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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 



Nieuwenhuis1   11- Department of Medical Biosciences, Radboud university medical 
center, Nijmegen, The Netherlands 

 CoreDMScope_ENSA (RevEal the burdeN in daily life in myotonic 
dyStrophy due to myotoniA): study design compares patient-reported 
and clinical outcomes   Alla Zozulya-Weidenfeller1   1Lupin Neurosciences, Zug, 
Switzerland 

65 

 Understanding the burden of care in myotonic dystrophy: Findings from 
a caregiver survey in Canada and the United States   Nadine Ann Skinner1   
1Myotonic Dystrophy Foundation 

66 

 What shapes DM1 severity? A modifier gene quest in the SLSJ founder 
population   Claudia Moreau1   1Université du Québec à Chicoutimi 

67 

 In vitro and in vivo effects of lipid mediators targeting muscle stem cell 
alterations in myotonic dystrophy type 1 (DM1)   Inès Mokhtari1   1Université 
de Montréal, CHU Sainte-Justine 

68 

 Long-read sequencing reveals CCG and TCTG variability within 
pathogenic expansions in DM1 and DM2   Stéphanie Tomé1   1Sorbonne 
Université, Inserm, Centre de Recherche en Myologie, Institut de Myologie F-75013 
Paris, France 

69 

 Respiratory function in individuals with myotonic dystrophy type 1: a 
scoping review   Elie Fiogbé1, 2, 3   1Groupe de recherche interdîsciplinaire sur les 
maladies neuromusculaires (GRIMN), Saguenay-Lac-St-Jean Integrated University 
Health and Social Services Center, Saguenay, Quebec, Canada, 2School of 
Rehabilitation, Faculty of Medicine and Health Sciences, Université de Sherbrooke, 
Sherbrooke, Quebec, Canada, 3Centre de recherche du Centre hospitalier 
universitaire de Sherbrooke (CRCHUS), Université de Sherbrooke, Québec, Canada 

70 

 Nanopore sequencing shows positive molecular diagnosis for 
Facioscapulohumeral Muscular Dystrophy (FSHD) in known Myotonic 
Dystrophy Type 2 (DM2) patient case.   Beth Osia1   1GrittGene Therapeutics, 
USA 

72 

 Paternal transmission of congenital and severe childhood myotonic 
dystrophy type 1; a case series   Francisca Smulders1   1Department of 
Neurology, Donders Institute for Brain, Cognition and Behavior, Radboud University 
Medical Center, Nijmegen, The Netherlands 

73 

 Patient-derived iPSC models suggest astrocytic involvement in DM1 
neuropathology   Anton M. Simoes1   1Department of Human Genetics, 
Radboudumc, Netherlands 

75 

 Challenging the Limits: Enhancing Physical Potential in Children with 
Myotonic Dystrophy Type 1 - A Case Series on the Effect of Training   
Lieze Hoogveld1   1Radboud University Medical Center, Amalia Children’s Hospital, 
Department of Rehabilitation, Pediatric Physical Therapy, Nijmegen, the Netherlands 

76 

 Somatic Instability and Repeat Interruptions in Japanese Patients with 
Myotonic Dystrophy Type 1: A Comparative Analysis Using Multiple 
Genomic Approaches   Yuzuha Ichimura1   1Clinical Neurophysiology, The 
University of Osaka Graduate School of Medicine 

77 

 Mitochondrial characterisation of myotonic dystrophy type 1 human 
skeletal muscle   Valeria Di Leo1, 2   1Mitochondrial Research Group, Translational 
and Clinical Research Institute, Faculty of Medical Sciences, Newcastle University, UK, 
2NIHR Newcastle Biomedical Research Centre, Newcastle upon Tyne Hospitals NHS 
Foundation Trust and Newcastle University, Newcastle upon Tyne, England 

78 

 Parental Transmission Patterns and Phenotypic Differences in 
Congenital and Childhood Myotonic Dystrophy Type 1   Lotte Put1   
1Department of Neurology, Maastricht University Medical Center, Maastricht, The 
Netherlands; Mental Health and Neuroscience Research Institute, Maastricht 
University, Maastricht, The Netherlands 

79 

 Causes of Acute Death in Myotonic Dystrophy Type 1: The Importance 
of Aspiration and Choking—A Single-Center Retrospective Study in 
Japan   Yuhei Hasuike1   1NHO Osaka Toneyama Medical Center 

81 

 Therapeutic Innovation, Clinical Trial Acceleration, and Lifestyle 84 



Interventions in Myotonic Dystrophy Type 1: A Systematic Review   
Yasmine Ferchichi1, Angela Natividad I Mateu2   1Doctoral Candidate, Marie 
Skłodowska‑Curie ENTRY‑DM Network, Translational Genomics Group, Universitat de 

València, Valencia, Spain, 2Marie Skłodowska‑Curie Doctoral Candidate (ENTRY‑DM), 
Translational Genomics Group, Universitat de València, Spain 

 Evaluating drug potential of macrolide azithromycin in Myotonic 
Dystrophy 1 (DM1)   Tushar Ghosh1   1University of Nottingham 

85 

 The inducible ACTA1-TurboDMXL mouse model exhibits DM1 
phenotypes in skeletal and cardiac muscle as well as specific molecular 
signatures.   Alain SUREAU1   1Sorbonne Université, Inserm, Institut de Myologie, 
Centre de Recherche en Myologie, Paris (France) 

91 

 Targeting Musashi-2 with antisense oligonucleotides mitigates muscle 
pathology in myotonic dystrophy type 1   Àngela Natividad-Mateu1, 2, 3   
1INCLIVA Biomedical Research Institute, Valencia, Spain, 2Institute for Biotechnology 
and Biomedicine (BIOTECMED), 3Human Translational Genomics Group, Department 
of Genetics, University of Valencia 

92 

 Characterization of the Myotonic Dystrophy type 2 miRNome   Àngela 
Natividad-Mateu1, 2   1Human Translational Genomics Group, University Institute of 
Biotechnology and Biomedicine (BIOTECMED), University of Valencia, Burjassot, 
Spain, 2INCLIVA Biomedical Research Institute, Valencia, Spain 

93 

 Quantitative muscle ultrasound as an assessment and phenotyping tool 
for oro-pharyngeal dysphagia in myotonic dystrophy type 1   Jodi Allen1   
1The National Hospital for Neurology and Neurosurgery, University College London 
NHS Foundation Trust, UK 

94 

 A cross-sectional study exploring the alignment between 
patient-reported and biomechanical dysphagia outcomes in myotonic 
dystrophy type1 (DM1)   Jodi Allen1   1The National Hospital for Neurology and 
Neurosurgery, University College NHS Foundations Trust, UK 

95 

 Congenital and Childhood Myotonic Dystrophy Health Index   Kiera 
Berggren1   1VCU 

96 

 Concept Analysis of Fatigue, Apathy and Sleepiness in Myotonic 
Dystrophy Type 1   Julie Fortin1   1Groupe de Recherche Interdisciplinaire sur les 
Maladies Neuromusculaires (GRIMN) 

97 

 DT-818: a clinical stage GeneTAC® molecule for the treatment of 
Myotonic Dystrophy Type 1   Sumon Datta1   1Design Therapeutics 

98 

 A Structured Neuropsychological Assessment Protocol for Pediatric 
Myotonic Dystrophy Type 1: Preliminary Findings from the DM1-Hub 
Project   Irati Larrañaga1, 2   1Deparment of Clinical and Health Psychology and 
Research Methodology; Faculty of Psychology, University of the Basque Country 
(EHU), Donostia - San Sebastian, Gipuzkoa, Spain, 2Centro de investigación 
Biomédica en Red Sobre Enfermedades Neurodegenerativas (CIBERNED), Institute 
Carlos III, Madrid, Spain 

