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Genetic analysis of a case of CTCF gene mutation in fetus associated with adverse outcome

Xie Xiaoxiao' s Jiang Xiaoying®, Hu Lingyun', Zhou Honghui', Wang Longzia', You Yangin',
Lu Yanping"”

(1 The first medical center of Chinese PLA General Hospital, Beijing 100853, China; 2 Medical
school of Chinese PLA, Beijing 100853, China)

[Abstract] Objective To explore the genetic analysis and counseling of pathogenic CTCF mutation in
fetus. Methods Chromosome karyotype analysis, Fluorescence in situ hybridization ( FISH),
chromosome microarray analysis (CMA) and whole exome sequencing (WES) were used to detect the
fetus with poorly structured bilateral hyperechogenic kidneys. Results Karyotype analysis, FISH and
CMA were normal. A de novo frameshift mutation c. 944 _951dup (p. G318Hfs * 18) of CTCF was
detected by WES resulting truncated protein. It can cause “Mental retardation, autosomal dominant 217,
which has not been reported in fetuses. Conclusion In this case, the pathogenic mutation in CTCF was
first detected in fetus. The poorly structured bilateral hyperechogenic kidneys may be a novel fetal clinical
feature associated with the mutation in CTCF. Pretest and protest counseling should be well done,
especially when the rare pathogenic mutations are detected by WES,

[Key words] CTCF; Bilateral hyperechogenic kidneys; Whole exome sequencing; Fetus
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