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Prenatal Diagnosis of Chromosome Aneuploidies Using Fluorescene in Situ Hybridization
in Uncultured Amniocytes

HUANG Jia, YOU Ze-shan, CHEN Bao-jiang, LUO Yan-min, ZHU Wo-tang
( Department of Obstetric and Gynecology, The First Affiliated Hospital, SUN Yat- sen University, Guangzhou 510080, China )

Abstract: Objective To make prenatal diagnosis of chromosome aneuploidies by FISH analysis of
chromosome - specific probes in interphase amniocytes. Methods A total of 78 patients with indications were
performed amniocentesis or cordocentesis with karyotyping. Simultaneously, interphase FISH with X, Y, 18, 21
chromosome- specific probes was done on them. Results Our FISH results showed 6 out of 7 abnormal aneuploid
cases. 71 cases showed normal karyotype, which were consistent with FISH results. Hybridization efficiency of
interphase FISH was associated with the type of probes, target cells, and gestational age. Informative FISH results
on the trimester samples, the bloody samples, and the stored samples were recorded. The accurate results with
ultra- rapid FISH using CEP X/Y and CEP18 were recorded. Compared to G- banding analysis, the accuracy of
FISH with specific probes was 100% in this study. Conclusion FISH analysis of chromosome- specific probes on
interphase amniocytes can be used in the prenatal diagnosis of chromosome aneuploidies. This method is rapid, easy
to perform, and credible.
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Fig.1 Results of karyotype analysis
(A) 47xy, +18 from fetal lymphocyte; (B) 47xx, +21 from amniocyte; (C) 47xyy from fetal lymphocyte; (D) 46xy, +13 der(13; 14) (q10; q10)
from fetal lymphocyte
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Fig.2 FISH signal
(A) Trisomy 21 of interphase amniocyte; (B)  Trisomy 18 of

interphase amniocyte; (C) XYY of interphase amniocyte
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