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Clinical and genetic analysis of small supernumerary marker chromosomes in prenatal diagnosis”

LI Yanging s FU Wanyu sWANG Yuanbai ,JIANG Yuying ,SU Jingming . ZHUANG Jianlong”
Prenatal Diagnosis Center ,Quanzhou Women's and Children’s
Hospital ,Quanzhou , Fujian 362000, China

Abstract : Objective Combine single nucleotide polymorphism microarray (SNP-array) and chromosome
karyotype analysis technology to explore the source and pathogenicity of small supernumerary marker chro-
mosome (sSMC) in prenatal diagnosis. Methods A total of 5 766 pregnant women carried out amniocentesis
in the Prenatal Diagnosis Center of Quanzhou Women's and Children's Hospital from January 2017 to March
2020 were retrospectively analyzed. SNP-array was further used to detect the source of sSSMC and analyze its

pathogenicity in the subjects whose chromosome karyotype analysis of amniotic fluid showed sSMC. Results
Chromosome karyotype analysis revealed 7 cases of sSMC,included 3 cases of chimeric type and 1 case com-
bined with trisomy 18 syndrome. SNP-array was used to analyze the source of sSMC in 4 cases,of which 2 ca-
ses were sex chromosome origin and 2 cases without any of copy number variants. Conclusion The combina-
tion of molecular genetics and cytogenetics is of great significance in determining the origin and pathogenicity
of sSSMC,and could provide reference for prenatal genetic counseling and pregnancy outcome evaluation.
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