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[ Abstract] Objective To evaluate the clinical significance of chromosomal microarry analysis (CMA) for
detection of chromosomal abnormalities in spontaneously aborted fetuses. Methods Chorionic villi samples from 431
spontaneously aborted fetuses were detected on the chromosomal abnormalities by CMA in our department form
September 2014 to April 2016, Results The overall success rate of CMA was 100%, and 283 cases were detected
with abnormalities (65.67% ). Of these 283 cases with abnormal results, 126 were common ancuploidies (trisomy
13, 16, 18, 21, 22 as well as X and Y aneuploidies) (44.52%), 72 were uncommon aneuploidies (25. 44 %), 10
were composited aneuploidies (3. 53%), 9 were partial aneuploidies (3. 18%),29 were polyploidy (10.25%), 4
were mosaicism (1.41%), 31 were with multiple duplications and deletions (10.96%), and 2 were micro-
duplication/micro-deletion syndromes. Conclusion CMA has great advantage for the detection of chromosomal
abnormalities in spontaneously aborted fetuses comparing with fluorescence in situ hybridization (FISH). It is of
great clinical significance for etiological diagnosis of spontaneous abortion and guidance on reproduction.
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Table 1  The abnormal types of chorionic villi samples detected by
CMA
one Abnormal/ Percentase - PIGEe
case cases/ % abnorr/l%al
cases/ %
Aneuploidies
Trisomy 2 6 1. 39 2.12
Trisomy 4 6 1.39 2.12
Trisomy 7 6 1.39 2.12
Trisomy 8 6 1. 39 2.12
Trisomy 13 8 1. 87 2.83
Trisomy 15 20 4. 64 7.07
Trisomy 16 50 11. 60 17.67
Trisomy 18 4 0.93 1.41
Trisomy 21 16 3.71 5.65
Trisomy 22 20 4.64 7.07
Monosomy X 28 6.50 9.89
Other trisomy 28 6.50 9.89
Composited aneuploidies
Trisomies 16/22 1 0.23 0.35
Trisomies 18/20 1 0.23 0.35
Trisomies 18/9 1 0.23 0.35
Trisomies 21/5 1 0.23 0.35
Trisomies 21/20 1 0.23 0.35
Trisomies 22/9 1 0.23 0.35
Trisomies 2/7 1 0.23 0.35
Trisomies 9/15 1 0.23 0.35
Trisomies 9/20 1 0.23 0.35
Trisomies 7/10 1 0.23 0.35
Partial aneuploidies
Partial trisomy 9 2.10 3.18
Polyploidy
69, XXX 14 3.25 4.95
69,XXY 9 2.10 3.18
69,XYY 6 1.39 2.12
Mosaicism
Mosaicism Trisomy 2(30%) 1 0.23 0.35
Mosaicism monosomy 21(25%) 1 0.23 0.35
Mosaicism X/XX(23%) 1 0.23 0.35
Mosaicism XXX/XX(20%) 1 0.23 0.35
Multiple duplications and deletions 31 7.20 10. 95
Microduplicaiton/microdeletion
syndromes
DiGeorge syndrome 2 0.46 0.71
Total 283 65. 66 100
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Table 2 The abnormal types of chorionic villi samples detected by

FISH
dercentag
e Abnormal/ Percentage - Gree
case cases/ % abnorr/iéal
cases/ %
Common aneuploidies
Trisomy 16 50 11. 60 17.67
Monosomy X 28 6.50 9.89
Trisomy 22 20 4. 64 7.07
Trisomy 21 16 3.71 5.65
Trisomy 13 8 1. 86 2.83
Trisomy 18 4 0.93 1.41
Polyploidy
69, XXX 14 3.25 4.95
69,XXY 9 2.09 3.18
69,XYY 6 1. 40 2.12
Mosaicism
Mosaicism monosomy 21 1 0.23 0.35
MosaicismX/ XX 1 0.23 0. 35
MosaicismXXX/XX 1 0.23 0.35
Composited aneuploidies
Trisomies 16/22 1 0.23 0. 35
Trisomies 18/20 1 (M) 0.23 0.35
Trisomies 18/9 1 (M) 0.23 0. 35
Trisomies 21/5 1 (M) 0.23 0. 35
Trisomies 21/20 1 (M) 0.23 0. 35
Trisomies 22/9 1 (M) 0.23 0. 35
Total 164 38.05 57.95

M: Misdiagnosis
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