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Figure S1: The result of the break point search
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Legend: A) Break point search by Sanger Sequencing. Position of the breakpoint is marked by red arrowhead. B) Information about genomic coordinates corresponds to Transcript ID ENST00000541550.5; Human genome GRCh38.p7. Blue arrowheads represent the deleted exons of ADK (Chr10: 74292670- chr10: 74623062). 

Figure S2: The explanation of frame shift due to the deletion of the ADK
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Legend: A) the sequencing data from Ensemble data (transcript ID: ENST00000541550.5) B) Information about transcript isoform and genomic coordinates corresponds to Transcript ID ENST00000541550.5; Human genome GRCh38.p7. Red arrowheads represent the deleted exons of ADK (Chr10: 74292671- chr10: 74623063). The exonic region of ADK deletion in this study encompasses exons 3–8. C) The Nucleotide Sequencing from the deleted exons. D) Translation from the deleted mRNA. In the deleted amino acid sequencing, there is stop codon at the 32th amino acid.

Figure S3. Trajectories of gene expression in the brain based on Human Brain transcriptome.
[image: ]
Legend: This figure shows trajectories of exon array-based measurement of gene expression (mRNA level) in the brain by Human Brain Transcriptome. Signal Intensity of ADK is high throughout life.
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  AAAGTGGCTCAG	
  
Exon4:TGGATGATTCAACAGCCACACAAAGCAGCAACATTTTTTGGATGCATTGGGATAGATAAATTTGGG	
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3’UTR 5’UTR 



Exon 1	
 Exon 10	




ADK 



Deleted exon 



A)	




B)	











Exon1:ATGACGTCAGTCAG	

　

	

Exon2:AGAAAATATTCTCTTTGGAATGGGAAATCCTCTGCTTGACATCTCTGCTGTAGTGGACAAAGATTTC	

												CTTGATAA	

Exon3:GTTTGATGAACTTGTGAAAAAATTCAAAGTCGAATATCATGCTGGTGGCTCTACCCAGAATTCAATT	

												AAAGTGGCTCAG	

Exon4:TGGATGATTCAACAGCCACACAAAGCAGCAACATTTTTTGGATGCATTGGGATAGATAAATTTGGG	

												GAGATCCTGAAGAGAAAAGCTGCTGAAGCCCATGTGGATGCTCATTACTACGAGCAGAATGAGCAG									

	

			 	 	 	

												CCAAAGGAACTTGTGCTGCATGCATCACTGGTGACAACAG	

Exon5:GTCCCTCATAGCTAATCTTGCTGCTGCCAATTGTTATAAAAAGGAAAAACATCTTGATCTGGAGAAA	

												AACTGGATGTTGGTAGAAAAAGCAAGAGTTTGTTATATAGCA	

Exon6:GGCTTTTTTCTTACAGTTTCCCCAGAGTCAGTATTAAAGGTGGCTCACCATGCTTCTGAAAACAACA	

												GGATTTTCACTTTGAATCTATCTGCACCGTTTATTAGCCAGTTCTACAAGGAATCATTGATGAAAGTT	

												ATGCCTTATGTTGATATACTTTTTGGAAATGAGACA	

Exon7:GAAGCTGCCACTTTTGCTAGAGAGCAAGGCTTTGAG	

Exon8:ACTAAAGACATTAAAGAGATAGCCAAAAAGACACAAGCCCTGCCAAAGATGAACTCAAAGAGGCAG	

												CGAATCGTGATCTTCACCCAAGGGAGAGATGACACTATAATGGCTACAGA	

Exon9:AAGTGAAGTCACTGCTTTTGCTGTCTTGGATCAAGACCAGAAAGAAATTATTGATACCAATGGAGCT				

												GGAGATGCATTTGTTGGAG	

Exon10:GTTTTCTGTCTCAACTGGTCTCTGACAAGCCTCTGACTGAATGTATCCGTGCTGGCCACTATGCAGC	

														AAGCATCATAATTAGACGGACTGGCTGCACCTTTCCTGAGAAGCCAGACTTCCACTGA

	


3’UTR

 

