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It is a privilege and an honor to welcome
you to this gathering of researchers,
clinicians, partners, and advocates who
have dedicated themselves to changing
the future of facioscapulohumeral
muscular dystrophy. What began decades
ago as a small, determined assembly of
scientists and physicians has grown into a
world-class congress. Today, this meeting
stands at the forefront of scientific
discovery and clinical progress, helping

to reshape not only our understanding

of FSHD, but the trajectory of what is
possible for patients around the globe.

That evolution did not happen by chance.
It is the result of relentless collaboration,
bold thinking, and a shared refusal to
accept the status quo. Year after year,
this community has come together to ask
harder questions, challenge assumptions,
and push the boundaries of science.
And because of that collective effort, we
are no longer speaking only in terms of
understanding FSHD; we are now talking
about treating it.

PROGRAM COMMITTEE

e Lucienne Ronco, PhD, organizing chair
e Sujatha Jagannathan, PhD, committee co-chair
» Giorgio Tasca, MD PhD, committee co-chair

KEYNOTE SPEAKERS

April Pyle, PhD, is a professor in

the Department of Microbiology,

Immunology and Molecular Genetics

at the University of California, Los

Angeles, and a member of the Eli and

Edythe Broad Center of Regenerative
Medicine and Stem Cell Research. She earned her

Today, there are more than 25 potential
therapies in development for FSHD. That
number represents years of foundational
research translating into real, tangible
opportunities for patients.

But as we celebrate our progress, we
must also recognize the responsibility
that comes with this moment.

The work ahead demands that we
continue to break down silos, share

data openly, and ensure that insights
move seamlessly from bench to

bedside. It requires us to elevate diverse
perspectives, mentor the next generation
of leaders, and keep patients at the
center of every decision we make.

This congress is where that work happens.

We are at an inflection point, and

the foundation built over the past
three decades has positioned us to
achieve outcomes that once seemed
unimaginable. And while challenges

¢ Darko Bosnakovski, DVM PhD

* Yi-Wen Chen, DVM PhD
* Seth Friedman, PhD

to the 33rd Annual International
Research Congress on FSHD

remain, there is every
reason to believe that
the work presented at
this congress will play a
pivotal role in delivering
meaningful treatments
to patients.

Thank you for being
part of this journey.
Your expertise, your
passion, and your

unwavering commitment are changing
the future of families living with FSHD.

Mark Stone

Let’s continue to move forward together.

Mark

7t

Mark Stone
President & CEO

¢ Katy de Valle, PhD
¢ Peter Zammit, PhD

Ramsey Shahed, is a 29-year-old Chicagoland resident
living with facioscapulohumeral muscular dystrophy
(FSHD) who brings both insight and humor to the
community. He works as a cybersecurity analyst,
combining technical expertise with a practical, problem-
solving mindset. Outside of work, he's usually keeping

DAY 1: THURSDAY,

PhD from the University of Tennessee, Knoxville, and
completed her postdoctoral training at Johns Hopkins
University. Her lab uses multidisciplinary approaches
to study human pluripotent stem cell biology and
their application in regenerative medicine. Her

work spans both fundamental research in stem cell
biology and translational efforts to develop skeletal
muscle and muscle stem cells for therapeutic use

in neuromuscular diseases. Dr. Pyle is co-founder of
Anew Cell Therapies and MyoGene Bio, companies
focused on advancing muscle cell therapies and
CRISPR-based treatments for muscle disorders such
as Duchenne muscular dystrophy. Her research is
supported by the US National Institutes of Health, the
California Institute for Regenerative Medicine, the US
Department of Defense, and other foundations, and
she has received numerous honors, including the
UCLA Life Sciences Faculty Excellence Award and the
George and Nouhad Ayoub Centennial Chair.

up with (or chasing after) his orange cat, Mango, rewatching episodes
of The Sopranos, or relaxing on his balcony. With a blend of lived
experience and a sharp sense of humor, Ramsey offers an honest and
engaging perspective on navigating life with FSHD.

Russell Butterfield, MD PhD, is a clinician scientist
focused on translational research in neuromuscular
disorders. He received his PhD in genetics, and medical
degree from the University of lllinois. He completed his
residency training in pediatric neurology and his fellowship
i# /£ in neuromuscular disorders at the University of Utah. He
is currently a professor in the departments of Pediatrics and Neurology
at the University of Utah, where he directs the Muscular Dystrophy Clinic
there and at the Neuromuscular Clinic at Primary Children’s Hospital.
Dr. Butterfield leads a translational research program that includes clinical
and basic research studies, and he heads the newly formed Utah Center
for Gene Therapy. Dr. Butterfield's research is focused on implementing
genetic therapies and understanding genetic modifiers of severity in
various types of muscular dystrophy including FSHD, Duchenne muscular
dystrophy, and collagen VI-related muscular dystrophies.

Rosemont Ballroom

7:00-8:00 a.m.
EARLY CHECK-IN

8:00-9:00 a.m.

