ABSTRACT

KIT, APPARATUS, AND METHOD FOR DETECTING CHROMOSOME ANEUPLOIDY

A kit, an apparatus, and a method for detecting chromosome aneuploidy. The method
comprises: sequencing the peripheral blood cell-free DNA of a pregnant woman to be tested to
produce sequencing data comprising all chromosomes; calculating a coverage for all of the
chromosomes in the sequencing data by segmenting the chromosomes into windows so as to produce
a pre-correction coverage for the each chromosome; calculating a Zcyy value using the number of
unique sequences in each window and producing fragments with copy number variation of the
pregnant woman on the basis of the magnitude of the Zcyy value; by utilizing the impact that the
fragments with copy number variation have on the pre-correction coverage, correcting the
pre-correction coverage to produce a corrected coverage; calculating a Zaneu value for the each
chromosome by utilizing the corrected coverage of the each chromosome; and, if the absolute value
of the Zauen value is greater than or equal to 3, then it is determined that the chromosome has an

aneuploidy.
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