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XIAO Ze-bing, WEI De-hua’, ZHANG Ning.
Department of Gynecology, Puyang Maternity and Child Care Centers, Puyang 457000, Henan Province, China

Abstract: Objective To investigate the relationship between genotype and phenotype in a fetus with cleft palate, ectrodactyly, polycystic kidney, and
oligohydramnios. Methods Techniques for obtaining genomic DNA involved isolating samples from the amniotic fluid of the fetus and peripheral
blood of the parents.Whole-exome sequencing (WES) analysis was conducted on a trio basis for the family in question, and the suspected variant was
subsequently confirmed through Sanger sequencing. Results Findings from the prenatal ultrasound examination at 24 weeks revealed the presence of
cleft palate, ectrodactyly, polycystic kidneys, and oligohydramnios.WES detected a heterozygous missense mutation in the TP63 gene, represented by
NM_003722.5:¢c.952C>A, resulting in the substitution of Glycine with Serine at position 318 (GRCh37/hg19). The DNA-binding domain (PM1) contains a
highly conserved residue.This particular variant was not identified in either the Genome Aggregation Database or the 1000 Genomes Project (PM2), and it
was anticipated to have a detrimental impact on the gene product based on multiple in silico prediction tools (PP3). This particular variant was not observed
in the parental generation, indicating its occurrence as a novel event (PS2). Therefore, this particular variant was classified as having a high probability of
being pathogenic in a clinical context, adhering to the criteria outlined by the ACMG guidelines (PS2+PM1+PM2+PP3). The TP63 variant leads to ectrodactyly,
ectodermal dysplasia, and cleft lip/palate syndrome 3 (EEC3, OMIM 604292), thereby establishing a link between genotype and phenotype.EEC3 is a
predominantly autosomal dominant condition, with fewer prenatal instances reported thus far.Subsequently, we comprehensively examined the existing
prenatal clinical manifestations of EEC3, thereby enhancing the prenatal characterization of EEC3. Conclusion our research has enhanced the understanding of
prenatal clinical features associated with EEC3, facilitating more accurate prenatal diagnosis and genetic counseling for individuals within this family.
Keywords: TP63 Gene; Ectrodactyly-ectodermal Dysplasia-cleft; Polycystic Kidney Disease; Oligohydramnios
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