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Provided herein are methods for non-invasive assessment of genetic
variations. The methods are based on mapped sequence reads and
make use of decision analyses. The decision analyses sometimes
include segmentation analyses and/or odds ratio analyses.
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FURTHER INFORMATION CONTINUED FROM PCT/ISA/ 210

This International Searching Authority found multiple (groups of)
inventions in this international application, as follows:

1. claims: 1-74

Method of non-invasively determining the presence of a
chromosomal aneuploidy, deletion or duplication by mapping
sequence reads from a cell-free sample taken from a pregnant
female carrying a fetus, and normalising and segmenting
(wavelet decomposition or binary segmentation) the reads.

2. claims: 75-101

Method for determining a chromosomal aneuploidy by mapping
sequence reads from a cell-free sample from a pregnant
female bearing a fetus, determining a fetal fraction of the
reads and calculating a log odds ratioof an aneuploidy by
multiplying a conditional probability and a prior
probability.
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