
Vol 1 / Issue 4



Transforming Medicine. 
Changing Lives.
The desire to improve the quality of life for 
patients who are fighting genetic diseases is all 
the inspiration we’ve ever needed to find the 
curative answers that may be close at hand. 

For questions or information on our gene 
therapy technology and clinical programs,  
email us at askfirst@askbio.com.

askbio.com

Proud to Support the Limb-Girdle  
Muscular Dystrophy Community



Editorial

Editor In Chief
Kathryn Bryant Knudson

Medical Editor
Peter B. Kang, MD 

University of Minnesota Medical School

Contributors
Carol Abraham

Jessica Evans, PsyD
Peter B. Kang, MD

Rachel Sapp
Brad Williams, PhD

Design + Production

Design Director
Jonathan Price

Advertising

Advertising Coordinator
Jessica Evans, PsyD

ContactUs@TheSpeakFoundation.com

How To Donate
Visit TheSpeakFoundation.com 
and select “Donate” to support 
our mission and programs. The 
Speak Foundation is a 501(c)(3) 
nonprofit charity. All donations 
are secure and tax deductible. 

Thank you for your support!
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treatments for this rare disease.
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Welcome
2021 International LGMD Conference
Kathryn Bryant Knudson

Conference 
Schedule
Friday
September 17, 2021

Saturday
September 18, 2021

Sunday
September 19, 2021

Monday
September 20, 2021

Connect with Us

Comments, Questions, or Suggestions?
ContactUs@TheSpeakFoundation.com

InternationalLGMDConference.com 
TheSpeakFoundation.com

Facebook.com/TheSpeakFoundation

Instagram.com/TheSpeakFoundation

Twitter.com/SpeakFoundation
Twitter.com/LGMDFoundation

Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference or at www.InternationalLGMDconference.com





Welcome
To Our 2021 International LGMD Conference!

We all know that the world is changing and treatments 
are in development now for many forms of LGMD. Life 
is different. We now are facing a potential future where 
this disease could be cured. This is why our conference 
theme is Believe there is Hope for a Cure.

We are now seeing multiple companies with gene therapy programs in development for LGMD. 
You do not want to miss any clinical trial that is available to you. Make sure to stay informed through 
our LGMD News magazine and by going to clinicaltrials.gov for the latest trials published.

I also recommend the GRASP LGMD consortium and finding a neurologist within that network. 
They are the best and are on the cutting edge of all potential treatments. If you have any questions, 
please reach out to us at ContactUs@TheSpeakFoundation.com.
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Thank You to Our Sponsors:

Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference or at www.InternationalLGMDconference.com



Volker Straub, md
Director, John Walton Muscular Dystrophy  

Research Centre, Newcastle University,  
Newcastle upon Tyne, England, UK.

Nicholas E. Johnson, md
Associate Professor and Vice Chair of Research, 

Virginia Commonwealth University, USA.

Peter B. Kang, md
Pediatric Neuromuscular Neurologist  

and Physician-Scientist,  
University of Minnesota Medical School, USA.

Katherine D. Mathews, md
Director, Iowa Neuromuscular Program.  

Professor of Pediatrics-General Neurology, 
University of Iowa, USA.

Tahseen Mozaffar, md
Professor of Neurology and Laboratory  
Medicine and Vice Chair for Research,  

Department of Neurology at  
University of California, Irvine, USA.

Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference

Friday l September 17, 2021
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Join a Conference Community Reception Room
Zoom link:
https://us02web.zoom.us/j/86934608410?pwd=bW9Zb3NmU0NsUnNYZnNLZzdGcjJUZz09
Meeting ID: 869 3460 8410
Passcode: 770112
Questions? Visit: www.TheSpeakFoundation.com

All conference session times are in Eastern Daylight Time (EDT), UTC -4. l Conference schedule is subject to change.

Featured Speakers

12:00 — 12:15 pm Welcome
 n Kathryn Bryant Knudson l Conference Administrator
 n Brad Williams, PhD l Conference Chairman
 n Carol Abraham l Conference Vice Chairwoman

12:15 — 12:45 pm Overview of Limb-Girdle Muscular Dystrophies
An overview of what LGMDs are, their genetics, and their symptoms. Included will be an update on what has happened  
in the limb-girdle community since our last conference in 2019.

 n Volker Straub, MD l Newcastle University, UK

12:45 — 12:50 pm My LGMD Story: Aric Hershley l USA

12:50 — 1:00 pm Break

1:00 — 2:20 pm Updates on Clinical Trials and Emerging Treatments
An overview of treatments being developed for various LGMD subtypes and clinical trials which are being organized to test them.