99 

 Preliminary data from the first-in-human ArthemiRTM study of a novel 
antimiR drug, ATX-01, for the treatment of DM1   Guillaume Bassez1   1Institut 
de Myologie 

101 

 A Global Phase 3 Trial Assessing the Efficacy and Safety of 
Z-basivarsen in Myotonic Dystrophy Type 1   Shauna Andersson1   1Dyne 
Therapeutics, Inc., Waltham, MA, USA 

102 

 Investigating the impact of light therapy on cognitive outcomes and 
central nervous system dysfunction in myotonic dystrophy type 1   Julie 
Fortin1   1CERVO, Université Laval 

103 

 Understanding central nervous system impairments’ impact on daily life 
in myotonic dystrophy type 1: an exploratory sequential mixed design 
study   Samar Muslemani1, 2   1Université de Sherbrooke, 2Groupe de recherche 
interdisciplinaire sur les maladies neuromusculaires (GRIMN) 

104 

 Strength training improves mitochondrial respiration and skeletal 
muscle integrity while reducing H2O2 emission in women with myotonic 
dystrophy type 1   Vincent Marcangeli1, 2, 3   1Department of Physical Activity 

105 



Sciences, Université du Québec à Montréal, Montreal, Quebec, Canada., 2Research 
Group for Adapted Physical Activity, Université du Québec à Montréal, Montréal, 
Quebec, Canada., 3Department of Biological Sciences, Université du Québec à 
Montréal, Montreal, Quebec, Canada. 

 MBNL loss-of-function drives CELF1 and HNRNPA1 upregulation in 
mouse models of Myotonic Dystrophy Type 1 (DM1)   Ashwini Prasad1, 2   
1Baylor College of Medicine, Department of Pathology and Immunology, 2Baylor 
College of Medicine, Genetics and Genomics Graduate Program 

106 

 Do clinical manifestations of DM1 differ between countries? A 
registry-based comparison of French and Canadian cohorts   Marianne 
Nury1, Guillaume Bassez2   1Department of Medicine, Faculty of Medicine, Université 
Laval, Quebec City, Canada, 2Institute of Myology, Pitie Salpetriere Hospital, Paris, 
France 

107 

 Behavioral and Histological Characterization of a Neuronal Mouse 
Model for Myotonic Dystrophy Type 1 (DM1)   Bethlehem Bekele1   1Emory 
University 

109 

 Invisible Factors with Visible Impact: The Influence of Cognition and 
Behavior on Test Performance in Children with Myotonic Dystrophy.   
Lisa Suppers1   1Department of Rehabilitation, Amalia Children's Hospital, Radboud 
University Medical Centre, Nijmegen, the Netherlands 

110 

 Inhibition of LIN28 reverses dysregulated ion channel and miRNA 
expression in myotonic dystrophy   Alok Kumar Behera1   11Institute of 
Pharmaceutical Sciences, D-CHAB, ETH Zurich 

111 

 Feasibility of pelvic floor muscle training in DM1: A pilot study   Émilie 
Petitclerc1   1Groupe de recherche interdisciplinaire en maladies neuromusculaires 
(GRIMN) 

112 

 A Wake-Up Call: Respiratory Dysfunction in Children with Myotonic 
Dystrophy Type 1   Hilde Braakman1   1Department of Paediatric Neurology, 
Donders Institute for Brain, Cognition and Behaviour, Radboud University Medical 
Centre, Amalia Children's Hospital, Nijmegen, The Netherlands 

113 

 Rapid and Sensitive CTG Repeat Sizing and Somatic Instability 
Assessment:  Toward Standardization in DM1 Repeat Sizing   M. Carmen 
Valero1   1Department of Molecular Genetics & Microbiology, Center for 
NeuroGenetics, UF Genetics Institute, University of Florida College of Medicine, 
Gainesville, Florida, USA 

115 

 WITHDRAWN   Diagnostic Journey and Care in Myotonic Dystrophy Type 
1 (DM1 )   Allison Kreuzer1   1Dyne Therapeutics, Inc., Waltham, MA, USA 

116 

 Health insurance profile and health insurance literacy (HIL) in myotonic 
dystrophy type 1 (DM1)   Allison Kreuzer1   1Dyne Therapeutics, Inc., Waltham, 
MA, USA 

117 

 Growth, development, and social participation in congenital and 
childhood-onset myotonic dystrophy type 1: A nationwide survey in 
Japan   Yuzuha Ichimura1   1Clinical Neurophysiology, The University of Osaka 
Graduate School of Medicine 

119 

 Diagnostic Support for Myotonic Dystrophy Type 1 Using Real-World 
Data at the German Portal for Medical Research Data (FDPG)   Jana 
Zschüntzsch1   1Department of Neurology, University medical Center Göttingen 

121 

 The Genetic Landscape of DM1: Ancestry-Specific Insights from Nearly 
One Million Genomes   Emma Matthews1   1City St George's University of london 

124 

 Screening by ECAS help defining cognitive and behavioral involvement 
in different DM1 phenotypes   Erica Frezza1, 2   1Unit of Neuromuscular Diseases, 
Department of Systems Medicine, Tor Vergata University of Rome, Via Montpellier 1, 
00133 Rome, Italy., 2IRCCS Neuromed, Pozzilli (IS), Italy 

127 

 New insights into DM1 mechanism of pathogenesis: DMPK, MBNL and 
miR-23b balance as the master key of DM1 pathology   Diego 
Piqueras-Losilla1   1ARTHEx Biotech 

129 

 Targeting miR-23b uncovers a therapeutic opportunity for Myotonic 130 



Dystrophy Type 2   Estefanía Cerro-Herreros1   1ARTHEx Biotech 

 HDAC inhibitors identified as myogenic modulators in DM1 context 
through a target-agnostic and high content imaging drug screening   
CECILE MARTINAT1   1Inserm UMR861, IStem 

133 

 Single-Nucleus Long Read RNA-sequencing for DM1 improved 
precision medicine and advancing clinical transcriptomics.   Daniel 
Borràs1   1Neuromuscular Research Group of Badalona (GRENBA), Germans Trias i 
Pujol Research Institute (IGTP), Badalona, Spain. 

136 

 Analysis of tissue organization defects in patients with muscular 
dystrophy   Khouloud Swalmi1   1INRS 

137 

 Long-term observational study of disease progression in DM1 - analysis 
of the Saguenay, Quebec DM1 Cohort   Isabelle Côté1   1Centre de recherche et 
d'innovation du CIUSSS Saguenay-Lac-St-Jean 

138 

 Ultrastructural Alterations in DM1 Muscle Cells Revealed by Cryo Soft 
X-Ray Tomography   Pau Maestre-Mora1   1Badalona Neuromuscular Research 
Group (GRENBA), Germans Trias i Pujol Research Institute (IGTP), Badalona, 
Catalonia, Spain. 

140 

 Role of cardiac magnetic resonance in Myotonic Dystrophy type 1   
Eduard Juanola Mayos1, Anna Revert1   1Neuromuscular Pathology Unit, Neurology 
Service, Neuroscience Department, Germans Trias i Pujol University Hospital, 
Badalona, Spain 

142 

 High Resolution Characterization of the DMPK Repeat Expansion Using 
CRISPR/Cas9 Capture and Long Read Sequencing in DM1 Patients   Marc 
Corral-Juan1   11. Badalona Neuromuscular Research Group (GRENBA), Germans 
Trias i Pujol Research Institute (IGTP), Badalona, Catalonia, Spain. 

