The PAG, in collaboration with the Office, has initiated the development of a welcome letter for newly
diagnosed patients and families. This again will provide information on sources of support but mostly
serve as an introduction to the PAG, the Office for Rare Conditions and the opportunity to meet with
others. The Office will seek the support and involvement of the department of Clinical Genetics in
this venture. 
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Objective 3     Enhance the care of people with rare and low prevalence
conditions

• The Office has continued to highlight the importance of care pathways that are appropriate for the
local care setting and to promote the inclusion of individual patient journeys in their development. 

• The Patient Reported Experience Measure (PREM) developed in 2017 and used to record
patient/parent experiences of acute care in Glasgow hospitals and general information on the
management of rare conditions has evolved, using the data collected as a guide for development.
(Appendix 9)

• A brief Patient Reported Experience Measure to assess the local impact of C-19 on people with rare
conditions and hospital services was developed. After an initial pilot of this measure, the questions
were incorporated into the main Office PREM. This provides up to date information of patient
experiences during the pandemic and will serve as a tool to measure impact of current restrictions
on future healthcare, post pandemic, as services return to being fully operational. (Appendix 10)

• The Office continues to collect and publish all PREM data with the most recent report published in
Orphanet Journal of Rare Diseases (Appendix 11) and the data that were published will be used to
direct the improvement in future service delivery. (Appendix 12)

• The Office maintains links with palliative care services, promoting services such as CHAS through
links with the Diana Children’s Nurse and taking part in work streams emerging from the Paediatric
End of Life Care Network, PELiCaN, established in 2019.

• The Office is represented (clinical lead) on the Cardriss Expert Advisory Group. Commencing in 2019,
NHS National Services Scotland, Information Services Division (ISD) was commissioned to establish a
Scottish Congenital Anomaly Register. The Congenital Anomalies and Rare Diseases Registration
and Information Service for Scotland (CARDRISS) is part of a wider programme of work to improve
information on individuals affected by rare conditions, and hence ultimately improve their outcomes.

• The Office took part in the Children with Exceptional Healthcare Needs (CEN) managed clinical
network strategic planning event and has maintained a working relationship with the network,
representing the needs of children with rare and undiagnosed conditions and acting as a conduit for
the transfer of information to patients and families. 

• The Office for Rare Conditions Glasgow Webinar Series is now established and running every two
months. (Appendix 13) This successful event, open to health care professionals, patients and families
has a large geographical reach facilitating collaboration on an international level. (Appendix14)
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Objective 4     Increase the participation of people with rare and low
prevalence conditions in multi-centre research

• Participated in and actively promoted research in rare conditions through the Research and Rare
Conditions Symposium organised by Genetic Alliance UK and NHS Research Scotland (March 2019).

• Encouraged and facilitated researcher patient and public engagement to report study results and
feedback on study results. (Appendix 15)

• The Office now co-ordinates Glasgow Children’s Hospital Charity Research Fund: disseminating calls
for applications, handling of applications (eligibility checks, logging, acknowledgement), recruitment
of external and internal reviewers specialised for the application, maintainance of external panel of
experts (2nd phase of review), notifying applicants of the outcome of their applications and providing
anonymous feedback, completing required paperwork for Association of Medical Research Charities
(AMRC) accreditation.

• The October 2020 call-out for Project Support Grants received 11 applications, 6 of which had a
focus on rare conditions. 4 applications were also received for the Small Project Grants call out. The
GCHC will fund one Project Support Grant and one Small Project Grant in 2021. The Project Support
Grant was awarded to Professor Danny Huang at the CRUK Beatson Institute for work exploring the
effects of a CBL ubiquitin ligase inhibitor in treating CBL mutant-driven leukaemia. The Small Project
Grant was awarded to Dr Fawaz Arshad at The University of Sheffield for work developing a 3D cell
culture model of Osteogenesis Imperfecta.

• PhD studentships and projects remain underway, with a small number requiring an extension due to
the pandemic.
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 3    Patient & Family Engagement
The Office for Rare Conditions has an established Patient Advisory Group (PAG) comprised of

parents/carers and adult patients who attend hospitals in Glasgow and the West of Scotland. The

group meets regularly, supported by the Office and the chair reports directly to the Office steering

committee.  

Members of the group discuss their personal experiences of healthcare, raise concerns on their own or
another’s behalf, signpost to new resources and share common experiences, identifying issues of concern
and working with the Office to explore possible solutions.  

The PAG has a closed Facebook group, used to communicate out-with meetings. Members regularly post
articles and resources that may be of interest to other group members. PAG members are encouraged to
assist with the organisation of patient events hosted by the Office. 

The Office continuously engages with patients and families attending information events and when
collecting patient responses for PREMS.  

Additionally, direct contact from patients and parents is made through Facebook messenger and/or the
office e-mail info@officeforrareconditions.org.

Steering Committee 
There is also an established Steering Committee for the Office that meets regularly. The Committee
has health care professionals, senior management from the health board and representation from
Genetic Alliance UK, industry and Glasgow Children's Hospital Charity. This structure has provided a
pathway to develop initiatives that are customized for the local Glasgow setting.

The Office acts as an important conduit for two-way communication between the service users, the
health care providers and the third sector. Through its Steering Committee, the Office also has links
with the Scottish Government Cross party working group on Rare, Genetic & Undiagnosed
conditions.

mailto:info@officeforrareconditions.org
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 4    Aligning with National Strategy
In January 2021, the UK government published The UK Rare Disease Framework detailing the
following as priorities:

1.     Ensuring patients get the right diagnosis faster

2.    Increasing awareness of rare diseases among healthcare professionals

3.    Better coordination of care

4.    Improving access to specialist care, treatments, and drugs.

All four nations have agreed to collaborate to deliver the aims of the framework and the objectives of the
Office for Rare Conditions in Glasgow align closely to these aims. Despite the pandemic, the Office for
Rare Conditions will continue to work closely with Genetic Alliance UK and will assist with the development
of a Scottish implementation plan. 

To support the priorities of the framework and improve the lives of those living with rare conditions, the UK
government have identified 5 underpinning themes in which activities should be focussed: patient voice;
national & international collaboration; pioneering research; digital data and technology; wider policy
alignment.  These themes fit well with the ongoing activities being undertaken by the Office and with those
planned. 

The Office has integrated patients and families, those who use the services, into all its activities, working
closely with the Patient Advisory Group, collecting, and reporting on the personal experiences of care in
our local hospitals and taking forward ideas and experiences gathered from those who attend our events.  

Providing information and signposting to individual people who contacted us directly for help, or through
social media and information events to the larger group of people affected by rare conditions, has
encouraged and supported the use of self-management skills, autonomy and participation in decision
making in the management of rare conditions.

Presenting information on rare conditions to professional and medical student groups, involving students
as volunteers and on placement within the team and establishing a recognised presence within Glasgow
hospitals are just a few of the ways the Office has contributed to raising awareness of rare conditions and
thus, hopefully, to earlier and more accurate diagnoses and intervention.

Office for Rare Conditions working groups, looking at care pathways for rare conditions in neonates and
the development of a generic ‘care summary’ for rare conditions, are examples of Office projects which
will assist in the identification and treatment of conditions and the coordination of care.  

Building capacity in the rare condition community has focussed on establishing networks of support,
building relationships between individuals, and encouraging the engagement of patient associations with
individual patients and with clinical services.  
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The core principles of Managed Clinical Networks (MCNs) resonate closely with those of the Office and for

activities in areas where there was an established MCN, Office and MCN staff worked collaboratively,

supporting each other in achievement of common goals. The work carried out by the Office is especially

important for those patients and families who are isolated and have no access to those services provided

by MCNs.

A particular strength of this project has been engagement with the public and 3rd sector organisations

due, in most part, to enthusiastic reactions to the Office for Rare Conditions in Glasgow.  There have been

many enquiries as to the possibility of replicating this model elsewhere in Scotland.  

Often the gap between policy and implementation is too wide, however this project has translated

government guidance into a local context in Glasgow and enabled our work to be purposeful, whilst

adopting a ‘bottom up’ flexible approach (due to funding source and structure) in working with healthcare

services, patients, and families.  The Office is working to change the balance of power for people with rare

conditions to foster health and wellbeing in partnership with people, families, and healthcare services.
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 5    Roles & Responsibilities
The Office is located within the offices of Child Health, University of Glasgow on the QEUH & RHC campus.

Role: Project lead
Dr Martina Rodie, Consultant Neonatologist, Royal Hospital for Children, Glasgow

Responsibilities:
• Oversees all aspects of the Office and provides clinical input where necessary.
• Acts as a link to clinical services.
• Assists with completion of funding applications.
• Provides the Steering Committee with regular progress updates.
• Responsible for financial budget for Office for Rare Conditions, Glasgow activity, patient and

professional event funding, resource and publicity material.
• Communicates with external organisations/collaborators, proactively seeking their engagement with

healthcare services, patients and families, and raising awareness of rare and undiagnosed conditions.

Role: Project Manager for Glasgow-facing activity
Currently: Liz Dougan                                           email elizabeth.dougan@glasgow.ac.uk 

Responsibilities:
Manages the day-to-day running of the Office for Rare Conditions Glasgow activity, undertaking a range
of planning, educational and organisational roles to initiate and facilitate the activities of the Office:

• Oversees all publicity for the Office; social media activity, website, newsletter, engagement with
patients and families within and external to the hospitals.

• Reports and participates in meetings and working parties at a local and national level. 
• Works closely with clinical services in Glasgow, surveys the care received by all patients and families

affected by rare and undiagnosed conditions, identifies areas of good practice, clinical service gaps
and difficulties encountered by patients and families.  

