
Do commercial genetic tests for PSSM2 and myofibrillar myopathy 

(MFM) correspond to a histopathological diagnosis? 

Controls 

30 Arabians, 54 

Warmbloods with 

normal muscle 

biopsies 

MFM/PSSM2 

30 Arabians, 68 

Warmbloods with 

PSSM2/M FM by 

muscle biopsy 

-
Genotyping for 

P2, P3, P4 variants 

-
Genotyping for 

P2, P3, P4 variants 

- 30% Arabians, 33% Warmbloods

had one of the P variants

- 3% Arabians, 6% Warmbloods

had > 1 P variant

- 40% Arabians, 38% Warmbloods

had one of the P variants

- 10% Arabians, 13% Warm bloods

had > 1 P variant

Test sensitivity for each P variant was < 33% 

P2 and P3 were present in 25 early domestic and modern breeds (public repositories) 

A single or combination of commercial genetic test P variants were not statistically associated with 

a histological diagnosis of PSSM2 and MFM, the means by which these diseases were discovered 
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