
              

As part of Sanofi Canada’s sponsored Roadmap2Rare 

Diagnostic Program, an expanded 122-gene muscle 

disorders (MD) panel is available at no charge to 

facilitate differential diagnosis of various muscular and 

neuromuscular diseases, including Pompe disease. 

This testing is made available in collaboration with  

Revvity Omics (formerly PerkinElmer Genomics).

Muscle Disorders Panel – 
Roadmap2Rare Diagnostics Program
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Genetic testing criteria

To be eligible for testing on the panel, patients need to show laboratory 
evidence suggestive of a muscle pathology (i.e. EMG, CK, muscle biopsy, 
MRI), in addition to at least one of the following:

• • Muscle weakness, or 

• • Unexplained respiratory insufficiency, or 

• • Other symptom(s) suggesting muscle involvement (i.e. exercise 

intolerance, rhabdomyolysis, myalgia)

This next-generation sequencing (NGS) testing 

is offered at no charge and with complimentary 

genetic consultation/results interpretation for 

clinicians; genetic counselling for patients is 

also available. Clinicians can collect specimens 

with complimentary saliva swab kits or have 

Revvity Omics mail kits directly to patients for 

self-collection.   



  

       

              

Limb-girdle muscular dystrophy (LGMD) is a 

heterogeneous group of genetic disorders 

characterized by progressive muscle weakness 

involving the shoulder and pelvic girdles.1 

Pompe disease is a life-threatening, progressive 

neuromuscular disorder that causes progressive, 

irreversible muscle damage.2

From a similar Canadian panel, of all diagnosed 

patients, more than 36% of patients were diagnosed 

with an LGMD.3

For information about 

Sanofi Canada’s 

Roadmap2Rare initiatives, 

visit roadmap2rare.ca.

The Muscle Disorders Panel includes 
the following groups of disorders: 

• • Muscular dystrophies with predominant 

limb-girdle weakness patterns, 

• • Congenital muscular dystrophies, 

• • Rigid spine syndrome, 

• • Congenital myopathies, 

• • Inclusion myopathies, 

• • Congenital myasthenic syndromes, 

• • Scapuloperoneal syndromes,

• • Metabolic myopathies

For more information about 
the Roadmap2Rare Diagnostic 
Program services, and to 
access the MD panel, please 
visit the Roadmap2Rare 
landing page on the Revvity 
Omics website. To be directed 
to this landing page, visit  
www.roadmap2rare.ca/
laboratory.

Patient and physician 

identifying information 

provided to Revvity Omics 

remains confidential and is not 

shared with Sanofi. 



       

Progressive proximal muscle 
weakness: the hallmark symptom of 
Pompe disease4

Progressive proximal muscle weakness affects  

the majority of late-onset Pompe patients.5

1. Progressive proximal muscle weakness – 

especially in lower limbs.4,5

2. Respiratory insufficiency because of  

diaphragm weakness.6

3. Mild-to-moderate hyperckemia levels.6

Distribution of skeletal muscle weakness in 94 adults with Pompe disease. 
Adapted from van der Beek.5

>80% of patients   50-80% of patients   <50% of patients

Proximal muscle weakness

Though symptoms vary, progressive proximal 
muscle weakness, with or without respiratory 

insufficiency or hyperckemia, should raise 
suspicion of Pompe disease.6
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Genes included in the Muscle Disorders Panel
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For more information about Sanofi 
Canada’s Roadmap2Rare initiatives, and 
for the full list of genes and associated 
disorders, visit roadmap2rare.ca.

Or scan the QR code on the right.
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