143 

 A stepwise molecular workflow for efficient screening of DMPK CTG 
repeat expansions   Diana Shabshai1   1School of Molecular Biosciences, College 
of Medical, Veterinary and Life Sciences, University of Glasgow, Glasgow, G12 8QQ, 
UK. 

144 

 DTDM1: Dyslipidaemia and transcriptional dysregulation in DM1   Emma 
Matthews1   1City St George's University of London 

145 

 Development and Feasibility of a Pediatric Neuropsychological 
Assessment Protocol in Myotonic Dystrophy Type 1   Amélie D'Ambroise1   
1Université du Québec à Chicoutimi 

146 

 Tideglusib in congenital myotonic dystrophy - an update on the AMO 
Pharma REACH-CDM programme   Hanns Lochmuller1   1CHEO Research 
Institute 

147 

 A multidimensional registry capturing clinical, cognitive, functional, 
patient-reported, and molecular profiles in myotonic dystrophy type 1   
Alvaro S. Larran1   1Badalona Neuromuscular Research Group (GRENBA), Germans 
Trias i Pujol Research Institute (IGTP), Badalona, Catalonia, Spain 

149 

 MEG and cognition in Myotonic Dystrophy   Enza Leone1   1National Hospital 
for Neurology and Neurosurgery, Queen Square, University College London Hospitals 
NHS Foundation Trust, London, UK 

150 

 Enabling Population Screening: Determining DM1 Germline Repeat 
Expansion Rates.   Hossameldin Ali1   1University of Glasgow 

151 

 A Comparative Overview of Current Biomarker Development in 
Myotonic Dystrophies   Malin Larsen1   1LMU Klinikum, Friedrich-Baur-Institut 

152 

 Discovery of Orally Bioavailable Small Molecules that Bind CUG 
Repeats, Displace Muscleblind Protein, and Improve Pathogenesis of 
Myotonic Dystrophy Type 1   Domi Stickens1   1Arrakis Therapeutics 

153 

 How to Optimize Patient Participation in Prospective DM1 Studies: 
Insights from One Study, Barriers to Enrollment, and Suggestions for 
Improvement   Anna Revert-Barberà1   1Neuromuscular Pathology Unit, Neurology 
Service, Neuroscience Department, Germans Trias i Pujol University Hospital, 
Badalona, Spain. 

154 



 Early insights into clinical, cognitive, and lifestyle correlations in 
myotonic dystrophy type 1   Alba Herrero-Gómez1   1Badalona Neuromuscular 
Research Group (GRENBA), Germans Trias i Pujol Research Institute (IGTP), 
Badalona, Catalonia, Spain. 

155 

 DM1-Heart: Searching Biomarkers of Cardiac Damage in Myotonic 
Dystrophy Type 1   Anna Revert-Barberà1   1Neuromuscular Pathology Unit, 
Neurology Service, Neuroscience Department, Germans Trias i Pujol University 
Hospital, Badalona, Spain. 

157 

 Dual Targeting ASO-based RiboTAC degrades CUG RNA and Rescues 
Mis-Splicing in HeLa-based DM1 Cell Model   Amy Mascorro1, 2   1Department 
of Chemistry, State University of New York at Albany, 2RNA Institute, State University of 
New York at Albany 

158 

 Development of Quantitative Muscle Imaging as a Biomarker of Disease 
Endpoints in Myotonic Dystrophy   Diana A. Madrid Fuentes1   1Wake Forest 
University School of Medicine 

159 

 Comparison between long-read sequencing technologies and the 
gold-standard Small Pool PCR in the study of Myotonic Dystrophy Type 
1   Eva Coll Liesa1   1Badalona Neuromuscular Research Group (GRENBA), Germans 
Trias i Pujol Research Institute (IGTP), Badalona, Catalonia, Spain. 

160 

 DM1 patient derived fibroblasts as an in vitro cell model for CTG somatic 
instability   Nehaa Kandasamy Packil Ponraj1   1University of Glasgow 

161 

 Implementing a Socially Assistive Robot-Guided Functional 
Assessment During Routine Outpatient Care in Myotonic Dystrophy 
Type 1   Elise Duchesne1, 2, 3, 4   1Groupe de recherche interdisciplinaire sur les 
maladies neuromusculaires (GRIMN), Saguenay-Lac-St-Jean Integrated University 
Health and Social Services Center, Saguenay, Quebec, Canada, 2School of 
Rehabilitation Sciences, Faculty of Medicine, Université Laval, Quebec City, Quebec, 
Canada, 3Center for Interdisciplinary Research in Rehabilitation and Social Integration 
(Cirris), Capitale-National Integrated University Health and Social Services Center, 
Quebec City, Quebec, Canada, 4CHU de Québec-Université Laval Research Center, 
Quebec City, Quebec, Canada 

163 

 A systematic review of the measurement properties of outcome 
measures for motor function for adults with myotonic dystrophy type 1   
Demers Isabelle1   1School of Rehabilitation, Faculty of Medicine and Health Sciences, 
Université de Sherbrooke, Sherbrooke, Quebec, Canada; Groupe de recherche 
interdisciplinaire sur les maladies neuromusculaires (GRIMN), Quebec, Canada 

166 

 Multi-omic profiling of stem cell-derived neurons   Haley Geertsma1   1CHEO 
Research Institute, Ottawa, Canada 

167 

 Fibrosis, TGF beta and RNA Toxicity   Mani Mahadevan1   1University of Virginia 169 

 Engineered human myobundles as a proof-of-concept preclinical 
platform for therapeutic testing in Myotonic Dystrophy Type 1   Minh Ngoc 
Khong1   1I-STEM, CECS / Inserm UMR861 / UEVE - Corbeil-Essonnes (France) 

170 

 Somatic repeat expansion rate is higher in myotonic dystrophy type 1 
patients with a more rapid progression of skeletal muscle weakness   
Nemanja Radovanovic1   1University of Belgrade-Faculty of Biology, Center for Human 
Molecular Genetics, Belgrade, Serbia 

171 

 Phenotype Specific Patterns of Mitochondrial Dysfunction in Skeletal 
Muscle of Women with Myotonic Dystrophy Type 1   Vincent Marcangeli1, 2, 3, 
Elise Duchesne4, 5, 6, 7   1Department of Physical Activity Sciences, Université du 
Québec à Montréal, Montreal, Quebec, Canada, 2Research Group for Adapted 
Physical Activity, Université du Québec à Montréal, Montréal, Quebec, Canada, 
3Department of Biological Sciences, Université du Québec à Montréal, Montreal, 
Quebec, Canada, 4School of Rehabilitation Sciences, Faculty of Medicine, Université 
Laval, Quebec City, Quebec, Canada, 5CHU de Québec-Université Laval Research 
Center, Quebec City, Quebec, Canada, 6Groupe de recherche interdisciplinaire sur les 
maladies neuromusculaires (GRIMN), Saguenay-Lac-St-Jean Integrated University 
Health and Social Services Center, Saguenay, Quebec, Canada, 7Center for 
Interdisciplinary Research in Rehabilitation and Social Integration (Cirris), 
Capitale-National Integrated University Health and Social Services Center, Quebec 
City, Quebec, Canada 

