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ABSTRACT

NONINVASIVE PRENATAL MOLECULAR KARYOTYPING FROM MATERNAL
PLASMA
Disclosed herein are methods, systems, and apparatus for detecting microamplifications or
microdeletions in the genome of a fetus. In some embodiments, the method comprises receiving
sequence tags for each of a plurality of DNA fragments in a biological sample; determining
genomic positions for the sequence tags; determining whether the density of DNA in each of a
plurality of genomic regions is aberrantly high or low; identifying as a microamplification a set
of consecutive genomic regions having aberrantly high density; and identifying as a
microdeletion a set of consecutive genomic regions having aberrantly low density. The
biological sample may be a blood sample obtained noninvasively from a female subject pregnant

with the fetus.
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