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FIG.1

102 ACQUIRE READ SEQUENCE INFORMATION OF AT LEAST ONE PART OF NUCLEIC ACID
MOLECULES QF A SAMPLE UNDER TEST

104 DETERMINE A SEQUENCE LABEL FOR BEING UNIQUELY COMPARED WITH A (GENOME)
REFERENCE SEQUENCE ACCORDING TO THE READ SEQUENCE INFORMATION

106 DIVIDE THE GENOME REFERENCE SEQUENCE INTO WINDOWS AND COUNTING THE NUMBER
OF SEQUENCE LABELS FALLING INTO EACH WINDOW

108 PERFORM GC CORRECTION ON THE SEQUENCE LABEL NUMBER OF EACH WINDOW AND
PERFORM AMENDMENT ACCORDING TQ AN EXPECTED SEQUENCE LABEL NUMBER AMENDED
WITH A CONTRAST SAMPLE SET TO OBTAIN AN ADJUSTED SEQUENCE LABEL NUMBER

110 TAKE A STARTING PQINT OR AN END POINT OF A WINDOW AS A DEMARCATION POINT,
CALCULATE A DIFFERENCE SIGNIFICANCE VALUE OF A VALUE GROUP FORMED OF ADJUSTED
SEQUENCE LABEL NUMBERS AT TWO SIDES, AND SELECT A DEMARCATION POINT WITH A SMALL
SIGNIFICANCE VALUE AS A CANDIDATE CNV BREAKING POINT

112 FOR TWO SEQUENCES FROM EVERY CNV BREAKING POINT TO A FORMER CNV BREAKING
POINT AND A LATTER CNV BREAKING POINT, CALCULATE DIFFERENCE SIGNIFICANCE VALUES OF
TWO VALUE GROUPS FORMED OF ADJUSTED SEQUENCE LABEL NUMBERS OF WINDOWS
CONTAINED IN THE TWO SEQUENCES, REJECT THE LEAST SIGNIFICANT CANDIDATE CNV/
BREAKING POINT AT EVERY TURN, UPDATE DIFFERENCE SIGNIFICANCE VALUES OF TWO
CANDIDATE CNV BREAKING POINTS ON THE LEFT AND RIGHT OF THE REJECTED CANDIDATE CNV/
BREAKING POINT, AND PERFORM CYCLIC ITERATION UNTIL DIFFERENCE SIGNIFICANCE VALUES
OF ALL CANDIDATE CNV BREAKING POINTS ARE LESS THAN A TERMINATION THRESHOLD VALUE,
THEREBY DETERMINING A CNV BREAKING POINT

(57) Abstract: Disclosed are a method and a system for de-
tecting genome copy number variation, which relates to the
technical field of bioinformatics. The method comprises ob-
taining a read sequence; determining sequence labels accord-
ing to the read sequence; counting the number of sequence
labels falling into each window; performing GC correction on
the sequence label number of each window and performing
amendment according to an expected sequence label number
amended with a contrast sample set to obtain an adjusted se-
quence label number; selecting a demarcation point with a
small significance value as a candidate CNV breaking point;
rejecting the least significant candidate CNV breaking point
at every turn, updating difference significance values of two
candidate CNV breaking points on the left and right of the re-
jected candidate CNV breaking point and performing cyclic
iteration until difference significance values of all candidate
CNV breaking points are smaller than a termination threshold
value, thereby determining a CNV breaking point. The meth-
od and the system of the present invention have clinical feas-
ibility, and can precisely detect a micro-deletion/micro-repe-
tition area of 0.5 M under the situation of using data of about
50 M.
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