172 



 Methylation of CCG variant repeats is associated with heterogeneous 
methylation of CpG sites surrounding DMPK expansion in DM1 patients   
Jovan Pesovic1   1Center for Human Molecular Genetics, University of 
Belgrade-Faculty of Biology, Belgrade, Serbia 

173 

 The Role of Epigenetic Regulation in Congenital Myotonic Dystrophy   
Julia Hartman1   1Center for Inherited Myology Research, Virginia Commonwealth 
University, Richmond, Virginia, 23298, USA 

175 

 WITHDRAWN   Therapeutic potential of exercise and senolytics as a 
treatment for DM1.   Tatiana Koike1, 2   1University of Montreal, 2CHU Sainte-Justine 
Research Center 

177 

 Neuropsychological outcomes in adults with childhood-onset myotonic 
dystrophy type 1   Isabelle Gaudet1, 2   1Université du Québec à Chicoutimi, 
2Groupe de recherche interdîsciplinaire sur les maladies neuromusculaires (GRIMN), 
Center for Research and Innovation of the  Saguenay-Lac-St-Jean Integrated 
University Health and Social Services Center, Saguenay, Quebec, Canada 

178 

 Feasibility and tolerability of a tailored music and movement 
intervention for children with congenital myotonic dystrophy type 1 
(DM1)   Tamara Burgess1   1Children's Hospital of Eastern Ontario Research Institute, 
Ottawa, Canada 

180 

 Design and Optimization of Antisense Oligonucleotides for Selective 
Suppression of the Mutant DMPK Allele   Ramesh Yadava1   1University of 
Virginia 

181 

 Defining the Role of General Practitioners in Primary Care for Adults 
With Myotonic Dystrophy Type 1   Catherine Savard1   1Groupe de recherche 
interdisciplinaire sur les maladies neuromusculaires 

182 

 Longitudinal muscle-specific miRNAs as biomarkers of disease 
progression in myotonic dystrophy type 1   Nikoletta Nikolenko1   1National 
Hospital for Neurology and Neurosurgery, Queen Square, University College London 
Hospitals NHS Foundation Trust, London, UK. 

184 

 Patient-Reported Experiences and Preferences Regarding Palliative and 
End-of-Life Care in Myotonic Dystrophy: A UK Community Survey   
Nikoletta Nikolenko1   1National Hospital for Neurology and Neurosurgery, Queen 
Square, University College London Hospitals NHS Foundation Trust, London, UK 

185 

 Development and Expert Evaluation of a Clinical Checklist for Adult 
Myotonic Dystrophy Type 1 Care   Homira Osman1   1Muscular Dystrophy 
Canada 

186 

 Identification of novel blood-based biomarkers for Myotonic Dystrophy 
type 1 (DM1)   Aymeric Ravel-Chapuis1   1University of Ottawa 

188 

 Understanding the mechanisms of imbalance in Myotonic Dystrophy 
Type 1   Nikoletta Nikolenko1   1National Hospital for Neurology and Neurosurgery, 
Queen Square, University College London Hospitals NHS Foundation Trust, London, 
UK 

189 

 DM1 RAN Proteins Accumulate in Autopsy Brain Regions with 
Degenerative and Neuroinflammatory Changes and Promote Tau 
Aggregation in Neuronal Cells   Monica Banez-Coronel1   1University of Florida 

190 

 Knowledge Mobilization for Neuromuscular Diseases: GRIMN’s Multi 
Platform Strategy   Amélie Fournier1   1Groupe de recherche interdisciplinaire sur 
les maladies neuromusculaires (GRIMN), Saguenay-Lac-St-Jean Integrated University 
Health and Social Services Center, Saguenay, Quebec, Canada 

191 

 Sense and antisense RAN protein aggregates accumulate in DM1 brain, 
muscle, and myotubes and are reduced in myotubes with metformin   
Eduardo Rijos1   1University of Florida 

192 

 Care for Scoliosis Complicating Congenital Myotonic Dystrophy   Minobu 
Shichiji1   1Department of Pediatrics, Tokyo Women's Medical University School of 
Medicin, Tokyo, Japan 

194 

 Cardiorespiratory Assessment in Adults with Congenital Myotonic 
Dystrophy   Nikoletta Nikolenko1   1National Hospital for Neurology and 

195 



Neurosurgery, Queen Square, University College London Hospitals NHS Foundation 
Trust, London, UK 

 Spontaneous DNA damage response in myotonic dystrophy type 1: 
Sparing of CTG contraction individuals.   Shuqian Tang1, 2   1Program of 
Genetics & Genome Biology, The Hospital for Sick Children., 2Department of Molecular 
Genetics, University of Toronto. 

196 

 Transcriptomic characterization of Muscular Dystrophies using 
long-read direct RNA sequencing   Wendpingre Abdallah Hazaël SAWADOGO1   
1Institut National de la Recherche Scientifique 

197 

 CpG hypermethylation at the Dmpk locus correlates with CTG repeat 
length in a novel knock-in mouse model of Myotonic Dystrophy Type 1   
HSIN YA HUANG1   1UNIVERSITY OF ROCHESTER MEDICAL CENTER 

198 

 Advancing motor function assessment across childhood in congenital 
and childhood-onset DM1   Michael Kiefer1   1Center for Inherited Myology 
Research, Department of Neurology, Virginia Commonwealth University, Richmond, 
Virginia, USA 

199 

 Senescence-Driven Alterations in the Muscle Niche Impair Regeneration 
in Myotonic Dystrophy Type 1   Taeyeon Kim1, 2   1CHU Sainte-Justine Research 
Center, Montréal, QC, CANADA, 2Department of microbiology, infectiology and 
immunology, Faculty of Medicine, Université de Montréal, Montréal, QC, CANADA 

200 

 DMPK transcript metabolism underlies differential efficacy of DM1 
therapeutics   Emma N. Shea1   1University of Florida, USA 

201 

 Deciphering the mechanisms involved in the AMPK-induced therapeutic 
benefits in Myotonic Dystrophy type 1 skeletal muscle   Chimène Fahmi1   
1University of Ottawa 

202 

 Neuroanatomical changes in a Dmpk knock-in mouse model of 
myotonic dystrophy type 1 revealed by 9.4T magnetic resonance 
imaging   Dawling Dionisio Santos1   1Department of Neurology, University of 
Rochester, Rochester, NY 

204 

 Characterization of Bitter Melon Natural Compounds that Activate 
AMPK Signaling as Novel Therapeutics for Myotonic Dystrophy Type 1 
(DM1)   Shatha Atieh1, 2, 3   1University of Ottawa, 2Eric J. Poulin Center for 
Neuromuscular Disease, 3Joint Research Center on Systems and Personalized 
Pharmacology between The Shanghai Institute of Materia Medica (SIMM) and The 
University of Ottawa (UofO) 

205 

 Apathy as a Distinct Executive Phenotype in Adult Myotonic Dystrophy 
Type 1   Melissa M. Dixon1   1University of Utah 

206 

 Analysis of an AAV-Mediated Dual MBNL1 and RNAi Approach for DM1 
Therapy   Joel Chamberlain1   1Division of Medical Genetics, Department of 
Medicine, University of Washington 

208 

 Venous Thromboembolism and Hemodynamic Events in Myotonic 
Dystrophy type 1 and type 2   Eleanor Stanton1   1University of Rochester Medical 
Center 

209 

 Proteogenomic Discovery of Splice-Junction Peptides as Novel 
Biomarkers in Cerebrospinal Fluid of Myotonic Dystrophy Type 1 (DM1)   
Marwa Zafarullah1   1Department of Neurology and Neurological Sciences, Stanford 
School of Medicine, Stanford, CA 

