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[Abstract] Objective The clinical data and genetic diagnosis of a case of prenatal Apert syndrome(AS)

were summarized, and the characteristics, prenatal diagnosis and differential diagnosis of the disease were

discussed combined with literature. Methods A case of prenatal AS was diagnosed by ultrasonography,

MRI imaging and genetic diagnosis. Results Prenatal three-dimensional ultrasound and post-labor autopsy

indicated that the main clinical manifestations of the fetus were Craniosynostosis, Hand-bipedal

syndactyly/dactyly deformity, and Facial deformity. Genetic testing indicated that the fetus had

heterozygous mutation in exon 7 of FGFR2 gene. Conclusions

The mutation of FGFR2 gene c. 755C > G

(p. S252W) is the pathogenic cause of this case of AS, and imaging {indings combined with genetic analysis

can help to confirm the diagnosis and prenatal diagnosis.
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