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Developing a registry of people in Ireland
with neuromuscular conditions
One of MDI’s strategic priorities is to support researchers and clinicians to carry out quality
research into neuromuscular conditions. This is an exciting time for MDI as we progress our
work to establish a registry of people in Ireland with neuromuscular conditions. Having such
a registry will mean that it will be possible for valuable medical data to be made available for
ethical research. Because neuromuscular conditions are rare conditions, without a patient
registry to gather patient details in one place, ﬁnding enough patients for a meaningful
trial can take years, delaying the testing of potential therapies. The beneﬁts of a dedicated
neuromuscular patient registry include:

 

●

It will assist with the development of recommendations
and standards of care for speciﬁc conditions.

●

It will help to characterise and describe the muscular
dystrophy population and give us a better picture of
how many people are affected in Ireland.

●

It will make it easier for clinical trials to be planned
and carried out by researchers and make it easier and
quicker for people with muscular dystrophy to take
part.

●

It will also support research into the quality of life of
people with neuromuscular conditions.

It’s about you! Invitation to play an important part in shaping
the neuromuscular registry
It is vital that people with lived experience of muscular dystrophy play a strong role in the
design and delivery of this project that has such potential to impact positively on the muscular
dystrophy community. MDI recognises your taking part in shaping the registry’s development
alongside others involved as a democratic right.
Are you interested in becoming a member of MDI’s working group to develop the registry?
Can you offer enthusiasm, time and commitment to work alongside key members of the
research committee and staff? We will make arrangements to support you to take part by
Zoom or in person. If you’d like to let us know of your interest in becoming involved and ﬁnd
out more about how we can support you to take part, please email Maeve Healy on
mdiinfo@mdi.ie.

What is a patient registry?
A patient registry collects information about patients who are affected by a particular condition.
Although data is collected on patients through a variety of forms such as electronic health
registers, patient databases and electronic patient records at a hospital level, a patient registry
is considered to be the ‘gold standard’ in a data collection framework.
Registries contain large volumes of personal health information on individuals which are
maintained over long time periods. Registries have the potential to play a vital role in many
aspects of healthcare services and research.
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Meet MDI’s Research Committee
We are very pleased to have a high-calibre Research Committee to lead MDI’s work on this vital
area. The committee brings together diverse backgrounds that include expertise in medicine,
science, research, project management, being a family member of someone with muscular
dystrophy, and having lived experience of muscular dystrophy. We wish to express our sincere
thanks to each member for volunteering their energy, time and skills to progressing MDI’s
strategic work on research.
Dr Ashling Holland
Ashling has been working in muscular dystrophy research for the past ten years
in both academic and private settings. She was ﬁrst introduced to MDI during
her PhD when MDI sponsored some of her research activities. She presented
her research at MDI’s 2015 AGM and was inspired by both the MDI team and
community. Since then, she has continued to work on muscular dystrophy
research, both in Ireland and the UK. She is very keen to play a part in improving the lives of
people with muscular dystrophy. Ashling joined MDI’s Research Committee in 2020. She also
joined MDI’s Executive Committee (Board of Directors) this year.
Dr Una McCourt
Una’s educational background is in biochemistry where she has obtained a PhD
alongside working in the pharmaceutical sector. She is very interested in the
emerging potential treatments for muscular dystrophy and supporting MDI to
progress its strategic goal in relation to research. She has strong experience
of scientiﬁc review and in delivering numerous large scale and small projects
throughout her career. She joined MDI’s Research Committee in 2019. She has also been a
member of MDI’s Executive Committee (Board of Directors) since then, taking on the role of
Secretary this year.
Dr John Roche
Having the lived experience of muscular dystrophy and availed of the great
supports afforded by MDI to its members, John brings that same commitment,
empathy, enthusiasm, passion and drive to make life better for others to his
assisting MDI achieve its strategic goals. He has a deep understanding of the
issues faced by MDI members on a day-to-day basis. He is a strong advocate for
the empowerment of people with disabilities through Personal Assistance to live independent
lives of their own choosing. He also brings his professional organisational skills as senior
engineer to the role. He has over 30 years’ involvement with MDI. He has been a member of
the MDI’s Research Committee since 2017. He has also served on MDI’s Executive Committee
(Board of Directors) for the last three years and as Chairperson since 2019.
Dr Imran Sulaiman
Imran is a very accomplished researcher and clinician who joined Beaumont hospital as
Respiratory Consultant earlier in 2020. He was involved in developing a patient registry at
New York University and is very interested in supporting the development of a neuromuscular
registry in Ireland. He has a Bachelor of Medicine, Bachelor of Surgery (MBBS) focused on
medicine from Royal College of Surgeons in Ireland. Imran joined MDI’s Research Committee in
autumn 2020.
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MDI invites applications for
Research Officer post
MDI recruitment of
Research Officer
MDI is delighted to announce that we
are seeking applications for the role
of Research Officer to support our
vital work on research. The successful
candidate will be responsible for
meeting a key objective of MDI’s 20202022 strategy – the establishment of
a patient registry for people in Ireland
with neuromuscular conditions. Other
priorities include supporting research to
deepen understanding of neuromuscular
conditions and quality of life research.
You can view the job ad here. The
deadline for applications is 5pm on
Friday, 15 January 2021.
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Developments in international
research, treatments and standards
of care during 2020