REGISTRATION

Rosemont Foyer

Lite breakfast bites and coffee located in ballroom

9:00 a.m.
WELCOME: Lucienne Ronco, organizing chair

9:10 a.m.
KEYNOTE: A patient perspective — navigating life with FSHD
Ramsey Shahed, cybersecurity analyst living with FSHD

In this engaging and personal keynote, Ramsey Shahed
shares his lived experience with facioscapulohumeral
muscular dystrophy (FSHD), offering an honest perspective
on navigating daily life with the condition. Blending insight
with humor, he will reflect on the challenges, adaptations,
and mindset that shape his journey — from his work as

a cybersecurity analyst to the realities of maintaining
independence and quality of life. Ramsey’s talk brings a
relatable and human dimension to the scientific discussions
of the congress, grounding the research in the real-world
experiences of those living with FSHD.

9:20 a.m.

KEYNOTE: Advancing muscle regeneration and therapeutic
innovation in FSHD

April Pyle, University of California, Los Angeles, USA

Dr. Pyle will explore the emerging science of muscle
regeneration, highlighting key biological insights that are shaping
the future of therapeutic development in FSHD. Drawing on

her work in human pluripotent stem cells and regenerative
medicine, she will examine how advances in muscle biology are
opening new possibilities for restoring muscle function. The
keynote will also connect progress in gene and cell therapy
across the broader muscular dystrophy landscape, emphasizing
how lessons learned from related conditions can inform and
accelerate innovation in FSHD. Designed to bridge foundational
science and translational impact, this keynote will provide a
forward-looking perspective on how regenerative approaches
may contribute to future treatment strategies.

SESSION 1: Biomarkers of Disease Activity and Progression
Session Chairs: Seth Friedman & Sujatha Jagannathan

SLIDE PRESENTATIONS

10:00 a.m.

S$1.01 Global dysregulation of major immune cell subsets in
the peripheral blood of an Australian paediatric FSHD cohort
Chantal Coles, Murdoch Children’s Research Institute, Australia

10:20 a.m.

51.02 A cell-free DNA biomarker for facioscapulohumeral
muscular dystrophy

Sujatha Jagannathan, University of Colorado Anschutz Medical
Campus, USA

JUNE 25, 2026

10:40 a.m.

51.03 Integrating whole-body MRI across the
developmental spectrum to model lifespan progression
in facioscapulohumeral muscular dystrophy (FSHD)
Seth Friedman, Seattle Children’s Hospital, USA

11:00 a.m.

51.04 Growth impacts MRI biomarkers of disease
progression in pediatric FSHD

Silvia Blemker, Springbok Analytics, USA

11:20 a.m.

S$1.05 An innate immune cell/FSHD patient muscle
xenograft model to investigate the role of the innate
immune system in the initiation of FSHD muscle pathology
Katelyn Daman, UMass Chan Medical School, USA

11:40 a.m.-12:00 p.m.
COFFEE BREAK & NETWORKING

POSTER MINI-TALKS

12:00 p.m.

P1.01 TMT quantitative proteomics identified protein
biomarker candidates that are associated with disease
progression

Yi-Wen Chen, Children’s National Hospital, USA

12:05 p.m.

P1.02 Identification of extracellular vesicle-associated
plasma protein biomarkers for facioscapulohumeral
muscular dystrophy

Nizar Y. Saad, Jerry R. Mendell Center for Gene Therapy, Abigail
Wexner Research Institute at Nationwide Children’s Hospital,
USA and Department of Pediatrics, The Ohio State University
College of Medicine, USA

12:10 p.m.

P1.03 Circulating extracellular vesicle small RNAs
associate with radiological and clinical features in FSHD:
A discovery analysis

Elvira Ragozzino, Dipartimento di Scienze della Vita e Sanita
Pubblica, Universita Cattolica del Sacro Cuore, Italy

12:15 p.m.

P1.04 Bone composition is impaired in FSHD and
shows a steep decline at low muscle levels

Silvia Blemker, Springbok Analytics, USA; Emma
Weatherley, FSHD Global Research Foundation, Australia

12:20 p.m.
P1.05 MRI-derived lean muscle volume as a predictor
of strength and ambulatory function in FSHD

Emily McCain, Springbok Analytics, USA

12:25-12:35 p.m.
MINI-POSTER PRESENTATION Q&A

12:35-1:00 p.m.
POSTER SESSION 1
United A/B

1:00-2:00 p.m.
LUNCH & POSTERS
Entry Level Foyer
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Rosemont Ballroom

DAY 2: FRIDAY, JUNE 26, 2026

Rosemont Ballroom

SESSION 3: Mechanisms of Disease and Genetics
Session Chairs: Darko Bosnakovski, Yi-Wen Chen,
& Peter Zammit

SLIDE PRESENTATIONS

2:00 p.m.

S53.01 Senescence-driven pathogenesis in FSHD:
Therapeutic benefit of senolytic intervention
Darko Bosnakovski, University of Minnesota, USA

2:20 p.m.

S3.02 Epigenetic dysregulation in FSHD by modeling
epigenetic dynamics during early embryonic development
Takumi Kishimoto, Kyoto University, Japan

2:40 p.m.

S3.03 LEUTX binds to DUX4 target gene promoters and
interferes with myotube differentiation

Xiangduo Kong, University of California, Irvine, USA

3:00 p.m.

S3.04 Investigating roles of STEAP3 in iron homeostasis
in facioscapulohumeral muscular dystrophy myoblasts
Nikolaos Settas, Children’s National Hospital, USA

3:20 p.m.

