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Elucidation of individual variation of the responsiveness to therapy for spinal
muscular atrophy using a large number of disease-specific iPS cells
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Spinal muscular_atrophy (SMA) is an autosomal recessive neuromuscular
disorder characterized by the degeneration of spinal motor neurons. This disease is caused by the
deletion of the survival motor neuron protein. Currently, there are no curative agents for SMA,
although some research groups have developed treatments based on the molecular pathophysiology of
this disease. Our purpose in this study is to establish a number of human SMA with different genetic

background-derived induced pluripotent stem cells (SMA-i1PSCs) disease model and develop a standard
treatment for SMA. Before now, we established SMA-iPSCs disease models derived from 19 SMA patients
with different genetic background. In addition, we confirmed the therapeutic efficiency of
thyrotropin-releasing hormone (TRH) analog, a free radical scavenger (edaravone), a docosahexaenoic
acid, y -secretase inhibitor, and rufinamide.
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