These are more hopeful times for research and treatments on neuromuscular conditions
and the development of standards of care. Here is a round-up of some developments (and
disappointments) that happened internationally during 2020. If you have any questions or if
you’d like to let us know about other developments in research and treatments so we can share
news with members, please email our Information Officer, Maeve Healy, on mdiinfo@mdi.ie.
Disclaimer Please note that MDI shares information about neuromuscular conditions. We
do not provide medical advice, diagnosis or treatment. This content is not intended to be a
substitute for professional medical advice, diagnosis or treatment. Always seek the advice of
your physician or other qualiﬁed health provider with any questions you may have regarding a
medical condition.

Duchenne muscular dystrophy (DMD)
First ever standards of care for adults living with Duchenne
While standards of care for children living with Duchenne have been in place since 2010, until
now there haven’t been any for adults. Professor Ros Quinlivan, Consultant in Neuromuscular
Disorders at University College London Hospitals (UCLH) presented the ﬁrst ever standards of
care for adults with Duchenne to the Duchenne Patient Academy in December. These standards
will make it easier for health professionals working with adults to share best practice with each
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other. They offer important guidance on the following areas of care:
●

Physiotherapy

●

Cardiology

●

Psychosocial

●

Respiratory

●

Renal

●

Palliative.

●

General anaesthesia

●

Nutrition and bowel

Muscular Dystryophy UK has started work to create a version of the care standards for the use
of people living with Duchenne and their families. This guidance will be made available next
year.

US Food and Drug Administration
accepts application for exonskipping DMD drug, Casimersen
In August, the US Food and Drug
Administration (FDA) accepted an application
from Sarepta Therapeutics to speed up
approval for Casimersen (SRP-4045), a
potential treatment for some people with
DMD.
The drug, which would have the brand
name, AMONDYS 45, in the United States, is
engineered to treat patients with DMD who
have genetic mutations that are suitable for
skipping exon 45 of the dystrophin gene.
(DNA is a long molecule that carries our
genetic code. Like a recipe book, it holds the
instructions for making all the proteins in our bodies. An exon is the part of the DNA that has the
speciﬁc instructions to make a protein. Exon skipping is a technique that involves using small
pieces of DNA called ‘molecular patches’ to mask a portion of a gene where there is a mistake
or mutation. This causes cells to ‘skip over’ an exon during protein production.)
If it is approved, the drug would offer treatment to the eight per cent of Duchenne patients
whose genetic mutations are suited to skipping exon 45.
A phase three study is currently under way to evaluate the effectiveness and safety of
Casimersen. Sarepta Therapeutics has already submitted some data from this study to the FDA,
showing a signiﬁcant increase in dystrophin production in patients compared to those who have
not received treatment or have received a placebo. The FDA has provided a regulatory action
date of 25 February 2021. For more information, read Sarepta Therapeutics’ press release
here.

