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referred to as having PSSM Type 1 (PSSM1), whilst the ones that test negative are sometimes referred to as having PSSM 
Type 2 (PSSM2) [4; 5]. 

Genetic testing for PSSM1 has become very helpful not only for diagnosis, but for breeders making informed and ethical 
decisions about which horses to breed from. By testing DNA (from a blood sample or hair roots) muscle biopsy can be 
avoided. Over time, it has turned out that many different breeds of horse carry this same gene mutation across the world, 
strongly suggesting they share a common ancestor; however, some of these horses display no apparent signs of disease 
(they are ‘sub-clinical’) whereas others have prominent or intermittently severe signs. Likely, the way these horses are 
managed plays a significant role in the disorder’s clinical severity but there are probably other aspects that influence the 
disease (such as breed or fitness). It is important to recognise that some horses with PSSM1 can be very effectively 
managed and have successful careers. We are working on identifying reasons for differences in clinical severity and specific 
treatments for this condition. 
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