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TREAT-NMD

http://www.treat-nmd.eu/home.php
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TACT Review

• - P188 - James Symons, PhD, Phrixus
Pharmacuticals, US

• - N-Acetyl cysteine (NAC) - Ana 
Ferreiro, MD, Institute of Myology, France

• - Laminin-111, Bradley L 
Hodges, PhD, Prothelia, US



What are the phases of clinical 
trials?

Clinical trials are conducted in phases. The trials at each phase have a different 
purpose and help scientists answer different questions:

In Phase I trials, researchers test an experimental drug or treatment in a small 
group of people (20-80) for the first time to evaluate its safety, determine a safe 
dosage range, and identify side effects.

In Phase II trials, the experimental study drug or treatment is given to a larger 
group of people (100-300) to see if it is effective and to further evaluate its safety.

In Phase III trials, the experimental study drug or treatment is given to large groups 
of people (1,000-3,000) to confirm its effectiveness, monitor side effects, compare 
it to commonly used treatments, and collect information that will allow the 
experimental drug or treatment to be used safely.

In Phase IV trials, post marketing studies delineate additional information 
including the drug's risks, benefits, and optimal use.

http://clinicaltrials.gov/ct2/info/glossary�
http://clinicaltrials.gov/ct2/info/glossary�
http://clinicaltrials.gov/ct2/info/glossary�
http://clinicaltrials.gov/ct2/info/glossary�


Cochrane Reviews





• Strength training and aerobic exercise training for 
muscle disease
– http://www2.cochrane.org/reviews/en/ab003907.html
– “These showed that moderate-intensity strength training 

appears not to harm muscles in people with myotonic
dystrophy or with facioscapulohumeral muscular 
dystrophy, and has a very limited positive effect on muscle 
strength in facioscapulohumeral muscular dystrophy. 
Strength training combined with aerobic exercise appears 
to be safe and may be effective in increasing endurance in 
people with mitochondrial myopathy. However, there is 
insufficient evidence for general prescription of exercise 
programmes in these disorders. More research is needed in 
all muscle diseases.”

http://www2.cochrane.org/reviews/en/ab003907.html�


• Drug treatment for facioscapulohumeral muscular dystrophy
– The evidence from published randomised controlled trials is 

inadequate to establish the effectiveness of any drug for treating 
facioscapulohumeral muscular dystrophy. More research is needed

– “Facioscapulohumeral muscular dystrophy is a progressive muscle 
disease. Muscle weakness is often relatively mild and progression slow 
but around one fifth of affected people eventually become wheelchair-
bound. The muscles of the face, shoulder blades and upper arms are 
most severely effected, but weakness occurs in other muscles. There is 
no agreed treatment. Only two randomised controlled trials have been 
published. One small trial of albuterol (also known as salbutamol)and 
another small trial of creatine (a dietary supplement for building 
muscle) were inadequate to confirm or refute a significant effect. 
Further trials of albuterol, creatine and other agents are needed.”





Exon Skipping

• Exon skipping
– Systemic delivery

– Approvals process

– Not just DMD
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The Australian Phenomics Facility
www.apf.edu.au

Determining the Genetics 
Behind Phenotype using ENU Mutagenesis



Develop robust
phenotypic screen

APF Services

Infrastructure Management
and Core Services

Scientist
Project co-ordinator
Animal handlers
“Musterer” database

Mutant Strain Banking
Sperm cryopreservation
NH&MRC Australian Phenome Bank

Phenotyping

Genotyping and Mapping

Strain with novel gene-variant

Animal models leading to discovery 
of new biological processes

Map mutation location

Identify novel mutation

ENU-mutagenesis

Screen gene-variant pedigrees
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APF project plan



Which mouse

•mdx mouse model of 
Duchenne MD (1981)

– 2 models in 1?

•Acute onset of pathology at 
approx. 3 weeks

•No function loss
– Reduced resistance to 

fatigue

•Elevated CK



CK - Males

MDX 6w
ks

B10
 6w

ks

MDX 8w
ks

B10
 8w

ks

MDX 10
wks

B10
 10

wks

MDX 12
wks

B10
 12

wks

-5000

-2500

0

2500

5000

7500

10000

12500

15000

u/
L



1 4 5 6 7 8 92 3 10Age 
(wks)

Body Weight Measurement

PB collection
(glucose and CK)

Grip Strength Testing
Limb 

dissection, sper
m & DNA 
collection

(males only)

Daily Health Monitoring
Limb & DNA collection post mortem following euthanasia

MDX - Screening Timeline (v2)
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http://www.closerlookatstemcells.org



“Stem cells do hold tremendous promise for the treatment of many 
serious diseases. Yet there are organizations out there that are 
preying on patients’ hopes, offering stem cell treatments – often for 
large sums of money – for conditions where the current science 
simply does not support its benefit or safety,” said Irving 
Weissman, MD, President of the ISSCR. “We want to stress through 
this initiative that there are internationally accepted medical 
criteria for getting new medicines into clinics. Patients have a right 
to know if the clinic or treatment they are considering adheres to 
these criteria. We feel it is an obligation of the ISSCR to both a) alert 
patients and caregivers about clinics and other entities that are 
selling unproven ‘stem cell’ therapies, and b) help shepherd real 
stem cell advances from discovery to successful patient treatments 
as rapidly as possible. ” 
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