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-.. Extract nucleic acid from blood
... Acquire nucleic acid fragments by massively parallel shot-gun sequencing
... Align fragment data human reference chromosome
... Check aligned data quality
... Forward reads
FF ... Calculate Fragments Distance (FD) values
... Calculate representative value of FD values (Rep FD}
... Calculate Normalized Factor
Il ... Calculate Fragments Distance Index (FDI) value
JJ ... All reads
... Reverse reads
... Determine, according to three FDI values, whether aneuploidy is induced
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(57) Abstract: The present invention relates to a method for detect-
ing chromosomal abnormality by using information about the dis-
tance between nucleic acid fragments and, more particularly, to a
method for detecting chromosomal abnormality by using a method,
which extracts a nucleic acid from a biological sample so as to ac-
quire sequence information, and then calculate the distance between
nucleic acid fragment reference values. A method for determining
chromosomal abnormality, according to the present invention, uses
a method, which analyzes and uses, unlike a method using a step of
determining a chromosomal quantity on the basis of a convention-
al read count, the concept of the distance between aligned nucleic
acid fragments, and thus the conventional method has decreasing ac-
curacy when the read count decreases. However, the method of the
present invention is useful since the accuracy of detection can in-
crease even if the read count decreases, and the accuracy of detec-
tion is high even if the distance between nucleic acid fragments in
a predetermined section instead of an entire chromosomal section is
analyzed.
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