Phase 3 trial of Puldysa stopped for lack of efficacy in Duchenne
patients
In October, Santhera Pharmaceuticals who were carrying out a trial on Puldysa® (idebenone)
shared the disappointing news that they were ending its development programme for this drug.
Puldysa was a potential treatment for delaying the loss of respiratory function in patients with
Duchenne muscular dystrophy. The independent Data and Safety Monitoring Board (DSMB)
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had carried out an interim analysis and found that the study was unlikely to meet its primary
endpoint.
Santhera Pharmaceuticals’ focus for the future will include work on progressing vamorolone
for DMD and its discovery-stage gene therapy approach for congenital muscular dystrophy
(CMD). Vamorolone (VBP15) is an oral anti-inﬂammatory steroid treatment that aims to slow
DMD progression with fewer side effects than corticosteroids – the current standard therapy for
children and adolescents with Duchenne.

Update on PolarisDMD clinical trial of edasalonexent for treatment of
DMD
In October the pharmaceutical company, Catabasis, also shared disappointing news about
their phase 3 clinical trial of edasalonexent. Edasalonexent was a potential treatment for
preserving muscle function in patients with Duchenne muscular dystrophy. Unfortunately, in
the trial, called PolarisDMD, it did not show effectiveness. This means that the development of
edasalonexent, including their ongoing open-label extension trial, called GalaxyDMD, will not
continue. Catabasis plans to submit the data from the phase 3 PolarisDMD trial for presentation
at upcoming scientiﬁc conferences as well as to publish the results in order to advance
Duchenne research for the entire community. You can read more about this in a letter to the
Duchenne community from Catabasis here.

Becker muscular dystrophy
Clinical trial under way for potential Becker muscular dystrophy drug
A clinical trial is currently under way for EPM-01 – a potential treatment for boys and men with
Becker muscular dystrophy that has shown early promise. While it is still early days and EPM01 would not be a cure, it is hoped that the drug, also known as (+)-epicatechin, could slow the
progression of the condition. There are few clinical trials currently being carried out for Becker
muscular dystrophy.
EPM-01 is a man-made drug manufactured by Epirium Bio Inc. that appears to improve some
functions common in Becker muscular dystrophy, such as muscle regeneration and cell energy
balance. Epirium Bio Inc. announced the start of this early-phase clinical trial in August 2020. It
involves boys and men aged between 16 and 60 and is taking place in the USA by investigators
at three leading academic centres. The European Commission has also granted orphan
designation for EPM-01 as a potential treatment for Becker muscular dystrophy.
(Orphan designation means that the drug has been officially recognised as an orphan drug. An
orphan drug is a pharmaceutical agent developed to treat medical conditions which, because
they are so rare, would not be proﬁtable to
produce without government assistance. The
conditions are referred to as orphan diseases.)
The drug has already been granted orphan
drug designation by the US Food and Drug
Administration (FDA) for the treatment of
Becker and Duchenne muscular dystrophy.
The main aim of the trial is to look at EPM01’s safety and tolerability (the degree to
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which the side effects of a drug can be ‘tolerated’ by the participant). The study will also look at
early measures of how effective the drug is by examining changes in blood and various muscles
through muscle biopsy, heart imaging and tests of muscle function.
This is a signiﬁcant study for people with the condition – however, it is important to remember
that not all clinical trials result in the creation of a drug. This could be because the expected
outcomes might not be reached, or there are safety concerns. You can read more about the
clinical trial in Epirium Bio Inc’s news release here.