• Raises awareness of rare conditions and patients reported experience of healthcare.
• Responsible for liaising with clinicians, facilitating the development of patient and family information

and engagement events and educational meetings for health care staff. 
• Responsible for overseeing events, risk assessments of venues, ensuring adequate access and

hospitality for attendees.
• Collaborates with GCHC and clinical lead to seek and secure funding for the continuation of Office for

Rare Conditions and its activities.
• Responsible for financial budget for Office for Rare Conditions, Glasgow activity, patient and

professional event funding, resource and publicity material.
• Communicates with external organisations/collaborators, proactively seeking their engagement with

healthcare services, patients and families, and raising awareness of rare and undiagnosed conditions.

mailto:elizabeth.dougan@glasgow.ac.uk
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Role: Administrator
Currently: Shannon Mullen                                    email Shannon.mullen@glasgow.ac.uk 

Responsibilities:
• Provides high level of administrative support to project manager, acting as first point of contact for

telephone, general e-mail Facebook and Twitter enquiries, ensuring enquiries are responded to
appropriately.

• Provides support for all Office face to face patient and healthcare professional events, 

• Provides administration support to Patient Advisory Group, Steering Committee and general Office
meetings.

• Responsible for the organisation and hosting of online events using Zoom platform and other
appropriate technology.

• Organises recordings of events, permissions for and storage of video recordings.

• Responsible for event speaker liaison and organisation. 

• Collates, develops, and distributes the Office newsletter.

• Autonomously responsible for social media postings, advertising of events and meetings, raising
awareness of current issues in rare conditions.

• Develops and maintains Office for Rare Conditions website, ensuring information is up to date and
content is organised and accessible. flyers for events, registration for events and hosting of events.

• Assists with the routine collection of patient data through questionnaires, initiating contact with patients
and families, man stands to raise awareness of Office and rare conditions.

• Communicates with external organisations, encouraging participation in patient events and contact
with patients and families.

• Contributes to the development of patient information material, engaging directly with patients and
families to encourage and facilitate their contribution.

• Co-ordinates Glasgow Children’s Hospital Charity Research Fund: disseminating calls for applications,
handling of applications (eligibility checks, logging, acknowledgement), recruitment of external and
internal reviewers specialised for the application, maintainance of external panel of experts (2nd phase
of review), notifying applicants of the outcome of their applications and providing anonymous
feedback, completing required paperwork for AMRC accreditation. 

• Any other administrative duties as required.

mailto:Shannon.mullen@glasgow.ac.uk


page sixteen | OFFICE FOR RARE CONDITIONS GLASGOW

 6    Long Term Direction
Aim 1    Increasing awareness and knowledge of rare and low prevalence

conditions

• Continue to interact with patients, families, health care professionals and the public, raising

awareness of current issues through the maintenance of the Office website, publishing newsletters,

daily postings on Facebook, Twitter, and Instagram. 

• Continue to develop a strong working relationship with Glasgow Children's Hospital Charity,

highlighting both the Office and GCHC activity through both organisations’ channels of

communication, sharing information of rare and undiagnosed conditions to the wider GCHC

audience.

• Continue to contribute to the undergraduate medical curriculum through special study components

and teaching sessions as requested.

• Share knowledge and skill of virtual methods of learning for education and peer to peer support,

encourage and facilitate usage of online platforms and alternative methods of communication.

• Share experience of the Office model of practice with others in Scotland and beyond, encouraging

others to develop similar models within their local areas.

Aim 2   Enhance the support that is available to children, adults, and their
families/carers

• Identify strengths and weaknesses in current healthcare provision through patient reported

experiences and engagement with patients & families.  Actively promote awareness of patient

experience reports to clinical services to encourage enhanced provision of care.

• Research and implement new ways to increase knowledge of the information and support available

from third sector organisations for patients and families. Encourage use of new methods in clinical

services and facilitate transfer of information from third sector and patient organisations.

• Encourage and continue provision of information and education events for professionals, patients,

and families both online and face to face (after end of pandemic restrictions).

• Facilitate the development of the PAG, encouraging members support of each other and new

members.
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Aim 3   Enhance the care of people with rare and low prevalence
conditions

• Engage with patients and families and provide the opportunity for feedback on healthcare received
through completion of Patient Reported Experience Measures and publish this feedback as widely as
possible.

• Promote use of care pathways in rare conditions through professional events and mapping of patient
journeys in rare conditions.

• Continue to research and develop skills in the use of innovative technologies for the enhancement
of healthcare.  Promote usage. 

• Continue to promote the development of a “patient navigator” post for rare conditions.  The role of
patient navigator would be to provide patients with information that enhances their ability to make
appropriate health care choices and develop confidence and awareness of risks, benefits, and
responsibilities.

Aim 4   Increase the participation of people with rare and low prevalence
conditions in multi-centre research

• Continue to remain involved in international projects through dedicated research funding. 

• Progress further applications to GCHC in order to secure more funding for research in rare conditions.

• Continue to promote local research in rare and low prevalence conditions and to advertise and
disseminate results.

• Continue to assist researchers with public engagement and the feedback of study findings.

• Increase the interaction of health care providers and patients with patient groups, health care
professionals, academia, industry and specialist research networks

Light up for 
Rare Disease Day
Queen Elizabeth
University Hospital
Feb 2021



Rare Disease Day 2021!
Help us celebrate Rare Disease Day on the 28th
February by sharing your story! You could draw a
picture, make a poster or write a message to
show how you support yourself  or other people
with rare conditions! Send us your picture,
poster or message to
shannon.mullen@glasgow.ac.uk by the 27th
February to help raise awareness for Rare
Conditions! #RareDiseaseDay2021

UK Rare Disease Framework

Published on 9 January 2021, the UK Rare
Diseases Framework is the next step in
ensuring that people living with a rare
condition receive the best possible care,
encouraging positive changes to how
we diagnose, treat and care for patients
with a rare disease.

Patient Advisory Group
Meetings

The Office for Rare Conditions Patient
Advisory Group (PAG) meets
online  every two months.   At each
meeting we have a guest speaker on a
topic of interest and lots of
friendly discussion and the opportunity to

View in browser

February Newsletter 2021

Office for Rare Conditions Newsletter
The Off ice for Rare Conditions, based at the Royal Hospital for Children and the
Queen Elizabeth University Hospital in Glasgow, aims to raise awareness of rare
conditions, enhance the quality of care provided and promote participation in

research. It is funded through Glasgow Children’s Hospital Charity.
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Building on the commitments of the UK
Rare Disease Strategy published in 2013,
the key priorities going forward are:

Helping patients get a final
diagnosis faster

Increasing awareness of rare
diseases among healthcare
professionals
Better coordination of care
Improving access to specialist
care, treatment and drugs

To find out more about the new
framework visit:

https://www.gov.uk/government/public
ations/uk-rare-diseases-framework

or come along to the Office for Rare
Conditions Glasgow Webinar on 25th

February at 5pm. Regist er here.

chat with others managing life with a
rare or undiagnosed condition.  

The PAG is open to all patients and
parents of children with a rare condition
who attend hospitals in the West of
Scotland. Why not come along to our
next meeting?

PAG meetings aim to make it easier for
patients and families    to find out about
the  information and resources that are
available and to enhance the support for
children and adults with rare conditions
and their families/carers.

If you would like to know more  please
get in touch with us at 

https://officeforrareconditions.org/pag-
meetings/   or through our Facebook
group @ORCGlasgow 

Glasgow Webinar Series in Rare Conditions

Registration is now open for the next webinar in the Glasgow Webinar Series in
Rare Conditions, Thursday 25th February 2021 (5.30pm-7pm)! To help celebrate
Rare Disease Day 2021 we will be providing an update on what's new in rare
conditions with a report from our patient experiences survey and an update on
the new UK Rare Disease Framework!

If  you are interested in attending then please register here:

https://glasgowwebinarseriesinrareconditions.eventbrite.co.uk

April 2021 Webinar

Discussing fertility in rare conditions; what you need to know.

Wednesday 21st April 2021 5pm-6.30pm UTC

We will be joined by:

Dr Martina Rodie, Mrs Arlene Smyth, Dr Mhairi Nisbet, Dr Susheel Vani, Dr Aparna
Sastry, Professor Faisal Ahmed and Mr Ken Scott.

Register here

Hi, I am Arlene Smyth the Executive Off icer of the Turner Syndrome Support
Society UK [TSSS] and proud Mother of two beautiful daughters Carlene and
Kylie who was diagnosed with TS at birth. I am married to Peter and we live in
Glasgow, Scotland.
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I along with a committee of dedicated volunteers started the Turner Syndrome
Support Society [UK] in 1999 and I have been working full time for the TSSS ever
since.

I believe passionately that families should have access to as much information
about their child’s condition as possible. If  it is an Ultra Rare condition the
isolation is so much harder. Sharing those concerns with other families does
help. Helping, supporting and learning from each other up skills everyone
involved and will hopefully make a small difference in the future. I have enjoyed
being part of the team and have learned lots along the way. There is always
more to do and working together way will make a difference.

COVID-19

As we continue through this second wave of Covid-19 restrictions, to protect
each other and save lives, it’s important to continue to stay at home and
follow the protective measures in place in your area.  Below are some helpful
links to where you can f ind tips and information to help yourself  and your
family.

NHS Inf orm

https://www.nhsinform.scot/illnesses-and-conditions/infections-and-
poisoning/coronavirus-covid-19

NHS Scotland T est and Protect 
https://www.nhsinform.scot/campaigns/test-and-protect

NHS Inf orm vaccination website  The coronavirus (COVID-19) vaccine
(nhsinform.scot)

T he Scottish COVID-19 Vaccination Helpline  (0800 030 8013)

https://www.parentclub.scot/topics/coronavirus

The coronavirus outbreak has been going on for a while now. Daily life has
changed for all of us in Scotland and it can feel worrying, lonely and uncertain.
It’s ok to not feel yourself . There are some great tips to help you clear your
head and connect with others this winter at https://clearyourhead.scot/

Update from Contact

New Parent Adviser f or our By Your Side Project

We are delighted to welcome a new addition to our Contact Scotland team!
Lynn Shields has joined us as parent adviser for our By Your Side project in
Glasgow. She will be working with colleagues in the Off ice for Rare Conditions
and Family Fund to provide support and information to families attending
hospital. To contact Lynn email lynn.shields@contact.org.uk
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Join our f ree workshops f or parent carers in Scotland!

