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Tuesday, 26 May 2026 

09:00 - 13:00 

 
Pharma Day with Euro-DyMA and MDF 

09:00 - 16:00 

 
Registration 

Reception Hall 

13:00 - 14:00 

 
Global alliance In-Person Meeting 

16:00 - 22:00 

 
Welcome Reception in La Baie 

La Baie 

   
   
   
   
 



Wednesday, 27 May 2026 

08:00 - 16:00 

 
Registration 

Reception Hall 

08:15 - 08:30 

 
Introduction 

La Montagnaise 

08:30 - 09:00 

 
Invited Speakers - Past IDMC organizers 

La Montagnaise 

09:00 - 10:00 

 
Session: Pathogenic Mechanisms I 

La Montagnaise 

 Single-Molecule Analysis Reveals Asymmetric CpG Methylation at the 
DM1 Locus Driven by Somatic Instability   Thomas D. Hoekman1   
1Department of Medical BioSciences, Radboud University Medical Center, Nijmegen, 
The Netherlands 

80 

 Alternative Splicing of SORBS1 Affects Neuromuscular Junction 
Integrity in Myotonic Dystrophy Type 1   Morgan Gazzola1   1Institut des 
cellules souches pour le traitement et l’étude des maladies monogéniques (I-Stem), 
Corbeil-Essonnes 

125 

 Tissue-Specific Regulation of Full-Length MBNL1 via Alternative 
Transcriptional Termination   Katarzyna Taylor1   1Laboratory of Gene Therapy, 
Institute of Molecular Biology and Biotechnology, Adam Mickiewicz University in 
Poznań, Poland 

131 

 Profibrotic Factors and Extracellular Matrix Remodeling Associated 
with Muscle Fibrosis in Myotonic Dystrophy Type 1   Preeti Kumari1, 2   
1Massachusetts General Hospital, 2Harvard Medical School 

174 

10:00 - 10:30 

 
Speed Dating 

La Montagnaise 

10:30 - 12:15 

 
Poster Session with Coffee Break 

Tipi-tente-wigwam-Réserve Sud/Nord 

 Balance and coordination in myotonic dystrophy type 1   Sarah Mollet1   
1University of Auckland 

4 

 The FREEDOM-DM1 clinical trial demonstrated unprecedented splicing 
correction with single doses of PGN-EDODM1, with an acceptable safety 
profile.   Johanna Hamel1   1University of Rochester 

5 

 Differentiated Cognitive Profiles in Myotonic Dystrophy Type 1: A 
Cluster Analysis   Irati Larrañaga1, 2   1Department of Clinical and Health 
Psychology and Research Methodology; Faculty of Psychology, University of the 
Basque Country (EHU), Donostia - San Sebastian, Spain, 2Centro de Investigación 
Biomédica en Red sobre Enfermedades Neurodegenerativas (CIBERNED), Institute 
Carlos III, Madrid, Spain 

6 

 Respiratory function in Myotonic dystrophy type 1- a prospective single 
center study   Olöf Eliasdóttir1   1Department of Clinical Neuroscience, Institute of 
Neuroscience and Physiology, Sahlgrenska Academy, University of Gothenburg, Blåa 
stråket 7, 41345, Gothenburg, Sweden 

7 

 Investigating the basis of sleep dysregulation in myotonic dystrophy 
type 1   Belinda Pinto1   1University of Florida 

8 

 Harmonization and federated analysis of myotonic dystrophy registries 
to model heterogeneous disease trajectories. Results from the 287th 
ENMC International Workshop   Leandre Fontaine1   1Maastricht University 
Medical Center 

9 

 Responsiveness and the minimal clinically important difference of the 
DM1-ActivC in Myotonic Dystrophy type 1   Leandre la Fontaine1   1Maastricht 
University Medical Center 

10 



 Natural history of PR interval and QRS duration in Myotonic Dystrophy 
Type 1   David Bovenkerk1   11. Department of Cardiology, Cardiovascular Research 
Institute Maastricht (CARIM), Maastricht University Medical Centre, Maastricht, The 
Netherlands 

12 

 Addressing gastrointestinal symptoms in myotonic dystrophy: 
consensus-based recommendations for clinical practice and research   
Saskia Scholten1   1Department of Rehabilitation, Donders Institute for Brain, Cognition 
and Behaviour, Radboud university medical center, Amalia Children’s Hospital, 
Nijmegen,  The Netherlands 