Spinal muscular atrophy (SMA)
US Food and Drug Administration approval of Evrysdi™ (ridisplam) for
the treatment of SMA in adults and children aged two months and older
In August, the US Food and Drug Administration (FDA) approved Evrysdi™ (risdiplam), the ﬁrst
at-home, orally administered treatment for (SMA) in adults and children aged two months and
older.
Meanwhile in Europe, the European Medicines Agency has accepted a submission from
the pharmaceutical company, Roche, for market authorisation to begin offering treatment
with risdiplam across Europe. The EMA has granted the marketing application accelerated
assessment, which means that the evaluation process carried out by the EMA’s Committee
for Medicinal Products for Human Use (CHMP) can be reduced from 15 to 9 months if the
accelerated assessment timetable is maintained.
Evrysdi showed clinically-meaningful improvements in motor function across two clinical trials
in people of varying ages and with differing levels of condition severity, including Types 1, 2,
and 3 SMA. Infants achieved key motor milestones not normally seen in the natural course of
the condition, such as the ability to sit without support. Evrysdi also preserved vital functions
and improved survival at 12 months. In particular, Evrysdi improved survival without permanent
ventilation compared to natural history when measured at 12 and 23 months. Evrysdi is a liquid
medicine that can be administered daily at home by mouth or feeding tube.
While this is very positive new, please be aware that it doesn’t mean the treatment is available
yet. This is the ﬁrst step in receiving approval.

SMA Care Guide for families now available online
A family-friendly guide to the very latest
standards of care for SMA is now available
online, alongside downloadable versions that
were launched in 2019.
The group that developed the guide were
aware that countries have different levels of
resources and so they made recommendations
based on the minimal care and support that anyone with SMA should receive wherever they live.
The guide is suitable for people who do not have a medical background. It is for both adults and
young people who have 5q SMA, and for parents and caregivers of children who have 5q SMA.
(This is the most common form of SMA.) The guide offers information about what care they may
expect to receive, so that they can have active discussions with their medical team about how to
best manage the condition, including possible options and choices. It may be helpful to have a
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copy of this guide to hand if at any time you need support from, or are having discussions with,
medical professionals who are not familiar with SMA.
If you are a young person reading this guide it might be helpful to read it with someone who is
familiar with the condition, such as your parent, carer or medical expert.
Using the information from the 2§007 care recommendations and the updated care
recommendations published in the Neuromuscular Disorders journal, TREAT-NMD worked with
Cure SMA, UKSMA, MDUK and SMA Europe to produce the ﬁrst guide to the 2017 international
standards of care for SMA. These guides, in increasing numbers of languages, have been made
available throughout 2019 and 2020 on the TREAT-NMD website. You can now access the latest
online guide here. TREAT-NMD is also producing the guide in other languages and these will
also be available on their website in the near future.

Limb girdle muscular dystrophy (LGMD)
Positive news from Sarepta LGMD2E gene therapy trial
Sarepta Therapeutics has positive results on two groups of patients who have received SRP9003, as part of a study into its gene therapy for limb girdle muscular dystrophy Type 2E
(LGMD2E).

SRP-9003 is an experimental AAV gene therapy that codes for the full-length beta-sarcoglycan
protein and has been shown to increase gene expression (the process in which the instructions in
our DNA are converted into a functional product, such as a protein) in muscle.
This is a positive development in the study of gene therapy for LGMD2E and provides
information relevant to the company’s other gene therapy studies, such as Duchenne muscular
dystrophy.
Sarepta Therapeutics has over 40 therapies in various stages of development. Their condition
areas include Duchenne muscular dystrophy (DMD), six limb-girdle muscular dystrophies
(LGMD), and Charcot-Marie-Tooth (CMT).The company’s programmes and research focus span
several therapeutic techniques, including gene therapy, RNA technologies, and gene editing.
For more information, read Sarepta’s press release here.
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Facioscapulorhumeral muscular dystrophy (FSHD)
Dutch 2018 guidelines for FSHD for patients and their families
If you would like a copy of a direct translation of Dutch guidelines on the care of people with
FSHD for patients and their families, please contact the Information Officer on mdiinfo@mdi.
ie. The topics in the guidelines and the questions they raised were identiﬁed by a panel of
patients, patient representatives and medical experts on the management of the condition. The
topics cover areas where it was felt there were gaps in agreed answers in published literature.
The panel formulated recommendations drawn from their extensive experience in managing
the condition. These are, to some extent, speciﬁcally written for and applicable to the Dutch
health care system. However, they may still be of interest to you. The recommendations in
the guidelines are an ongoing project in the Netherlands. Again, we wish to stress that this
information is not intended to be a substitute for professional medical advice, diagnosis or
treatment. Always seek the advice of your physician or other qualiﬁed health provider with any
questions you may have regarding a medical condition.

