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In this study, we showed the pathogenicity of the deep intoronic variant of
POU1F1/Poulfl gene, which was difficult to analyse for the two reasons. First, the gene mutation was
located in a deep intron that cannot be analysed normally. Second, the organ affected by the gene
vatriant was the pituitary gland, which is difficult to extract the tissue. Using mice model and
cultur?d gﬁAI line, we showed that the gene variant leaded splicing error and generated several
unusual mRNA.
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