Preparing for adult life - Wednesday, 24 February, 10.30am-12.30pm
Money Matters Scotland – Wednesday 10 March, 10.30am-12.30pm
Support for you and your wellbeing – Wednesday 17 March, 10.30am-
12.30pm

All our workshops are delivered via Zoom and are informative, relaxed and
friendly. For a full list of all our workshops with links to register visit
https://contact.org.uk/news-and-blogs/families-in-scotland-join-our-free-
workshops!/

Family Fund Update

Family Fund is the UK’s largest charity providing grants for families on low
incomes raising disabled or seriously ill children and young people.

Last year, Family Fund provided over 100,000 grants and services worth over £35
million to families across the UK, including 8,480 families in Scotland

They provide grants for essential items such as kitchen appliances, sensory
toys, family breaks, bedding, tablets/computers, furniture and clothing. To f ind
out more about how Family Fund can help you visit www.familyfund.org.uk

Office Block, RHC & QEUH Campus, 1345
Govan Road, G51 4TF, Glasgow
United Kingdom

0141 451 5899
info@officeforrarecondtions.org

Unsubscribe

Of f ice f or Rare Conditions
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       ONLINE EVENT ORGANISATION 

Initial meeting with clinician/patient association to discuss event requirement, target audience, approx. 
numbers, programme, speakers, IT requirements.  
What we do

Book venue/Zoom platform time for webinar 
Collaborate to develop programme for event 
Identify equipment requirements of speakers 
Create Save the Date  flyer 
Set up and monitor Eventbrite or other registration 
Distribute programme 
Apply for CPD accreditation 
Provide details of IT requirements to speakers 
Determine needs of attendees; pre- recording or live presentation, equipment requirements; recording of talks 
Finalise numbers 
Contact attendees confirming successful application, provide link for webinar 
Answer all enquiries re event 
Publish list of attendees (with consent) 
Print event packs with programme 
At the webinar/event  registration, oversee smooth running of event, technical glitches, ensure needs of attendees met. 
Arrange gifts for speakers if required 
Develop evaluation survey and distribute 
Create and issue CPD certificates 
Provide attendance certificates 
Organise expenses for speakers 
Issue receipts for payments on day 
Collate survey evaluations and provide summary to clinician 

What you do -  
Develop programme 
Invite speakers 
Make initial contact with patient by sending out Save the Date  flyer 
Confirm speakers or delegate to Office after your initial contact 
Approve the event flyer, programme, evaluation survey tool,  CPD and attendance certificates 
Host speakers and attendees at the event/Chair event 

Admin Roles for Zoom Webinar -
Welcome and housekeeping Chairperson/Clinical Lead 
Introduce each speaker  
Lead on discussion topics 
Panellist/attendee management (keep all on mute etc) Office Administrator 1 
Play pre-recorded talks 
Keep watch of speakers timing/send reminders of time 

discussion 
Q&A management Office Administrator 2 
Attend to questions in chat box 
Prioritise questions if limited time 
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RCPCH  approval has been applied for this activity for CPD 

in accordance with the current RCPCH CPD Guidelines.  

Early Management of Rare Conditions in the Neonate 

Monday 17th August 2020 
Zoom webinar  

08.45 Logging in 

09.00 Office for Rare Conditions, Glasgow 
Dr Martina Rodie  
Consultant Neonatologist, RHC Glasgow 
Liz Dougan, Office for Rare Conditions 

09.20 Vein of Galen Malformations 

Mr Jo Bhattacharya Cons. Neurointerventionist, 
KFSHRC,    Adj Assoc Prof of Endovascular.  
Dr Anne Marie Heuchan 
Consultant Neonatologist, RHC Glasgow 

10.20  Experience Mrs Sameena Javed, Mother 

10.30 Coffee Break 

11.00  and Palliative Care Team Royal Hospital for 
Children Glasgow. 

11.40 Newborn screening for inherited haemoglobin 
disorders - sickle cell disease and thalassemia 

Dr Susan Baird 
Consultant Paediatric Haematologist, NHS Lothian 
Lead Clinician SPAH Network 

12.20 Children with Multiple Congenital Contractures  
Mr Rod Duncan 
Consultant Orthopaedic Surgeon, RHC Glasgow 

13.00 Lunch 

13.30 Rare Neonatal Gastrointestinal Conditions 
Dr Judith Simpson, Consultant Neonatologist 
SCANS Network 
Mr Gregor Walker, Consultant Paediatric Surgeon 
SCANS Network 

14.30 Long term Total Parenteral Nutrition 
Dr Andy Barclay 
Consultant Paediatric Gastroenterologist, Glasgow 

15.10 The Patient Journey 
Matt Bolz-Johnson, 
ERN & Healthcare Advisor 
EURORDIS 

16.00 Live Question & Answer session 

16.30 Feedback & Close 
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RCPCH  approval has been applied for this activity for CPD 

in accordance with the current RCPCH CPD Guidelines.  

Aims of the Study Day: 
Teaching Method 
Lectures on clinical and translational topics relating to the early management of rare conditions in the neonate. 

Key Aims / learning objectives 
On completion of the symposium, the participants will have enhanced their knowledge of the current understanding 
of clinical and translational science as related to: 

- The work of the Office for Rare Conditions
- Vein of Galen Malformations
-  of a child with an undiagnosed AVM
- Palliative Care Services
- Newborn Screening for Rare Conditions
- Children with Multiple Congenital Contractures
- Rare Neonatal Gastrointestinal Conditions
- Long term Total Parenteral Nutrition
- The Patient Journey  neonatal period

Target audience 
This study day is aimed at all healthcare practitioners caring for newborn babies including doctors, nurses, midwives 
and other allied health care professionals. 

To receive your CPD certificate please complete our feedback survey at https www.survey.monkey.co.uk-r-
NCKHTJ5.  On completion you will be offered the CPD certificate to download. 
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RCPCH  approval has been applied for this activity for CPD 

in accordance with the current RCPCH CPD Guidelines.  

EVENT REPORT: Early Management of Rare Conditions in the Neonate Study Day 
17th August 2020   Zoom Webinar 

Demographics: 

Number of people signed up through GCHC website: 141.   

Total attendees with speakers and hosts = 155 

Number of tickets cancelled before the event: none however access to recordings for 6 months after event 

Number of people attended: Attendees able to sign in/out. Average of 75 at any one time 

Geographical composition: 85% Scotland, 15% England 

Job Titles: Mixed audience comprising mostly of grid trainees, midwives, neonatal and transport nurses, consultant 

neonatologists and paediatricians, paediatric registrars. 

Recording of talks: 

MP4 recordings of the morning and afternoon presentations, plus question time are available through GCHC website:  Link 
https://www.glasgowchildrenshospitalcharity.org/orc-neonatal 

Summary of feedback from survey: 

Number of surveys completed (28/08/20): 70 

As with previous years the feedback was very positive; overall opinion was that the webinar was excellent, well organised and 

enjoyable.  90% of respondents felt that the learning aims and objectives of the event had been fully met, 9% that they were 

mostly met and 1% not met (no reason provided).  

All presentations and workshops were highly rated on scientific content and benefit to professional/personal development.  

 Percentage summary scores for scientific content and benefit to professional/personal development: 
Title Excellent Good Satisfactory Poor DNA 

Office for Rare Conditions 60 25 1 1 13 

Vein of Galen Malformations  79 9 2 1 9 

  71 20 3 2 4 

Newborn screening for inherited haemoglobin disorders        75 17 0 1 7 

Children with Multiple Congenital Contractures  74 15 4 1 6 

Rare Neonatal Gastrointestinal Conditions  77 14 1 1 7 

Long term Total Parenteral Nutrition  73 18 1 1 7 

The Patient Journey  60 20 3 1 16 

87% felt the study day was highly relevant or mostly relevant to their clinical practice, many commented favourably on the range 

rtise of 

the sp  

being taken at the end of the day rather than after each talk. 
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   EVENT REPORT 

The Glasgow Webinar Series in Rare Conditions: 

Hypophosphatasia  Diagnosis and Management 

Tuesday 8th December 2020   17.00-18.30 GMT 

Zoom Webinar 

Demographics: 

Number of people signed up through Eventbrite website: 95   

Number of tickets cancelled before the event: 0 

Number of people attended: Average of 40 at any one time Attendees able to sign in/out. 

16 registrants who were unable to attend asked to view recording. 

Recording of talks: 
Recordings of all presentations plus question time are available through the Office for Rare Conditions website:  
https://officeforrareconditions.org/hypophosphatasia-diagnosis-and-management/ 

Geographical composition of registrants:   

Australia 1, Canada 1, France 1, Greece 1, Italy 4, Malaysia 1, Netherlands 2, Poland 1, Switzerland 1, Turkey 1,       UK 63 
(Scotland 46, England 13, Wales 1, UK 3), United States 6, Unknown 12  

Attendees - patients and patient support association representatives,  varied professionals of differing grades and specialties: 
Professor of pediatrics/MD PhD; Consultants in Clinical Geneticists/Endocrinology/Rheumatology/Orthopaedics; Doctors: various 
grades; Nurses: various grades; Biomedical Scientists/Biochemists/Pharmacists; Allied Health Professionals (Audiologist; Dietician; 
Genetic Counsellor; Health Visitor; Social Work Assistant; Home maker); Director of Clinical Services; Gene Therapy Regional 
Manager, Novartis; National Account Manager, Alexion; Director of Analytical. 
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Summary of feedback from survey: 

Number of surveys completed (Jan 21): 18 
Overall Impression: Excellent Good
Programme 82% 18%
Quality of education 78% 22% 
Organisation 82% 18%

95% of respondents felt that all learning aims and objectives for the event were fully met, 5% that they were mostly met. All  
reported learning new information with 75% reporting at least half of all information to be new to them.  
95% considered the information relevant to neonatal healthcare and 67% thought there was content relevant to the transition of 
patients from paediatric to adult healthcare services. 

