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• Define the genetics of PSSM.
• Study the origin and the specific mutation (genes involved,

molecular alterations…).
• Know more about de mechanism(s) responsible for the

disease.
• To explain the pathophysiological basis and which body

functions are affected.

PSSM, identified in 1992, is a type of exertional
rhabdomyolysis characterized by an accumulation of
amylase-resistant and less-branched polysaccharide in
skeletal muscle fibers with 1.7-4 times normal muscle
glycogen.
There are 2 types: PSSM1 associated with a mutation that
produces an overexpression of Glycogen synthase (GYS1) and
PSSM2 with unknown etiology.
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• GYS1 mutation
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Common clinical signs

• Unknown etiology, 
no mutation

• No inheritance is 
possible 

Poor performance, refusal to move forward, 
sweating, muscle fasciculations, short steps, 
gait abnormalities… 
Same histopathological image.

Comparison muscle glycogen concentrations between
PSSM and control (Mickelson & Valberg, 2015)
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DIETARY CONTROL

(McCue et al., 2008) 

GYS1 mutation in PSSM produces a change of normal arginine (R)
residue at codon 309 to a histidine (H)→ R309H (McCue et al., 2008)

R309H

• PSSM is a poorly studied disease that only affect horses and not human, so studies
available to date are not enough to know all about it, there are lots of aspects that are
still unknown.

• As much suspected horses as possible should be genotyped to eliminate them from
breeding and avoid transmitting PSSM.

• For the affected horses the owners should try dietary control and light and regular
exercise.
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