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Figure S1. PCR analysis to detect presence of wild-type and deletion of exons 4-10. 
  



 

 

Figure S1 Schematic representation of IKBKG/NEMO gene and PCR results using primer set to detect exons 4-10 deletion. 

(a) Structure of IKBKG/NEMO gene and the position of IKBKG/NEMO gene-specific primer set which was previously reported for 
the detection of exon 4-10 deletion [15]: forward primer In2 and reverse primer JF3R. Expected PCR products with sizes 14.5 kb 
and 2.8 kb are derived from intact allele and exons 4-10 deleted allele, respectively. Coding exons are shown as black boxes. (b) 
Agarose gel electrophoresis of PCR products. PCR was performed using primers (In2/JF3R) with genomic DNA. Exon 4-10 
deletion was not observed with this method. Ctrl: normal skin fibroblast, N: proband's skin fibroblast established from a non-
pigmented skin part, H: proband's skin fibroblast established from a hyperpigmented skin lesion, B: proband's peripheral blood. 
Arrowhead indicates a 14.5 kb PCR amplicon corresponding to the intact allele. Marker; 1 kb ladder. 


