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Abstract:  Achondroplasia is the most common disease in fetal nonfatal short limb bone deformity, which is mainly presents with limb shortening, short stature, and 
characteristic facial configuration. During fetal period, prenatal ultrasonography is the main means of disease screening. However, genetic examination is the diagnostic standard of achondroplasia, which can further guide pregnancy.  We report a case of child whose limbs were short and proximal femoral shaft-epiphyseal angle was significantly abnormal during multiple ultrasound, but further Sanger sequencing method for FGFR3 gene c.1138 G > A detection was negative. Parents choose to continue pregnancy after doctor-patient communication. One year after birth, the patient developed asymmetrical short stature with motor retardation. Exon examination showed that FGFR3 gene c.1620 C > A was positive. As a new method for fetal medical diagnosis, fetal exon group sequencing will provide another new way for prenatal diagnosis of fetuses with ultrasonic abnormalities (one or more malformations) that cannot be identified by conventional examination techniques (such as karyotype and CMA), but it is necessary to understand the limitations of this technique in clinical application. When the negative results of genetic testing are inconsistent with clinical results, it is necessary to reanalyze the samples and give more appropriate pregnancy guidance. We expect to form a guide for further genetic examination of fetal limb shortness as soon as possible.


