
NGS - quality control, 
alignment, visualisation
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1



2

aligner

fastq

fasta

sam



3



Software

• Basic alignment:
• bowtie2
• bwa-mem

• Splice-aware (RNA-seq):
• hisat2
• STAR

• Long reads + short reads + splice-aware:
• minimap2
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Mapping quality

𝑀𝐴𝑃𝑄
= −10𝑙𝑜𝑔!" Pr 𝑚𝑎𝑝𝑝𝑖𝑛𝑔 𝑝𝑜𝑠𝑖𝑡𝑖𝑜𝑛 𝑖𝑠 𝑤𝑟𝑜𝑛𝑔

−10𝑙𝑜𝑔!" (0.01) = 20
−10𝑙𝑜𝑔!" (0.5) = 3


