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Análisis de Datos secundario



J Mol Diagn. 2017 Jan;19(1):4-23



Guia de recomendación de informes

J Mol Diagn. 2017 Jan;19(1):4-23



Porque realizar análisis de NGS

- Caracterización molecular de tumores
Sarcomas
Tumores Pediátricos

- Análisis de Biomarcadores
Cancer de pulmón
Cancer de colon
Otros tipos tumorales

- Investigación traslacional



¿Porque Usar Genexus?

Workflow optimization (n=4 samples/line)
Full automation
Reduction in TAT
Possibility to combine FFPE and Liquid Biopsy analysis

For Research Use Only. Not for use in diagnostic procedures.



45 genes 14 genes 18 variantes

For Research Use Only. Not for use in diagnostic procedures.
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Posibles aplicaciones de NGS con OPA

For Research Use Only. Not for use in diagnostic procedures.



Experiencia en Cancer de pulmon

Biología Molecular. Vall d´hebron



EGFR

Hospital Universitario Vall d´Hebron

PD-L1

ROS1

ALK

ALK Positive
74% rearranged cells 
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MUTACIONES DE EGFR
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100%  Concordance vs qPCR
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Standard
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Biología Molecular. Vall d´hebron



Empleo de S5xl + IonChef

-Análisis de Biomarcadores de Cancer de pulmón (OST)
-Análisis de biomarcadores (Childhood)
-Análisis de Biomarcadores (Myeloid)

For Research Use Only. Not for use in diagnostic procedures.



Experience in NSCLC 

N= 221 NSCLC samples
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INCORPORACIÓN DE GENEXUS
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Instalación de Genexus 2020

Jaime Vicioso. Ingeniero Thermo Fisher Scientific

Different handicaps
Hospital Accessibility
Genexus installation
Software installation
Genexus setup
Training  ➔

Live Lens®

Rescue®

Webex
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OST	+	OPA	 OPA	

AKT1	 FGFR3	 AKT2	 FLT3	 NTRK1	

ALK	 KRAS	 AKT3	 GNA11	 NTRK2	

BRAF	 MAP2K1	 AR	 GNAQ	 NTRK3	

CTNNB1	 MET	 ARAF	 GNAS	 PDGFRA	

EGFR	 NRAS	 CDK4	 HRAS	 RAF1	
ERBB2	 PIK3CA	 CDKN2A	 IDH1	 RET	

ERBB4	 PTEN	 CHEK2	 IDH2	 		

FGFR1	 TP53	 ERBB3	 KIT	 		

FGFR2	 		 ESR1	 MAP2K2	 		

		 		 FGFR4	 MTOR	 		

	

OST vs OPA comparative Study in NSCLC samples

NSCLC Samples analyzed by OST 
n = 15 samples

Oncomine Solid Tumour DNA Kit is labeled for In Vitro Diagnostic Use



OST vs OPA comparative Study in NSCLC samples

Results by OPAOncomine precision assay is labeled For Research Use Only. Not for use in diagnostic procedures.

Oncomine Solid Tumour assay is a product for in vitro diagnostic use



OST vs OPA comparative Study in NSCLC samples

Results by OSTOncomine precision assay is labeled For Research Use Only. Not for use in diagnostic procedures.

Oncomine Solid Tumour assay is a product for in vitro diagnostic use



TP53 is full covered in OST, not in OPA

Fijarse bien que contiene cada panel

Oncomine precision assay is labeled For Research Use Only. Not for use in diagnostic procedures.

Oncomine Solid Tumour assay is a product for in vitro diagnostic use Biología Molecular. Vall d´hebron
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Allelic Frequency Variants

OST vs OPA comparative Study in NSCLC samples
		 		 		 		 OST	 OPA	

Sample	
ID	

GEN	 Aminoacid	 Nucleotide	 FA	 Reads	 FA	 Reads	

1	 KRAS	 p.Gly12Asp	 c.35G>A	 6,32	 1771	 13,2	 2577	
2	 BRAF	 p.Gly469Ala	 	c.1406G>C	 28,96	 2738	 32,4	 5023	

4	 TP53	 	p.Gly245Val		 c.734G>T	 34,7	 3971	 37,3	 643	
5	 EGFR	 p.Leu858Arg	 c.2573T>G	 18,2	 3988	 20,2	 4664	

6	 KRAS	 p.Gly12Cys	 c.34G>T	 11,96	 3963	 11,7	 2577	
7	 EGFR	 p.Glu746_Ala750del	 c.2236_2250delGAATTAAGAGAAGCA	 22,85	 3921	 30	 5032	