Update on clinical trials on Iosmapimod for the treatment of FSHD
This year, Fulcrum Therapeutics received US and European Orphan Drug Designation for
losmapimod for the treatment of FSHD. Fulcrum is currently conducting phase 2 trials
investigating the safety, tolerability, and effectiveness of losmapimod to treat the root cause of
FSHD and a phase 3 trial investigating the safety, tolerability, and efficacy of losmapimod to
treat hospitalized patients with COVID-19. Further information is available on this link here.

Invitation to take part in a research project to improve FSHD
diagnostics and better understand the condition
A research lab that focuses on FSHD at the University of Nevada in the USA is conducting
a research project to improve FSHD diagnostics and to better understand the genetics and
epigenetics of FSHD. They are currently enrolling participants from around the world.
Current genetic testing for FSHD, where available, is a complicated, expensive process that
requires a visit to a healthcare professional for a blood sample and often a referral. This lab
is investigating the utility of an alternative FSHD diagnostic approach that will be private,
affordable and accessible to everyone worldwide. They have developed an inexpensive
technique capable of identifying epigenetic characteristics distinctly associated with FSHD1 or
FSHD2, and not associated with healthy or other neuromuscular diseases, using DNA found in
saliva.
They are recruiting participants to further
validate this more affordable and accessible
testing procedure to become an accepted and
approved FSHD diagnostic option. To date,
this approach has been successful speciﬁcally
identifying FSHD1 and FSHD2. Participants
can choose to have their research results
returned to them and will learn about their
individual epigenetics and (some) genetics for
their own FSHD region, and if they correlate
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with FSHD1, FSHD2, or neither. Those who do not wish to see their research results will
nonetheless be helping develop this new technology for eventual diagnostic purposes.
This is a research project and not currently an approved medical or genetic diagnostic test. Your
results, if you choose to have them returned to you, are conﬁdential and will not become part
of your medical record. Importantly, at this time, these research testing results will not meet
inclusion criteria for clinical trials. There is no cost to participate or to have the results of the
research on your sample returned directly to you. Anyone with a conﬁrmed genetic diagnosis
of FSHD, a clinical diagnosis of FSHD, a suspicion of FSHD, or at risk for FSHD by being in a
family with FSHD may wish to take part. You do not have to have a diagnosis of FSHD or have
prior genetic testing for FSHD. In addition, they are seeking healthy family members. Overall,
anyone interested in learning about their FSHD-related epigenetic status may enroll in their
research study. Participation in this study is voluntary, private and conﬁdential and is done
in the privacy of your home. It is open to adults and children under 18, with written parental
consent, anywhere in the world with access to mail. Your privacy is paramount. They will not
share your information, your DNA or perform any additional genome sequence analysis without
your express written consent. Results are conﬁdential.
If you are interested in participating in this FSHD research project or have any questions about
it, email peterjones@med.unr.edu. They will be happy to answer any questions by email or
can set up a phone or Skype call. They will send you a consent form for participation that will
explain the procedure and potential risks and beneﬁts. If everything is clear and you approve,
they will arrange for a saliva collection kit(s) to be sent to your home for you and/or any family
members who are interested and have provided written consent. Website: https://med.unr.edu/
jones-lab/about