S3.05 Preliminary evidence for the beneficial effects
of estrogens in a mouse model of FSHD

Adam Bittel, Children’s National Hospital, USA

3:40-3:50 p.m.
COFFEE BREAK & NETWORKING

POSTER MINI-TALKS

3:50 p.m.

P3.01 Mitochondrial respiratory chain function is crucial

for muscle toxicity in facioscapulohumeral muscular
dystrophy
Philipp Heher, Newcastle University, United Kingdom

3:55 p.m.
P3.02 Fibro-adipogenic progenitors and FSHD
Carlo Serra, Baylor College of Medicine, USA

4:00 p.m.

P3.03 Fibro-adipogenic progenitors enhance human
3D tissue-engineered skeletal muscles: A platform
for FSHD research

Silvére van der Maarel, Leiden University Medical
Center, Netherlands

4:05-4:15 p.m.
MINI-POSTER PRESENTATION Q&A

4:15-4:55 p.m.
REGENERATION GROUP DISCUSSION

4:55-5:05 p.m.
CLOSING REMARKS

5:05-6:10 p.m.
BREAK

6:10-8:10 p.m.
WALKING DINNER & POSTER SESSION 2

DAY 2: FRIDAY, JUNE 26, 2026

Rosemont Ballroom

8:00-9:00 a.m.

REGISTRATION

Rosemont Foyer

Lite breakfast bites and coffee located in ballroom

9:00 a.m.
WELCOME: Lucienne Ronco, PhD, FSHD Society,
Organizing Chair

9:10 a.m.

KEYNOTE: The FSHD drug development landscape -
progress, challenges, and what comes next

Russell Butterfield, MD, University of Utah, USA

Russell Butterfield will deliver a forward-looking keynote on the
FSHD drug development landscape, offering a comprehensive
view of where the field stands today and where it is headed.
He will highlight the rapidly expanding therapeutic pipeline,
including emerging modalities and the progress of clinical
programs. The session will also examine the scientific, clinical,
and regulatory considerations that shape how potential
therapies move from discovery to approval. With a focus

on both opportunity and remaining challenges, this keynote

will provide attendees with a clear understanding of what to
watch for in the coming years and what it will take to bring

effective treatments to individuals living with FSHD.

MECHANISMS OF DISEASE AND GENETICS POSTER
MINI-TALKS, CONTINUED

9:50 a.m.

P3.04 Context-dependent regulatory functions of
DUX4 G-quadruplexes in FSHD

Prakash Kharel, University of Kansas Medical Center, USA

9:55 a.m.

P3.05 Nucleosome-bound DUX4 activates the FSHD
transcriptional program

Stephanie Eramo (on behalf of Sujatha Jagannathan),
University of Colorado Anschutz Medical Campus, USA

10:00 a.m.

P3.06 DUX4 induces genes capable of forming
viral-like particles

Faith St. Amant, Fred Hutchinson Cancer Center, USA

10:05 a.m.

More Than Muscle Weakness: Addressing Pain in FSHD
Care and Research
Moderated by Lucienne Ronco, PhD

Panelists: Jeff Statland, MD; Nicol Voermans, MD PhD; Ranae
Beeker, MSN RN; Emma Weatherley

Pain is a common but often under-recognized challenge of
living with FSHD, affecting daily life, emotional well-being,
and overall health. This panel will explore how pain presents
in FSHD, featuring lived experiences from patients alongside
perspectives from clinicians and researchers. Through open
discussion, attendees will gain a deeper understanding of
the real-world impact of pain, including how it can influence
mobility, participation in daily activities, and even the ability to
engage in clinical trials due to physical demands. The session
will also highlight the importance of incorporating meaningful
pain assessment into research and care, and ensuring that
future treatments address not only disease progression, but
also quality of life.

10:35-10:55 a.m.
COFFEE BREAK & NETWORKING

SESSION 2: Clinical Care Progress with an Emphasis on
Human Studies
Session Chairs: Giorgio Tasca & Katy de Valle

SLIDE PRESENTATIONS

10:55 a.m.

$2.01.01 Ten top tips for non-pharmacological management
in facioscapulohumeral muscular dystrophy (FSHD): Informed
by evidence, clinical practice, and lived experience

Enza Leone, UCL Queen Square Centre for Neuromuscular
Diseases (CNMD), University College London Hospitals (UCLH),
United Kingdom, and School of Allied Health Professions and
Pharmacy, Keele University, United Kingdom

11:05 a.m.

$2.01.02 Quality of life, psychological burden, and their
association with motor function in facioscapulohumeral
muscular dystrophy: A nationwide cross-sectional study
Andi Nuredini, University of Modena and Reggio Emilia, Italy

11:15 a.m.

S52.02 Epigenetic silencing in FSHD: Preliminary clinical
erapy EPI-321Renata Shih, Rare Disease Research, USA;
Russell Butterfield, University of Utah, USA (on behalf of
Weston Miller)

11:35 a.m.

52.03 Impact of autoimmune comorbidities on disease
severity in FSHD: A retrospective cohort analysis

Benoit Sanson (on behalf of Jonathan Pini), Nice University
Hospital, France

11:55 a.m.