210 

 Genetic block of Cav1.1 conductance rescues muscle weakness in a 
severe DM1 mouse model.   Sakura Hamazaki1   1University of Rochester, USA 

211 

 Brain Structure, Cognitive Function, and Fluid Biomarkers in DM2: A 
Multi-Modal Study   Diana A. Madrid Fuentes1   1Wake Forest University School of 
Medicine, USA 

212 

 First Canadian Data from the DM-Scope Registry: Clinical and 
epidemiological profile of Myotonic dystrophy type 1   Marianne Nury1, 2   
1Department of Medicine, Faculty of Medicine, Université Laval, Quebec City, Canada, 
2Centre intégré universitaire de santé et de services sociaux de la Capitale-Nationale, 
Québec, QC, Canada 

213 



 Uncovering DMPK-Dependent Mitochondrial Defects in Myotonic 
Dystrophy Type 1 Muscle Stem Cells   Pauline Garcia1, 2   1CHU Sainte Justine, 
2Département de Physiologie et Pharmacologie, Université de Montréal 

214 

 Integrated functional and multi-omic profiling of DM1 iPSC-derived 
cardiomyocytes   Caroline Part1, 2   11. CHEO Research Institute, Ottawa, ON, 
Canada, 22. Department of Cellular and Molecular Medicine, University of Ottawa, 
Ottawa, ON, Canada 

215 

 Cancer Risk in Myotonic Dystrophy   Martin Payne1   1None 216 

 Dosage of neurodegeneration biomarkers in the blood of myotonic 
dystrophy type I patients with or without type II Diabetes   Nicolas 
SERGEANT1   1Inserm UMRS1172, Univ. Lille, CHRU of Lille, Lille Neuroscience 
Research Center, Lille Neuro & Chemistry 

217 

 Integrating proteomics and structure prediction to determine the 
interactome of proteins involved in muscular dystrophies and 
myopathies   Yasmine Amina Bachir1   1INRS - Centre Armand-Frappier - Santé 
Biotechnologie, Unité mixte de recherche (UMR) INRS- UQAC en santé durable 

218 

 Cognitive and social decision-making skills in adult-onset Myotonic 
Dystrophy type 1   Maria Carolina Fontana Antunes de Oliveira1   1Université Paris 
Cité - Memory, Brain and Cognition Laboratory (MC2 Lab) 

219 

 The GRIMN Biobank: A Longitudinal Biobank Coupling Biospecimens 
with Comprehensive Clinical Phenotyping in DM1   Melissa Verreault1   
1Groupe de recherche interdîsciplinaire sur les maladies neuromusculaires (GRIMN), 
Center for Research and Innovation of the  Saguenay-Lac-St-Jean Integrated 
University Health and Social Services Center, Saguenay, Quebec, Canada 

224 

12:15 - 13:00 

 
Lunch 

Totem Nord-Réserve Centre 

13:15 - 13:30 

 
Flash Talk 

La Montagnaise 

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

8 

 A cross-sectional study exploring the alignment between 
patient-reported and biomechanical dysphagia outcomes in myotonic 
dystrophy type1 (DM1)   Jodi Allen1   1The National Hospital for Neurology and 
Neurosurgery, University College NHS Foundations Trust, UK 

95 

 Growth, development, and social participation in congenital and 
childhood-onset myotonic dystrophy type 1: A nationwide survey in 
Japan   Yuzuha Ichimura1   1Clinical Neurophysiology, The University of Osaka 
Graduate School of Medicine 

119 

 DM1 RAN Proteins Accumulate in Autopsy Brain Regions with 
Degenerative and Neuroinflammatory Changes and Promote Tau 
Aggregation in Neuronal Cells   Monica Banez-Coronel1   1University of Florida 

190 

 Advancing motor function assessment across childhood in congenital 
and childhood-onset DM1   Michael Kiefer1   1Center for Inherited Myology 
Research, Department of Neurology, Virginia Commonwealth University, Richmond, 
Virginia, USA 

199 

13:30 - 14:15 

 
Patient Engagement in Research 

La Montagnaise 

14:15 - 15:00 

 
Session: Children with DM 

La Montagnaise 

 Natural history of oropharyngeal dysphagia 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 

40 



 On the Move: Longitudinal Insights Advancing the Understanding of 
Motor Function in Paediatric Myotonic Dystrophy Type 1   Lynn Orriëns1   
1Department of Pediatric Neurology, Amalia Children's Hospital, Radboud University 
Medical Centre, Nijmegen, the Netherlands 

89 

 Cognitive and Behavioral Impairment in Congenital and 
Childhood-Onset Myotonic Dystrophy Type 1: A Longitudinal Analysis   
Anna Falco1   1The NeMO Center in Rome, U.O.C. Neuropsichiatria Infantile, 
Fondazione Policlinico Universitario Agostino Gemelli IRCCS, Rome, Italy. 
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15:30 - 22:00 

 
Step Back in Time: The Story of Val-Jalbert and Saguenay–Lac-Saint-Jean 

Val-Jalbert 

   
   
   
   
   
   
   
 



Thursday, 28 May 2026 

08:00 - 16:00 

 
Registration 

Reception Hall 

08:15 - 08:30 

 
Introduction 

La Montagnaise 

08:30 - 09:00 

 
Invited Speaker - Roman H. Khonsari 

La Montagnaise 

09:00 - 10:15 

 
Session: Development of Biomarkers and Clinical Outcome Assessments I 

La Montagnaise 

 Clinical Validation of Socially Assistive Robot-Administered Physical 
Tests in Myotonic Dystrophy Type 1   Killian LACHAUX1   1Département 
d’Informatique et Mathématique, Université du Québec à Chicoutimi, Chicoutimi, 
Québec, Canada. 

31 

 Multi-omic profiling stratified by the Splicing Index enables circulating 
biomarker discovery in myotonic dystrophy type 1   Melissa Hale1   1Center 
for Inherited Myology Research, Department of Neurology, Virginia Commonwealth 
University, USA 

118 

 DM1-Hub registry: building a nationwide infrastructure to define the 
natural history of myotonic dystrophy type 1   Gisela Nogales-Gadea1   
1Badalona Neuromuscular Research Group (GRENBA), Germans Trias i Pujol 
Research Institute (IGTP), Badalona, Catalonia, Spain 

156 

 Cerebrospinal fluid multi-omic biomarkers of myotonic dystrophy type 1   
Preeti Kumari1   1Massachusetts General Hospital, Harvard Medical School 

187 

 Disease progression in Myotonic Dystrophy Type 2   Johanna Hamel1   
1University of Rochester Medical Center 

207 

10:15 - 10:45 

 
Coffee Break 

10:45 - 11:30 

 
Session: Clinical Manifestations, Activity and Participation I 

La Montagnaise 

 Cognitive and Social cognition functioning in adults with childhood 
myotonic dystrophy type 1   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) 

56 

 A Multidimensional Profile of Dysphagia in Myotonic Dystrophy Type 1 
(SwallowDM1)   Jodi Allen1   1The National Hospital for Neurology & Neurosurgery, 
University College London NHS Foundation Trust, UK 

100 

 Preimplantation Genetic Testing in Myotonic Dystrophy Type 1: Clinical 
Outcomes and Insights   Johanna Bruijnes1   1Department of Neurology and 
MHeNS School for Mental Health and Neuroscience, Maastricht University Medical 
Centre+, Maastricht, The Netherlands 

126 

11:30 - 12:45 

 
Session: Cell and Animal Models for DM 

La Montagnaise 

 A repressible CUG repeat RNA mouse model to study the neurological 
manifestations and their reversibility in myotonic dystrophy type 1   
Larissa Nitschke1   1Baylor College of Medicine 

11 

 Bioengineered 3D Muscle Tissues Identify an MBNL1‑Independent 

Mechanism of Calcitriol‑Mediated Myotonia Rescue   Juan M. 