Presentations (5=Excellent-1=poor) Content Benefit to
professional/personal development 

5 4 3 N/A 5 4 3 N/A 
Dr James Irvine, Glasgow 
A case of infantile HPP 

67% 28% ------ 5% 40% 40% 10% 10% 

Professor Agnes Linglart, Paris 
The aetiology and clinical presentation of HPP 

75% 20% 10% 5% 55% 35% 5% 5% 

Dr. Anya Rothenbuller, Paris 
The management of HPP across the lifespan 

70% 25% ------ 5% 70% 25% ------- 5% 

Suggestions for future meetings: gene therapy, transition of rare disease, genotype/phenotype of hypophosphatasia, genetics of 
congenital multiple pituitary hormone deficiency, primary adrenal insufficiency, OI, Hypophosphatemic rickets in adults, tumour 
syndromes, XLH.  
Suggested Improvements: More about variability in families and about heterozygotes, discussion of older patients/HPP in 
adulthood, shorter talks (as held in evening). 
Liked Most: Bringing together different countries, quality of information & presentations, online format, case studies. 
Liked Least: Time, paediatric focussed. 
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Rodie ME, Dougan E, Mullen S, Johnston D, Hytiris M and Ahmed SF. 
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The use of patient reported experiences to develop local solutions for individuals with rare 
and low prevalence conditions in the West of Scotland. 

Introduction 
The Office for Rare Conditions aims to improve the standard of care received by people with 
rare conditions who attend hospitals in the West of Scotland, by developing local solutions 
that allow implementation of rare disease policies. The Office seeks opinion directly from 
patients through the Patient Reported Experience Measures (PREMS) Questionnaire.  

Methods 
The questionnaire was created in paper and online format and the link was posted on all of 

s social media channels to increase awareness. It is divided into four main 
sections; about the condition, about the support received, about health services, and about 
The Office for Rare Conditions  Activities.  

Results 
80 questionnaires have been completed to date, 14 from patients and 66 from a parent or 
carer. 73 people (91%) had received a formal diagnosis, 2 (3%) were suspected to have a 
specific rare condition, and 5 (6%) were currently undiagnosed. Of the 73 patients who had 
received a diagnosis, over half (58%) had been diagnosed within 3 months of approaching 
health care professionals after developing symptoms.  50% of respondents said they were 
given little or no information around the time of diagnosis. Three quarters of respondents 
said they had enough information on their condition, with 14 of 80 people (18%) wanting to 
know more and 2 people (3%) responding they knew nothing about their condition. There 
was a low awareness of The Office for Rare Conditions but a very positive response to 
interest in attending family days, with 52 (67%) of the 78 people who answered being 
interested.  

Conclusions 
In the West of Scotland there is a need to increase awareness and knowledge of rare 
conditions and to enhance the support that is available to children, adults and their 
families/carers. The PREMS questionnaire is a tool which can be used to guide the Office in 
their future projects.  
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Office for Rare Conditions Glasgow  Patient Advisory Group 

Consultation on Restructure of Group 

Background: 

The Office for Rare Conditions established a Patient Advisory Group (PAG) in 2018 which is made up 
from parents/carers and adult patients with rare and undiagnosed conditions, who attend hospitals 
in the West of Scotland. 
The PAG aims to bring together patients, families and carers to connect and integrate them into the 
Office for Rare Conditions and the decisions that influence its work.  Chaired by Arlene Smyth and 
supported by the Office, group members meet regularly to discuss individual and personal experiences 
of life when managing a rare or undiagnosed condition.  The chair of PAG reports directly to the Office 
Steering Committee. 
The Patient Friendship Group is an online Facebook group which was formed to provide a route for 
interested people to be affiliated with PAG.  Anyone who requests to join PAG when membership is 
full is directed to the Friendship Group. 

Current Situation: 

PAG members contribute positively to the activities of the Office in many ways, sharing experiences, 
suggesting new and alternative ways to deliver healthcare, highlighting areas that are problematic, 
suggesting solutions and providing information on sources of support and available resources. 
Through this interaction, the Office and PAG work together to ensure that patients with a rare or 
undiagnosed condition have a high standard of medical knowledge, easily accessible resources, are 
able to participate in research and aware of treatment options. 

Social media (currently Facebook and Twitter) is an important communication channel between 
members and the larger population of people affected by rare and undiagnosed conditions. 

Membership of the PAG is by request or invitation and numbers are limited to 12-15 members. 
Membership has remained unchanged since the group began and others, who are keen to join and 
contribute to work of office, are prevented from doing so under current structure of the group and 
the limited numbers allowed to join.  

Meetings were previously held quarterly at the Royal Hospital for Children in Glasgow, however due 
to the current pandemic, these have moved online and are proving to be more accessible to 
members. 

The Office Patient Reported Experience Measures data is collected routinely online and through 
events and hospital setting.  This data has identified the following: 

33% of parents/patients would like the opportunity to meet with another family with a rare or 
undiagnosed condition. 

37% are unaware of a support group they can join. 

30% are dissatisfied with their current healthcare provision. 

60% feel they have not had access to enough information. 

Addressing the issues highlighted through this data is essential work of the Office. 
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Proposals for future structure of the PAG: 

 To open the PAG to all who want to join, removing any restriction on numbers and closing the 
Friendship Group.  Members would be able participate in all meetings and PAG activities.  

 To change and expand the current structure of PAG to address areas such as the lack of 
information and support identified by the PREMS data, the current lack of representation of 
young people with rare and undiagnosed conditions and the impact of pandemic related 
changes to the work of the Office.  The PAG has the potential to address many of the needs 
identified by patients and parents. 

 Formation of a PAG steering committee with 6 possible subcommittees responsible for 
separate areas of work.  One representative from each subcommittee would be part of the 
main committee panel.  Each subcommittee would be open to all members, meeting as 
determined by members and having group nominated leadership. 

Suggested Sub committees: 

1. PAG management-
steering committee.

2. Patient Education and Information Provision (events, newsletter etc)
3. Social Media, PR and fundraising
4. Young People and Transition  dealing with issues specific to age group)
5. Parent Support (development of a patient/parent led generic support group)
6.  (online activities, friendships, peer to

peer support)

Future Meetings: 

 Change to online meetings (Zoom) rather than face to face meetings at RHC.  Meetings 
would be regular and more frequent and include an invited speaker on a topic of interest to 
the group.   

 PAG Committee meetings would be held quarterly, and subcommittee meetings as 
determined by the relevant subcommittee members. 
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PAG Restructure SWOT analysis 

Strengths of PAG 

Motivated and enthusiastic people who want to help others in a similar situation to them. 
Provide parent to parent support, regardless of condition. 
Lived experience of rare conditions and negotiating health services. 
Personal insight into patient and family psychosocial and physical needs; the difficulties faced, what 
works well, what could be changed. 
Knowledge and experience of resources and sources of information in community. 
Support Office for Rare Conditions, assistance with planning and hosting patient interaction. 
Power, listened to and able to influence decisions taken by health service management and 
government. 

Weaknesses of PAG 

Small group of people who consistently share workload associated with PAG 
All roles/work carried out is voluntary, with no renumeration. 
Limited numbers attend meetings 
Personal commitments make it difficult to travel and allocate time to attend meetings. 
No incentive to attend meetings, relies on personal goodwill 
Meetings infrequent and not held regularly on specific day/time. 
Additional stress of coping with a rare condition in themself or their child 
No clear role within group ue to group/Office 
Group lacks structure 
Many enthusiastic parents unable to access and contribute to group as membership is limited to 12-
15 members, some of whom have very little contact with the Office and PAG. 
Current group does not accurately represent young people with rare conditions as no young person 
in membership. 

Opportunities for PAG 

Increasing numbers of patients and parents with new/different experiences and skills are interested 
in contributing to the work of PAG and the Office. 
Streams of work could be developed within PAG to meet needs currently identified by individual 
patients/parents and through PREMS data. 
Increasing usage and access to e-platforms such as Zoom allow for internet-based meetings easier for 
all to access. 
Stronger patient involvement equals more accurate representation of patient opinion and 
identification of common needs. 

Threats 

Increased voluntary member workload. 
Diversifying Office staff remit within current allowance may result in less intervention in other areas 
of work. 
Reduced or no F2F interaction within PAG may reduce informal support amongst members. 
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Office for Rare Conditions

 12 days of Christmas!   
Thank you for registering for the Office for Rare Conditions 12 Days of Christmas! 

Each day you will be set a task to complete! You can complete it at any point 
during the day but just remember to send us pictures/videos of you doing the 
activity! You can send in your pictures to shannon.mullen@glasgow.ac.uk or send 
them to us on Facebook! 

In this pack there are activity sheets that will help with some of the tasks! 

Here is a list of all the tasks: 
Day 1: Draw the most Christmassy Picture! 
Day 2: Make up a dance/hand jive to your favourite Christmas song! 
Day 3: Make a snow globe out of household items! 
Day 4: Wear your favourite Christmas jumper and draw a picture of Santa! 
Day 5: Watch your favourite Christmas movie! 
Day 6: Bake some Christmas cookies/ gingerbread men! 
Day 7: Make a Christmas tree ornament and hang it on your tree! 
Day 8: Learn a Christmas song in Makaton! 
Day 9: Make a Christmas Card for someone! 
Day 10: Learn and sing a song from the counting song cards! 
Day 11: Make a snowman and colour in a Christmas tree! 
Day 12: Make your own magic reindeer food!  

You should have received your Amazon voucher. Please feel free to use this for 
whatever you want but if you needed to top up your craft supplies, we would 
suggest buying things like: 

Colouring pens/pencils 
Coloured paper/card 
Glue 
Glitter  

We hope you have a lovely festive period! 