52.04 The natural history of childhood-onset FSHD

in an Australian cohort: The iFSHD-LOS study

Katy de Valle, The Royal Children’s Hospital, Australia, and
Murdoch Children’s Research Institute, Australia

12:15-12:45 p.m.
POSTER SESSION 3
United A/B

12:45-1:45 p.m.
LUNCH & POSTERS
Entry Level Foyer

1:45 p.m.

$2.05 MANOEUVRE: Primary analysis of emugrobart in FSHD
Jeffrey Statland (on behalf of Ayesha Babar), University of
Kansas Medical Center, USA

2:05 p.m.

$2.06 Targeting DUX4 by myocyte-selective siRNA
conjugate to treat FSHD

David Strochlic, Soufflé Therapeutics, USA

2:25 p.m.
EARLY-ONSET FSHD PRESENTATION

POSTER MINI-TALKS

2:30 p.m.

P2.01: DX5057: An orally bioavailable small molecule DUX4
inhibitor advancing toward clinical development in FSHD
Ali Ozes, Altay Therapeutics, Inc., USA

2:35 p.m.

P2.02 Muscle fat fraction (MFF) progression in
facioscapulohumeral muscular dystrophy (FSHD)
assessed by whole-body MRI: Prognostic factors identified
via machine learning

Gautam Sajeev, Analysis Group, Inc.

2:40 p.m.

P2.03 Epigenetic suppression of DUX4 using CRISPR-
GNDM technology as a therapeutic for FSHD

Alec M. DeSimone, Modalis Therapeutics, Inc., USA

2:45 p.m.

P2.04 Russian FSHD patient registry

Aysylu Murtazina, Research Centre for Medical Genetics,
Russian Federation

2:50 p.m.

P2.05 Safety and exposure of SRP-1001, an avB6
integrin-targeting siRNA therapy for patients with
FSHD?1: Interim findings from a Phase 1/2 study
Sachi Dharia (on behalf of Hannah Kim), Sarepta
Therapeutics, Inc., USA

2:55-3:05 p.m.
MINI-POSTER PRESENTATION Q&A

3:05-3:25 p.m.
COFFEE BREAK & NETWORKING

3:25-4:05 p.m.
COMBINATIONS & BIOMARKERS GROUP DISCUSSION

4:05 p.m.
YOUNG INVESTIGATOR & BEST POSTER AWARDS
Conference program committee
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4:15 p.m.
CLOSING REMARKS
Lucienne Ronco, Sujatha Jagannathan, and Giorgio Tasca,

4:25 p.m.
BREAK & ADJOURN

For 2026, poster presentations will take place across three
dedicated sessions. Posters will be grouped by number, with
even-numbered posters presented during lunchtime sessions
and odd-numbered posters presented during the evening
session. On Day 1, even-numbered posters from Sessions 1
and 3 will be featured during lunch, whereas Day 2 lunch

will highlight even-numbered posters from Session 2. All
odd-numbered posters (38 total) will be presented during
the evening walking dinner from 6:00-8:00 p.m.

The poster hall will remain open during lunch on both days
to encourage continued viewing and discussion.

BIOMARKERS OF DISEASE ACTIVITY AND PROGRESSION

P1.01

P1.02

P1.03

P1.04

TMT quantitative proteomics identified protein
biomarker candidates that are associated with
disease progression

Aiping Zhang, Adam Bittel, Ze Chen, Heather
Gordish-Dressman, Michaela Walker, Jeffrey Statland,
Rabi Tawil, Yi-Wen Chen

Identification of extracellular vesicle-
associated plasma protein biomarkers for
facioscapulohumeral muscular dystrophy
Mustafa Bilal Bayazit, Chiranth K. Nagaraj, Kim Truc
Nguyen, Xilal Y. Rima, Jacob Doon-Ralls, Eduardo
Reategui, Jeffrey M. Statland, Rabi Tawil, Kevin

M. Flanigan, Scott Q. Harper, Nizar Y. Saad

Circulating extracellular vesicle small RNAs
associate with radiological and clinical features

in FSHD: A discovery analysis

Elvira Ragozzino, Lorena Di Pietro, Elisa Orecchini,
Diego Sibilia, Gurjit Kaur, Andrea Papait, Simona Nanni,
Eleonora Torchia, Mauro Monforte, Sara Bortolani,
Beatrice Ravera, Luciano Giaco, Giulia Mantini, Andrea
Sabino, Manuela Papacci, Alberto Augello, Wanda
Lattanzi, Ornella Parolini, Enzo Ricci

Bone composition is impaired in FSHD and shows
a steep decline at low muscle levels

Silvia Blemker, Emma Weatherley, Emily McCain,
Lara Riem, Megan Pinette, Olivia DuCharme

6:00-8:00 p.m.
JOINT IRC & FSHD CONNECT RECEPTION

Entry Level Foyer

P1.05

P1.06

P1.07

P1.08

P1.09

P1.10

P1.11

P1.12

MRI-derived lean muscle volume as a predictor
of strength and ambulatory function in FSHD
Emily McCain, Doris Leung, Lara Riem, Olivia
DuCharme, Seth Friedman, Silvia Blemker