Fernández-Costa1, 2   1Institute for Bioengineering of Catalonia (IBEC), 2Barcelona 
Institute of Science and Technology (BIST) 

24 

 Transcriptomic and molecular characterization of a neuronal mouse 
model for myotonic dystrophy type 1 (DM1)   Juan D. Arboleda1   1Department 

108 



of Molecular Genetics & Microbiology, Center for NeuroGenetics, University of Florida, 
Gainesville FL 32610 

 Consequences of congenital myotonic dystrophy during neuromuscular 
development   Caroline Hermitte1   1Institut des cellules souches pour le traitement 
et l’étude des maladies monogéniques (I-Stem), Corbeil-Essonnes 

122 

 RNA and RAN Protein Gain-of-Function Effects in a Novel DM2 BAC 
Transgenic Mouse Model   Hannah Golliher1, 2   1Center for NeuroGenetics, 
University of Florida, 2Department of Molecular Genetics and Microbiology, Univerity of 
Florida 

179 

12:45 - 13:45 

 
Lunch 

Totem Nord-Réserve Centre 

13:45 - 15:00 

 
Session: Pathogenic Mechanisms II 

La Montagnaise 

 Evidence of nuclear DMPK transcript degradation and cytoplasmic 
export in DM1 cells using dSTORM Super Resolution Microscopy   Petter 
Hamilton-Stanley1   1University of Nottingham 

90 

 Axon initial segment disruption and impaired vesicle transport reveal 
neuron-intrinsic mechanisms of brain dysfunction in DM1   Louison 
Daussy1   1Sorbonne University, Inserm, Centre de Recherche en Myologie, Paris, 
France 

128 

 Toxic CUG RNA repeats disrupt developmentally regulated splicing in 
oligodendrocytes causing transient hypomyelination in a mouse model 
of myotonic dystrophy   Gabriele Ordazzo1   1Sorbonne Université, Inserm, Institut 
de Myologie, Centre de Recherche en Myologie, Paris, France 

134 

 Converging mechanisms of DMPK and TCF4 CTG repeat expansions 
underpin Fuchs endothelial corneal dystrophy   Christina Zarouchlioti1   1UCL 
Institute of Ophthalmology, London, UK 

162 

 Autism-related traits in myotonic dystrophy type 1   Łukasz Sznajder1   
1University of Nevada, Las Vegas, NV, USA 

165 

15:00 - 15:15 

 
Flash Talk 

La Montagnaise 

 Evaluating drug potential of macrolide azithromycin in Myotonic 
Dystrophy 1 (DM1)   Tushar Ghosh1   1University of Nottingham 

85 

 Methylation of CCG variant repeats is associated with heterogeneous 
methylation of CpG sites surrounding DMPK expansion in DM1 patients   
Jovan Pesovic1   1Center for Human Molecular Genetics, University of 
Belgrade-Faculty of Biology, Belgrade, Serbia 

173 

 Development and Expert Evaluation of a Clinical Checklist for Adult 
Myotonic Dystrophy Type 1 Care   Homira Osman1   1Muscular Dystrophy 
Canada 

186 

 Apathy as a Distinct Executive Phenotype in Adult Myotonic Dystrophy 
Type 1   Melissa M. Dixon1   1University of Utah 

206 

 Proteogenomic Discovery of Splice-Junction Peptides as Novel 
Biomarkers in Cerebrospinal Fluid of Myotonic Dystrophy Type 1 (DM1)   
Marwa Zafarullah1   1Department of Neurology and Neurological Sciences, Stanford 
School of Medicine, Stanford, CA 

210 

15:15 - 16:15 

 
Late-Breaking session 

La Montagnaise 

 Long-Read Sequencing Reveals Elevated Mitochondrial DNA Structural 
Variations Associated with Disease Severity in Myotonic Dystrophy 
Type 1   Wenhan Zhang1, 2   1Fudan University, 2Huashan Hospital, Fudan University 

220 

 Data from the initial cohort of the FREEDOM2-DM1 multiple-ascending 222 



dose trial of PGN-EDODM1.   James McArthur1   1PepGen Inc., Boston, MA 

 Multi-Omics CSF Profiling Reveals CNS Dysfunction Candidate 
Biomarkers in Myotonic Dystrophy Type 1 (DM1)   Marwa Zafarullah1   
1Department of Neurology and Neurological Sciences, Stanford School of Medicine, 
Stanford, CA 

223 

16:15 - 19:00 

 
Poster and Networking Session 

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 
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173 

 The Role of Epigenetic Regulation in Congenital Myotonic Dystrophy   
Julia Hartman1   1Center for Inherited Myology Research, Virginia Commonwealth 
University, Richmond, Virginia, 23298, USA 

175 

 WITHDRAWN   Therapeutic potential of exercise and senolytics as a 
treatment for DM1.   Tatiana Koike1, 2   1University of Montreal, 2CHU Sainte-Justine 
Research Center 

177 

 Neuropsychological outcomes in adults with childhood-onset myotonic 
dystrophy type 1   Isabelle Gaudet1, 2   1Université du Québec à Chicoutimi, 
2Groupe de recherche interdîsciplinaire sur les maladies neuromusculaires (GRIMN), 
Center for Research and Innovation of the  Saguenay-Lac-St-Jean Integrated 
University Health and Social Services Center, Saguenay, Quebec, Canada 

178 

 Feasibility and tolerability of a tailored music and movement 
intervention for children with congenital myotonic dystrophy type 1 
(DM1)   Tamara Burgess1   1Children's Hospital of Eastern Ontario Research Institute, 
Ottawa, Canada 

180 

 Design and Optimization of Antisense Oligonucleotides for Selective 
Suppression of the Mutant DMPK Allele   Ramesh Yadava1   1University of 
Virginia 

181 

 Defining the Role of General Practitioners in Primary Care for Adults 
With Myotonic Dystrophy Type 1   Catherine Savard1   1Groupe de recherche 
interdisciplinaire sur les maladies neuromusculaires 

182 



 Longitudinal muscle-specific miRNAs as biomarkers of disease 
progression in myotonic dystrophy type 1   Nikoletta Nikolenko1   1National 
Hospital for Neurology and Neurosurgery, Queen Square, University College London 
Hospitals NHS Foundation Trust, London, UK. 

