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Canine model for Dogs with splicing mutations in bridging integrator 1 (BINI) could Unpatented;
autosomal-recessive be useful as models to help identify therapies for treating autosomal- available for
myotubular myopathy recessive myotubular myopathy. Genomic analyses of three patients and ~ partnering

five Great Danes with an inherited myopathy identified homozygous

BINI splicing mutations in skeletal muscle that were not observed in
healthy subjects and dogs. Biopsies of muscle tissue from the affected
dogs recapitulated multiple markers of disease seen in patient muscle
tissue, such as nuclear internalization, fiber atrophy and membrane
alterations. Next steps include establishing a population of Great Danes
and smaller dog breeds harboring the BINI mutation to help elucidate the
pathogenesis of myotubular myopathy.
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