Defining MRI-based biomarkers for separating
muscle fat neogenesis and atrophy in FSHD
Markus Karlsson, Per Widholm, Mary Foltz, Olof
Dahlqvist Leinhard

Tracking disease progression in FSHD: Change
after 1 year of muscle MRI and functional clinical
outcomes comparing outcome responsiveness
and sensitivity

Mary Foltz, Markus Karlsson, Per Widholm, Jonathan
Pini, Angela Puma, Luisa Villa, Michele Cavali, Andra
Ezaru, Guillaume Bassez, Benjamin Marty, Teresinha
Evangelista, Romain Thomas, Léc Danjoux, Céline Tard,
Sabrina Sacconi

Responsiveness to change of quantitative
whole-body MRI: Results from ReDUX4 OLE
Per Widholm, Markus Karlsson, Mary Foltz, Olof
Dahlqvist Leinhard

Video-based analysis of longitudinal changes
in motor function in FSHD

Seth Mastroianni, George Watts, Ben Ridout, Jeff
Penka, Jeff Stauffer, Kirsten Tulchin-Francis, Linda
Lowes, Oliver King, Lawrence Hayward

MRI-based prediction of DUX4 expression for patient
selection and biopsy targeting in clinical trials
Silvia Blemker, Seth Friedman

Automated MRI-based biopsy site selection in
FSHD using quantitative Dixon and STIR imaging
Lara Riem, Kathryn Eve Costanzo, Ashley Coggins,
Olivia DuCharme, Leo Wang, Doris Leung, Seth
Friedman, Silvia Blemker

Spatiotemporal DUX4 toxicity in FSHD: From
epigenetic derepression to biomarker-driven
targeted therapies

Virginie Mariot, Robert Bloch, Raj Badiani, Enrico
Bugiardini, Julie Dumonceaux

P1.13

P1.14

P1.15

P1.16

P1.17

P1.18

Circulating Mstn as a longitudinal biomarker

of therapeutic efficacy in a DUX4 mouse model
Solenne Sohn, Sophie Reid, Olivia Webber, Virginie
Mariot, Julie Dumonceaux

Investigating baseline DEXA lean tissue mass

as a predictor of longitudinal functional decline

in facioscapulohumeral muscular dystrophy

Leo Wang, Elizabeth Young, Maya Hatch, Jason
Barber, Doris Leung, Kathryn Wagner, Katy Eichinger,
Kiley Higgs, Michaela Walker, Leann Lewis, William
Martens, Karlien Mul, Valeria Sansone, Perry Shieh,
Bakri Elsheikh, Samantha LoRusso, Russell Butterfield,
Nicholas Johnson, Carmelo Messina, Elena Carraro,
Rabi Tawil, Jeff Statland

DUX4-regulated gene expression variability
in FSHD muscle biopsies: Implications for
clinical interpretation

Allen Z. Lin, Michael E. Burczynski

Shared and distinct muscle-level patterns
of fat infiltration in aging and FSHD

Olivia DuCharme, Emily McCain, Lara Riem,
Emma Weatherley, Silvia Blemker

Bone-muscle interactions in FSHD: Femoral
anteversion and hip external rotator loss
Morgan Dalman, Seth Friedman, Silvia Blemker

Smartphone video-based automated gait
assessments for FSHD

R. Daniel Magruder, Selim Gilon, Russell Butterfield,
Scott D. Uhlrich

CLINICAL CARE PROGRESS WITH AN EMPHASIS
ON HUMAN STUDIES

P2.01

P2.02

P2.03

P2.04

DX5057: An orally bioavailable small molecule
DUX4 inhibitor advancing toward clinical
development in FSHD

Ali Ozes, James Breitmeyer, Osman Ozes,
James Ferguson

Muscle fat fraction (MFF) progression in
facioscapulohumeral muscular dystrophy

(FSHD) assessed by whole-body MRI: Prognostic
factors identified via machine learning

Lucienne Ronco, Mary Foltz, Shuang Wang, Gautam
Sajeev, Anyu Zhu, Per Widholm, Andrée-Anne
Fournier, Amanda Rickard, James Signorovitch

Epigenetic suppression of DUX4 using CRISPR-
GNDM technology as a therapeutic for FSHD

Alec M. DeSimone, Yuanbo Qin, Katelyn Daman, Keith
Connolly, Charles P. Emerson Jr., Tetsuya Yamagata

Russian FSHD patient registry

Aysylu Murtazina, Anna Kuchina, Darya
Sherstyukova, Artem Borovikov, Margarita
Soloshenko, Mikhail Skoblov

P2.05

P2.06

P2.07

P2.08

P2.09

P2.10

P2.11

P2.12

P2.13

P2.14

Safety and exposure of SRP-1001, an avB6
integrin-targeting siRNA therapy for patients with
FSHD1: Interim findings from a Phase 1/2 study
Richard Roxburgh, Angela Rosenbohm, Philip Kremer,
Cecile Phan, Jiyeon Denninger, Alvin Estilo, Wenhua
Hu, IThor Sehinovych, Lilly East, Rachael Potter,
Suzanne Hodgkinson

BetterLife FSHD: 1-year descriptive cohort analysis
Kayleigh Worek, Amanda Hill, Victoria Hodgkinson

