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Abstract: Objective To analyze and investigate the gene of a pedigree with multiple arthrogryposis diagnosed by ultrasound. Methods Abortion tissue and
fetal parents' blood samples were collected for high-throughput sequencing, and Sanger sequencing was used to verify the variation. The test results were
analyzed using multiple databases. Resufts There was BICD2 ¢.2100_2102delCAA(p.Asn700del)heterozygosity deletion in the aborted fetal tissue, and the
BICD2 gene of the aborted fetal parents was wild type. Copy number variants above 100kb that are known to be clearly pathogenic were not detected in
aborted fetuses or parental samples. Conclusion The deletion mutation of BICD2 ¢.2100_2102delCAA(p.Asn700del)in fetus is a new mutation, which is the
cause of lower limb dysplasia. The detection of novel gene variants has enriched the pathogenesis of spinal muscular atrophy lower extremity predominant.
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