 n Moderator: Jenn Levy, PhD l Coalition to Cure Calpain 3, USA
  GRASP LGMD Panel Discussion
 n Peter B. Kang, MD l University of Minnesota, USA
 n Tahseen Mozaffar, MD l University of California, Irvine, USA
 n Katherine D. Mathews, MD l University of Iowa, USA
 n Nicholas E. Johnson, MD l Virginia Commonwealth University, USA

2:20 — 2:30 pm Break

2:30 — 3:10 pm Patient-Focused Session: Planning for the Future
How can a person with LGMD live their best life? People living with LGMD and caregivers share their strategies  
for navigating different aspects of life.

 n Moderator: Melissa Grove, MS, LPC l Legacy Counseling Center, USA
 n Aleksandra Leijenhorst l Netherlands 
 n Jasmine Robinson l USA 
 n Joshua Thayer l USA
 n Kae Tran l Canada

3:10 — 3:15 pm Break

3:15 — 4:00 pm Patient-Focused Session: Caregivers — Who, What and How?
Individuals living with LGMD share their experiences of hiring caregivers to assist with their activities of daily living.

 n Moderator: Carol Abraham l Coalition to Cure Calpain 3, USA
 n Mark Barnett l USA
 n Anne Brastow l USA
 n Andrew Robertson l UK
 n Bliss Welch l USA

4:00 — 5:00 pm Community Reception



11:30 am — 12:00 pm Introduction to Gene Therapy 
 (Led by Sarepta Therapeutics)

In this 30-minute presentation, Sarepta will be presenting introductory gene therapy concepts.  
This will be an interactive presentation with the opportunity for the patient community to assess  
their current knowledge of gene therapy and expand their knowledge base.

 n Allison Kreuzer, PhD l Director, Patient Affairs, Sarepta Therapeutics, Inc., USA

12:00 — 1:00 pm  Sarepta Therapeutics LGMD Pipeline Update
In this 60-minute presentation, Sarepta will be sharing an update on their pre-clinical and clinical LGMD pipeline  
and facilitating a short Q&A with the patient community following their presentation.

 n Louise Rodino-Klapac, PhD l Executive Vice President, Chief Scientific Officer, Sarepta Therapeutics, Inc., USA

1:00 — 1:30 pm Break

1:30 — 1:35 pm My LGMD Story: Tatyana Vyatkina l Russia

1:35 — 1:45 pm LiftSeat® Demonstration

1:45 — 1:50 pm “Neurologist of the Year” Award

1:50 — 2:00 pm Break

Keynote Session 
2:00 — 3:00 pm Regulatory Aspects of Drug Development 
 and the Patient’s Role

Former FDA Commissioner (2017-2019) discusses challenges in developing therapies for rare diseases involving new, 
cutting-edge technologies such as gene and cell therapies, and gene editing. Dr. Gottlieb will also discuss  
how people living with LGMD can contribute towards the development of treatments.

 n Keynote Speaker: Scott Gottlieb, MD l Former FDA Commissioner, USA

3:00 — 3:45 pm Patient Interaction with the FDA
Learn how individuals living with rare conditions such as LGMD can communicate their experiences and priorities  
with the FDA.

 n James Valentine, JD, MHS l Associate, Hyman, Phelps & McNamara, P.C., USA

3:45 — 3:50 pm Patient-Focused Drug Development (PFDD) Introduction  
 for Patient Engagement

A Patient-Focused Drug Development (PFDD) meeting with the FDA is being organized for several LGMD subtypes.  
Discover how the LGMD community can participate.

3:50 — 4:00 pm Break

4:00 — 5:00 pm Patient-Focused Session:  
 Maintaining Bone Health, Flexibility & Function

Loss of flexibility and decreased bone density are common complications impacting mobility in LGMD.  
Clinicians in these areas of practice share strategies for managing these challenges. 

 n Moderator: Carol Abraham l Coalition to Cure Calpain 3, USA
 n Linda Lowes, PT, PhD l Nationwide Children’s Hospital, USA
 n Meredith James, PT l Physiotherapist, University of Newcastle, UK
 n Philip Zeitler, MD l Children’s Hospital Colorado, USA

Louise Rodino-Klapac, phd
Executive Vice President, Chief Scientific Officer, 
Sarepta Therapeutics, Inc., USA.

James Valentine, jd, mhs
Hyman, Phelps & McNamara, USA.

Linda Lowes, pt, phd
Principal Investigator, Center for Gene Therapy,  
Nationwide Children’s Hospital, USA.

Meredith James, pt
Clinical Physiotherapist, John Walton Muscular 
Dystrophy Research Centre, Newcastle, UK.

