
 
 

 
  

  
 

   
  

 
 

 

 

 

 

brought to you by COREView metadata, citation and similar papers at core.ac.uk

provided by Hiroshima University Institutional Repository

https://core.ac.uk/display/222962239?utm_source=pdf&utm_medium=banner&utm_campaign=pdf-decoration-v1


Neurofibromatosis type I (von Recklinghausen's disease) (NF1) ,

, NF1

17 Neurofibromin (NF)

, ,

, iPSC  

, NF1 2 Next Generation Sequencing (NGS)
,  (SeVdp), 

, NF1  (PBMC) NF1 iPSC (NF1-iPSC)

, iPSCs NF1 ,

58,72  
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 NGS , MiSeq , TrusightOne  (illumina ) , 

PBMC NF1-iPSCs DNA 4813 exon , NF1

Comparative Exome Quantification analyzer (CEQer) , 

droplet digital Polymerase Chain Reaction (ddPCR)  
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NF1-iPSCs in vitro , (Oct3/4, Sox-2, Rex1) (Oct3/4, 
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NF1-2 NF1 exon 40 C T (rs137854552 C>T) , arginine

stop codon NF1-1 NF1 , CEQer 17

NF1 read coverage , ddPCR NF1

NF1-1-hiPSC NF1-2-hiPSC 0.124 0.088
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