Analysis of women's health using BetterLife FSHD data
Samanatha Johnston, Amanda Hill, Kayleigh Worek

Chromosome 4q D4Z4 contraction status

in Turkish FSHD patients: Insights from a
retrospective study in the Mediterranean region
Ceren Hangul, Ozge Burcu Sahan, Sibel Berker
Karauzum, Elizabeta Sauer, Hilmi Uysal, Filiz Kog

Gut microbiota and short-chain fatty acid profiles
in facioscapulohumeral dystrophy: Associations
with epigenetic alterations

Ceren Hangul, Ozlem Koyuncu Ozyurt, Simone Baldi,
Dilek Colak, Oznur Tokta, Toygar Pekcan, Sara Bertorello,
Marco Pallecchi, Filiz Kog, Cumali Dalokay, Hilmi Uysal,
Kemal Hakan Gulkesen, Filiz Ozcan, Gianluca Bartolucci,
Sibel Berker Karauzum, Amedeo Amedei

Trial design for the Phase 2 FORGE study evaluating
apitegromab in adults with facioscapulohumeral
muscular dystrophy

Jeffrey M. Statland, Nicholas E. Johnson, John Vissing,
Ryan A. Frieler, Guochen Song, Jing L. Marantz, Leslie
Nelson, Tina Duong, John Staropoli

Identifying and solving barriers to FSHD
registration in the Netherlands

K. Peeters, S. Reumers, U.A. Badrising, K. van der
Graaf, J. Janse, Y. Krom, N. van der Stoep, R. de Haas,
N.C. Voermans

The need for and experiences with psychosocial
support among adolescents and young adults at

the multidisciplinary facioscapulohumeral muscular
dystrophy (FSHD) outpatient clinic in the Netherlands
N. Rasing, I. Karnebeek, M. van Bruggen, A. Lanser,
Nicole Voet, K. Mul, E. Cup, N. Voermans

Mental and Intellectual Neurodevelopment in
childhood-onset FSHD studies: The MINDS-FSHD
study protocol

Claire Hogan, Katy de Valle, Louise Crowe,

Chelsea Finchett, lan Woodcock, Marloes van
Lieshout, Peter Anderson, Corrie Erasmus, Hugh
McMillan, Nicol Voermans

Self-reported disease burden in childhood-onset
FSHD: Reliability and validity of the paediatric
FSHD-Health Index (FSHD-HI Peds)

Katy de Valle, William Patterson, William Stronach,
lan Woodcock, Chad Heatwole, Tara Fitzgerald,
Nicole Sheers



Motor Outcomes to Validate Evaluations in
Pediatric facioscapulohumeral muscular
dystrophy (MOVE Peds): Baseline characteristics
for the first 20 participants enrolled

lan Woodcock, Michaela Walker, Brianna Brun,
Russell Butterfield, Rebecca Clay, Katy de Valle, Kate
Eichinger, Seth Friedman, Maya Hatch, Natalie Katz,
Doris Leung, Leanne Lewis, Katherine Mathews, Rabi
Tawil, Jeffrey Statland

Toward a therapy-agnostic FSHD disease
progression model for health technology
assessment: Work plan and progress from PaLaDIn
Amanda Hill, Ria de Haas, Tim Kanters, Caroline van
der Meijden, Stavros Anagnostopoulos, Emma Palsma,
Ella Vickers, Mike Bremner

Prevalence of facioscapulohumeral muscular
dystrophy from the Muscular Dystrophy Surveillance,
Tracking, and Research Network (MDSTARnet)
Russell Butterfield, Matthew Reeder, Sergey Krikoy,
Pangaja Paramsothy, Natalie Street, Kristin Conway,
Katherine Mathews, Cora Yang, Aida Soim, Emma
Ciafaloni, Amy Moore, Y. Swamy Venkatesh, Joshua Mann

Dose-finding safety and tolerability study of
clenbuterol in facioscapulohumeral muscular
dystrophy (FSHD)

Rebecca Clay, Michaela Walker, Leann Lewis, Brianna
Brun, Seth Friedman, Leo Wang, Stephen Tapscott,
Jeffrey Statland

Assessing non-recommended guideline
pharmacologic treatments in patients with
facioscapulohumeral muscular dystrophy (FSHD):
Analysis of US real-world data

Daymelis Santiesteban, Jennifer Cheng, Taylor Ryan

Strengthening the European FSHD ecosystem:
Bridging clinical care, research, and patient-
centered outcomes

Ria de Haas, Sheila Hawkins, Nicol Voermans

A randomized, double-blind, placebo-controlled,
single and multiple ascending dose trial to
assess the safety, tolerability, pharmacokinetics,
pharmacodynamics, and preliminary efficacy

of SFL-0821 in adults with facioscapulohumeral
muscular dystrophy (FSHD)

Herb Stevenson, David Strochlic, Mark Angelino,
Vadim Dudkin

Time is muscle: Preliminary retrospective evidence
of early disease burden in childhood-onset FSHD
Debbie Eggleston, Ally Roets, Jillian Kelley, Nicole
Graham, Karen Lam, Eva Chin

Video assessment for FSHD: Adapting validated
methodology as a functional outcome measure
across age and disease severity

