(®)
2016 2018

iPS 2

Elucidation of developmental mechanisms of the bilateral vestibular schwannoma
in neurofibromatosis type 2 using patient-derived iPS cells

Matsuzaki, Saeko
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In the research of hereditary diseases with hiPS cells, repairin? gene
mutations is in general an indispensable step for confirming phenotypes at the cellular level.
Therefore, in this study, we first identified mutations in the NF2 gene before establishing hiPS
cells. DNA was extracted from the peripheral blood of 7 patients (3 males and 4 females) who had
bilateral acoustic nerve tumors defined by MRI and were clinically diagnosed as NF2. Gene analysis
was performed with a next-generation sequencer. Pathogenic variants were found in NF2 gene in 5
cases, likely pathogenic variant in 1 case. We are currently working on establishing patient-derived
iPS cells from pathogenic mutant cases with severe symptoms.
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FEB] | 145 - mutation RIRME
1 M 586C>T heterozygote nonsense pathogenic
2 F c.1515.1532delinsT heterozygote | frameshift pathogenic
3 M 586C>T heterozygote nonsense pathogenic
4 M c.407_423dup heterozygote frameshift pathogenic
5 F c.516+1G>A heterozygote splice site pathogenic

6 F 357_359del heterozygote deletion | likely pathogenic
7 F unknown unknown unknown
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Schwannoma of the External Auditory Canal as a Part of Schwannomatosis
Acta Oto-Laryngologica Case Reports p 5-9, 2018
Saeko Matsuzaki, Naoki Oishi, Satoko Wakabayashi, Kaoru Ogawa

EYA4

120

120

28
EYA4

27

4 iPS
2019
2 NF
2019
NF2
2019
iPS

2018




The localization of PENDRIN aggregation in Pendred syndrome patient specific
iPSCs derived outer sulcus cells Tsubasa Saeki; Makoto Hosoya; Takanori Nishiyama;
Saeko Matsuzaki; Shinsuke Shibata; Tatsuo Matsunaga; Masato Fujioka; Kaoru Ogawa;
Hideyuki Okano  ARO 41st MidWinter Meeting Manchester Grand Hyatt San Diego
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