184 

 Patient-Reported Experiences and Preferences Regarding Palliative and 
End-of-Life Care in Myotonic Dystrophy: A UK Community Survey   
Nikoletta Nikolenko1   1National Hospital for Neurology and Neurosurgery, Queen 
Square, University College London Hospitals NHS Foundation Trust, London, UK 

185 

 Development and Expert Evaluation of a Clinical Checklist for Adult 
Myotonic Dystrophy Type 1 Care   Homira Osman1   1Muscular Dystrophy 
Canada 

186 

 Identification of novel blood-based biomarkers for Myotonic Dystrophy 
type 1 (DM1)   Aymeric Ravel-Chapuis1   1University of Ottawa 

188 

 Understanding the mechanisms of imbalance in Myotonic Dystrophy 
Type 1   Nikoletta Nikolenko1   1National Hospital for Neurology and Neurosurgery, 
Queen Square, University College London Hospitals NHS Foundation Trust, London, 
UK 

189 

 DM1 RAN Proteins Accumulate in Autopsy Brain Regions with 
Degenerative and Neuroinflammatory Changes and Promote Tau 
Aggregation in Neuronal Cells   Monica Banez-Coronel1   1University of Florida 

190 

 Knowledge Mobilization for Neuromuscular Diseases: GRIMN’s Multi 
Platform Strategy   Amélie Fournier1   1Groupe de recherche interdisciplinaire sur 
les maladies neuromusculaires (GRIMN), Saguenay-Lac-St-Jean Integrated University 
Health and Social Services Center, Saguenay, Quebec, Canada 

191 

 Sense and antisense RAN protein aggregates accumulate in DM1 brain, 
muscle, and myotubes and are reduced in myotubes with metformin   
Eduardo Rijos1   1University of Florida 

192 

 Care for Scoliosis Complicating Congenital Myotonic Dystrophy   Minobu 
Shichiji1   1Department of Pediatrics, Tokyo Women's Medical University School of 
Medicin, Tokyo, Japan 

194 

 Cardiorespiratory Assessment in Adults with Congenital Myotonic 
Dystrophy   Nikoletta Nikolenko1   1National Hospital for Neurology and 
Neurosurgery, Queen Square, University College London Hospitals NHS Foundation 
Trust, London, UK 

195 

 Spontaneous DNA damage response in myotonic dystrophy type 1: 
Sparing of CTG contraction individuals.   Shuqian Tang1, 2   1Program of 
Genetics & Genome Biology, The Hospital for Sick Children., 2Department of Molecular 
Genetics, University of Toronto. 

196 

 Transcriptomic characterization of Muscular Dystrophies using 
long-read direct RNA sequencing   Wendpingre Abdallah Hazaël SAWADOGO1   
1Institut National de la Recherche Scientifique 

197 

 CpG hypermethylation at the Dmpk locus correlates with CTG repeat 
length in a novel knock-in mouse model of Myotonic Dystrophy Type 1   
HSIN YA HUANG1   1UNIVERSITY OF ROCHESTER MEDICAL CENTER 

198 

 Advancing motor function assessment across childhood in congenital 
and childhood-onset DM1   Michael Kiefer1   1Center for Inherited Myology 
Research, Department of Neurology, Virginia Commonwealth University, Richmond, 
Virginia, USA 

199 

 Senescence-Driven Alterations in the Muscle Niche Impair Regeneration 
in Myotonic Dystrophy Type 1   Taeyeon Kim1, 2   1CHU Sainte-Justine Research 
Center, Montréal, QC, CANADA, 2Department of microbiology, infectiology and 
immunology, Faculty of Medicine, Université de Montréal, Montréal, QC, CANADA 

200 

 DMPK transcript metabolism underlies differential efficacy of DM1 
therapeutics   Emma N. Shea1   1University of Florida, USA 

201 

 Deciphering the mechanisms involved in the AMPK-induced therapeutic 
benefits in Myotonic Dystrophy type 1 skeletal muscle   Chimène Fahmi1   
1University of Ottawa 

202 



 Neuroanatomical changes in a Dmpk knock-in mouse model of 
myotonic dystrophy type 1 revealed by 9.4T magnetic resonance 
imaging   Dawling Dionisio Santos1   1Department of Neurology, University of 
Rochester, Rochester, NY 

204 

 Characterization of Bitter Melon Natural Compounds that Activate 
AMPK Signaling as Novel Therapeutics for Myotonic Dystrophy Type 1 
(DM1)   Shatha Atieh1, 2, 3   1University of Ottawa, 2Eric J. Poulin Center for 
Neuromuscular Disease, 3Joint Research Center on Systems and Personalized 
Pharmacology between The Shanghai Institute of Materia Medica (SIMM) and The 
University of Ottawa (UofO) 

205 

 Apathy as a Distinct Executive Phenotype in Adult Myotonic Dystrophy 
Type 1   Melissa M. Dixon1   1University of Utah 

206 

 Analysis of an AAV-Mediated Dual MBNL1 and RNAi Approach for DM1 
Therapy   Joel Chamberlain1   1Division of Medical Genetics, Department of 
Medicine, University of Washington 

208 

 Venous Thromboembolism and Hemodynamic Events in Myotonic 
Dystrophy type 1 and type 2   Eleanor Stanton1   1University of Rochester Medical 
Center 

209 

 Proteogenomic Discovery of Splice-Junction Peptides as Novel 
Biomarkers in Cerebrospinal Fluid of Myotonic Dystrophy Type 1 (DM1)   
Marwa Zafarullah1   1Department of Neurology and Neurological Sciences, Stanford 
School of Medicine, Stanford, CA 

210 

 Genetic block of Cav1.1 conductance rescues muscle weakness in a 
severe DM1 mouse model.   Sakura Hamazaki1   1University of Rochester, USA 

211 

 Brain Structure, Cognitive Function, and Fluid Biomarkers in DM2: A 
Multi-Modal Study   Diana A. Madrid Fuentes1   1Wake Forest University School of 
Medicine, USA 

212 

 First Canadian Data from the DM-Scope Registry: Clinical and 
epidemiological profile of Myotonic dystrophy type 1   Marianne Nury1, 2   
1Department of Medicine, Faculty of Medicine, Université Laval, Quebec City, Canada, 
2Centre intégré universitaire de santé et de services sociaux de la Capitale-Nationale, 
Québec, QC, Canada 

213 

 Uncovering DMPK-Dependent Mitochondrial Defects in Myotonic 
Dystrophy Type 1 Muscle Stem Cells   Pauline Garcia1, 2   1CHU Sainte Justine, 
2Département de Physiologie et Pharmacologie, Université de Montréal 

214 

 Integrated functional and multi-omic profiling of DM1 iPSC-derived 
cardiomyocytes   Caroline Part1, 2   11. CHEO Research Institute, Ottawa, ON, 
Canada, 22. Department of Cellular and Molecular Medicine, University of Ottawa, 
Ottawa, ON, Canada 

215 

 Cancer Risk in Myotonic Dystrophy   Martin Payne1   1None 216 

 Dosage of neurodegeneration biomarkers in the blood of myotonic 
dystrophy type I patients with or without type II Diabetes   Nicolas 
SERGEANT1   1Inserm UMRS1172, Univ. Lille, CHRU of Lille, Lille Neuroscience 
Research Center, Lille Neuro & Chemistry 

217 

 Integrating proteomics and structure prediction to determine the 
interactome of proteins involved in muscular dystrophies and 
myopathies   Yasmine Amina Bachir1   1INRS - Centre Armand-Frappier - Santé 
Biotechnologie, Unité mixte de recherche (UMR) INRS- UQAC en santé durable 

218 

 Cognitive and social decision-making skills in adult-onset Myotonic 
Dystrophy type 1   Maria Carolina Fontana Antunes de Oliveira1   1Université Paris 
Cité - Memory, Brain and Cognition Laboratory (MC2 Lab) 

219 

 The GRIMN Biobank: A Longitudinal Biobank Coupling Biospecimens 
with Comprehensive Clinical Phenotyping in DM1   Melissa Verreault1   
1Groupe de recherche interdîsciplinaire sur les maladies neuromusculaires (GRIMN), 
Center for Research and Innovation of the  Saguenay-Lac-St-Jean Integrated 
University Health and Social Services Center, Saguenay, Quebec, Canada 
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18:30 - 23:00 

