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[Abstract] Objective The aims of this study were to evaluate the contribution of chromosomal microar-
ray analysis (CMA) in the prenatal diagnosis of fetuses with central nervous system (CNS) anomalies.
Method A retrospective study of the karyotypes and aCGH outcomes of selected 131 cases with CNS a-
nomalies by invasive prenatal procedures. The subjects were divided into two groups according to ultra-
sound anomalies: group | : 84 cases isolated CNS anomalies, group II: 47 cases accompanied with other a-
nomalies. Results The result showed that abnormal karyotypes were detected in 17 (13. 0%) fetuses.
Fetuses with CNS malformations plus other ultrasound anomalies had a significantly higher rate than those
with isolated CNS anomalies (31. 9% versus 2.4%, P<C 0.05) There were 24 (18.3%) fetuses detected
with pathogenic aCGH results. Fetuses with CNS malformations plus other ultrasound anomalies had a
significantly higher rate of pathogenic results than those with isolated CNS anomalies (40. 4% versus
5.9%, P<< 0.05). Pathogenic chromosomal abnormality were detected most frequently in fetuses with
Dandy-Walker syndrome (5/9, 55. 6%) when compared with other types of neural malformations, and
holoprosencephaly (4/8, 50. 0% ) ranked the second. Conclusions Karyotype analysis and aCGH should
be considered as prenatal diagnosis in fetuses with CNS malformations, particularly when other ultrasound
anomalies are detected. aCGH is valuable in prenatal genetic diagnosis of fetuses with CNS anomalies.
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