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A study on the relationship between prenatal ultrasound diagnosis of fetal limb malformations and chromo-
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[ Abstract] Objective To explore the relationship between prenatal ultrasound diagnosis of fetal limb malfor-
mations (FLM) and chromosomal abnormalities. Methods Two hundred and thirty fetuses diagnosed as FLM by pre-
natal ultrasonography at Maternal and Child Health Hospital of Inner Mongolia Autonomous Region from January 2017
to December 2019 were selected, and 56 fetuses’ mothers voluntarily underwent chromosome examination. The results
of prenatal ultrasonography were summarized and the relationship between the results of prenatal ultrasonography and
chromosomal abnormalities was analyzed. Results Among the 230 cases of FLM, 191 cases(83.04% ) had single limb
deformity and 39 cases(16.96% ) had compound limb deformity. Limb deformities were found in 55 cases(18.27% , 55/301)
in 14-19 gestational weeks and 208 cases(69. 10% , 208/301) in 20-24 gestational weeks. Ninety-six cases(41.74% )
were complicated with malformations of other systems, most of which were complicated with malformations of two or
more other systems. The total number of FLM diagnosed by ultrasound in this study reached 301 cases. After induced
labour and delivery, 32 cases were confirmed to be missed and 7 cases were misdiagnosed. Polydactyly(toe) accounted
for the highest proportion of missed deformities(40.63% ) ; 7 cases were misdiagnosed, including 3 cases of varus foot
misdiagnosis and 4 cases of abnormal hand posture, and all of these abnormalities were transient. The results of chro-
mosome examination in 56 cases showed that 31 cases had chromosomal abnormalities, including 15 cases of trisomy
18, 9 cases of trisomy 21, and 7 cases of other types of chromosomal abnormalities. There were 9 cases of overlapping

fingers in the 18-trisomy FLM, and all the 18-trisomy FLM were complicated with other system malformations. Phalange
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loss was common in the 21-trisomy FLM(8 cases). Conclusion Prenatal ultrasound in the second trimester of preg-

nancy has a high detection rate for FLM, but it is still difficult to detect minor deformities such as polydactyly ( toe )

and syndactyly(toe). FLM has a certain correlation with chromosomal abnormalities and can be used as an indicator

of fetal invasive chromosome screening.
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