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[ Abstract]
agnosis of microdeletion/microduplication syndromes. Methods

Objective To evaluate the application value of BACs-on-beads ™ (BoBs ™) assay in prenatal di-
Chromosomal karyotyping and BoBs ™ assay were
used for detecting 1 549 cases of amniotic fluid cells with indications for prenatal diagnosis, which were collected
from March 2017 to February 2019 in Xi’ an Daxing Hospital. Fluorescence in situ hybridization (FISH) or chromo-
somal microarray analysis (CMA) were used for further validation for microdeletion/microduplication syndromes.
Results
including 1 case of Xq27.3 microdeletion, 1 case of 7q11.2 microduplication, 2 cases of Xp22.31 microdeletion, 1 case

Eight microdeletion/microduplication syndromes were detected by BoBs ™ with a detection rate of 0.52%,

of 18p11.32p11.21 microduplication, 1 case of 8q23.3 microdeletion, 1 case of 4p16.3 microduplication and 1 case of
22q11.2 microdeletion. High concordance was obtained between BoBs ™ and FISH or CMA. Meanwhile, only 3 cases
were identified by chromosomal karyotyping, allowing an additional diagnostic yield of 0.32% for microdeletion/micro-
duplication syndromes by BoBs ™. Conclusion BoBs ™ assay can rapidly detect chromosomal microdeletions/micro-
duplications, which can be an effective complementary of karyotyping to improve the efficiency and accuracy of prena-

tal diagnosis, and is suitable for wide application in clinic.
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