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Conclusions
•	� CoreDMScope_ENSA aims to provide a comprehensive 

clinical and real-world understanding of the health 
status of individuals living with DM in France. 

•	� Findings of CoreDMScope_ENSA aim to enhance 
our knowledge of daily clinical, psychological and 
practical challenges attributed to myotonia, faced by 
people with DM1 or DM2. 

•	� Ultimately, CoreDMScope_ENSA aims to support 
improvements to the management of DM, by better 
characterising the experiences of people living with 
DM1 or DM2 and correlating their self-reported data 
with clinical findings.

•	� Results will begin to be reported in late 2026.

References
1.	 Sansone VA. Continuum (Minneapolis, Minn.) 2016;22:1889–1915.
2.	 Hagerman KA, et al.; Muscle Nerve 2019;59:457–64. 
3.	 Logigian EL, et al. Neurology 2010;74:1441–8.
4.	 Mousele C, et al. Neurol Clin Pract 2021;11:e682–5.
5.	 Montagnese F. Curr Treat Options Neurol 2021;23: 31. 
6.	 Ashizawa T, et al. Neurol Clin Pract;2018;8:507–20.
7.	 Schoser B, et al. Neurology Clin Pract 2019;9 :343–53. 
8.	 Sansone VA, et al. Neuromusc Dis 2023;33:S155–6
9.	 De Antonio M, et al. Orphanet J Rare Dis 2019 Jun 3;14:122.

Acknowledgement
Professional medical writing and editorial assistance was provided by Linda Edmondson 
Medical Communications, Bognor Regis, UK, Funded by Medisol.

Disclosures
GB, MG, RE, UD, consulting fees from Lupin.
AZ, RD, employees of Lupin Group companies.

Scan to 
access poster

EU-DMS-2508-00004
©  Lupin Neurosciences 2025. 30th WMS Congress, Vienna, Austria, 7–11 October, 2025

•	Ethical Committee / IRB approval is being obtained from the 
French authorities.

•	Data protection:
	 –	� European GDPR law will be followed for all participants and local 

legislation will be mentioned in the data privacy consent form. 
	 –	� The survey is anonymous; participants are not required to 

provide personal information that could identify them

•	Main exclusion criterion: Individuals receiving mexiletine 
treatment for myotonia in the 18 months preceding the study. 

•	Target study population: N=100, anticipated as N=90 with DM1 
and N=10 with DM2. 

•	Questionnaire format: 
	 –	� The original ENSA questionnaire, co-created by international 

KOLs and DM patient experts, adapted and translated into 
French.

	 –	� The online survey was developed using SurveyMonkey©.

Association analyses – preliminary plan
•	Figure 1 depicts the key data analyses to be performed in 

CoreDMScope_ENSA.
•	Further exploratory analyses are expected to emerge as a result 

of data obtained during the study course (especially with respect 
to the patient-reported data); these analyses will be considered as 
future-hypothesis generating. 

CoreDMScope_ENSA (RevEal the burdeN in daily life in myotonic 
dyStrophy due to myotoniA): study design compares patient-
reported and clinical outcomes

Introduction
The unmet need: 
•	Data on the daily physiological and psychological burden of 

myotonia in people living with myotonic dystrophy (DM) types 1 or 
2 are limited. 

•	Furthermore, the relative burden of myotonia (see INFORMATION 
BOX) is poorly recognised, compared to other multisystemic 
symptoms of DM. 
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Figure 2. Study conduct
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Individuals are invited by study 
investigator to participate in the 
CoreDMScope_ENSA survey 
Participation happens during their next 
clinical consultation
Individuals receive a participation code 
(pseudonymisation)
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Participants visit a web page to view 
survey information:
Study purpose, eligibility criteria, data 
security, confidentiality, anonymity, 
survey questionnaire 

3
Participants complete the ENSA 
questionnaire anonymously on their 
phone, tablet, PC or laptop   
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A subset of DM-Scope clinical data 
corresponding to each pseudonymised 
ENSA participant is extracted for 
comparison with ENSA patient-reported 
outcomes

5
Planned associations are investigated 
and described

6
ENSA online survey results are 
analysed descriptively (individual, not 
aggregated, data comparison)

7
Study outcomes are shared with the 
DM community and AFM

INFORMATION BOX
What is myotonia?
Myotonia describes the delayed muscle relaxation after forced 
contraction:1 muscle are ‘stuck’, ‘stiff’, or ‘cramp’
Myotonia is associated with the rare disorders myotonic 
dystrophy (DM) types 1 or 2, which are caused by 
polynucleotide repeat expansions1,2

•	�DM1 and 2 are multisystemic, multifactorial conditions with 
pleiotropic organ involvement1,2

•	�Nevertheless, ~80% of people with DM1 or DM2 experience 
myotonia2 

There is evidence that myotonia symptoms can be alleviated by 
mexiletine,3–7 although not all patients with DM are suitable for 
treatment, and mexiletine is not licensed for these disorders.3–7

Figure 1. Key data to be analysed in CORE DM-Scope ENSA. 
(A) Descriptive analyses of the study population; (B) Study 
objectives
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*There will be no comparisons between DM1 and DM2.