13 

 Investigating the role of the transcriptional kinase, CDK13, in mutant 
DMPK transcription and RNA foci formation.   Jessie Brown1   1University of 
Nottingham 

14 

 Hepatic insulin resistance in myotonic dystrophy type 1 is highly 
associated with acquired factors   HIROTO TAKADA1   1NHO Aomori National 
Hospital 

15 

 Intensive speech therapy training in people with myotonic dystrophy 
type 1.   Simone Knuijt1   1Donders institute for brain, cognition and behavior, 
Radboud university medical center, Department of rehabilitation, Nijmegen, the 
Netherlands. 

16 

 Measurement properties and clinical relevance of outcome measures 
for myotonia in myotonic dystrophy type 1: protocol of the MyoMeasure 
study   Elise Taken1   1Radboud University Medical Center, the Netherlands 

17 

 Assessment of sleep-wake patterns in adults with the infantile-onset 
form of myotonic dystrophy type 1: an actigraphy study   Luc Laberge1   
1ÉCOBES - Recherche et transfert, Cégep de Jonquière 

18 

 Serum Proteomic Profiling Reveals Acute Inflammatory Response as a 
Key Pathogenic Mechanism in Myotonic Dystrophy Type 1   Giovanni 
Meola1, 2   1Department of Biomedical Sciences for Health, Università degli Studi di 
Milano, Milan, Italy., 2Department of Neurorehabilitation Sciences, Casa Di Cura Igea, 
Milan, Italy 

19 

 Splicing modulation of DMPK exon 15 as a therapeutic approach for 
myotonic dystrophy type 1   Mireia Gromaz Iborra1, 2   1Department of Gene 
Expression, Adam Mickiewicz University,  Poznan, Poland, 2Institute of Molecular 
Biology and Biotechnology 

20 

 Gut microbiota profiles in children with myotonic dystrophy type 1 are 
marked by reduced Faecalibacterium abundance   Anne M. van Uden1, 2   
1Department of Paediatric Neurology, Donders Institute for Brain, Cognition and 
Behaviour, Radboud university medical center, Amalia Children’s Hospital, Nijmegen, 
the Netherlands, 2Department of Medical BioSciences, Radboud university medical 
center, Nijmegen, the Netherlands 

21 

 Defining Epitranscriptomic Shifts in Myotonic Dystrophy Type 1   
Nathaniel Beam1, 2   1RNA Institute, 2University at Albany 

22 

 Harmonization of DM registries through the Neuromuscular Domain 
Ontology   Peter A.C. 't Hoen1   1Department of Medical Biosciences, Radboud 
university medical center, Nijmegen, The Netherlands 

23 

 Glymphatic dysfunction mediates white matter microstructural damage 
and cognitive impairment in myotonic dystrophy type 1   Daisuke 
Yamanaka1   1Hyogo Medical University 

25 

 Study for Caregivers of Patients with Myotonic Dystrophy type 1 
focusing on Well-Being and Psychological distress.   Momoko Goto1   1NHO 
Aomori National Hospital 

26 

 Improving Awareness of Multisystem Manifestations and 
Multidisciplinary Management of Myotonic Dystrophy Type 1 Through 
Global Education   Cynthia Gagnon1   1Université de Sherbrooke 

27 

 Evaluating the usefulness of the Motor Function Measure (MFM-32) in 
children and adolescents with Myotonic Dystrophy type 1   Ulrika 
Edofsson1   1Queen Silvia Children's Hospital, Sahlgrenska University Hospital, 
Gothenburg, Sweden 

28 



 Functionally mature bioengineered 3D DM1 muscle tissue demonstrates 
first in vitro CLCN1 mis-splicing and myotonic pathophysiology across 
clinical subtypes   Maria Sabater Arcís1, 2, 3, 4   1Institute for Bioengineering of 
Catalonia (IBEC), 2Barcelona Institute of Science and Technology (BIST), 
3Neuromuscular Diseases Research Group, Institut de Recerca de l’Hospital de la 
Santa Creu i Sant Pau, Barcelona, Spain, 4CIBERER ISCIII, Av. Monforte de Lemos 
3-5, 28029 Madrid, Spain 

