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SNP array Daten 
Bsp: Affymetrix Genome Wide Human SNP array 6.0 

- 746,000 CNV probes 

- 934,968 SNPs 
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SNP array Daten 
Bsp: Affymetrix Genome Wide Human SNP array 6.0 

- 934,968 SNPs 

- 946,000 SV probe sets 

genotype AA 

genotype AG 

genotype GG 
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SNP array Daten 
Gentotyp Speicherung 

0 – NoCall 

1 – Hom. A 

2 – Heterozygot 

3 – Hom. B 
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SNP array Daten 
Intensitäten Speicherung 

1.38 2.63 1.82 2.47 0.91 1.38 0.43 3.36 3.87 3.85 

3.95 0.39 1.09 4.83 4.10 3.30 4.53 0.23 2.79 0.69 

1.98 2.79 0.09 2.80 0.16 0.51 4.85 1.55 3.51 1.30 

0.67 0.01 3.53 2.04 2.80 1.39 2.24 4.32 3.15 1.60 

0.52 0.36 3.53 0.08 2.55 4.76 0.39 0.06 4.76 0.76 

3.49 0.92 3.83 0.28 0.79 3.35 2.78 3.57 3.77 2.53 

2.29 2.34 3.65 3.83 3.02 3.78 2.63 0.29 0.05 3.51 

4.80 1.81 3.60 4.65 4.64 4.52 3.12 3.20 1.26 2.70 

1.47 2.59 3.43 2.21 4.04 0.20 0.00 4.63 0.22 4.65 

3.75 1.64 1.78 3.65 3.73 0.44 2.52 4.85 4.88 1.20 

0.81 0.39 4.69 4.07 0.88 4.12 1.00 4.91 0.01 1.70 

2.64 0.53 1.60 2.02 0.88 0.52 4.13 1.83 2.31 0.02 

1.06 0.17 4.58 2.61 0.98 3.32 3.06 1.53 2.22 0.14 

1.40 0.59 3.63 0.01 2.74 2.45 0.25 4.92 1.48 0.65 

3.42 1.34 2.78 3.35 1.43 0.12 3.53 3.44 0.26 3.80 

0.00 1.58 0.16 4.89 3.49 1.67 1.22 4.58 1.63 0.86 

2.94 2.95 0.61 0.17 3.01 0.07 2.96 4.39 4.60 0.19 

4.49 1.78 2.43 0.89 4.61 0.65 0.91 3.86 2.50 1.12 

3.80 3.06 3.53 0.68 2.27 4.50 1.74 1.65 1.78 2.95 

4.19 1.98 3.42 4.19 0.11 1.30 0.91 0.17 2.76 0.74 

-   1 float/value 

-> 2 float/SNP 
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SNP array Daten 
SNP Array Data Interface 

8 MB/sample 

553 GB am IKMB 
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SNP array Daten 
SNP Array Data Interface 
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SNP array Daten 
Zusammenfassung 

Speicherung der Originaldaten (Affy6.0 z.Bsp. 30MB/array) 

Genotypbestimmung durch aktuellen calling Algorithmus 

QC nach Herstellerangaben (Affy6.0 z.B. call rate, contrastQC) 

Verfügbarkeit über hausinterne Datenbank im Plink Format 

SNP spezifische Qualitätskontrolle über scatter plots 
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NGS IT Infrastuktur 

Bsp HiSeq:  2 flow cells/machine 

  1 flow cell run/10 days 

  160.000.000 Paired reads/lane  (8 lanes/flow cell) 

  256.000.000.000 bases/flow cell in 10 days 

  1.536.000.000.000 bases/10 days 
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NGS Analysis Workflow 

Images 
-Primary reads  

-base qualities 

Primäranalyse 

- Mapped reads 

- Contigs 

- Variationen 

... 

Sekundär-

analyse 

- Biologischer Kontext 

- Visualisierung 

Tertiär-

analyse 
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NGS quality control 
fastQC 
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NGS quality control 
fastQC 
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NGS quality control 
fastQC 
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NGS quality control 
fastQC 
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NGS quality control 
fastQC 

Per Base GC content 

Per Sequence GC content 

Per Base N content 

Sequence length distribution 
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NGS quality control 
Metadaten / Projektbezogen 

run_date 

machine 

flowcell 

flowcell_id 

run_id 

lane 

barcode 

project 

sample 

project type 

reference 

description 

#PF-reads 

#bp(Mb) 

mean quality PF 

%Q30 bases 

%PF 

%raw cluster 

%perfect index 

%duplicates R1 

%GC R1 

avg. mean quality per base R1 

avg. quality per base R1 

#low qual positions R1 

#pos with %N>=1 R1 

max % N R1 

avg. quality per sequence R1 

%mapped R1 

%duplicates R2 

%GC R2 

avg.mean quality per base R2 

avg. quality per base R2 

#low qual positions R2 

#pos with %N>=1 R2 

max % N R2 

avg. quality per sequence R2 

%mapped R2 

avg.insert_size 

median_insert_size 
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NGS quality control 
Metadaten / Sequenzierungslauf Bezogen 

run_date 

machine 

flowcell 

lane 

run_id 

flowcell_id 

#total_reads 

#PF_reads 

%PF 

%PF_reads_perfect_index 

mean_per_base_qual(PF) 

%Q30 

%noIndex 
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NGS quality control 
Anwendungsspezifische QC 
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NGS 
Zusammenfassung 

Speicherung der „primary reads“ und „quality values“ 

Spiegelung des Datenspeichers 

fastQC vor Sekundäranalyse 

Eigene Skripte zur Erzeugung von Metadaten 

Projektspezifisch angepaßte Qualitätskontrolle (Beispiel war miRNA) 


