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Supp. Fig.  5: Characterization of iPSCs generated from 1q21.1 duplication patient 2.  A  
Representat ive images of  IPSCs stained for 3 markers of  p lur ipotency (SOX2, OCT4 and NANOG). B  
Expression of  OCT4 in iPSCs generated from 1q21.1 dupl icat ion pat ient  2 as compared to a posi t ive 
control  (hESCs) and a negat ive control  (control  iPSC der ived neurons).  C Expression of  SOX2 in iPSCs 
generated from 1q21.1 dupl icat ion pat ient  2 as compared to a posi t ive control  (hESCs) and a negat ive 
control  (control  iPSC der ived neurons).  D  Expression of  C-MYC in iPSCs generated from 1q21.1 
dupl icat ion pat ient  2 as compared to a posi t ive control  (hESCs) and a negat ive control  (control  iPSC 
der ived neurons).  E  Expression of  KLF4 in iPSCs generated from 1q21.1 dupl icat ion pat ient  2 as 
compared to a posi t ive control  (hESCs) and a negat ive control  (control  iPSC der ived neurons).  F  
Representat ive images and gene expression of  SOX17 in iPSCs pushed to an endoderm fate.  G  
Representat ive images and gene expression of  BRACHYURY in iPSCs pushed to a mesoderm fate.  H  
Representat ive images and gene expression of  PAX6 in iPSCs pushed to an ectoderm fate.  Al l  data is 
presented as mean ± SEM, (n≥3) and where appropr iate data was analysed by students T-Test:  
****P<0.0001 vs negat ive control .  Scale bar = 100µm.  
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