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Overview

1. Trials in neuromuscular diseases (NMDs) – experiences of participants (Lizan Stinissen)

2. Patient involvement (Nicol Voermans, Brentney Simon)

3. Current survey  (Lizan Stinissen)

4. Discussion / questions and answers (All)



Who are we?

Nicol VoermansBrentney SimonLizan Stinissen



1. Trials in NMDs – experiences of participants



Background
Since 2014, trials in centronuclear myopathy:
• Natural history study in XLMTM (INCEPTUS)

• Gene transfer clinical study in XLMTM (ASPIRO)
• Early phase drug trial to investigate dynamin-101 (Unite-CNM)

• Etc.

First results (effect and side effects)

Presentations at international 
conferences

Reports in medical 
journals

Experiences of patients 
(associations)

Scientific community



The experience of clinical study and trial participation in rare diseases:
A scoping review of centronuclear myopathy and other neuromuscular 
disorders

Results were used to draft study protocol



Aim

• To investigate the burden of and the lessons learned from the first natural history studies 

and trials from a patient perspective by a qualitative approach



Methods
• Four focus groups, 6 – 12 participants each: 37 participants 

in total 

• Study participants

• Parents/caregivers of study participants

• Representatives from patient organisations

• At the ZNM Family conference and online via Teams

• Patients were involved as researchers



• Expectations and preparation

• Trial participation

• Communication

• Recommendations

Focus group themes



Data analysis and interpretation

Teams 

recording

Transcription

Coding

Data analysis 

Interpretation
Report 

Presentation



Results

• Realistic expectations: small improvements of function and QoL

• Great impact on many aspects of daily life

• Challenge: keep in mind that a trial is not a treatment → balance between expected effects and risks

• Importance of clear communication (timing, method, and content) → especially in case of side 

effects

“So, for us it's how can we make sure 
our little guy has as few barriers in life 
and gets the most quality and quantity 

of a life that he has given.”

“A trial is not a treatment; it 
can be a dangerous and high-

risk event to be in”

“We would actually be taking more than 
one month off just to be there… Which 

also meant taking huge time off, getting 
all our vacations and taking it in.” 



Recommendations for future clinical studies

Fit appointments that fit the patient’s care schedule as closely as possible

Sponsors should offer a service for emotional support

Awareness of impact on daily life, and possible financial costs

Patient organizations play important part in expectations management



Conclusions

Importance of involving patients in the 

design, development and evaluation of 

clinical studies and trials

Important insights in clinical study 

experiences: 

not only physical or medical outcomes

Partnership of sponsors, researchers, and 

patient organizations is crucial

Co-creation of clinical research by 

academic researchers and patient 

organizations worldwide





2. Patient participation



Patient participation

Clinical 
problem

Research 
question

Study 
design

Study

Results

Conclusion
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Patient participation
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Dissimination

Patient engagement
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Patient involvement

“PPI: Patient and Public Involvement in Research“

• Patient involvement
• Patient engagement

• Patient participation 

• Link to video: Patient and Public Involvement in 
Research – YouTube

https://www.youtube.com/watch?v=rxfRr4NsTIs
https://www.youtube.com/watch?v=rxfRr4NsTIs




Brentney’s experience



3. RYR1-RD international patient survey



• Several preclinical studies ongoing

• This calls for optimal trial readiness of the trial sites

• Identification of patients that can be recruited

• Selection of the most appropriate outcome 

measures

• Availability of study sites with well-trained 

personnel

• Involvement of patient community

Background

Natural history study in congenital 
myopathies (ongoing)

irene.chrismer@nih.gov

Home - RyCarma Therapeutics

https://rycarma.com/


Aim

To investigate:

• What people with RYR1-RD and their caregivers expect from future clinical trials

• What would encourage them to participate



RYR1-RD patient survey

• Based on survey in FSHD patients

• Adjusted and translated (with help of patients 

and ARMGO / RyCarma)

• Collects limited demographic information 

(treated entirely anonymous)

• Results will be published in medical scientific 

journal

Survey:
• Current management of RYR1-RD
• Clinical trial experiences
• Encouraging and discouraging factors in 

clinical trials
• Practical aspects of trial participation
• Expectations of future clinical trials
• Information about current condition
• Difficulties with activities
• Functional abilities
• Symptoms that cause you concern
• Concerns for future



Dissimination

Brentney’s involvement
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design
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and others



RYR1-RD patient survey

• For all patients with a RYR1-RD (congenital myopathy) 

• Participants up to 16 years: parents should complete it (together)

• Available in 6 languages: English, Spanish, Portuguese, French, German, Dutch

• Duration: approximately 45 min (possible to pause in between)

• Available until 20th of April, 2025

• Interested? Send an email with preferred language to Lizan.Stinissen@radboudumc.nl

• A link to the online survey will be sent

• Or you can click on this link: RYR1-RD patient survey

mailto:Lizan.Stinissen@radboudumc.nl
https://docs.google.com/forms/d/e/1FAIpQLSd-Y5ix26VBtqbomhBPuqsnlGtM_mOXviuoVjwXY8NxWuKzAQ/viewform?usp=dialog


Participation to current survey
• Participate in the current 

survey by emailing Lizan
• Encourage others to 

participate

• Ideas about fundraising for 
RYR-1 Foundation

What can you do?

Involvement in future research
• Come up with research questions

• Discuss this with Lindsay
• Compose a Research Agenda
• Think about roles: who wants to 

be involved in which way
• Start a Patient Advisory Board
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4. Discussion / questions and answers 
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