Keynote Speaker
Scott Gottlieb, md
Scott Gottlieb is a physician and  
served as the 23rd Commissioner of 
the U.S. Food and Drug Administration. 
He is a resident fellow at the American 
Enterprise Institute and a partner at 
the venture capital firm New Enterprise 
Associates. Dr. Gottlieb is an aggressive 
advocate for advancing public health 
through developing and implementing 
innovative approaches to improving 
medical outcomes, reshaping healthcare 
delivery, and expanding consumer 
choice and safety. Dr. Gottlieb is widely 
published in leading medical journals, 
and is a regular contributor to CNBC  
and Face the Nation. Fortune  
Magazine recognized him as one  
of the “World’s 50 Greatest Leaders”  
in 2018 and 2019.

Philip Zeitler, md
Professor of Pediatrics, University of Colorado 
Anschutz Medical Campus, USA.

Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference

Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference
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All conference session times are in Eastern Daylight Time (EDT), UTC -4. l Conference schedule is subject to change.

Saturday l September 18, 2021 Featured Speakers



12:00 — 1:30 pm Sponsored Session: AskBio
In this 90-minute presentation, AskBio will introduce and give an overview of their patient advocacy program  
and present the pre-clinical data supporting the clinical advancement of LION-101. They will also offer an inside  
look from a GRASP LGMD Investigator into LGMD gene therapy trials, and into the perspectives and challenges  
of living with LGMD2i from a patient family.

 n Anh Nguyen, MD l AskBio, USA 
 n Nicholas E. Johnson, MD l Virginia Commonwealth University, USA
 n Craig Norton l USA
 n CJ Norton l USA
 n Sharon Hesterlee, PhD l Muscular Dystrophy Association, USA

1:30 — 1:35 pm My LGMD Story: Szymczak Family l USA

1:35 — 1:55 pm Break

1:55 — 2:00 pm My LGMD Story: Andrew Robertson l UK

2:00 — 4:00 pm Diagnostic Landscape for LGMDs
Correctly diagnosing LGMDs and other conditions causing similar symptoms is often challenging.  
Clinicians and geneticists describe the diagnostic process, with patients sharing their journeys.

 n Moderator: Laura Rufibach, PhD l Jain Foundation, USA
 n Jorge Bevilacqua, MD, PhD l University of Chile, Chile  
 n Conrad (Chris) Weihl, MD, PhD l Washington University School of Medicine, USA
 n Monkol Lek, PhD l Yale University School of Medicine, USA
  Patient Panel:
 n Mark Barnett l USA
 n Kyle Harrington l USA
 n Jenna Keindel l Canada
 n Andrea Klein l USA
 n Noni Uribe l USA

Anh Nguyen, md
VP, Sector Lead, Musculoskeletal,  

AskBio, USA.

Jorge Bevilacqua, md, phd
Professor, Department of Neurology  
and Neurosurgery, Hospital Clínico  

Universidad de Chile, Chile.

Monkol Lek, phd
Assistant Professor of Genetics,  

Yale University School of Medicine, USA.

Sharon Hesterlee, phd
Chief Research Officer,  

Muscular Dystrophy Association, USA.

Conrad (Chris) Weihl, md, phd
Professor of Neurology,  

Washington University School of Medicine,  
St. Louis, Missouri, USA.

Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference

Sunday l September 19, 2021

All conference session times are in Eastern Daylight Time (EDT), UTC -4. l Conference schedule is subject to change.

LGMD News l Fall 2021 • Vol. 1 / Issue 46

Are you a newly diagnosed patient with limb-girdle muscular dystrophy? 
We understand LGMD and we are here to help. The C.A.R.E. program gifts newly diagnosed patients 
with a box of helpful tools that includes smart technology and items donated from the International 

Consortium of LGMD Organizations. This program is available to patients newly diagnosed with 
limb-girdle muscular dystrophy on or after May 1st, 2021. Open to U.S. residents only.

Featured Speakers



Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference

Join us, beginning September 17th, 2021, for the 2021 International Limb-Girdle Muscular Dystrophy Conference:
www.Malone-Media.com/Videos/LGMDconference

Monday l September 20, 2021

All conference session times are in Eastern Daylight Time (EDT), UTC -4. l Conference schedule is subject to change.
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The Speak Foundation is assembling the first-ever LGMD Patient Network and YOU are invited to be included. Signing up is absolutely free, 
confidential, and can be done easily by visiting TheSpeakFoundation.com. Don't Miss Out — Join Our LGMD Patient Network Today!

Satish Khadilkar, md
Dean, Medical Faculty of Bombay Hospital  
Institute of Medical Sciences.  
Head of the Department of Neurology,  
BHIMS, Mumbai, India.

Rasha el Sherif, md, phd
Founder of Myocare Neuromuscular Foundation. 
TGDOC LGMD Subgroup Lead in TREAT-NMD, Egypt.

