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(Summary)

In Japan, non-invasive prenatal testing (NIPT) has
been started as of April 2013. Chromosomal abnormal-
ity, which includes aneuploidy and structural chromo-
some aberrations, has several mechanisms of origin
and various phenotypes. Prenatal diagnostic tests to
detect chromosomal abnormality have screening tests
(e.gmaternal serum marker test and NIPT) and diag-
nostic tests (e.gamniocentesis and chorionic villus sam-
pling). Therefore, before prenatal genetic tests will be
performed, pregnant women and/or their family should

understand the significance of each test. To realize this

AN

matter, in any cases of prenatal diagnosis, genetic coun-
seling should be performed before the test. When NIPT
was started in Nagasaki Japan, the lectures for citizens
or medical staff were held not to fan social uneasiness re-
garding NIPT. We also reported the 1 -year experience
of a nationwide demonstration project to introduce NIPT
of aneuploidy from maternal plasma and discuss how to

implement this program in Japan.

(Key words)
cell-free DNA, maternal plasma, prenatal diagnosis,

diagnostic test, screening test
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