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808—

DETERMINE (i) A FIRST NUMBER OF SEQUENCE READS ALIGNED TO A FIRST SMNT1
OR SMN2 REGION COMPRISING AT LEAST ONE OF EXON 1 TO EXON 6 OF SMN1 OR
SMN2 GENE AND (ii) A SECOND NUMBER OF SEQUENCE READS ALIGNED TO A
SECOND SMN1 OR SMN2 REGIONOCOSMPR2|SCISNG EXON 7 AND/OR EXON 8 OF SMNT1

R SMN2 GENE

!

812—

DETERMINE (i) A FIRST NORMALIZED NUMBER OF THE SEQUENCE READS ALIGNED
TO THE FIRST SMN1 OR SMN2 REGION AND (ji) A SECOND NORMALIZED NUMBER
OF THE SEQUENCE READS ALIGNED TO THE SECOND SMN1 OR SMN2 REGION

|

816—

DETERMINE (i) A COPY NUMBER OF TOTAL SMN GENE(S) AND (i) A COPY NUMBER
OF ANY INTACT SMN GENE;\IS_R USING A GAUSSIAN MIXTURE MODEL COMPRISING
GAUSSIANS EACH REPRESENTING A DIFFERENT INTEGER COPY NUMBER, GIVEN (i)
THE FIRST NORMALIZED NUMBER OF THE SEQUENCE READS AND (ii) THE SECOND
NORMALIZED NUMBER OF THE SEQUENCE READS

!

820—

FOR ONE SMN1 GENE-SPECIFIC BASE ASSOCIATED WITH AN INTACT SMN1 GENE,
DETERMINE A MOST LIKELY COMBINATION OF A POSSIBLE COPY NUMBER OF
SMN1 GENE AND A POSSIBLE COPY NUMBER OF SMN2 GENE SUMMED TO THE

COPY NUMBER OF ANY INTACT SMN GENE(S), GIVEN (a) A NUMBER OF SEQUENCE
READS WITH BASES SUPPORTING THE SMN1 GENE-SPECIFIC BASE AND (b) A

NUMBER OF SEQUENCE READS WITH BASES SUPPORTING A CORRESPONDING
SMN2 GENE-SPECIFIC BASE

l

824

DETERMINE A COPY NUMBER OF SMN1 GENE USING THE MOST LIKELY
COMBINATION OF THE POSSIBLE COPY NUMBER OF SMN1 GENE AND THE
POSSIBLE COPY NUMBER OF SMN2 GENE FOR THE SMN1 GENE-SPECIFIC BASE

828 END
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908 —

DETERMINE A FIRST NUMBER OF SEQUENCE READS ALIGNED TO CYP2D6 GENE
OR CYP2D7 GENE

!

912—

DETERMINE A FIRST NORMALIZED NUMBER OF THE SEQUENCE READS ALIGNED
TO CYP2D6 GENE OR CYP2D7 GENE USING A LENGTH OF CYP2D6 GENE OR
CYP2D7 GENE

l

916—

DETERMINE A TOTAL COPY NUMBER (CN) OF CYP2D6 GENE AND CYP2D7 GENE
USING A GAUSSIAN MIXTURE MODEL COMPRISING GAUSSIANS EACH
REPRESENTING A DIFFERENT INTEGER CN, GIVEN THE FIRST NORMALIZED
NUMBER OF THE SEQUENCE READS ALIGNED TO CYP2D6 GENE OR CYP2D7 GENE

!