Yvan Torrente, md, phd
Professor, Università degli Studi, Milan.  
Co-Founder, UNISTEM Center,  
Università degli Studi, Milan, Italy.

Claudia Paniga
Interpreter, GFB Onlus, Italy.

Dorianna Sandonà, md, phd
Professor, Biomedical Sciences,  
University of Padua, Italy.

Carles Sánchez Riera, phd
Postdoctoral Researcher,  
University of La Sapienza, Rome, Italy.

Oren Kupfer, md
Pediatric pulmonologist, University of Colorado 
School of Medicine and Children’s Hospital, 
Colorado, USA.

Elizabeth McNally, md, phd
Cardiologist, Center for Genetic Medicine  
at Northwestern, Chicago, Illinois, USA.

Matthew P. Wicklund, md
Professor of Neurology,  
University of Colorado, USA.

Featured Speakers

11:15 am — 12:00 pm Global LGMD Updates: India, Egypt, and Latin America
LGMD is a global disease affecting all parts of the world. Leading clinicians from different regions discuss diagnosis,  
research, and opportunities for advocacy. 

 n Moderator: Sarah Emmons l Jain Foundation, USA
 n Satish Khadilkar, MD l Bombay Hospital Institutes of Medicine, India
 n Rasha el Sherif, MD, PhD l Myocare National Foundation, Egypt
 n Jorge Bevilacqua, MD, PhD l University of Chile, Chile

12:00 — 1:30 pm Sponsored Session: GFB ONLUS
In this 90-minute presentation, GFB Onlus will share information about the clinical determinants of disease progression  
in patients with beta-sarcoglycan gene mutations, a quality of life study for patients with alpha-sarcoglycan,  
beta-sarcoglycan, and gamma-sarcoglycan mutations, CFTR correctors in sarcoglycanopathies, and unraveling  
muscle differences to approach sarcoglycanopathies.

 n Yvan Torrente, MD, PhD l University of Milan, Italy
 n Claudia Paniga l GFB Onlus, Italy
 n Dorianna Sandonà, MD, PhD l University of Padua, Italy
 n Carles Sánchez Riera, PhD l Spain

1:30 — 1:35 pm My LGMD Story: Brandi Benton l USA

1:35 — 1:45 pm LiftSeat® Demonstration

1:45 — 2:00 pm Break

2:00 — 4:00 pm Respiratory and Cardiac Complications  
 and the Importance of Screening

Respiratory and cardiac complications are associated with many forms of LGMD.  
It is vitally important for individuals with LGMD to receive proper screening and symptom management. 

 n Moderator: Kathryn Bryant Knudson l Conference Administrator
 n Matthew P. Wicklund, MD l University of Colorado, USA
 n Oren Kupfer, MD l University of Colorado, USA
 n Elizabeth McNally, MD, PhD l Northwestern University, USA

4:00 — 4:30 pm Conference Wrap-Up



Vitatx.com
clinicaltrials@vita-therapeutics.com

Learn More About Our Planned LGMD2A/RI Clinical Trial:

Harnessing the Power of Genetics

Vita Therapeutics is a cell engineering company harnessing the 

power of genetics to develop cellular medicines in the areas of  

neuromuscular diseases. The company utilizes induced pluripotent  

stem cell (iPSC) technology to engineer specific cell types designed 

to replace those that are defective in patients.

The lead asset, VTA-100, is an autologous cell therapy designed to 

repair and regenerate healthy muscle in patients with limb-girdle 

muscular dystrophy 2A/R1. VTA-100 is currently in the pre-clinical 

stages and working towards initiating IND-enabling studies with 

the goal to file an IND in the second half of 2022.

Evaluating Patients
for Potential  
First-in-Human (FIH)

Clinical Trial
Vita Therapeutics will undertake a Phase I/II  

trial of LGMD2A patients with the goal of  

determining the safety and tolerability of  

IM injection of Vita Therapeutics’ iPSC-  

derived satellite cells.

We are currently recruiting for three  

(3) initial patients to evaluate their  

potential to participate in our FIH  

Clinical Trial.



Courtesy: Fulcrum Therapeutics



Sarepta is a global biotechnology company on an  
urgent mission to engineer precision genetic medicine  
to reclaim futures otherwise impacted or cut short by 
rare diseases, including LGMD.
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WHO
Genetic testing is recommended
for individuals with symptoms
of limb-girdle weakness that suggest 
LGMD, such as difficulties walking, 
rising to stand, raising the arms, falling 
and others.

What Does “Diagnosis” Really Mean?
“LGMD” alone isn’t a diagnosis—it’s a 
broad disease category of 30+ separate 
subtypes. Genetic testing is the only 
approach that may conclusively 
diagnose a specific subtype, by 
identifying a known disease-causing 
gene variant.