Debbie Eggleston, Linda Lowes, Katy de Valle,
Christopher Steiner, Kate Eichinger, Ally Roets,
Marielle Contesse

Motor Outcomes to Validate Evaluations in
Facioscapulohumeral muscular Dystrophy (MOVE
FSHD): A 3-year prospective study in pediatric FSHD
Ally Roets, Michaela Walker, Brianna Brun, Natalie
Katz, Michelle Mellion, Leann Lewis, Russell Butterfield,
Nuran Dilek, Katy Eichinger, Jeffrey Statland

Motor Outcomes to Validate Evaluations in
Facioscapulohumeral muscular Dystrophy
(MOVE FSHD): A 3-year prospective study in
non-ambulatory FSHD individuals

Ally Roets, Michaela Walker, Brianna Brun, Leann
Lewis, Natalie Katz, Michelle Mellion, Russell
Butterfield, Katy Eichinger, Jeffrey Statland

Clinical characterization of swallowing function
in FSHD

Cristiane Araujo Martins Moreno, Gabriella
Dousseau, Filipe Di Pace, Tatiana Ribeiro Fernandes,
Ana Paula Anjos Langa, Eliene Dutra Campos, Gisele
Medeiros, Clara Gontijo Camelo, Edmar Zanoteli

Cas13d-mediated RNA targeting of DUX4: Evaluating
in vivo delivery strategies for FSHD therapy

Manal Ali, Kate Neal, Lindsay Wallace, Afrooz
Rashnonejad, Bi Zhou, Scott Q Harper

SAT-3247 improves muscle forcein a
FLExDUX4.CRE mouse model of FSHD

Kristiana Salmon, Tessa Murray, Karen Chen, Neil
Camarta, Ryan Mitchell, Phil Lambert

Pharmacological restoration of muscle stem cell
health and function in FSHD
Shiv Kumar, Joseph Lancman, Duc Dong

Reconstitution of SMCHD1 for FSHD therapy
via split intein technology

Merlin P. Thangaraj, Fang Ye, Lindsay M. Wallace,
Noah Taylor, Scott Q. Harper

Developing CRISPR/Cas13-ADAR-mediated RNA
editing therapy for FSHD by premature termination
of toxic DUX4

Minghang Wang, Kyoung Jo, Bi Zhou, Noushin
Saljoughian Esfahani, Manal Ali, Fang Ye, Lindsay
Wallace, Scott Q. Harper

Assessing the multidimensional burden of
facioscapulohumeral muscular dystrophy through
patient-reported outcomes and experience
Wenjing Ji, Yifei Zhao, Yugiang Kang, Zikai He, Linkai
Xu, Sundus Shukar, Ailiyaer Aikepaier, Xinyue Chen,
Qifang He, Minghui Zeng, Yuhua Lin, Minting Lin,
Huxinigeer Maimaiti, Tingting Liu, Linguo Li, Zhigiang
Wang, Yu Fang

Harmonizing clinical monitoring in FSHD:

The ENMC 295th Workshop

Enrico Bugiardini, Hannes Erdmann, Lilli Schuckert,
Katy Eichinger, Benedikt Schoser, 295th ENMC
workshop participants

Humanistic burden of facioscapulohumeral
muscular dystrophy: Evidence from a systematic
literature review

Christina Danosi, Elizabeth Kinter, Helena Emich,
Rachel Beckerman

Project Mercury: Three-year progress report on
global FSHD trial readiness and patient access
Emma Weatherley, Miriam Wagner Long, Rajeshri
Badiani, Neil Camarta, Fabio Figueiredo, Ricardo
Gerpe, Kees van der Graaf, Ria de Haas, Amanda Hill,
Domenico Muratori, Mark Stone

MECHANISMS OF DISEASE AND GENETICS

Mitochondrial respiratory chain function is
crucial for muscle toxicity in facioscapulohumeral
muscular dystrophy

Philipp Heher, Peter S. Zammit, Giorgio Tasca

Fibro-adipogenic progenitors and FSHD
Carlo Serra, Kathryn Wagner, Thomas Lloyd

Fibro-adipogenic progenitors enhance human
3D tissue-engineered skeletal muscles:

A platform for FSHD research

Silvére van der Maarel, Roy Augustinus, Johanna
Hamel, Jessica de Greef, Pim Pijnappel

Context-dependent regulatory functions of
DUX4 G-quadruplexes in FSHD
Prakash Kharel

Nucleosome-bound DUX4 activates the FSHD
transcriptional program

Stephanie Eramo, Michael Cortazar, Amy Campbell,
Sujatha Jagannathan, Srinivas Ramachandran

DUX4 induces genes capable of forming
viral-like particles

Faith St. Amant, Danielle Hamm, Esteban Abeyta,
Sean Bennett, Amy Spens, Stephen Tapscott

DUX4, PARP1 and FUS: A functional triad? Toward
new therapeutic strategies

Clothilde Claus, Zoé Medici, Cyril Vandromme,
Moriya Slavin, Nir Kalisman, Frédérique Coppée

Human umbilical vein endothelial cells express the
DUX4 protein: A basis for further vascular research
Ceren Hangul, Dilek Bahar, Ozlem Ekinci, Oznur Tokta,
Yusuf Ozkul, Sibel Berker Karauzum

