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(57) Abstract: Provided are a method for determining whether a copy number variation exists in a sample genome, a system applied
to implement the method, and a computer-readable medium. The method for determining whether a copy number variation exists in
a sample genome comprises the steps of: sequencing the sample genome to obtain a sequencing result formed by multiple sequen -
cing sequences; comparing the sequencing result with a reference genome sequence, so as to determine the distribution of the se-
quencing sequences on the reference genome sequence; determining, based on the distribution of the sequencing sequences on the
reference genome sequence, multiple breakthrough points on the reference genome sequence, wherein the numbers of the sequen-
cing sequences on either side of each breakthrough point are significantly different; determining, based on the multiple breakthrough
points, a detection window on the reference genome; determining, based on the sequencing sequences falling in the detection win-
dow, a first parameter; and determining, based on the ditference between the first parameter and a predetermined threshold, whether
a copy number variation exists in the sample genome with respect to the detection window.
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