WHY
A genetically confirmed subtype diagnosis 
opens up new options to:

• Work with doctor to create personalized 
patient care plan based on subtype

A genetic test may confirm a clinical 
diagnosis—that is, one based solely on 
patient symptoms and medical history. 
Advances in testing technology means 
even those with prior, inconclusive 
genetic test results may wish to 
consider getting re-tested now.

WHAT
Testing analyzes the 30+ genes 
associated with LGMD subtypes (plus 
sometimes genes for other muscle 
diseases) to look for gene variants 
(changes) that may be disease-causing.

• Discuss with a doctor the possibility of 
participating in LGMD clinical trials, 
which generally require a genetic 
subtype diagnosis as a first step in 
possible patient eligibility

• Understand wider family risk, testing, 
and planning

• Connect with others in subtype-
specific LGMD communities and 
advocacy organizations

HOW
It’s best to order a genetic test 
through a doctor, but some 
programs, such Invitae’s Detect 
Muscular Dystrophy, allow patient-
ordered testing supported by lab-
staffed genetic counselors. The testing 
process is typically straightforward:

• Work with a doctor or genetic 
counselor to determine the 
appropriate test and coordinate 
collecting a DNA sample (typically 
blood or saliva) and sending it to  
the lab

• Lab analyzes DNA for gene variants 
that may be disease-causing 

• Lab provides test report within  
~2-5 weeks in U.S. 

Afterwards, it’s important to 
review results with a doctor 
and/or genetic counselor.

WHERE
Several programs in the U.S. offer free 
testing for LGMD and other muscle 
diseases. Learn more at limbgirdle.
com/genetic-testing, and talk to your 
doctor or genetic counselor about 
which might be right for you.

U.S. Free Programs: 
Detect Muscular Dystrophy—Invitae
Phone: (800) 436-3037
Website: invitae.com/en/detect-
muscular-dystrophy
The Lantern Project— 
PerkinElmer Genomics
Phone: (866) 354-2910
Website: lanternprojectdx.com
Rare Genomes Project— 
The Broad Institute of MIT  
and Harvard
Phone: (617) 714-7395
Website: raregenomes.org/limb- 
girdle-muscular-dystrophy

POSSIBLE 
TEST RESULTS
Conclusive
Close to half of those tested for 
suspected LGMD get a definitive 
subtype diagnosis.

Uncertain
Roughly half do not get a diagnosis 
because testing finds variants of 
uncertain significance (VUS): not 
enough data to determine if a variant is 
disease-causing or not.

Today, genetic testing is accessible to many people and 
considered a first-line approach to diagnosing limb-girdle 
muscular dystrophy (LGMD) or other similar muscle diseases.

Sign up for updates on LGMD news, research, and 
community resources at limbgirdle.com/stay-connected

Take Action
Uncertain results are not the end 
of the diagnostic process. Patients 
and doctors can take follow-up 
actions collaboratively with the lab 
to collect more data, which over 
time may help clarify the variant.

Seek Support
Genetic counselors are a valuable 
resource to help interpret test 
results, plan next steps, and 
provide support throughout the 
testing process.

•  Find a genetic counselor at findageneticcounselor.nsgc.org    
•  Search for LGMD clinical trials at clinicaltrials.gov                                     
•  Consider genetic data-sharing at genomeconnect.org

A Guide to Genetic 
Testing for LGMD

Helpful 
Resources:   

PAT

Learn more at Sarepta.com



Sarepta is a global biotechnology company on an  
urgent mission to engineer precision genetic medicine  
to reclaim futures otherwise impacted or cut short by 
rare diseases, including LGMD.

WHO
Genetic testing is recommended
for individuals with symptoms
of limb-girdle weakness that suggest 
LGMD, such as difficulties walking, 
rising to stand, raising the arms, falling 
and others.

What Does “Diagnosis” Really Mean?
“LGMD” alone isn’t a diagnosis—it’s a 
broad disease category of 30+ separate 
subtypes. Genetic testing is the only 
approach that may conclusively 
diagnose a specific subtype, by 
identifying a known disease-causing 
gene variant.

WHY
A genetically confirmed subtype diagnosis 
opens up new options to:

• Work with doctor to create personalized 
patient care plan based on subtype

A genetic test may confirm a clinical 
diagnosis—that is, one based solely on 
patient symptoms and medical history. 
Advances in testing technology means 
even those with prior, inconclusive 
genetic test results may wish to 
consider getting re-tested now.

WHAT
Testing analyzes the 30+ genes 
associated with LGMD subtypes (plus 
sometimes genes for other muscle 
diseases) to look for gene variants 
(changes) that may be disease-causing.

