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Development of a disease model of hereditary retinal degeneration caused by
abnormal RNA metabolism and elucidation of the pathogenic mechanism

Yatsuka, Hiroyuki

3,100,000

RNA RNA
exosc2 Knockout

RNA

RNA RNA RNA EXO0SC2

exosc2 Knockout
RNA
RNA

RNA exosomes play an important role in RNA quality control. The principal
investigator developed an animal model zebrafish model of the disease in which the exosc2 gene was
Knockout, and reported that the pathology was associated with an abnormal nucleotide metabolic
balance. The animal model showed decreased retinal rhodopsin in rhodopsin immunostaining. The
retinal function of the model animal was confirmed to be decreased by examination of
electroretinograms and back-ground adaptation. These results suggest that genetic abnormalities in
RNA exosomes are associated with abnormal nucleotide metabolic balance and may cause
neurodegenerative diseases, including retinal degeneration.
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Exosc2 deficiency leads to developmental disorders by causing a nucleotide pool imbalance in 2020
zebrafish
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