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ü Minimally invasive procedure 

 

ü Identify  inter- and intra-tumor genomic heterogeneity 

 

 

 

üRepeated measurements 

Bresler, Cancer Cell 2014 

CNV detection 
 (aSNP, mutΧύ  

        

NB patients  
 

 - High risk  
- unresecable 

VERY LOW (EFS : >85%) 
LOW (>75%-85%) 
INTERMEDIATE (>50%-75%) 

HIGH (<50%) MNA: MYCN amplification 

ctDNA in neuroblastoma  



Detection of Genomic Copy Number Profile and ALK mutation in ctDNA  
 
 
 
 
Study  of architectural  scaffolding , vascular system  and immune  cell  infiltrations  in tumor tissues 
 
 
 
 
 
ctDNA from  NB cell  lines  ortotopic  xenographs  
 
 
 

Presentation Highlights  



Genomic Copy Number Profile and ALK mut  in ctDNA  

2. Purify cfDNA  

3. Quantify ctDNA:   Å40-35000 ng 
 

Å37-670 ng 

4. SNParrays  (OncoScanCNV) and Sanger Seq.  

 
Å 220,000 SNPs (Affy) 
Å23,24,25 ALK  exons 
Åaprox. 60-80ng t DNA/sample 

ctDNA (120-200pb) 

MNA,L2 

  

× Techical Challenges :  
- Small blood amount 
- Large storage 
- Small ctDNA amount 

- %Nbs (some cases with 50-20%) 

ÁNB  (Low and HR Risk and cell lines MYCN-A y ALK-M 
 

ÁPB/central BM (EDTA, rt  TºΦ нпƘύ Ҧ -80ºC.  
 

ÁStorage: 11yearsς3month 

1. Plasma from NB  
0.2-0.3 ml  

0.2-0.4 ml  

No ctDNA 

Rutinary techniques NB 

noMNA,M 
CTx,L2 



Tumor 
 
Plasma 

*  

Tumor DNA 

ctDNA 

Patients: tumor vs plasma  
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Additional Atipical SCAs 
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SCA= segmental chromosome aberration 
Typical SCAs (recurrent)= 1p-, +1q +2p, 3p-, 4p-, 11q-, +17q 
Atypical SCAs= less frequent  
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