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Cytogenetic analysis and pregnancy outcome analysis on 2 cases of mosaic trisomy 12

Zhang Yicong , Li Fengzhen, Wu Lihua , Li Xing

Guangdong Women and Children Hospital , Guangdong, Guangzhou 511400, China

[ Abstract] Objective To carry out prenatal diagnosis for two cases of mosaic trisomy 12 using combined
G-banded chromosomal karyotyping and chromosomal microarray analysis ( CMA), the pregnancy
outcomes were analyzed, to provide the basis for clinical diagnosis and consultation. Methods Ultrasonic-
mediated amniocentesis was performed on 2 fetuses, and the amniotic fluid was subjected for G-banding
chromosomal karyotyping and CMA . Results The karyotype of case 1 was 47, XY, +12[1]/46,XY
[31], the proportion of trisomy 12 was 3. 1% , the result of CMA indicated that 39 % of chimeric duplicates
occurred on chromosome 12, the pregnant women underwent amniocentesis because of fetal of aortic arch
coarctation with aortic arch dysplasia, the fetus was delivered at 39" weeks, and cardiac surgery was
performed after birth, postoperative recovery was good, and other clinical phenotypes were normal; the
karyotype of another case was 47,XY,+12[2]/46,XY[26], the proportion of trisomy 12 was 7. 1%, the
result of CMA was normal, the pregnant women underwent amniocentesis because of advanced age and
critical risk of Down’s screening. The fetus was delivered at 39" weeks, and the clinical phenotype was
normal. Conclusions The present cases provide evidence for a correlation of low-level trisomy 12
mosaicism in amniocytes with a favorable fetal outcome. G-banded chromosomal karyotyping combined
with CMA and fluorescence in situ hybridization(FISH) can be used to diagnose mosaic trisomy 12.

[Key words] Mosaic trisomy 12; G-banded chromosomal karyotyping; Chromosomal microarray

analysis; Fluorescence in situ hybridization
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