29 

 Feasibility, Acceptability, and Reproducibility of Rehabilitation 
Programs for Individuals with Myotonic Dystrophy Type 1: A Scoping 
Review   Anne-Gabrielle Brassard1   11. School of Rehabilitation Sciences, Faculty of 
Medicine, Université Laval, Quebec City, Quebec, Canada. 2. Center for 
Interdisciplinary Research in Rehabilitation and Social Integration (Cirris), 
Capitale-National Integrated University Health and Social Services Center, Quebec 
City, Quebec, Canada 

30 

 Towards Explainable Speech-Acoustic Biomarkers for Myotonic 
Dystrophy Type 1   Mattys Gervais1   1Université du Québec à Chicoutimi, 
Chicoutimi, Québec, Canada 

32 

 Differential pathology and susceptibility to MBNL loss across muscles 
in myotonic dystrophy mouse models   Mackenzie Davenport1, 2   1University of 
Florida Center for NeuroGenetics, 2University of Florida Department of Molecular 
Genetics and Microbiology 

33 

 Developing a Treatment for Myotonic Dystrophy 1 (DM1) - Small 
Molecules Screening and in vivo Splicing Studies   Oliver Chukwuma Orji1   
1School of Life Sciences, Faculty of Medicine and Health Sciences, University of 
Nottingham Medical School, Queen’s Medical Centre, NG7 2UH, Nottingham, United 
Kingdom. 

34 

 A Magnetic Actuator-Based Platform for Functional Assessment of 3D 
Human Skeletal Muscle Bioengineered Tissues in Myotonic Dystrophy   
Timothée Caboche1   1Institute for Bioengineering of Catalonia (IBEC), The Barcelona 
Institute of Science and Technology (BIST), C/Baldiri Reixac 10-12, E08028 Barcelona, 
Spain 

35 

 Focusing on Foci: Expansion Microscopy for High-Resolution 
Characterization of Repeat RNA-Protein Aggregates in DM   Sofia Gaspari1   
1Dept of Medical BioSciences, Radboud University Medical Centre, Nijmegen, The 
Netherlands 

36 

 Tracing Ancestral Haplotypes to Map the Transmission and Evolution of 
Myotonic Dystrophy Type 1 in a French-Canadian Founder Population   
Simon Girard1   1Université du Québec à Chicoutimi 

37 

 Tissue-specific CTG•CAG expansion rate and disease severity are 
modified by DNA repair genes expression levels in DM1 patients   
Fernando Morales1   1INISA, Universidad de Costa Rica 

38 

 Plasma Neurofilament Light Chain and Phosphorylated Tau Are 
Elevated in Myotonic Dystrophy Type 1   Mika Yoshida1   1Clinical 
Neurophysiology, The University of Osaka Graduate School of Medicine 

39 

 Natural history of dysarthria in children with congenital and childhood 
myotonic dystrophy type 1: a 3-year longitudinal cohort study   Saskia 
Scholten1   1Department of Rehabilitation, Donders Institute for Brain, Cognition and 
Behaviour, Radboud university medical center, Amalia Children’s Hospital, Nijmegen, 
The Netherlands 

41 

 Characterising Patient-Derived iPSC Models of the Neuroimmune 
System to Study RNA Pathology in Repeat Expansion Disorders   Daisy 
Stringfellow1   1University of Nottingham 

43 

 Urinary Titin Fragment as a Biomarker of Disease Severity in Patients 
with Myotonic Dystrophy Type 1   Mika Yoshida1   1Clinical Neurophysiology, The 
University of Osaka Graduate School of Medicine 

44 

 Mortality risks in Myotonic dystrophy: Insights from a single-center 
retrospective study   Tsuyoshi Matsumura1   1NHO Osaka Toneyama Medical 
Center 

45 

 Enhancing Antisense Oligonucleotide Activity in Myotonic Dystrophy 46 



Type 1 by Genetic and Chemical Modulation   Yasmine Ferchichi1   
1Universitat de València, BIOTECMED,ENTRY‑DM Marie Skłodowska‑Curie Doctoral 
Network 

 Self-perceived change in daily living competence in patients with 
Myotonic Dystrophy type 1   Ulrika Edofsson1, 2   1Queen Silvia Children's 
Hospital, Sahlgrenska University Hospital, Gothenburg, Sweden, 2Department of 
Neurology, Neuromuscular Center, Sahlgrenska University Hospital, Gothenburg, 
Sweden. 

