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Abstract : Objective

al artificial chromosome beads (BoBs) for detecting aneuploidy and microdeletion syndrome. Methods

To investigate the effectivenes of a rapid prenatal diagnosis method based on bacteri-
BoBs
were detected in 1 868 cases of amniotic fluid. The results were confirmed by karyotype analysis, fluorescence
in situ hybridization or chromosome microarray analysis. Results BoBs detected 130 abnormal samples,inclu-
ding 91 cases of homozygous 21-trisomy syndrome, 23 cases of homozygous 18-trisomy syndrome,6 cases of
sex aneuploidy,1 case of chimeric 21-trisomy syndrome,5 cases of chimeric sex chromosome,4 cases of mi-
crodeletion and microduplication,and 5 cases of missed diagnosis of chimerism. Chromosome karyotype analy-
sis detected 131 cases of abnormal aneuploidy,and 4 cases of missed detection were slightly deleted and slight-
ly duplicated. The BoBs test results of 1 868 samples were statistically analyzed. Compared with the confirmed
method, the positive coincidence rate of chromosome aneuploid was 96. 18 % , the negative coincidence rate was
100. 00% ,and the total coincidence rate was 99. 73%. Conclusion Chromosome karyotype analysis combined
with BoBs detection can quickly,accurately and effectively detect common chromosome aneuploidy abnormali-
ties and 9 kinds of chromosome microdeletion syndromes,which have good application value in prenatal diag-
nosis.
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