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Elucidation of the aggravation mechanism and new treatment in Pierson syndrome
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Eight cases of LAMB2 abnormalities were diagnosed by a comprehensive
diagnosis system for congenital nephrotic syndrome, infantile nephrotic syndrome and
steroid-resistant nephrotic syndrome using a next-generation sequencing (NGS). In addition, six
cases of LAMB2 abnormality were examined and reported. This paper explains the mechanism of the
disease severity by splicing analysis, for example, a case in which the disease seemed to be a
missense mutation but was severe because it was actually a truncating mutation associated with
abnormal splicing, and a case in which the disease was suspected to be severe because it showed
abnormal splicing but was mild because it produced both normal and abnormal splicing products.
However, even though missense mutations in the LN domain, which is important for the function of the

LAMB2 protein, do not cause splicing abnormalities, some cases show severe phenotypes, suggesting
that mechanisms other than splicing abnormalities may also be involved.
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