47 

 Intensive speech therapy to address bulbar problems in children with 
myotonic dystrophy type 1   Simone Knuijt1   1Department of Rehabilitation, 
Donders Institute for Brain, Cognition and Behaviour, Radboud university medical 
center, The Netherlands 

48 

 Zeleciment basivarsen targets the underlying cause of DM1 to enable 
functional improvement in the Phase 1/2 ACHIEVE trial   Shauna 
Andresson1   1Dyne Therapeutics, Inc., Waltham, MA, USA 

49 

 Genetic and Clinical Characterisation of DM1 Patients from Costa Rica 
with DMPK Variant Repeats   Harshavardhini Gnanasekaran1   1Institute of 
Molecular, Cell and Systems Biology, College of Medical, Veterinary and Life Sciences, 
University of Glasgow, UK 

50 

 MiSeq sequencing of the CTG repeat expansion in 250 DM1 patients 
reveals a complex picture of DNA sequence variants   Sarah Cumming1   
1University of Glasgow, Glasgow, UK 

51 

 Gastrointestinal Involvement in Myotonic Dystrophy Type 1: An 
Integrated Retrospective Analysis   B.P.A.P. van Veen1, 2   1Department of 
Neurology and School for Mental Health and Neuroscience, Maastricht University 
Medical Centre+, Maastricht, The Netherlands, 2Department of Gastroenterology and 
Hepatology, Maastricht University Medical Centre+, Maastricht, The Netherlands 

52 

 A Feasibility Study of a Multi-Module At-Home Digital Assessment 
Platform for DM1   Florentin Thullier1   1Département d’Informatique et 
Mathématique (DIM), Université du Québec à Chicoutimi, Chicoutimi, Québec, Canada 

54 

 Life at the interface of data, care, and clinical trials: living as a DM 
researcher and caregiver through clinical trials   Lori Planco1   1RNA Institute, 
College of Arts and Sciences, University at Albany-SUNY, Albany, NY 12222, USA 

55 

 Social cognition impairments in myotonic dystrophy type 1: A scoping 
review   Simon-Pierre Gagnon1, 2   1Groupe de Recherche Interdisciplinaire sur les 
Maladies Neuromusculaires (GRIMN), 2Faculté de médecine et des sciences de la 
santé, Université de Sherbrooke (UdS) 

57 

 Investigating cell type-specific contributions to central nervous system 
disease mechanisms in myotonic dystrophy type 1   Emily E. Davey-Osuch1   
11Department of Molecular Genetics & Microbiology, Center for NeuroGenetics, 
Genetics Institute, University of Florida, Gainesville, FL, USA 

58 

 Investigating the basis of circadian activity disruption on a cellular level 
in myotonic dystrophy type 1   Emily E. Davey-Osuch1   1Department of 
Molecular Genetics & Microbiology, Center for NeuroGenetics, Genetics Institute, 
University of Florida, Gainesville, FL, USA 

59 

 Comprehensive Bioinformatic Analysis of Genome-Wide Variation in 
3,000 DM1 Patients Using Long-Read Sequencing   Luis Orduña1, 2   
1INCLIVA Biomedical Research Institute, Av. Menendez Pelayo 4, 46010 Valencia, 
Spain, 2Human Translational Genomics Group, University Institute for Biotechnology 
and Biomedicine (BIOTECMED), University of Valencia, Av. Dr. Moliner 50, 46100 
Valencia, Spain 

60 

 Long-Read Amplicon Sequencing Method to Measure CTG Repeat 
Length and Mosaicism in Myotonic Dystrophy Type 1   Samuel Carrell1   
1Virginia Commonwealth University 

62 

 TRACK DM: Design of longitudinal natural history study in people with 
myotonic dystrophy linking retrospective data with prospective 
follow-up   Alla Zozulya-Weidenfeller1   1Lupin Neurosciences, Zug, Switzerland 

63 

 Circulating Immune Biomarkers in Myotonic Dystrophy Type 1   Sylvia 64 