• Discuss with a doctor the possibility of 
participating in LGMD clinical trials, 
which generally require a genetic 
subtype diagnosis as a first step in 
possible patient eligibility

• Understand wider family risk, testing, 
and planning

• Connect with others in subtype-
specific LGMD communities and 
advocacy organizations

HOW
It’s best to order a genetic test 
through a doctor, but some 
programs, such Invitae’s Detect 
Muscular Dystrophy, allow patient-
ordered testing supported by lab-
staffed genetic counselors. The testing 
process is typically straightforward:

• Work with a doctor or genetic 
counselor to determine the 
appropriate test and coordinate 
collecting a DNA sample (typically 
blood or saliva) and sending it to  
the lab

• Lab analyzes DNA for gene variants 
that may be disease-causing 

• Lab provides test report within  
~2-5 weeks in U.S. 

Afterwards, it’s important to 
review results with a doctor 
and/or genetic counselor.

WHERE
Several programs in the U.S. offer free 
testing for LGMD and other muscle 
diseases. Learn more at limbgirdle.
com/genetic-testing, and talk to your 
doctor or genetic counselor about 
which might be right for you.

U.S. Free Programs: 
Detect Muscular Dystrophy—Invitae
Phone: (800) 436-3037
Website: invitae.com/en/detect-
muscular-dystrophy
The Lantern Project— 
PerkinElmer Genomics
Phone: (866) 354-2910
Website: lanternprojectdx.com
Rare Genomes Project— 
The Broad Institute of MIT  
and Harvard
Phone: (617) 714-7395
Website: raregenomes.org/limb- 
girdle-muscular-dystrophy

POSSIBLE 
TEST RESULTS
Conclusive
Close to half of those tested for 
suspected LGMD get a definitive 
subtype diagnosis.

Uncertain
Roughly half do not get a diagnosis 
because testing finds variants of 
uncertain significance (VUS): not 
enough data to determine if a variant is 
disease-causing or not.

Today, genetic testing is accessible to many people and 
considered a first-line approach to diagnosing limb-girdle 
muscular dystrophy (LGMD) or other similar muscle diseases.

Sign up for updates on LGMD news, research, and 
community resources at limbgirdle.com/stay-connected

Take Action
Uncertain results are not the end 
of the diagnostic process. Patients 
and doctors can take follow-up 
actions collaboratively with the lab 
to collect more data, which over 
time may help clarify the variant.

Seek Support
Genetic counselors are a valuable 
resource to help interpret test 
results, plan next steps, and 
provide support throughout the 
testing process.

•  Find a genetic counselor at findageneticcounselor.nsgc.org    
•  Search for LGMD clinical trials at clinicaltrials.gov                                     
•  Consider genetic data-sharing at genomeconnect.org

A Guide to Genetic 
Testing for LGMD

Helpful 
Resources:   

PAT

Learn more at Sarepta.com
Sarepta is a global biotechnology company on an  
urgent mission to engineer precision genetic medicine  
to reclaim futures otherwise impacted or cut short by 
rare diseases, including LGMD.

WHO
Genetic testing is recommended
for individuals with symptoms
of limb-girdle weakness that suggest 
LGMD, such as difficulties walking, 
rising to stand, raising the arms, falling 
and others.

What Does “Diagnosis” Really Mean?
“LGMD” alone isn’t a diagnosis—it’s a 
broad disease category of 30+ separate 
subtypes. Genetic testing is the only 
approach that may conclusively 
diagnose a specific subtype, by 
identifying a known disease-causing 
gene variant.

WHY
A genetically confirmed subtype diagnosis 
opens up new options to:

• Work with doctor to create personalized 
patient care plan based on subtype

A genetic test may confirm a clinical 
diagnosis—that is, one based solely on 
patient symptoms and medical history. 
Advances in testing technology means 
even those with prior, inconclusive 
genetic test results may wish to 
consider getting re-tested now.

WHAT
Testing analyzes the 30+ genes 
associated with LGMD subtypes (plus 
sometimes genes for other muscle 
diseases) to look for gene variants 
(changes) that may be disease-causing.

• Discuss with a doctor the possibility of 
participating in LGMD clinical trials, 
which generally require a genetic 
subtype diagnosis as a first step in 
possible patient eligibility

• Understand wider family risk, testing, 
and planning

• Connect with others in subtype-
specific LGMD communities and 
advocacy organizations

HOW
It’s best to order a genetic test 
through a doctor, but some 
programs, such Invitae’s Detect 
Muscular Dystrophy, allow patient-
ordered testing supported by lab-
staffed genetic counselors. The testing 
process is typically straightforward:

• Work with a doctor or genetic 
counselor to determine the 
appropriate test and coordinate 
collecting a DNA sample (typically 
blood or saliva) and sending it to  
the lab

• Lab analyzes DNA for gene variants 
that may be disease-causing 

• Lab provides test report within  
~2-5 weeks in U.S. 