The Office for Rare Conditions Team 
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Office for Rare Conditions Patient Reported Experience Measure 
https://www.surveymonkey.co.uk/r/RKGYL26 
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The   next section of   this   survey   is   to   identify   the   specific   needs   of   people

affected by rare, unusual, and undiagnosed conditions in relation to the

COVID   19   pandemic and   to   propose   practical   solutions   to   ensure   their

needs are taken into account when planning the work of the Office for Rare

Conditions, Glasgow.

When completing the survey you can choose to remain anonymous.  All the

information you share with us is completely confidential and is collated and

shared with patients, families/carers, health care professionals and patient

support organisations.  Your personal information will not be shared with

anyone.

If you would like to receive feedback on the information gathered please

supply your name and e-mail address at the end of this survey.

1. Are you a patient or parent/carer of a child with a rare, unusual or undiagnosed condition

Patient

Parent/Carer
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2. Do you or your child attend a hospital in the West of Scotland

Yes (please specify which hospital) 

No 

3. Have you or your child been formally diagnosed with a rare or unusual condition?

Yes 

No 

Currently undiagnosed 

The following questions are all about how you have managed during 

the COVID 19 pandemic: 

5. Did you receive a letter or advice to shield yourself or your child?

Yes (please tell us from where) 

No 

6. Do you feel you have had access to all the information you need?

Most of the time 

Some of the time 

A little of the time 

Not at all 

7. Where did you find the information that you needed?

NHS Inform 

Government website
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NHS GGC website 

Television/Radio news 

Social Media pages 

Healthcare professional 

GP 

Other (please specify) 

8. 

Lots Some Occasional 

Family/Friends 

Healthcare Profesional 

Your GP 

School staff 

Other 

9. Have you felt well supported generally

Yes 

No 

10.

via your phone? 

Yes, and it is new to me. 

Yes and I have used it before the COVID 19 pandemic 

None at all Not Applicable

How much support have you or your child received from the following people 

Have you had experience of online consultations or any other form of telemedicine online or 
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11. Please tell us how you feel about using online and telephone consultations to keep in touch

with healthcare professionals

The following questions are all about how you have managed during 

the COVID 19 pandemic: 

12. Has the routine healthcare that you or your child receive been disrupted?

Cancelled Postponed No change Not applicable 

Hospital Clinic Appointments 

Therapy Appointments 

Diagnostic Tests 

Surgery 

GP Appointments 

13. Are you concerned about any disruptions to routine care?

Yes (please tell us your concerns) 

No
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14. Please tell us about any positive experiences you have had in relation to the care received

since the pandemic started (please give as much detail as possible)

15. Please tell us about any negative experiences you have had in relation to the care received

since the pandemic started (please give as much detail as possible)
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Abstract 

Background: Whilst diagnostic pathways for children with rare conditions have shown marked improvement, 
concerns remain about the care children with rare conditions receive at the level of the health care provider. There is, 
therefore, a need to improve our understanding of the health care received and explore the development of bench-
marks that can be regularly monitored.

Methods: Patients and parents with rare conditions at a tertiary children’s hospital were approached to complete 
a questionnaire-based survey that enquired on their experience of clinical care. The survey explored six key themes: 
diagnosis; provision of information; availability of support; satisfaction with healthcare team; awareness and support 
for life-limiting conditions; and participation in research.

Results: 130 questionnaires were completed on behalf of 134 patients between 2018 and 2020. Of these, 114 (85%) 
had received a formal diagnosis, 5 (4%) had a suspected diagnosis and 15 (11%) were undiagnosed. Of the 114 who 
had received a diagnosis, 24 (20%) were diagnosed within 6 months of developing symptoms, and 22 (20%) within 
1–3 years. Seventy patients (53%) reported that they were given little or no information around the time of diagnosis, 
whilst 81 (63%) felt they were currently well supported, mostly from family members, followed by friends, hospital 
services, school, other community based healthcare services and lastly, primary care. Of the 127 who were asked, 88 
(69%) reported a consistent team of healthcare professionals taking overall responsibility for their care, 86 (67%) felt 
part of the team, 74 (58%) were satisfied with the level of knowledge of the professionals, and 86 (68%) knew who to 
contact regarding their condition. Of the 91 who were asked, 23 (25%) were aware their child had a life limiting condi-
tion, but only 4 (17%) were receiving specialist support for this. Of 17 who were asked about research, 4 (24%) were 
actively participating in research, whilst the remainder were all willing to participate in future research.

Conclusions: The survey provides a unique insight into the experience of patients and parents within a specialist 
centre and the benchmarks that it has revealed can be used for future improvement in services.

Keywords: Benchmarks, Paediatrics, Patient experience, Rare disease
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Background
Rare diseases, or conditions, are defined as those that 
affect less than 1 in 2000 of the population [1]. There 
are probably around 8000 discrete rare conditions that 
affect 3 million people in the United Kingdom (UK) [2, 
3] and around 75% of these may be children and can have
life-limiting or disabling effects [4, 5]. Many diseases are
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chronic, offer no effective treatment and are frequently 
incurable [5]. The rare disease plans that have been 
developed by several countries provide important guid-
ance for improving health and social care but their imple-
mentation is uneven across countries [6] and the effect of 
the implementation has rarely been measured at the level 
of a service provider.

Although scientific and medical advances have led 
to marked improvements in reaching a diagnosis and 
improving the prognosis of those with a rare condition 
[3], concerns remain about the time taken to reach a 
diagnosis [7, 8], the level of care that may be available to 
individual patients and their carers [9–11] and the par-
ticipation of patients in research [12]. These uncertain-
ties prevent an optimal understanding of the illness, and 
can impede advanced care planning including palliative 
care [13]. The quality of life of the carers as well as the 
patients with a rare condition can be markedly affected 
[3, 14–16] but it is unclear as to the level of support that 
is available for the routine family. It is possible that stud-
ies that consult expert patient or professional groups are 
prone to some selection bias and some studies in the 
past may have been based on historical experience that 
predates the recent advances in diagnostics and thera-
peutics. Many studies have also had limited value due to 
their condition-specificity and not including a broader 
variety of rare conditions [14]. To understand the cur-
rent impact of the rare condition on patients and fami-
lies with rare conditions and the care they receive locally, 
there is a need to explore new methods that can continu-
ously monitor patient/parented reported experience of 
the available support and clinical care as well as partici-
pation in research. In January 2017 the Office for Rare 
Conditions was founded in Glasgow, Scotland, following 
funding from the Glasgow Children’s Hospital Charity. 
The aim of the Office was to develop local solutions for 
raising awareness of rare conditions amongst health-
care professionals, to enhance support and clinical care 
of patients with rare conditions, and to promote partici-
pation in research. The aim of the current study was to 
measure these aspects at a specialist children’s hospital in 
the UK through a questionnaire survey. It is anticipated 
that the results would provide a current benchmark that 
can be used for improving local services for all people 
with rare conditions.

Methods
In April 2018 the Office developed a questionnaire to 
determine the quality of care patients with rare condi-
tions received at a tertiary children’s hospital in Glas-
gow. The questionnaire was developed following input 
from the Office’s Patient Advisory Group, the Steer-
ing Committee and external organisations including 

the Genetic Alliance and consisted of questions on six 
themes including: 1. diagnosis; 2. provision of infor-
mation; 3. availability of support; 4. satisfaction with 
healthcare team; 5. awareness and support for life-lim-
iting conditions; 6. participation in research (Table 1). 
The majority of questions had a binary response and 
could, therefore, be analysed quantitatively, however 
there was an option for comments following each ques-
tion to enrich qualitative data. Further questions were 
added to the original questionnaire in January 2019 
exploring theme 5; and in February 2020 questions 
were included on theme 6 (Table 1). The questionnaire 
did not collect any personally identifiable fields and had 
been locally approved as an evaluation of routine health 
care.

Between April 2018 and March 2020, the Office for 
Rare Conditions in Glasgow approached patients and 
carers who were in the outpatient waiting area, in the 
inpatient wards, who were visiting the Office’s exhibi-
tion stand in the Royal Hospital for Children, Glasgow 
or attending any education seminars organised by the 
Office and asked them to complete the above ques-
tionnaire in an electronic or a paper form. In addition, 
the electronic questionnaire was also promoted by the 
Office’s social media platforms including Facebook (@
orcglasgow) and Twitter (@orcglasgow). Any patient 
with a rare condition, or parent/carer with a child 
diagnosed or awaiting diagnosis of a rare condition 
was eligible to complete the questionnaire if they were 
attending any hospital within the NHS Great Glasgow 
& Clyde Health Board. Although there were no exclu-
sion criteria for completing the survey, the current 
report focuses on those patients who presented under 
the age of 18 years.

The quantitative aspects of the questionnaire were ana-
lysed using descriptive statistics. Qualitative responses 
were grouped and categorised.

Results
Between June 2018 and March 2020, 130 questionnaires 
had been completed and returned on behalf of 134 peo-
ple. Four parents answered the questionnaire in support 
of both of their affected children. Of the 130 question-
naires, 115 (88%) were completed by parents/carers, two 
(2%) were completed by grandparents, and the remaining 
13 (10%) were completed by the patients themselves. Of 
the 130 questionnaires, six (5%) were not fully completed 
due to time constraints. No participants reported any dif-
ficulties with answering the questionnaire. Of the 56 who 
responded to the question about the location of their 
specialist care, 48 (86%) attended the Royal Hospital for 
Children in Glasgow.
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Table 1 Questionnaire. Contents of  the  questionnaire including  the  responses available and  the  date questions were 
added

Participant information Responses available Date added

Are you a patient or parent/carer of a child with a rare condition? Patient June 2018

Parent/carer

Other—please specify

Do you or your child attend a hospital in Glasgow? (Please specify) Yes June 2019

No

Theme 1: Diagnosis

 Have you or your child been formally diagnosed or is it sus-
pected that you have a rare condition?

Formally diagnosed June 2018

Suspected to have a rare condition

Currently undiagnosed

If currently undiagnosed, how long has it been since you first 
reported your or your child’s symptoms to a healthcare profes-
sional?

