sequencing the genome sample, to obtain a sequencing result
consisting of a plurality of reads

Y

aligning the sequencing result to a reference genome sequence, to
determine a distribution of the reads in the reference genome sequence

v

determining a plurality of breakpoints in the reference genome sequence

based on the distribution of the reads in the reference genome sequence

\

etermining a first parameter based on reads falling in the detection window

¥y

determining whether the copy number variation presents in the genome
sample against the detection window based on difference
between the first parameter and a preset threshold
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