Afterwards, it’s important to 
review results with a doctor 
and/or genetic counselor.

WHERE
Several programs in the U.S. offer free 
testing for LGMD and other muscle 
diseases. Learn more at limbgirdle.
com/genetic-testing, and talk to your 
doctor or genetic counselor about 
which might be right for you.

U.S. Free Programs: 
Detect Muscular Dystrophy—Invitae
Phone: (800) 436-3037
Website: invitae.com/en/detect-
muscular-dystrophy
The Lantern Project— 
PerkinElmer Genomics
Phone: (866) 354-2910
Website: lanternprojectdx.com
Rare Genomes Project— 
The Broad Institute of MIT  
and Harvard
Phone: (617) 714-7395
Website: raregenomes.org/limb- 
girdle-muscular-dystrophy

POSSIBLE 
TEST RESULTS
Conclusive
Close to half of those tested for 
suspected LGMD get a definitive 
subtype diagnosis.

Uncertain
Roughly half do not get a diagnosis 
because testing finds variants of 
uncertain significance (VUS): not 
enough data to determine if a variant is 
disease-causing or not.

Today, genetic testing is accessible to many people and 
considered a first-line approach to diagnosing limb-girdle 
muscular dystrophy (LGMD) or other similar muscle diseases.

Sign up for updates on LGMD news, research, and 
community resources at limbgirdle.com/stay-connected

Take Action
Uncertain results are not the end 
of the diagnostic process. Patients 
and doctors can take follow-up 
actions collaboratively with the lab 
to collect more data, which over 
time may help clarify the variant.

Seek Support
Genetic counselors are a valuable 
resource to help interpret test 
results, plan next steps, and 
provide support throughout the 
testing process.

•  Find a genetic counselor at findageneticcounselor.nsgc.org    
•  Search for LGMD clinical trials at clinicaltrials.gov                                     
•  Consider genetic data-sharing at genomeconnect.org

A Guide to Genetic 
Testing for LGMD

Helpful 
Resources:   

PAT

Learn more at Sarepta.com



Sarepta is a global biotechnology company on an  
urgent mission to engineer precision genetic medicine  
to reclaim futures otherwise impacted or cut short by 
rare diseases, including LGMD.

Sarepta is a proud sponsor of 

 

a U.S. educational website.  

Members of the U.S. community can sign up at limbgirdle.com/stay-connected   
to receive information on community resources, news, and research   

on limb-girdle muscular dystrophy.

U.S. community members may also choose to follow   
Sarepta on our social media platforms.

If you wish to speak directly to a member of the Sarepta Patient Affairs team   
and share about yourself and hear about community resources,   

we encourage members of the U.S. and international communities  
 to connect with us by emailing Advocacy@Sarepta.com.

Are you an individual or a parent of an individual living with   
Limb-girdle muscular dystrophy (LGMD) Type 2E (LGMD2E/R4),   

Type 2D (LGMD2D/R3), and Type 2C (LGMD2C/R5)?  
You may be eligible to join Sarepta’s natural history study.  

What is a natural history study? 
In a natural history study, individuals living with 
a disease are followed closely by researchers to 
better understand how that disease progresses over 
time. No study drug is administered, and individuals 
continue their current care plan as designed by their 
regular doctor.

Why is Sarepta conducting a natural history study 
for LGMD 2E, 2D, and 2C?

Sarepta is conducting Journey to better understand 
 the natural progression of LGMD2E, LGMD2D, 
and LGMD2C. Information from Journey may help 
Sarepta better design potential future clinical trials 
using  investigational medicines.  

Why consider joining Sarepta’s natural history 
study?

In addition to supporting research and development 
overall, this is a unique opportunity to be clinically  
followed by a care team focused on limb-girdle 
 muscular dystrophy. Individuals will also be  
assessed  for eligibility for potential future gene  
therapy clinical trials. Please note that participation 
in an interventional trial is not guaranteed.

Who may be eligible to enroll in Sarepta’s natural 
history study?*

• Male or female individuals ≥4 years of age with  
a confirmed genetic diagnosis of LGMD2E,  
LGMD2D,  or LGMD2C.

• Willing to travel to an active clinical trial site 
(travel and some associated expenses are  
reimbursed as part of  the study)

*Other inclusion/exclusion criteria may apply. Please contact a 
study site for more details.

Check out the locations of our currently activated 
sites in the United States:

• Arizona     • Arkansas     • Illinois     • Ohio     • Virginia

Additional sites in the United States, and parts of Asia, Europe, 
and South America are planned.

AZ AR

IL OH
VAAZ AR

IL OH
VA

(NCT04475926) 

KAREN

Learn more at Sarepta.com
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I’m not afraid of much. Sometimes I’m afraid 
of limb-girdle, but most of the time I’m not.”