 Which rare condition do you or your child have or is it suspected 
that you or your child have? Please enter N/A if undiagnosed

June 2018

 At what age did you or your child first develop symptoms? June 2018

 How long did it take to receive a diagnosis from the time you 
first approached a healthcare professional about your or your 
child’s symptoms? Please enter N/A if undiagnosed

June 2018

Theme 2: Provision of Information

 At time of diagnosis, or suspected diagnosis, how much informa-
tion were you given about the condition?

Lots of information was given June 2018

Adequate information was given

Little information was given

No information was given

N/A (currently undiagnosed)

 Where did/do you find information about this condition? Through a healthcare professional June 2018

Through the literature/website of a patient support organisation

N/A (currently undiagnosed)

Other (please specify)

 Do you feel you have enough information on this condition? Yes, I feel I know a lot about this condition June 2018

Yes, I have some information about this condition and am satisfied 
with what I know

No, I have access to some information, but would like to know 
more about this condition

No, I don’t know anything about the condition
Currently undiagnosed

Theme 3: Availability of support

 Have you had the opportunity to meet another person/family 
with this condition (or someone who is in a similar situation, 
e.g. undiagnosed)?

Yes June 2018

No

If you haven’t, would you like to be given such an opportunity?

 How much support do you or your child receive in every day life 
from the following people?

Family
Hospital-based healthcare professional
Your GP
Other community-based healthcare professional
School staff
Friend

Lots June 2018

Some

Very occasional

Not at all

Not applicable

 Do you know of a support group/patient association for your 
condition or for undiagnosed conditions?

Yes June 2018

No

 Are you a member of this or any other patient support group? Yes June 2018

No

 Do you feel well supported generally? Yes June 2018

No
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Diagnosis
Of the 134 patients, 114 (85%) had been formally diag-
nosed, 15 (11%) were undiagnosed and five (4%) had a 
suspected diagnosis. Of the 114 patients with a defini-
tive diagnosis, all respondents disclosed their diagno-
sis and this included 103 different conditions, with nine 
patients who had more than one rare condition (Table 2). 
Of the 103 conditions, 27 (26%) of these were syndromal. 
Other organ systems included 16 musculoskeletal/der-
matological (15%); 10 neurodevelopmental (10%); eight 
cardiovascular (8%); seven gastrointestinal (7%); seven 
neuromuscular (7%); six endocrine (6%); six oncological 
(6%); five haematological/ immune disorder (5%); four 
renal (4%); two lysosomal (2%); two metabolic (2%); one 
ENT (1%). one ophthalmological (1%); and one respira-
tory condition (1%).

Age at first concern
Of the 114 patients with a formal diagnosis, age at first 
concern ranged from the antenatal period to age 16 years 
of life (Fig. 1a). Symptoms/signs were first recognised at 
birth in 48 (42%) and there were antenatal concerns in 15 

(13%). Of these 114, 4 (3.5%) had either no symptoms or 
did not specify the age at first concern.

Time to diagnosis
The time taken to reach a formal diagnosis from initial 
concern ranged from antenatally to 17 years. Of the 114 
patients 24 (21%) received a diagnosis within 0–6 months 
of developing symptoms, 22 (19%) obtained a diagno-
sis within 1–3  years, and 18 (16%) obtained a diagnosis 
in the neonatal period (Fig. 1b). A further three (3%) did 
not specify how long it took to obtain a diagnosis, and 
one patient (1%) was diagnosed following their death. Of 
those awaiting a formal diagnosis or who had a suspected 
diagnosis, five respondents did not specify the time they 
had been waiting for a diagnosis. In the remaining 15 
the median time awaiting a formal diagnosis was 7 years 
(range, 0.5, 30).

Age at diagnosis
Of the 114 patients with a formal diagnosis, 71 (62%) 
were diagnosed before the age of 3  years (Table  2). Of 
these 71 16 (23%) were diagnosed between the age of 
6–12 months, 14 (20%) were diagnosed between the age 

Table 1 (continued)

Participant information Responses available Date added

Theme 4: Satisfaction with Healthcare Team

 With regards to you/your child’s care, is there one specialist 
service that takes the lead?

Yes June 2018

No

If yes, which service at which hospital takes the lead

 How satisfied are you with the following?
Having a consistent team of health professionals taking overall 

responsibility for you/your child’s health
The overall support that you get from health professionals for 

you/your child
Feeling that you are part of a health care team looking after you/

your child
How much health professionals know about you/your child’s 

condition
Knowing which healthcare professional to contact for guidance/

support with your/your child’s condition

Extremely satisfied June 2018

Satisfied

Neither satisfied or dissatisfied

Dissatisfied

Extremely dissatisfied

Theme 5: Awareness and support of limiting conditions

 Do you think your child has a life limiting condition Yes January 2019

No

Don’t know

 If yes, have you received special support for that? Yes January 2019

No

Don’t know

 If yes, what service has provided the support January 2019

Theme 6: Participation in research

 Are you currently taking part in any research related to your 
condition?

Yes February 2020

No

 Would you be interested in taking part in any research regarding 
your condition?

Yes February 2020

No
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Table 2 Description of the rare conditions that were encountered

Rare disease category Specific rare disease Diagnosis < 3 years 
old

Diagnosis 
between age 
3–18 years old

Age 
of diagnosis 
unknown

Cardiovascular number of patients: 9 Aortic stenosis X

Bicuspid aortic valve X

CC1CNA1c heart defect X

Coarctation of the aorta X

Congenital heart disease XX

Hypoplastic left heart X

Unbalanced AVSD X

WPW Syndrome X

Endocrine number of patients: 11 Addisons X X

Hypercalcaemia X

Hypospadias X

MRKH XXXXX

PMDS X

Pseudohypoparathyroidism X X

ENT number of patients: 1 Deaf in right ear X

Gastrointestinal number of patients: 9 Achalasia X

Alagilles X

Chronic pseudo obstruction of large colon X

Giant exomphalos X

Hirschprungs disease XXX

Congenital diaphragmatic hernia X

Tracheo oesophageal fistula X

Haematological/immune disorder number 
of patients: 6

Antiphospholipid X

Autoimmune neutropenia X

Chronic mucocutaneous candidiasis X

`HSP X

Hypergammaglobulinaemia X

Lysosomal number of patients: 4 Batten disease CLN2 X X

MPS 1—Hurler syndrome XX

Metabolic number of patients: 2 Glycogen storage disease IX X

MCADD X

Musculoskeletal/dermatological number of 
patients: 22

Achondroplasia X

Albinism X

Arthrogyroposis X

Crouzon XXX

Epidermolysis bullosa X

Erythromelalgia XX

Fibular hemimelia X

Malignant infantile osteoporosis X

Mandibulofacial dystosis with microcephaly X

Marfan X

Mixed connective tissue disorder X XX

Popliteal pterygium syndrome X

Raynauds X

Sjogrens XX

Talipes X

Weaver syndrome X
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Table 2 (continued)

Rare disease category Specific rare disease Diagnosis < 3 years 
old

Diagnosis 
between age 
3–18 years old

Age 
of diagnosis 
unknown

Neurodevelopmental number of patients: 
13

Brain AVM X

Brain injury X

Cornella de lange X XX

CTNNB1 syndrome X

Joubert syndrome X

PAK1 neurodevelopmental disorder X

Periventricular leukomalacia X

Rett syndrome X X

Riboflavin transporter deficiency X

William syndrome X

Neuromuscular number of patients: 7 Adems disease X

DMD X

M.E.R.R.F X

Small fibre neuropathy X

Spinal muscle atrophy type 1 X

Sturge Weber X

Worster drought syndrome X

Oncological number of patients: 8 ALL X

Brain tumour XX

Ewing sarcoma XX

Medulloblastoma X

Polycystic astrocytoma X

Retinoblastoma X

Ophthalmological number of patients: 1 Bilateral congenital cataracts X

Renal number of patients: 4 Bartter syndrome X

CKD X

Nephrogenic DI X

Nephrotic syndrome X

Respiratory number of patients: 1 NEH1 interstitial lung disease X

Syndrome number of patients: 37 Bardet Biedi syndrome X

Beckwith-wiedemann syndrome X

Chromosome 2 deletion X

Chromosome 7 partial deletion X

Chromosome 8 disorder X

Chromosome 8 disorder—short arm dele-
tion, long arm duplication

X

CLTC chromosome abnormality X

Deletion of 10p gene 13-15p X

Di George XX

Edwards/trisomy 18 X

Inverted duplication and deletion of 8p X

Mosaic ring 14 X

Mowat Wilson syndrome X

Noonan syndrome X X

Patau/trisomy 13 XX X

Prader Willi
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of 1 and 3 years, and 12 (17%) were diagnosed both ante-
natally and neonatally (Fig.  1c). There were 37 patients 
who were diagnosed between the age of 3 and 18  years 
(Table 2). Of these 37, 18 (49%) were diagnosed between 
the age of 3 and 6 years, 7 (19%) were diagnosed between 
age of 6 and 12  years, and 12 (32%) were diagnosed 
between the age of 12–18 years. Six did not disclose their 
age at formal diagnosis.

Provision of information
At the time of diagnosis 59 (45%) of the 130 respondents 
felt they were provided little information about the con-
dition, with 11 (8%) reporting they were given no infor-
mation at all (Fig. 2). Information was received primarily 
from healthcare professionals in 45 (35%) respondents, 
this included the medical practitioners and the wider 
healthcare team, 29 (22%) received it from literature at 
patient support websites, and 15 (12%) received informa-
tion from a mixture of both healthcare professionals and 
the literature at patient support websites. The remain-
ing 29 (22%) with a formal diagnosis received the infor-
mation from a range of sources including peer support 
groups, social media and other web-based resources. Two 
respondents (1.5%) had difficulty finding information, 
and one (0.8%) respondent could not find any informa-
tion at all about their condition due to its rarity. Of the 
130 respondents, 52 (40%) reported to be content with the 
information they had received whilst only 4 (3%) reported 
that they had limited knowledge on their condition.

