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Clinical value of chromosomal microarray analysis in etiological study of fetuses with congenital cleft lip and
palate. VENG Zhuo ', XIONG Li-kuan *’, LIN Xiao—ying "?, WANG Hui-lin *’. 1. Department of Ultrasound, Shenzhen
Bao‘an Maternal and Child Healthcare Hospital, Shenzhen 518000, Guangdong, CHINA; 2. Shenzhen Municipal Key
Laboratory of Birth Defects Screening and Engineering, Shenzhen 518040, Guangdong, CHINA; 3. Central Laboratory,
Shenzhen Bao ‘an Maternal and Child Healthcare Hospital, Shenzhen 518000, Guangdong, CHINA

[Abstract] Objective To discuss the clinical value of chromosomal microarray analysis (CMA) in the diagno-
sis of fetal cleft lip and palate (CLP). Methods A total 21 CLP cases in Shenzhen Bao’ an Maternal and Child Health-
care Hospital from July 2014 to December 2016 were enrolled, in which 19 were diagnosed by prenatal ultrasound and 2
were missed by prenatal ultrasound. There were 12 non-syndromic cases and 9 syndromic cases. Among the patients, 13
amniotic fluid samples, 1 cord blood sample, 2 fetal organic tissue samples and 5 venous blood samples were collected.
Chromosome karyotype and CMA technology were used to detect and analyze the samples. Genome copy-number varia-
tions (CNVs) were obtained, and the sensitivity of the two methods for detecting cleft lip and palate was compared. The
CMA results showed 33.3%
(7/21) of CNVs, and karyotype results showed 9.5% (2/21) of chromosomal abnormalities, with no statistically signifi-
cant difference (P>0.05). Of the CMA results, the detection rate of CNVs in non-syndromic CLP was 25.0% (3/12),
and the rate of CNVs in syndromic CLP was 44.4% (4/9), but the difference was not statistically significant (P>0.05).
Conclusion Compared with the traditional karyotype analysis, CMA technique has slightly higher sensitivity for detec-
tion of CLP, but Further studies are needed to confirm the value of CMA.

[Key words] Prenatal diagnosis; Ultrasound; Fetal; Cleft lip and palate; Chromosomal microarray analysis
(CMA); Copy-number variations (CNVs)

differences in abnormal CNVs in different types of CLP patients were evaluated. Results
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