Study on aerobic exercise and cognitive behavioural therapy (CBT) in
FSHD
Physical inactivity has been shown to be the main factor leading to ongoing fatigue in people
with FSHD. However, it can be difficult for people with FSHD to be physically active because of
muscle weakness, which may lead to a vicious circle of fatigue and inactivity.
Nicole Voet is a rehabilitation physician and
scientiﬁc researcher at the Rehabilitation
Centre Groot Klimmendaal, Arnhem and
Radboud University Medical Centre in
Nijmegen, the Netherlands. In her study, she
found that both rehabilitation interventions –
aerobic exercise and CBT – showed a positive
effect on fatigue and the level of physical
activity in patients with FSHD. After CBT,
the level of social participation increased.
Unexpectedly, after both interventions, the
increase of fatty inﬁltration in the leg muscles slowed down: both interventions are able to slow
down the progression of the disease. You can read her full study here.
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Breaking through the jargon
We want to let you know about two resources developed by IPPOSI to help us gain a greater
understanding of quite complex processes – clinical trials, and how medicines are assessed and
reimbursed in Ireland.
IPPOSI – the Irish Platform for Patient Organisations, Science and Industry – is a patient-led
organisation that works with patients, government, industry, science and academia to put
patients at the heart of health policy and innovation. MDI is a member of IPPOSI and strives to
bring the views and experiences of people with neuromuscular conditions and their families to
IPPOSI’s work.

Clinical trials
If you would like to get a better understanding of some of the terms used in clinical research
and how trials work, this is a fantastic website, www.clinicaltrials.ie, that can help break through
the jargon. The website and the associated documents are part of an IPPOSI information
campaign that aims to advise the public about clinical trials.
You can also download leaﬂets that explain things for different age groups. Just click on the
images below to view the following leaﬂets for adults, children and young people aged 13-18,
8-12 and under 8 year-olds. Here are the links to the four leaﬂets.

So you’ve been
asked to take
part in a clinical
trial?

What is a Clinical
Trial?
An information
leaﬂet for children
aged UNDER 8

What is a Clinical
Trial?
An information
leaﬂet for children
aged 8-12

What is a Clinical
Trial?
An information
leaﬂet for children
aged 13-18

Understanding how medicines are assessed and reimbursed in Ireland
If you’d like an explanation of how medicines are assessed and reimbursed in Ireland, IPPOSI’s
publication, A Charter for Patient Involvement – Medicines Assessment and Reimbursement
in Ireland, explains everything that is involved. The charter also calls for greater involvement
of patients at every stage of the Medicines
Assessment and Reimbursement process
in Ireland. It also calls on the Government
to improve transparency, accountability
and communication on how medicines are
assessed and reimbursed by the State.
MDI had considerable involvement in the
development of the charter and is one of the
35 member organisations who are signatories
to it. You can download it here.
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National office
Muscular Dystrophy Ireland,
75 Lucan Road, Chapelizod, Dublin D20 DR77
Telephone: +353 (0)1 6236414 Freephone: 1800 245300
Email: mdiinfo@mdi.ie Website: www.mdi.ie
Charity Regulator No. 20012038
Facebook: www.facebook.com/mdiireland/ Twitter: @mdi_ireland

MDI Family Support Workers
MID-WEST

SOUTH EAST

Limerick, Clare, and North Tipperary
Tracy Griffen Mobile: 086 3879159
Email: fswmidwest@mdi.ie

Carlow, Kilkenny, Waterford, Wexford,
South Tipperary and Laois
Marie Kealy Mobile: 086 6066107
Email: mariek@mdi.ie

WEST, NORTH WEST AND
MIDLANDS

NORTH DUBLIN

Galway, Mayo, Roscommon, Donegal,
Sligo, Leitrim, Longford, Westmeath
and Offaly
Una Sadler Mobile: 086 3899286
Email: fswwr@mdi.ie

Sinead O’Brien Mobile: 086 6066105
Email: fswnd@mdi.ie

NORTH EAST

Shane O’Byrne Mobile: 086 3830966
Email: fswdublin@mdi.ie

SOUTH DUBLIN COAST, SOUTH
WEST DUBLIN, WICKLOW AND
KILDARE

Cavan, Monaghan, Louth and Meath
Linda Murray Mobile: 086 3834428
Email: nefsw@mdi.ie

SOUTH
Cork and Kerry
Lynne Dennehy Mobile: 086 3899266
Email: southern_region@mdi.ie
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