The ENSA project:
•	RevEal the burdeN in daily life in myotonic dyStrophy due to 

myotoniA (ENSA) was an international patient-reported survey 
undertaken in adults with DM1 or DM2, in 2023:6

	 –	� ENSA contextualized the impact of myotonia on physiological, 
psychological and health-related quality of life parameters in 
these adults.8

•	CoreDMScope_ENSA extends this research to French patient 
populations:

	 –	� CoreDMScope_ENSA investigates the relationship between 
patient-reported burden survey findings and clinical data for 
the same patients, held in the DM Scope Registry (Observatoire 
Français des Dystrophies Myotoniques);9 

	 –	� CoreDMScope_ENSA is conducted in collaboration with  
AFM-Téléthon.

Methods 
•	CoreDMScope_ENSA is a non-interventional study investigating 

the intersection of clinical- and patient-reported data. 
•	Aim: To identify potential associations between patient-reported 

data on the daily impact of myotonia and clinical data recorded in 
DM-Scope.

•	Primary objective: To better understand how myotonia – among 
other symptoms – specifically affects the daily lives of adults with 
DM:

	 –	� The primary endpoint is to investigate the association between 
presence of clinically significant myotonia, as observed in the 
hand opening time (DM-Scope data) and the patient-reported 
impact of DM on daily activities involving hand use (ENSA data).

•	Other objectives: To define, in adults with DM1 or DM2:
	 –	� The characteristics of myotonia (location, severity, time of onset);
	 –	� The relationship(s) between myotonia and other symptoms of 

DM1 or DM2:
		  •	�This includes aiming to establish the place of myotonia burden 

among all of the symptoms associated with DM1 and DM2. 
•	Secondary analyses are also planned, including but not limited to:
	 –	� Associations between patient-reported impact of DM on daily 

life, as captured in relevant ENSA questions and the following 
data from DM-Scope:

		  •	�Functional mobility (measured by the 10 Meter Walk Test 
[10mWT];

		  •	�Impact on hand opening time (DM-Scope data) excluding 
muscle weakness (i.e. excluding participants with Muscular 
Impairment Rating Scale [MIRS] scores of 4 or 5; ENSA data);

		  •	�Presence/severity of hand myotonia (DM-Scope data) and 
myotonia in other body regions (ENSA data).

•	Inclusion criteria: 
	 –	� Individuals enrolled in DM-Scope with a confirmed genetic 

diagnosis of DM1 or DM2; 
	 –	� Residency in France;
	 –	� Male or female adults ≥18 years;
	 –	� Recorded clinical signs of hand myotonia (DM1) and/or other 

types of myotonia (DM2).

•	Subgroup analyses will be undertaken for specific data points, 
in particular to exclude participants with muscle weakness (MIRS 
scores 4 or 5) but also to take account of any responses deemed 
to be unreliable at evaluation, so that the precise impact of 
myotonia can be studied.

•	Of note, participants must already be actively involved in the DM-
Scope registry:

	 –	� Each individual completes the ENSA questionnaire 
anonymously; 

	 –	� Via a pseudonymized ID code their questionnaire findings will 
be compared with their own clinical-data parameters, as held on 
DM-Scope (Figure 1).

•	Timelines: 
	 –	� CoreDMScope_ENSA recruitment begins Q4 2025 and will be 

open for 8 months;
	 –	� Analyses are planned for Q3/Q4 2026;
	 –	� Data reporting is anticipated from Q4 2026. 
•	Statistical analyses
•	After descriptive analysis, patient-reported data will be compared 

with clinical data entered at the scheduled DM-Scope registry 
clinical visit. 

•	Averages and/or frequency calculations will be undertaken.
•	Planned analyses will consider stratification of findings by myotonia 

severity, DM1 subtype, age, sex, cognitive impact, and MIRS:
	 –	� DM2 analyses will be descriptive.
•	For each test, the most appropriate statistical method among 

parametric and non-parametric models and tests will be chosen 
after visualising the relationship between DM-Scope and ENSA 
data:

	 –	� Likely tools include χ2 test, Spearman’s correlation, logistic 
regression analyses or Mann–Whitney U-test. 

	 –	� Statistical analyses will be performed using R Statistical Software 
(R Core Team 2025).
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