Availability of support
Of the 129 respondents to this section, 81 (63%) reported 
that they were well supported. This support was obtained 

from a range of sources to a variable extent. The major-
ity of support was reported to have been received from 
family members, followed by friends, hospital services, 
school staff, other community-based health care ser-
vices and lastly, primary care (Fig. 3). Of these, 43 (33%) 
reported that they did not receive any support from their 
primary health care practitioner and five (4%) did not feel 
seeking support from primary care was appropriate. Of 
the 129 respondents, 75 (58%) had met an individual or 
a family with the same condition and of the remaining 
54, 18 (33%) would have liked the opportunity to meet 
another affected person or family, four people (7%) did 
not wish to, and 32 (59%) participants did not specify 
their preference. There were 81 (63%) respondents who 
were aware of a support group and 76 (59%) were also a 
member of a support group. Thus, over 90% of respond-
ents who were aware of a support group were also a 
member of that support group.

Satisfaction with the health care team
Of the 127 respondents to this section, 78 (61%) could 
identify one specialist service that clearly took the lead 
for their or their child’s care and 86 (68%) knew of a 
named person who they could contact for their rare 
condition (Fig.  4). Of 128 respondents to the question 
on satisfaction with the health care team, 88 (69%) were 
either satisfied or extremely satisfied with the health care 
professionals taking overall responsibility for the clini-
cal care of the rare condition and 96 (75%) reported to 
be well supported; 86 (67%) felt part of the team and 74 
(58%) were satisfied with the knowledge that the health 
care team had about the rare condition.

Table 2 (continued)

Rare disease category Specific rare disease Diagnosis < 3 years 
old

Diagnosis 
between age 
3–18 years old

Age 
of diagnosis 
unknown

Primary ciliary dyskinesia X X

Treacher Collins syndrome XX

Trichothiodystrophy X

Trisomy 14 XXX

Tuberose sclerosis XX X

`Turner syndrome X

Wolf-Hisrchhorn syndrome-9p X

1Q43 deletion X

16p11.2 micro deletion X

22q11.2 deletion syndrome X

The table below shows the 103 different rare conditions in the 114 patients with a formal diagnosis. Nine patients had more than one rare condition

ALL acute lymphoblastic leukaemia, AVM arteriovenous malformation, AVSD atrioventricular septal defect, CKD chronic kidney disease, CTLC cutaneous T-cell 
lymphoma, DI diabetes insipidus, DMD duchenne muscular dystrophy, HSP Henoch Schönlein purpura, MCADD medium chain acyl CoA dehydrogenase deficiency; 
MPS 1 mucopolysaccharidosis type 1, MRKH Mayer Rokitansky Kuster Hauser Syndrome, PMDS Persistent Mullerian Duct Syndrome, WPW Wolff–Parkinson–White
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Awareness and support of life‑limiting conditions
Of the 91 respondents to this section, 23 (25%) reported 
that they were aware that their child had a life-limiting 
condition and 30 (33%) did not know whether their child 
had a life-limiting condition. The remaining 38 (42%) did 
not feel their child had a life-limiting condition. Of the 23 
respondents who felt their child had a life-limiting condi-
tion, only four (17%) reported to have received specialist 
support for this. Two (9%) had received specialist pal-
liative support; one (4%) had access to clinical psychol-
ogy, and the fourth had community support. A further 
two (9%) participants did not know whether they had 
received any support and the remaining 17 (74%) did not 
receive any support.

Participation in research
Of the 17 respondents to this section, only four (24%) 
were actively participating in research whilst the remain-
ing 13 (76%) all reported that they would be interested in 
taking part in future research.

Discussion
The results of this survey provide a unique and objective 
insight into the health care experience of patients and 
their families at a regional specialist centre in the UK. It 
explores key topics including diagnostic timeframes, pro-
vision of information and support, wider healthcare team 
involvement, research participation and awareness and 
support for life-limiting conditions.

The results show that about 15% of the respondents 
were diagnosed within the neonatal period whilst a fifth 
had obtained a diagnosis within 6  months of develop-
ing symptoms and another fifth obtained a diagnosis 
within 1–3 years. With previous studies showing around 
40% of patients having difficulty obtaining a diagno-
sis [14, 17, 18], the current study shows that 85% of the 
respondents received a diagnosis in childhood, and 80% 
of these diagnoses were within a shorter period than 
the 5-year time frame that is often reported [6, 19, 20]. 
Many previous studies have focussed only on a specific 
cohort of rare conditions and have, thereby, highlighted 
specific challenges associated with individual conditions. 
A strength of the current survey was the large range of 
rare conditions that had been covered, thus the results 
can be applied more generally. It is possible that several 
disease specific factors may have influenced the care 

outcomes examined in this study but an investigation of 
these factors was not within the scope of this work. There 
was no sample bias with only a maximum of five patients 
with the same condition. However, there may have been 
a selection bias as participants were recruited through 
social media platforms and via independent representa-
tives approaching families for written responses.

Although the majority of participants did obtain a for-
mal diagnosis within childhood, 4% had a suspected diag-
nosis and 11% were currently undiagnosed within the 
study. A delay in diagnosis can lead to patient or family 
stress and frustration, unnecessary investigations and 
disease progression [7, 8]. Factors that contribute to diag-
nostic delays include limited awareness amongst health-
care professionals and the public, inadequate testing 
opportunities, long waiting times and delays in obtaining 
results [8].

Patients with a rare condition should have a high stand-
ard of medical knowledge, easily accessible care path-
ways, research and treatment opportunities [2], yet this 
survey, along with some others [8, 21, 22] has shown the 
lack of information that parents had at initial diagnosis. 
Limited knowledge about their own condition can cre-
ate major challenges for patients’ abilities to seek health 
care [23]. The current study confirmed this with over half 
of respondents who felt they were provided little or no 
information about the condition at the time of diagnosis, 
and only 40% reported to be content with the information 
they had received. Given that the majority of the affected 
children presented in early infancy, efforts for provision 
of information from the healthcare team at this critical 
period need to be intensified. This study considered the 
healthcare team as a whole, including the lead medical 
clinician and wider team, however looking at individual 
clinicians in their role in providing support and informa-
tion at the time of diagnosis requires further study.

Patient support groups perform an increasingly vital 
role in the diagnosis and management of rare condi-
tions, and are an important source of data surrounding 
these conditions [10, 24, 25]. Often they provide the sole 
source of information for patients and families [24]. It 
was interesting to note that over half of the respondents 
were a member of a support group and almost a quarter 
relied on peer support groups and social media rather 
than health care professionals as their primary source of 
information emphasising the critical role played by these 

(See figure on next page.)
Fig. 1 a Age at first concern. Participants who had a formal diagnosis were asked to report at which age they first developed concerns, n = 114. 
b Length of time taken to reach diagnosis from initial concern. Participants were asked to report the length of time taken from initial concern to 
obtaining a formal diagnosis, n = 114. c Age at formal diagnosis. The age at formal diagnosis was calculated following the responses to age of first 
concern and time taken to reach a diagnosis, n = 114
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groups, Other reports in similar settings suggest that 
membership of support groups may be less frequent [14]. 
Online patient networks can be a promising resource for 
peer support [26] and with increasing acceptability of 
technology across all ages [27] internet-based support 

groups may be of benefit for patients as well as their 
carers [28]. Given the wide range of conditions covered 
in this survey it is not surprising that a substantial pro-
portion of respondents were not members of a support 
group and whether online support groups need to be 
particularly condition specific needs further exploration 
in the future.

Presently, there are very limited studies that explore 
the impact of rare conditions in children and their 
families [14]. The current survey explored the support 
from a variety of sources including family, the health-
care team, primary health care practitioners, other 
community based healthcare, schools and friends and 
showed that almost two-thirds of people felt well sup-
ported and highlighted the important role played by 
family members. Although the primary health care 
practitioner commonly serves as the point of access to 
specialist services in the UK, becoming familiar with 
all rare conditions is generally felt to be difficult espe-
cially in the primary care setting [9] and this can be 
compounded by the fact that often patients with rare 
conditions do not feel “unwell”, but perhaps just dif-
ferent [9] and care often involves multiple disciplines 
[15]. It was reassuring to note that a large majority of 

Lots of informa�on was given

Adequate informa�on was given

Li�le informa�on was given

No informa�on was given

N/A (currently undiagnosed)

Fig. 2 Provision of information at time of diagnosis. Participants 
stated how much information they were provided at the time 
of diagnosis, n = 130. The majority of patients were given no 
information (n = 59, 45%); 24 were given adequate information 
(18%); 22 were given lots of information (17%); and 11 were given no 
information at the time of diagnosis (8%)
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Fig. 3 Availability of support. Participants were asked to rate availability of support from a wide variety of sources, n = 129
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participants felt they had a consistent team of health-
care professionals taking overall responsibility of their 
condition and were satisfied with how much health-
care professionals know about their condition. It has 
often been suggested that the care of the patient with 
a rare condition is poorly coordinated [17]. It was, 
therefore, encouraging to discover that over two thirds 
of respondents felt part of the healthcare team in this 
survey and knew who to contact for guidance and the 
majority felt one specialist service had taken the lead. 
Overall, three quarters of respondents were satis-
fied with the support they received from healthcare 
professionals.

Support is essential at the time of diagnosis, however 
it is also crucial throughout the journey of a patient 
with a rare condition, particularly as many conditions 
can be life limiting or debilitating [5]. The current sur-
vey shows that 75% of families may not have a clear 
understanding of whether their child has a life limit-
ing condition or not, perhaps reflecting on the lack of 
discussion on this topic as well as the gaps and barriers 
that may currently exist for the provision of palliative 
and end-of life care. Communication is a fundamen-
tal component of the palliative and end-of-life patient 
experience, with the term ‘palliative’ frequently misun-
derstood. It should be greater advocated that palliative 

care can also be given alongside traditional treatments 
[13], and the gap should be bridged between medical 
and palliative services, to allow for advanced care plan-
ning. Additionally, of those who felt their child did have 
a life-limiting condition, only a small percentage (17%) 
felt that they were being provided with specialist sup-
port for this.

