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[Abstract] Objective To analyze the clinical and genetics of mosaic cat eye syndrome (CES) in prenatal
diagnosis, in order to provide the basis for genetic counseling. Methods Clinical data of three fetuses
diagnosed with mosaic CES admitted to Changsha hospital for maternal and child health care from 2018 to
2022 were retrospectively analyzed. The amniotic fluid samples obtained by ultrasound-guided
amniocentesis were analyzed by conventional G-banding karyotype analysis and single nucleotide
polymorphism array (SNP array). Parental peripheral blood cells were collected to verify the source of
variation. Results (1) Case 1 had an abnormal karyotype of 47, XN, +mar [ 34 /46, XN [26], and
Case 2 had an abnormal karyotype of 47, XN, + mar [47]/46, XN [31]., while Case 3 had a normal

karyotype. (2) SNP array indicated a 10. 24Mb mosaic duplication in 22ql1. 1q12. 1 cytoband in Case 1

DOI: 10.13470/j. cnki. cipd. 2023. 03. 007
HEEWH KWL O g B e ZBHITF I H (2021Y]29)
“SEAEVEH A7, Email : 151834069@qq. com

¥



(accounting for about 64%) and a 12. 90 Mb mosaic duplication in 22ql11. 1q12. 1 cytoband in Case 2
(accounting for about 69%), which were both de novo variations. Case 3 harbored a 6. 74 Mb
microduplication in 22q11. 1q11. 23, accounting for about 26 %, and the genetic mode was unknown. (3)
All three fetuses were diagnosed as mosaic CES. Case 2 chose to terminate, and Case 1 and Case 3 chose
to continue the pregnancy after genetic counseling. No abnormal phenotype was found in the two newborns
after birth, and the growth and development of the newborn are normal. Conclusion The clinical
characteristics of the mosaic CES fetus lack specificity, and it is difficult to find in ultrasound screening.
For fetuses with a prenatal diagnosis of mosaic CES, the fetal prognosis may be good if there is no

abnormality on systematic ultrasound.
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