DI AGNCSI NG FETAL CHROMOSOVAL ANEUPLO DY USI NG GENOM C SEQUENCI NG Abstract 5
Enbodi ments of this invention provide nmethods, systens, and apparatus for
determ ning whether a fetal chronosonmal aneuploidy exists froma biological
sanpl e obtained froma pregnant fenale. Nucleic acid nol ecul es of the
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sequenc spective anounts of a 10 clinically-relevant chronpbsone and of
backgr ound chronosones are det SSEQHENEINSM results of the sequencing. A
paranmeter derived fromthese amounts (e.g. a ratio) is conpared to one or
nore cutoff values, thereby determining a classification of whether a fetal
chronmosomal aneupl oi dy exi sts. 15Ri@trakt
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Embodiments of this invention provide methods, systems, and apparatus for

determining whether a fetal chromosomal aneuploidy exists from a biological sample
obtained from a pregnant female. Nucleic acid molecules of the biological sample are
sequenced, such that a fraction of the genome is sequenced. Respective amounts of a

10  clinically-relevant chromosome and of background chromosomes are determined
from results of the sequencing. A parameter derived from these amounts (e.g. 4 ratio)

is compared to one or more cutoff values, thereby determining a classification of

whether a fetal chromosomal aneuploidy exists.
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