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• Ensure precise diagnostics and facilitate targted treatment decisions  

• Ensure that the clinical departments have access to high-throughput technologies and analyzes 
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Genomiske analyser implementeret fra februar 2017 og frem 





• NGS til somatisk mutations analyse 

 

• Targeteret sekventering 

 

• BC somatisk sequence capture GM-panel: 16 BC specifikke gener, 

incl. TP53, AKT1, ERBB2, ESR1, BRCA1/2, PTEN, m.fl.  

 

 
DNA fra tumorbiopsi 
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• TruSight Oncology 500 

 

• Targeteret sekventering; samme metode, ”bare” 500 gener 
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• Eksempel på somatisk BC mutationssvar 
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RNA fra tumorbiopsi 

• Bestemmer de fundamentale molekylær subtypebestemmelser 

baseret på signaturer fra transcriptomet. 

 

 

 

 

 

 

 

 

• Genetic signatures have 

altered BC diagnostics 

 

• ER+ and ER- are two separate 

entities  

 

• Proliferation is a crucial 

prognostic factor in ER+ BC 

 

• Specific patient risk score and 

LumA; chemotherapy can be 

omitted 
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• 256 gener 

• 6 molekylære subtyper 

• Affymetrix platform (open) 

• ”In house” 

• Overflytte til RNAseq. 
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Germline analyse 

• Screener for prædisponerende varianter i kendte BC associerede 

gener  
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Somatisk 

mutation test 

Molekylær 

subtype 

 

Proliferations 

index 

 

Receptor status 

Arvelig 

prædisponering 

 
Genomisk analysepakke til NACT patienter 
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Resultater, subtyper + responsegrad (n=173) 

173 

1 outlier 

15 mixed 

 

157 

Resp.grad basallike mAPO lumC lumB lumA normlike

43 30 28 31 14 11

1 17 (40%) 18 (60%) 15 (54%) 4 (13%) 0 1 (9%)

2 7 (16%) 9 (30%) 6 (21%) 7 (23%) 1 (7%) 0

3 11 (26%) 1 (3%) 7 (25%) 15 (48%) 9 (64%) 3 (27%)

4 8 (18%) 2 (7%) 0 5 (16%) 4 (29%) 7 (64%)

1: Ingen invasive tumorceller; 2: >90% tab af tumorceller;  

3: Mellem 30 og 90% tab af tumorceller; 4: < 30% tab af tumorceller 
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Resultater, ER/HER2 status + responsegrad 

173 

4 

 

169 

1: Ingen invasive tumorceller; 2: >90% tab af tumorceller;  

3: Mellem 30 og 90% tab af tumorceller; 4: < 30% tab af tumorceller 

Resp.grad

normal positiv <9% >9%

98 71 64 105

1 21 (21%) 39 (55%) 33 (52%) 27 (26%)

2 14 (14%) 18 (25%) 14 (22%) 18 (17%)

3 38 (39%) 13 (18%) 9 (14%) 42 (40%)

4 25 (26%) 1 (1%) 8 (13%) 18 (17%)

HER2 ER (%)
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Resp.grad

normal positiv <9% >9% ≤1% >1%

98 71 64 105 52 117

1 21 (21%) 39 (55%) 33 (52%) 27 (26%) 26 (50%) 34 (29%)

2 14 (14%) 18 (25%) 14 (22%) 18 (17%) 12 (23%) 20 (17%)

3 38 (39%) 13 (18%) 9 (14%) 42 (40%) 9 (17%) 42 (36%)

4 25 (26%) 1 (1%) 8 (13%) 18 (17%) 5 (10%) 21 (18%)

HER2 ER (%) ER (%)

 
Resultater, ER/HER2 status + responsegrad 
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Pending…….  

• Alder, tumorstørrelse, etc. 

 

• Somatisk mutations resultater 

 

• Germline variant resultater 

 

Tak til Maj-Britt 
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Cirkulerende tumor DNA (ctDNA) 

• ctDNA repræsenterer det cellefrie DNA, der cirkulerer i blodbanen 

og stammer fra tumorvæv 

 

 

 

 

 

 



 
ctDNA 

• Oprenset ctDNA  

 

• Gene panel (ex. TS500) 

 

• Detekterer ned til 1% 

tumorDNA 

 

• Kendt mutation  

 

 



 
NordicHER2 Trial 

• Molekylærsubtype 

 

• Somatisk mutations bestemmelse 

 

• Følge med ctDNA  

 

• Germline status 