920—

FOR EACH OF CYP2D6 GENE-SPECIFIC BASES, DETERMINE A MOST LIKELY
COMBINATION OF A POSSIBLE CN OF CYP2D6 GENE AND A POSSIBLE CN OF
CYP2D7 GENE SUMMED TO THE TOTAL CN OF CYP2D6 GENE AND CYP2D7 GENE,
GIVEN (a) ANUMBER OF SEQUENCE READS WITH BASES SUPPORTING THE CYP2D6
GENE-SPECIFIC BASE AND (b) A NUMBER OF SEQUENCE READS WITH BASES
SUPPORTING A CORRESPONDING CYP2D7 GENE-SPECIFIC BASE

|

924

DETERMINE ONE OR MORE STRUCTURAL VARIANTS OF CYP2D6 GENE USING THE
MOST LIKELY COMBINATION OF THE POSSIBLE CN OF CYP2D6 GENE AND THE
POSSIBLE CN OF CYP2D7 GENESDETCI:ERI\éI;INElg FSOR EACH OF THE CYP2D6 GENE-
PECIFIC BASE

L

928 —

FOR EACH OF SMALL VARIANT POSITIONS ASSOCIATED WITH SMALL VARIANT
ALLELES OF CYP2D6 GENE, DETERMINE A MOST LIKELY COMBINATION OF A
POSSIBLE CN OF THE SMALL VARIANT ALLELE AND A POSSIBLE CN OF A
CORRESPONDING REFERENCE ALLELE SUMMED TO A CN OF CYP2D6 GENE AT THE
SMALL VARIANT POSITION, GIVEN NUMBERS OF SEQUENCE READS OVERLAPPING
THE SMALL VARIANT POSITION AND WITH BASES SUPPORTING (a) THE SMALL
VARIANT ALLELE AND (b) THE REFERENCE ALLELE

L

932—

DETERMINE ONE OR MORE SMALL VARIANTS OF CYP2D6 GENE USING THE
POSSIBLE CN OF THE SMALL VARIANT ALLELE OF THE MOST LIKELY COMBINATION
DETERMINED FOR EACH OF THE SMALL VARIANT POSITIONS OF CYP2D6 GENE

l

936—

DETERMINE A STAR ALLELE OF CYP2D6 GENE BASED ON THE ONE OR MORE
STRUCTURAL VARIANTS DETERMINED, THE ONE OR MORE SMALL VARIANTS
DETERMINED, AND REFERENCE STRUCTURAL VARIANTS AND SMALL VARIANTS
DEFINING STAR ALLELES OF CYP2D6 GENE

940 END
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1008—

RECEIVE SEQUENCE READS OBTAINED FROM A SAMPLE OF A SUBJECT ALIGNED
TO AFIRST PARALOG OR A SECOND PARALOG

!

1012—

DETERMINE A COPY NUMBER OF PARALOGS OF A FIRST TYPE USING A GAUSSIAN
MIXTURE MODEL COMPRISING GAUSSIANS EACH REPRESENTING A DIFFERENT
INTEGER COPY NUMBER GIVEN A FIRST NUMBER OF SEQUENCE READS ALIGNED
TO AFIRST REGION

|

1016 —

FOR ONE FIRST PARALOG-SPECIFIC BASE, DETERMINE A MOST LIKELY
COMBINATION OF A POSSIBLE COPY NUMBER OF A FIRST PARALOG OF THE FIRST
TYPE AND A POSSIBLE COPY NUMBER OF A SECOND PARALOG OF THE FIRST TYPE
SUMMED TO THE COPY NUMBER OF THE PARALOGS OF THE FIRST TYPE
DETERMINED, GIVEN (a) A NUMBER OF SEQUENCE READS WITH BASES
SUPPORTING THE FIRST PARALOG-SPECIFIC BASE AND (b) A NUMBER OF
SEQUENCE READS WITH BASES SUPPORTING A CORRESPONDING SECOND
PARALOG-SPECIFIC BASE

|

1020—

DETERMINE A COPY NUMBER OR AN ALLELE OF THE FIRST PARALOG USING THE
MOST LIKELY COMBINATION OF THE POSSIBLE COPY NUMBER OF THE FIRST
PARALOG AND THE POSSIBLE COPY NUMBER OF THE SECOND PARALOG
DETERMINED FOR THE FIRST PARALOG-SPECIFIC BASE

1028 END
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