 
Bites, Sips & Saguenay Vibes 

Downtown Chicoutimi 

18:30 - 23:00 

 
Special Activity for Trainees 

CORAMH 

   
   
   
   
   
   
   
 



Friday, 29 May 2026 

08:15 - 08:30 

 
Introduction 

La Montagnaise 

08:30 - 09:00 

 
Invited Speaker - Jason Robert Guertin 

La Montagnaise 

09:00 - 10:00 

 
Session: Development of Biomarkers and Clinical Outcome Assessments II 

La Montagnaise 

 Developing digital endpoints to assess ambulation in DM1: analytical 
validation and feasibility of using a wearable sensor in daily living   
Stéphane Motola1   1Sysnav, Vernon, France 

61 

 Beyond balance: exploring cerebellar cognition in Myotonic Dystrophy 
Type 1   Carola Rita Ferrari Aggradi1   1NeMO Clinical Center, Milan, Italy 

132 

 Cross-sectional and 3-year longitudinal analysis of RNA mis-splicing in 
vastus lateralis muscle in a DM1 cohort   Cécilia Légaré1, 2, 3, 4   1Centre de 
Recherche du Centre Hospitalier de l’Université Laval (CR-CHUL), Axe 
Neurosciences, Université Laval, Québec City, Canada, 2École des sciences de la 
réadaptation, Faculté de médecine, Université Laval, Québec, Canada, 3Groupe de 
Recherche Interdisciplinaire sur les Maladies Neuromusculaires (GRIMN), Centre 
intégré universitaire de santé et de services sociaux du Saguenay-Lac-Saint-Jean, 
Saguenay, Québec, Canada, 4RNA Institute, College of Arts and Sciences, University 
at Albany-SUNY, Albany, NY 12222, USA 

141 

 Multicenter Multimodal Imaging Reveals System-Level CNS Disruption 
in Pediatric Myotonic Dystrophy Type 1   Tahereh Kamali1   1Stanford 
University 

203 

10:00 - 10:30 

 
Coffee Break 

10:30 - 11:30 

 
Session: Clinical Manifestations, Activity and Participation II 

La Montagnaise 

 Frailty in DM1: Prevalence and Associations with Disease-Specific 
Factors   Irati Larrañaga1, 2   1Department of Clinical and Healthy Psychology and 
Research Methodology Psychology Faculty, University of the Basque Country, 2Centro 
de Investigación Biomédica en Red sobre Enfermedades Neurodegenerativas 
(CIBERNED), Institute Carlos III, Madrid, Spain. 

3 

 Everyday Cognitive Failures in Myotonic Dystrophy Type 1 (DM1): A 
Longitudinal Study   STEFAN WINBLAD1   1Department of Psychology, University 
of Gothenburg, Sweden 

86 

 Vitamin D Deficiency and Respiratory Muscle Dysfunction in Myotonic 
Dystrophy Type 1   Daniel Jaraj1   1Department of Neurology, Sahlgrenska 
University Hospital, Gothenburg university, Sweden 

114 

 Identifying an Appropriate Patient-Reported Outcome Measure for 
Oropharyngeal Dysphagia in Myotonic Dystrophy Type 1   Claudia Côté1, 2   
1Université Laval, 2GRIMN 

148 

11:30 - 12:30 

 
Session: Clinical Management, Rehabilitation and Quality of Life Improvement 

La Montagnaise 

 Energy Expenditure and the Accuracy of Predictive Equations in 
Myotonic Dystrophy Type 1   Isis B.T. Joosten1   1Department of Neurology and 
School for Mental Health and Neuroscience, Maastricht University Medical Centre+, 
Maastricht, The Netherlands 

53 

 Feasibility, acceptability and effects of a telerehabilitation-based 
Respiratory Training Program in Myotonic Dystrophy Type 1   Elie Fiogbé1, 

2, 3   1Groupe de recherche interdîsciplinaire sur les maladies neuromusculaires 
(GRIMN), Saguenay-Lac-St-Jean Integrated University Health and Social Services 
Center, Saguenay, Quebec, Canada, 2School of Rehabilitation, Faculty of Medicine 
and Health Sciences, Université de Sherbrooke, Sherbrooke, Quebec, Canada, 

71 



3Centre de recherche du Centre hospitalier universitaire de Sherbrooke (CRCHUS), 
Université de Sherbrooke, Québec, Canada 

 The Current Landscape of Perinatal Information Provision and Genetic 
Counseling in Congenital Myotonic Dystrophy Type 1 in Japan   Ayumi 
Yonei1   1Department of Genetic Counseling, The University of Osaka Hospital 

74 

 Impact of assisted reproductive technologies on reproductive outcomes 
in women with myotonic dystrophy: a retrospective study   Patricia 
Garay-Albízuri1, 2, 3   1Department of Neurology, Donostialdea Integrated Health 
Organisation, Osakidetza, San Sebastian, Spain, 2Neuromuscular Diseases Group, 
Neurosciences Area, Biogipuzkoa Health Research Institute, San Sebastian, Spain, 
3CIBERNED, CIBER, Spanish Ministry of Science & Innovation, Carlos III Health 
Institute, Madrid, Spain 

183 

12:30 - 13:30 

 
Lunch 

Totem Nord-Réserve Centre 

13:30 - 14:45 

 
Session 5:  Preclinical and Clinical Drug Development 

La Montagnaise 

 Multiscale imaging uncovers xenogeneic regenerative capacity of 
human pericytes as a cell therapeutic vehicle   Renée H.L. Raaijmakers1, 2   
1Radboud university medical center, Radboud Institute for Medical Innovation and 
Donders lnstitute for Brain Cognition and Behaviour, Department of Human Genetics, 
6500 HB, Nijmegen, The Netherlands, 2Radboud university medical center, Radboud 
Institute for Medical Innovation, Department of Medical BioSciences, 6500 HB, 
Nijmegen, The Netherlands 

42 

 Scaling therapeutic discovery in DM1: A validated high-throughput 
platform combining in vitro screening and machine learning   Virginia 
Arechavala-Gomeza1, 2   1Nucleic Acid Therapeutics for Rare Diseases (NAT-RD), 
Biobizkaia Health Research Institute, Barakaldo, Spain, 2Ikerbasque, Basque 
Foundation for Science, Bilbao, Spain 

82 

 Tricyclo-DNA antisense oligonucleotide compounds to tackle toxic 
CUGexp-RNA in a mouse model of Myotonic Dystrophy type 1   Julie 
FAGIOLI1   1Sorbonne Université, Inserm, Institut de Myologie, Centre de Recherche 
en Myologie, Paris, France 

83 

 Sensor-Regulated Decoy Gene Therapy for Myotonic Dystrophy Type 1   
Ludovic Arandel1   1Sorbonne Université, Inserm, Institut de Myologie, Centre de 
Recherche en Myologie, Paris, France 

135 

 Interventionally Contracting Somatic CTG Repeat Expansions as a 
Disease-Modifying Strategy for Myotonic Dystrophy Type 1   Shuqian 
Tang1, 2   1Program of Genetics & Genome Biology, The Hospital for Sick Children., 
2Department of Molecular Genetics, University of Toronto. 
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14:45 - 16:30 

 
Remembering the Journey: A DM1 Movies and Stories Session 

Tipi-tente-wigwam-Réserve Sud/Nord 

17:30 - 23:59 

 
Award and Gala Night: Dine, Dance & Celebrate! 

La Montagnaise 

   
   
   
   
   
   
 



Saturday, 30 May 2026 

08:30 - 18:30 

 
Family Day 

La Montagnaise 

   
 