5’UTR

 

Exon 1

	


Exon 10

	


ADK

 

Deleted exon

 

A)

	


B)

	



image3.emf



MTSVRENILFGMGNPLLDISAVVDKDFLDKK*SHCFCCLGSRPERNY*YQWSWRCIC
WRFSVSTGL*QASD*MYPCWPLCSKHHN*TDWLHLS*EARLPLX	
  	
  	
  	
  	
  	
  	
  ＊・・・Stop	
  codon	




Exon1:ATGACGTCAGTCAG	
  
Exon2:AGAAAATATTCTCTTTGGAATGGGAAATCCTCTGCTTGACATCTCTGCTGTA	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  GTGGACAAAGATTTCCTTGATAA	
  
Exon9:AAAGTGAAGTCACTGCTTTTGCTGTCTTGGATCAAGACCAGAAAGAAATTA	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  TTGATACCAATGGAGCTGGAGATGCATTTGTTGGAG	
  
Exon10:GTTTTCTGTCTCAACTGGTCTCTGACAAGCCTCTGACTGAATGTATCCGTG	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  CTGGCCACTATGCAGCAAGCATCATAATTAGACGGACTGGCTGCACCTTT	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  CCTGAGAAGCCAGACTTCCACTGA	
  
	
  
ATGACGTCAGTCAGAGAAAATATTCTCTTTGGAATGGGAAATCCTCTGCTTGACATC
TCTGCTGTAGTGGACAAAGATTTCCTTGATAAAAAGTGAAGTCACTGCTTTTGCTGT
CTTGGATCAAGACCAGAAAGAAATTATTGATACCAATGGAGCTGGAGATGCATTTG
TTGGAGGTTTTCTGTCTCAACTGGTCTCTGACAAGCCTCTGACTGAATGTATCCGTG	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  
CTGGCCACTATGCAGCAAGCATCATAATTAGACGGACTGGCTGCACCTTTCCTGAG
AAGCCAGACTTCCACTGA	




Exon 9	
Exon 2	
Exon 1	
 Exon 10	




C)	




D)	











MTSVRENILFGMGNPLLDISAVVDKDFLDKK*SHCFCCLGSRPERNY*YQWSWRCIC

WRFSVSTGL*QASD*MYPCWPLCSKHHN*TDWLHLS*EARLPLX							

＊・・・

Stop	codon

	


Exon1:ATGACGTCAGTCAG	

Exon2:AGAAAATATTCTCTTTGGAATGGGAAATCCTCTGCTTGACATCTCTGCTGTA																				

	

		 	 	 	 	 	 	 	 	 	 	 	 	 	 	 	 	 	 	

												GTGGACAAAGATTTCCTTGATAA	

Exon9:AAAGTGAAGTCACTGCTTTTGCTGTCTTGGATCAAGACCAGAAAGAAATTA	

												TTGATACCAATGGAGCTGGAGATGCATTTGTTGGAG	

Exon10:GTTTTCTGTCTCAACTGGTCTCTGACAAGCCTCTGACTGAATGTATCCGTG																

														CTGGCCACTATGCAGCAAGCATCATAATTAGACGGACTGGCTGCACCTTT	

														CCTGAGAAGCCAGACTTCCACTGA	

	

ATGACGTCAGTCAGAGAAAATATTCTCTTTGGAATGGGAAATCCTCTGCTTGACATC

TCTGCTGTAGTGGACAAAGATTTCCTTGATAAAAAGTGAAGTCACTGCTTTTGCTGT

CTTGGATCAAGACCAGAAAGAAATTATTGATACCAATGGAGCTGGAGATGCATTTG

TTGGAGGTTTTCTGTCTCAACTGGTCTCTGACAAGCCTCTGACTGAATGTATCCGTG																

CTGGCCACTATGCAGCAAGCATCATAATTAGACGGACTGGCTGCACCTTTCCTGAG

AAGCCAGACTTCCACTGA

	


Exon 9	
 Exon 2	
 Exon 1	


Exon 10	


C)

	


D)

	



image4.emf










Sty o

B e Ty ——
ot vethnstarey