8	 KRAS	 p.Gln61His	 c.183A>C	 12,91	 3998	 13,7	 4159	

9	 KRAS	 p.Gly12Val	 c.35G>T	 41,6	 3966	 44,8	 6961	
10	 EGFR	 p.Leu858Arg	 c.2573T>G	 25,35	 3988	 24,1	 1563	

12	 TP53	 p.Asp281Gly	 c.842A>G	 54,29	 2387	 46,3	 721	
12	 CTNNB1	 p.Asp32Asn	 c.94G>A	 52,89	 2320	 39,4	 1205	

14	 TP53	 p.Val157Phe	 c.469G>T	 35,8	 3109	 22,8	 5001	
15	 PIK3CA	 p.Glu545Asp	 c.1635G>C	 4,9	 3960	 7,7	 3522	

	

NSCLC Samples analyzed by OST 
n = 15 samples

Oncomine precision assay is labeled For Research Use Only. Not for use in diagnostic 

procedures.

Oncomine Solid Tumour assay is a product for in vitro diagnostic use Biología Molecular. Vall d´hebron
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Nuevo Software Genexus



Métricas de calidad





Muestra

Método
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Responsables informe
Molecular

Patólogo
Responsable del caso



Lunes Martes Miércoles Jueves Viernes
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Optimización de la muestra
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Dentro Video

Biologia Molecular HUVH



Experiencia Biomarcadores
Cancer Pulmón con el panel OPA
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- Inicio análisis 23/02/2021
- 4-8 muestras/ semana
- Puesta punto circuito citologías

Análisis de ADN n=48 Análisis de ARN n=47

For Research Use Only. Not for use in diagnostic procedures.
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Comite Molecular de Anatomia

⚫ Una vez a la semana (Jueves 8.30) decisión de casos y  discusión de 
resultados

⚫ Priorización de casos para la semana siguiente
⚫ Patólogos y Biólogos integrando los resultados

Biología Molecular HUVH



Experiencia de NGS en diferentes tumores sólidos

- Tumor de Origen Desconocido
- Gliomas
- Sarcomas



Annals of Oncology 2015 26v133-v138

Pauli C et al. Oncologist 2021

OPA



Otros tipos tumorales

 Sample Results Reads 

1	 Glioma ND	 		

2	 CUP	 ND	 		

3	 CUP	 ND	 		

4	 Glioma GTF2I(6)	-	BRAF(10)	 1.637	

5	 CUP	 ND	 		

6	 Glioma	 KANK1(3)	-	NTRK2(12)	 3.433	

7	 Glioma ND	 		

8	 Glioma ND	 		

9	 CUP	 ND	 		

10	 Carcinoma	 FAIL	 		

11	 Glioma PTPRZ1(1)	-	MET(2)	 3.197	

12	 Melanoma	 	TPM3(7)	-	ALK(20)	 107	

13	 Glioma ND	 		

	

 Sample Gene Protein DNA Reads FA Cosmic 

1	 Glioma	 TP53	 p.R273H	 c.818G>A	 2.430	 42	 COSM10660	

2	 CUP	 MET	 p.R988C	 c.2962C>T	 5.354	 50,9	 COSM1666978	

3	 CUP	 KRAS	 p.G12C	 c.34G>T	 5.437	 69,5	 COSM516	

4	 Soft	Tissue	 TP53	 p.R248Q	 c.743G>A	 6.610	 42	 COSM10662	

5	 Glioma	 KRAS	 p.G12V	 c.35G>T	 3.478	 31,9	 COSM520	

6	 Soft	Tissue	 TP53	 p.R213*	 c.637C>T	 2948	 96	 COSM10654	

7	 Glioma	 EGFR	 p.G598V	 c.1793G>T	 6230	 77,2	 COSM21690	

7	 Glioma	 EGFR	 CNV	2,61	
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5’ Gene 3’ Gene

5’ Gene 3’ GeneFusion RNA

WT RNA

CD34 Vimentin

Malignant Mesenquimal Tumour
MNPST??

NTRK
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Mensajes Finales

1.  El análisis de tumores sólidos por Genexus posee un flujo
óptimo de muestras (múltiplos de 4)

2. Los tiempos de respuesta son inferiores a 7 días trás la 
solicitud

3. Los casos solicitados se comentan en el comité semanal de 
Molecular así como el resultado de los mismos

4. El panel de OPA puede aplicarse para el análisis de 
biomarcadores en diferentes tumores sólidos



Multidisciplinar Team Molecular Biology. Vall d´hebron

Muchas gracias a todos


