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In this study, we analyzed the patients with Aicardi syndrome, Galloway-Mowat
syndrome, steroid-resistant nephrotic syndrome, pulmonary lymphangioleiomyomatosis (pLAM), hypermobility
type Ehlers-Danlos syndrome b{ whole exome sequence. Among them, we successfullz identified the novel
disease gene, nucleoporin 107kDa (NUP107), which is responsible for early-childhood onset steroid
resistant nephrotic syndrome. In addition, we performed targeted ultra-deep sequencing for the TSC1/TSC2
genes in sporadic pLAM patients and identified somatic mosaic TSC2 mutation in six out of nine patients.
This result indicated that low prevalence somatic TSC2 mutation could be associated with sporadic pLAM.
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