Sammy

Gene therapy has made extraordinary 
progress over the past several years.  
My hope is that the work we do every day 
at AskBio helps shift this new treatment 
paradigm to support the best outcome  
for all patients with genetic diseases, 
including those with LGMD2i.”

SiewHui Low, PhD 
Clinical Development, Principal Scientist 
AskBio
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This is what you work long hours for. It makes you feel that 
you are doing the right thing. You are where you are meant 
to be; doing right, doing good, and making an impact in  
science and the lives of others.”

Lester Suarez, DVM, PhD  |  Director, R&D  |  AskBio

askbio.com

The first time I was told I had a rare form of muscular 
dystrophy, it was a profound moment. I wanted to know 
more, but they said they had no more information than 
the diagnosis.”

Lisa
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AskBio Supports the  
Patient and Family Heroes 

Across the LGMD Community

askbio.com

Coming soon!  
AskBio’s Gene Therapy  
Study in LGMD2I/R9
A study of 2 doses of LION-101 in LGMD2I/R9
n LION-101 is one-time intravenous infusion of gene therapy designed 

to express fukutin-related protein (FKRP), primarily in muscle

n Safety and efficacy of LION-101 will be studied first in adults, and 
eventually adolescents, in a placebo-controlled, crossover study 
(where all enrolled participants will receive gene therapy)

n At least 2 doses of LION-101 will be studied

n This first-in-human dose-finding study will be run in the US 

n Travel to study sites will be reimbursed; home-based assessments 
will be used when possible

Visit AskBio.com for updates, or email AskFirst@AskBio.com  
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Celebrate

By increasing awareness of and advocating for
individuals living with limb-girdle muscular
dystrophy (LGMD), we hope to assist in advancing
the diagnosis, care, and treatment for individuals
around the world.    

LGMD Awareness Day is a project of the LGMD Awareness
Foundation, a 501(c)(3) advocacy organization. 

LGMD-Info.org
@LGMDawareness

Advocate

Educate

Together We Are Stronger

LGMD Awareness Day 
September 30 

Beyond Labels & Limitations is dedicated  
to looking beyond the current status of Limb-Girdle  

Muscular Dystrophy 2A. Our objective is to raise funds for
scientific research and educate people about the progression 
of the disease and how it affects those struggling with it. We 
believe there is a cure out there, and we will find it. We are 

hopeful for the future and the many possibilities it holds.

Foundation Assisted Genetic Testing: lgmd1d.org

Our mission is to 

  accelerate and influence 

 the path to a cure.

Our mission is to 

  accelerate and influence 

 the path to a cure.

RRoobbuusstt  RReessppoonnssiivvee  RReeaaddyy

LGMD2B/R2/Miyoshi Myopathy 1

A registry focused on 
dysferlinopathy

www.jain-foundation.org/forms/
dysferlin-registry-application/



Powered Toilet Lift &  
Electric Washing Bidet

Get $150 off your LiftSeat 
with code LGMDSAVINGSCall 1-877-665-4381 or go to www.liftseat.com

SIT STANDCLEAN

Our patented, award-winning powered toilet 
lift provides safe and comfortable sit-to-
stand assistance. 

Our mission is to find a cure for LGMD2I 
and enhance the wellbeing of all patients

Sponsor innovative therapeutic research

Increase patient input into therapy 
development

Connect patients and drug developers

Build lasting relationships with patients and 
with scientists

Facilitate patient identification

Raise awareness of LGMD2I

lgmd2ifund.org

We Would Like to Recognize  
the Following Organizations

Who Work to Benefit the Limb-Girdle  
Muscular Dystrophy Community:

• ADM Argentina Muscular Dystrophy LGMD Group 
• Breathe with MD, Inc. • CamronsCure Foundation  

• Coalition to Cure Calpain 3 • Conquistando Escalones  
Association • Italian Association Calpain 3 • Kurt + Peter 

Foundation • LGMD2D Foundation • LGMD2L Foundation 
• Patients’ Association for Dysferlinopathy Japan  

• Proyecto Alpha • Stichting Spierkracht • Team Titin

Thank you for all you do!



We’re Closer
to a Cure

– with multiple potential treatments 

in clinical trials in 2021, your 

support means more than ever!

Learn More, Donate, or Get Involved at 

Or follow us on

CURELGMD2i.org





Limb girdle muscular dystrophy affects everyone 

in the same way.

There are no differences among the different countries.

Among different cultures or languages.

Together we are stronger!

GFB ONLUS

 www.lgmd2e.org   

 info@beta-sarcoglicanopatie.it 

Take part in the GFB 
Quality project

info@beta-sarcoglicanopatie.it 