Resistance exercise-induced anabolic signaling
is preserved in FSHD
Marius Meinhold, Anthony N. Lange, Troy A. Hornberger

Acute responses to an exercise-challenge test

in individuals with FSHD

Davi Mazala, Adam Bittel, Heather Gordish-Dressman,
Elizabeth Dennis, Doris Leung, Yi-Wen Chen, Marcel Lanza

Genome-wide analysis of mMRNA expression and
modification profiles in FSHD cell lines

Negar Mojgani, Erisa Taghizadeh, Negar Fattahi, Xiangduo
Kong, Jasmine Sakr, Kyoko Yokomori, Ali Mortazavi

Adaptive response to electrical pulse stimulation
is impaired in FSHD myotubes by DUX4 gene
network activation

Xiangduo Kong, Ananya Rajagopal, Skylar Foust, Jonovan
Osorio, Ali Mortazavi, Anna Grosberg, Kyoko Yokomori

Exploring molecular mechanisms of FSHD
pathology by weighted gene co-expression
network analysis

Dhruv Sadhwani, Shriyansh Srivastava,
Ashutosh Srivastava

Human Satellite Il noncoding RNA drives protein
aggregation, impacting RNA processing
pathways in FSHD

Tessa Arends, Sean Bennett, Stephen Tapscott

KLF18 is a necessary component of the DUX4-
initiated transcriptional network and a candidate
locus for phenotypic diversity

Danielle Hamm, Aidan O’'Donnell, Sean Bennett,
Richard Lemmers, Patrick van der Vliet, Silvere van
der Maarel, Stephen Tapscott

Characterizing FSHD-specific co-expression
networks at single-nucleus resolution
Vaishnavi Tiwari, Shriyansh Srivastava,
Ashutosh Srivastava

Reciprocal interplay between DUX4 and estrogen
receptors a and B in human myoblasts

Camila Simonetti, Sabrina M. Pagnoni, Scott Q. Harper,
Alberto L. Rosa

Emerging non-apoptotic cell death mechanisms
in muscle degenerating disorders and in FSHD
Maximilien Bencze

A telomeric translocation causing
facioscapulohumeral muscular dystrophy

in a family with normal D474 size

llaria Quartesan, Stefano Facchini, Richard J.L.F.
Lemmers, Stephanie Efthymiou, Natalia Dominik,
Patrick J. van der Vliet, Giorgio Tasca, Andrea Cortese,
Silvére M van der Maarel, Volker Straub, Enrico Bugiardini

Generating engineered muscle tissues with
myoblasts from FSHD1 patients of similar D424
repeat length to characterize variability in function
and DUX4 gene signature

Patrick Ferrara, David Golann, Margaret Hung, Valerie
Sivulich, Yu Xin Wang, Mark Sleeman

Chromatin accessibility and SIX2 binding profiles
of DUX4-expressing nuclei
Amelia Fox, Michelle Brennan, Fran Sverdrup
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Funding Opportunity: FY26 PRMRP, Congressionally
Directed Medical Research Programs (CDMRP)

Applications are open for the FY26 Peer Reviewed Medical Research Program (PRMRP)!

FSHD is listed as one of the eligible conditions for the first time this year,
and we hope to see plenty of applications.

+ July: Letters of Intent due (for most awards)
* August-October: Final applications due

Scan the QR code or visit
cdmrp.health.mil/funding/prmrp for more information.

WE THANK OUR GENEROUS SPONSORS

AVIDITY

BIOSCIENCES

A Novartis Company

PRESENTING
SPONSOR

5

EVENT SPONSORS

VDyne epicrisp

THERAPEUTICS biotechnologies e .

cholar

:\\QFSQOCKM

- e e €) miRecule
® | Muscular j
MDA i SOUFFLE ‘) SAREPTA

therapeutics

~— OUR SCHOLARSHIP SPONSORS —

MYOLOGICA

S friends
see i FSH MUSCULAR
=% research DYSTROPHY
ﬁ@qi’%d béa d«l’e UK MATTER
- J
MARK YOUR  34th International Research Congress on FSHD
CALENDARS! June 2027 » Spain ¢ Details Coming Fall 2026

n



® BetterLifeFSHD

Research Gateway

’

Accelerate your research!

About the Platform:

The Research Gateway is a dedicated portal that
enables users to interact with and request longitudinal
patient-reported data from the BetterLife FSHD
registry, which captures contemporaneous lived
experience data in FSHD.

Ways to Engage:

* Request aggregate or row level data
» Reach 700+ participants with FSHD
« Collect additional data or deploy your own surveys

Datasets:

+ Diagnosis & Genetics

+ Demographics & Health History
* Mobility & Function

+ Fatigue & Sleep

+ Pain

* Mental Health

» Physical Activity

* Healthcare Access

+ Clinical Trial Readiness

« Women'’s Health

Assistive Devices or Wheelchair Use
n=374
Walking stick, cane, or.

Foot or ankle brace,...
| have not used any of...

Power toilet lift
Stander
Hoyer lift or patient lift

%
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Percent of Participants (%)

Including 100+ genetic tests &
16 PROMIS/Neuro-QolL measures

Research.BetterLifeFSHD.org
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