








The second survey

In the second survey we asked people to rank each of the 42 questions in the longlist to indicate the
degree of its importance to them. The second survey went out to the same networks as the first survey

in order to gather as much input as possible, with additional promotion through four videos in different
languages. The survey was live in October and November 2019 resulting in 166 responses: 63% were
patients, 21% were carers or relatives, and 16% were healthcare professionals. A majority of respondents
were female (66%).

The questions in the second survey were presented in random order and were randomised each time
anindividual accessed the survey. Participants were asked to consider each of the 42 questions, choose
10 and then rank them in order of priority (1 being top priority). Equal weighting was given to responses
from patients, carers and healthcare professionals.

This exercise resulted in all the questions being given a score and placed in order separately for each type

of respondent. The lists were then combined, resulting in a final list of shared priorities, from 1 to 42. The
top 24 questions - the ‘shortlist’ - were taken to the next step of the process.
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THE PRIORITY SETTING

WORKSHOP

The 24 shortlisted questions were discussed at

a workshop held in London in January 2020.
Invitations to the workshop were sent out through
the steering group: 32 people participated,
comprising 8 people with a mitochondrial
disease, whose conditions affected vision, control
of movement and epilepsy; 9 carers/family
members; 2 patient organisation representatives;
13 healthcare professionals from 9 different
disciplines. Given the complex health needs of
many individuals with mitochondrial disease,

it was important to include a wide range of
professionals.

Of the 32 participants, 7 were members of the
steering group.

The participants were asked to look at the 24
shortlisted questions before they came and to
think about how they would rank them in order

of importance. By attending the workshop, and
taking part in a number of small group discussions,
everyone was able to hear one another’s views on
which questions were most and least important
and why. This helped the group as a whole to reach
an agreement about which questions should be a
priority.

The top 10 questions are listed in full on page 4
of this report. The full list of 24 questions in order
of importance as agreed by the people at the
workshop is given in the appendix.
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“Really wonderful to meet so many people
who are involved in managing, researching and
supporting mitochondrial disease. Hearing from
patients and families has been enlightening and
raised awareness of the challenges they face.”
Workshop attendee.

“Excellent [workshop]. Real privilege to be part
of the process.”
Workshop attendee.



NEXT STEPS

The JLA Mitochondrial Disease Priority Setting
Partnership, by identifying these priority questions
for research, seeks to ensure that future research
is focused on the issues that matter most to
people with mitochondrial disease, their carers
and relatives and the healthcare professionals
who support them. The steering group will
disseminate the questions through their patient
and professional networks, by presentation at
academic and patient conferences, publicationin a
peer-reviewed journal, and by liaising directly with
research funders.

“The energy and passion in the room at the
final prioritisation meeting was palpable and
this highlighted in a very real and personal way
just how important these questions are to the
patients and their families and carers”
Steering Group member.

A call to arms

Many people gave their time and effort to submit
their questions and to work through the JLA
process to identify the final top 10 questions for
future research. We want to ensure that these
efforts are respected and recognised and therefore:

— We encourage research funders to include
these priorities in their research strategy and to
target these topics for future research funding.

— We encourage researchers to focus their efforts
on answering the highest priority questions
and to mention the JLA Mitochondrial PSP in

their applications for funding. If a researcher
receives funding to address any of the listed
priorities, we ask that they please inform the
JLA.

— We encourage funders, researchers and all
interested parties to share this report with
others and to raise awareness of the need for
more research on mitochondrial disease in the
UK.

If you have any queries or comments about this
work, please contact Amy Hunter: amy.hunter@
geneticalliance.org.uk.

Further information about the project can be found
at: jla.nihr.ac.uk/priority-setting-partnerships/
mitochondrial-disease.

If you would like more information and advice
about mitochondrial disease or LHON, please
contact:

— The Lily Foundation thelilyfoundation.org.uk
— LHON Society lhonsociety.org

— Further information can also be found at
mitochondrialdisease.nhs.uk
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APPENDIX: THE SHORTLIST
OF RESEARCH QUESTIONS

10.
11.
12.
13.
14.

15.

16.
17.
18.

19.

Could an understanding of the cellular and molecular processes in mitochondrial disease lead to
new treatments?

Can the damage to cells caused by mitochondrial disease be repaired (e.g. to restore hearing,
vision, or repair the pancreas)?

What are the biological mechanisms that cause mitochondrial disease to get worse over time?

What biomarkers (biological markers that can be measured e.g. in blood samples) could be used
to diagnose mitochondrial disease and to track its progress?

Could gene therapy help people with mitochondrial disease?

What are the psychological impacts of mitochondrial disease? What are the best ways to provide
psychological support for people with mitochondrial disease and their families?

What are the best ways to reduce the risk of stroke-like episodes in people with mitochondrial
disease?

What factors could trigger the start of mitochondrial disease in people who have a genetic
mutation?

Why are people with the same genetic mutation affected so differently in mitochondrial disease?
What are the most effective ways to treat and manage fatigue?

What are the genetic mutations that cause mitochondrial disease and how do they cause it?
Could a specific diet and/or supplements benefit people with mitochondrial disease?

What can prevent mitochondrial disease from getting worse over time?

How do the different genetic mutations cause the symptoms people experience with
mitochondrial disease?

Is there a way to predict who will become ill with mitochondrial disease, and whose symptoms
will be worse?

What can prevent the start of mitochondrial disease in people with a genetic mutation?
What are the most effective ways to treat and manage problems with muscle weakness?

What aspects of their health should be monitored over time and how often in people with
mitochondrial disease?

What are the most effective ways to treat and manage problems with memory, concentrating,
learning and making decisions?
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20.  What are the most effective ways to treat and manage pain?

21.  What are the most effective ways to treat and manage problems with balance and co-ordination?
22. How does mitochondrial disease change over time as people get older?

23.  Does exercise benefit people with mitochondrial disease? If yes, what is the best form of exercise?

24.  What causes the genetic mutation in people with mitochondrial disease whose parents don’t have
the mutation?
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ALLIANCE"™

The PSP and its findings are endorsed by the
following European Reference Networks:
EpiCARE, ERN-EYE, Euro-NMD and MetabERN.
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