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Spinal muscular atrophy (SMA) is caused by mutations in the survival motor
neuron 1 (SMN1) gene. These mutations result in reduced expression of survival motor neuron (SMN)
protein and SMN complex. Here, we report a method that allows the evaluation of SMN protein in <1.5
ml of peripheral blood using imaging flow cytometry. This technique successfully identified
different expression patterns and subcellular localization of SMN protein in healthy human and SMA
patient-derived cells.
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