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Elucidating novel molecular mechanisms of neuromuscular disorders due to
impaired ribosomal rRNA processing
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garl is a gene involved in the function of ribosomes, but the pathogenic
mechanism caused by its deficiency is unknown. In this study, we analyzed the mechanism of cell
death induction in garl mutant showing developmental abnormalities in skeletal muscle and eyes. When
translation of p53 protein was suppressed by microinjection of morpholino antisense
oligonucleotide, microphthalmia tended to improve, but skeletal muscle impairment did not improve.
This suggests that p53-independent cell death is induced skeletal muscle and both p53-dependent and
p53-independent mechanisms of cell death are induced in the eyes. In addition, the expression level
of p53 isoform A 113p53 was increased in garl mutant, but it also had no effect on inhibition of
cell death by p53. In conclusion, there is a tissue specificity in the mechanism of developmental
abnormalities in skeletal muscle and eyes caused by garl deficiency, which may be related to the
characteristic phenotype of ribosomal disease.
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Catalytic molecule DKC1 Dyskaratosis congenita
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Fig. 1 Birefringence Assay
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Fig. 2 p53 A 113p53 mRNA
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