Research is considered to be a vital aspect of improv-
ing the care of people with rare conditions [5, 14]. As 
the question enquiring whether patients/families’ 
involvement in research was added more recently in 
the survey, the response numbers were small, and only 
a quarter of respondents were actively taking part in 
research whilst the remainder were all keen on partici-
pating in research. There are many factors that could 
play a role in the limited participation, for example, 
lack of awareness of current research trials [17], selec-
tive recruitment criteria, geographical challenges, 
socioeconomic status [6, 12] or the time commitments 
when already caring for a child who may need around 
the clock care [5]. The present questionnaire could 
be adapted to explore this further and could even be 
used as a means of recruiting patients for future study. 
A recent study from 63 countries showed that just 
over one third of respondents actively participated in 

0 50 100 150

Knowing which healthcare professional to contact for
guidance/support with your/your child's condi�on

How much health professionals know about you/your child's
condi�on

Feeling that you are part of a health care team looking a�er
you/your child

The overall support that you get from health professionals for
you/your child

Having a consistent team of health professionals taking overall 
responsibility for you/your child’s health

Number of pa�ents

Extremely sa�sfied

Sa�sfied

Neither sa�sfied or dissa�sfied

Dissa�sfied

Extremely dissa�sfied

Fig. 4 Satisfaction with healthcare team. Participants were asked to rate satisfaction with healthcare team in relation to different aspects of care, 
n = 128
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research (12) demonstrating that there is a global need 
for increased research participation.

Conclusion
Although their diagnoses may differ, there are many com-
monalities experienced amongst families with rare condi-
tions. Whilst the survey has shown that although there 
are several aspects of care where the results were more 
positive than expected, there are several indicators of 
care that require improvement. The indicators that we 
describe here can be considered to be key performance 
indicators that focus on the quality of care and may be of 
interest to reference centres within regional, national or 
international clinical networks such as European Refer-
ence Networks. The unique insight provided by this sur-
vey can be used as a platform to improve service delivery 
at a local level and can also act as a benchmark against 
which the quality of care can be compared across multi-
ple centres.
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Service Outcome Indicator Target Method

1. Provision Of Support

Newly diagnosed patients/parents will feel connected to 

people who share their experience

% increase of patients/parents who report being 

more connected to others

At end of period of intervention the PREMS questionnaire will 

demonstrate an increased number of people in contact with 

someone who has the same/similar condition (>63%) .  

Having no contact with someone in a similar situation will be 

reported by < 42% of respondents.

1. Development of a PAG generic support group

2. Continued signposting to condition specific support groups by Office

3. Continuation of patient events and liaison with established patient associations

encouraging the development of local groups

4. Increased advertising of Office and PAG within wards and outpatients with RHC, 

QEUH and other hospitals with WoS

5. PAG membership allowed to increase.

2. Provision Of Information

Patients/parents will consider they have access to 

sufficient sources of information and resources at 

diagnosis and throughout the patient journey

% decrease in number of patients/parents who 

report not having enough information

At end of period of intervention the PREMS questionnaire will 

demonstrate an decreased number of people who feel they 

do not have enough information (< 60% of respondents)  and 

< 8% will report having no information for condition.

1. Online quarterly information meeting to begin in November 20, offering drop in

sessions for patients/parents.

2. Annual neonate information event for parents newborn infants with rare 

conditions.

3. Signposting to new/current resources through social media and website.

4. Development of patient newsletter through PAG

3. Satisfaction With Healthcare Team

Patients/parents will feel informed and involved in 

healthcare decisions, will be confident in the knowledge 

of HCPs and will know who to contact to discuss ongoing 

management of their own or their child's health 

condition.

% increase in number of patients/parents who are 

satisfied with the knowledge they and  HCPs have 

on their/their child's condition and are aware of a 

keyperson to contact for help/advice.

At end of period of intervention the PREMS questionnaire will 

demonstrate > 58% of repondents happy with knowledge 

HCPs have on condition and < 31% will report not knowing 

who to contact for advice.

1. Continue facilitation of Health Care Pathway development with added integration

of the  "patient journey" approach for selected conditions.

2. Continue the development and explore funding options for role patient navigator

in rare conditions.

3. Actively encourage, organise and promote educational events for HCPs, patients

and families.

4. Provide signposting support to individuals who approach the Office for

assistance.

4. Awareness Of Support Life Limiting Conditions

Patients/parents will know if they or their child have a 

life limiting condition and be aware of and able to access, 

appropriate palliative care support.

Percentage increase in people who know whether 

their/their child's condition is life limiting and who 

are aware of have access to appropriate palliative 

care services.

At end of period of intervention the PREMS questionnaire will 

demonstrate >25% of respondents who will answer yes/no to 

the question do you or your child have a life limiting condition 

and <74% will report no access to palliative care services.

1. Meet with palliative care services to discuss availability of resources and support 

for those with life limiting conditions, not end of life care.

2. Explore Seasons of Growth and other bereavement resources/services publicising 

same through PAG and social media.

3. Continue to involve palliative care services in appropriate educational events for

HCPs, patients and families.

5. Participation/Knowledge of Research

Patients/Parents will be informed on research relevant 

to their/their child's condition and have the opportunity 

to participate as appropriate.

% increase in number of people not involved in 

research.

At end of period of intervention the PREMS questionnaire will 

demonstrate >24% will be involved in research through 

participation in a trial or through dissemination of results and 

other research news.

1. Collaboration with current research trial PI's to  engage with patients and share 

information though patient events.
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Office for Rare Conditions: The Glasgow Webinar Series 

Date Event Clinical team/Patient 
association 

  Links Location 

Tuesday 08/12/20 Hypophosphatasia-Diagnosis & 
Management 

Prof Ahmed https://officeforrareconditio
ns.org/hypophosphatasia-

diagnosis-and-management/ 

25th February 2021 What’s New in Rare Conditions: An update 
on the UK Rare Disease framework and 

What patients say (PREMS) 

Office for Rare Conditions 

21st April 2021 Discussing fertility in rare conditions, what 
you need to know. 

Prof Ahmed/Arlene Smyth Office for Rare Conditions 

23rd June 2021 Clinical Genetics/Gene Therapy          Dr Ruth McGowan Office for Rare Conditions 

25th August 2021 Palliative Care Caroline Porter Office for Rare Conditions 

20th or 27th October 2021 Congenital Hyperinsulism  Prof Indi Banerjee 

  Dr Guftar Shaikh 

Office for Rare Conditions 

December 2021 
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EVENT REPORT 

The Glasgow Webinar Series in Rare Conditions: 

Hypophosphatasia  Diagnosis and Management 

Tuesday 8th December 2020   17.00-18.30 GMT 

Zoom Webinar 

Demographics: 

Number of people signed up through Eventbrite website: 95   

Number of tickets cancelled before the event: 0 

Number of people attended: Average of 40 at any one time Attendees able to sign in/out. 

16 registrants who were unable to attend asked to view recording. 

Recording of talks: 
Recordings of all presentations plus question time are available through the Office for Rare Conditions website:  
https://officeforrareconditions.org/hypophosphatasia-diagnosis-and-management/ 

Geographical composition of registrants:   

Australia 1, Canada 1, France 1, Greece 1, Italy 4, Malaysia 1, Netherlands 2, Poland 1, Switzerland 1, Turkey 1,       UK 63 
(Scotland 46, England 13, Wales 1, UK 3), United States 6, Unknown 12  

Attendees - patients and patient support association representatives,  varied professionals of differing grades and specialties: 
Professor of pediatrics/MD PhD; Consultants in Clinical Geneticists/Endocrinology/Rheumatology/Orthopaedics; Doctors: various 
grades; Nurses: various grades; Biomedical Scientists/Biochemists/Pharmacists; Allied Health Professionals (Audiologist; Dietician; 
Genetic Counsellor; Health Visitor; Social Work Assistant; Home maker); Director of Clinical Services; Gene Therapy Regional 
Manager, Novartis; National Account Manager, Alexion; Director of Analytical. 

Summary of feedback from survey: 

Number of surveys completed (Jan 21): 18 
Overall Impression: Excellent Good
Programme 82% 18%
Quality of education 78% 22% 
Organisation 82% 18%

95% of respondents felt that all learning aims and objectives for the event were fully met, 5% that they were mostly met. All 
reported learning new information with 75% reporting at least half of all information to be new to them.  
95% considered the information relevant to neonatal healthcare and 67% thought there was content relevant to the transition of 
patients from paediatric to adult healthcare services. 

Presentations (5=Excellent-1=poor) Content Benefit to
professional/personal development 

5 4 3 N/A 5 4 3 N/A 
Dr James Irvine, Glasgow 
A case of infantile HPP 

67% 28% ------ 5% 40% 40% 10% 10% 

Professor Agnes Linglart, Paris 
The aetiology and clinical presentation of HPP 

75% 20% 10% 5% 55% 35% 5% 5% 

Dr. Anya Rothenbuller, Paris 
The management of HPP across the lifespan 

70% 25% ------ 5% 70% 25% ------- 5% 

Suggestions for future meetings: gene therapy, transition of rare disease, genotype/phenotype of hypophosphatasia, genetics of 
congenital multiple pituitary hormone deficiency, primary adrenal insufficiency, OI, Hypophosphatemic rickets in adults, tumour 
syndromes, XLH.  
Suggested Improvements: More about variability in families and about heterozygotes, discussion of older patients/HPP in 
adulthood, shorter talks (as held in evening). 
Liked Most: Bringing together different countries, quality of information & presentations, online format, case studies. 
Liked Least: Time, paediatric focussed,  
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RESEARCH CONSTANTLY CHANGES HOW CANCER IS UNDERSTOOD AND 

WHAT IS THE POINT? 
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