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[Abstract] Objective To explore the clinical application of cytogenetic techniques combined with chro-
mosomal microarray and fluorescence in situ hybridization in the prenatal diagnosis of mosaic trisomy 22 fe-
tal. Methods Retrospective analysis the prenatal diagnosis results and pregnancy outcomes of 3 mosaic
trisomy 22 fetus diagnosed by the Medical Genetics Center of Guangdong Women and Children Hospital
from January 2017 to November 2018. Results Among the 3 amniotic fluid karyotyping results, 2 cases
were mosaic trisomy 22, and 1 case was normal karyotype 46, XX. Among the 3 amniotic fluid fluores-
cence in situ hybridization test results, 1 case did not undergo the FISH test, 1 case indicated that the fe-
tus was mosaic trisomy 22, and 1 case indicated that the number of chromosome 22 was normal. Among
the analysis results of amniotic fluid chromosomal microarray in 3 fetuses, the results of 1 case indicated
that cnLOH was present on chromosome 22, and the results of 2 cases indicated that both fetuses were
mosaic Trisomy 22. Conclusions The clinical characteristics of mosaic trisomy 22 fetus are lack of speci-
ficity, detection using a single method may lead to missed diagnosis, multiple methods should be used to
detect the fetus that is suspected to be a mosaic trisomy 22 fetus in prenatal screening, and multi-discipli-
nary team consultation and evaluation should be conducted on the prognosis of the fetus that is confirmed
to be a mosaic trisomy 22 fetus in prenatal diagnosis.
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