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[ Abstract ] Objective To report a case of complex chromosomal rearrangements mosaicism of
chromosome 13 in prenatal diagnosis and to investigate its possible mechanism. Methods Early pregnancy
ultrasound combined with G-banding karyotype analysis and chromosomal microarray analysis (CMA)
were used to detect fetal villi and amniotic fluid. Results Ultrasound in early pregnancy showed that the
nuchal translucency (NT) of the fetus had thickened by 4. 7mm, and the G-banding karyotype of the villi
samples was mos 46, XX,del(13)(q22)[10]/46,XX,-13,+mar[6]/46,XX,der(13)t(10;13) (q22;q22)
[4], CMA test showed that there were two gene copy number changes: (1) Mosaic duplication occurred at
the position of 10q22. 1-q26. 3 on chromosome 10 (proportion of about 23 %) ; Mosaicism missing occurred
at sites 13q22. 1-q34 on chromosome 13 (about 40%). The G-banding karyotype of the amniotic fluid in
this case was 46 ,XX,del(13) (q31. 1), and the CMA test showed that the position 13q31. 1-qter of fetal

chromosome 13 was missing. Combined with ultrasound, karyotype results and CMA test results analysis,

DOI.; 10, 13470/j. enki. cjpd. 2021, 03, 012
CEAEVEH S . E-mail: hubel2005@126. com

<r
w7

i

- 57



speculated that fetal villi specimens confined placental mosaicism (CPM). The main clinical symptoms of
“13q deficiency syndrome” was severe mental disorders, special features, central nervous system
abnormalities. The pregnancy was terminated after genetic consultation. Conclusion When chromosomal
mosaicism was found by villi karyotype analysis, the possibility of CPM should be fully considered. and
amniotic fluid or umbilical cord blood should be reviewed for further confirmation. In a pregnancy with
CPM and normal fetal karyotype, the monitoring of fetal growth and development should be strengthened
during pregnancy. and multiple samples of placenta should be taken during childbirth to detect

chromosome karyotype for further verification.
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