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[ Abstract ] Objective To investigate the clinical characteristics, prenatal genetic diagnosis and
reproductive guidance of congenital heart defects and skeletal malformations (CHDSM) . Methods The
clinical characteristics of a CHDSM proband were analyzed, and the medical exon was used for family
analysis. The clinical characteristics and CHDSM gene mutation sites of CHDSM patients reported at
home and abroad were compared and analyzed by consulting the databases of China CNKI, Wanfang and
PubMed. Results The ultrasound examination of this case showed: fetal intrauterine growth restriction,

abnormal heart (ventricular septal defect, vagal right subclavian artery), short long bone, short middle
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phalanx of little finger of both hands. No abnormality was found in amniotic fluid chromosome karyotype
and chromosomal microarray ( CMA). Results of amniotic fluid medical exon detection: a new
heterozygous mutation of ABL1 gene was found, which was related to CHDSM. Conclusion CHDSM by
ABL1 gene mutation has high disability, high mortality and poor prognosis. Prenatal genetic examination
is helpful to prognosis evaluation and intervention, reduce the rate of birth defects and reduce the burden
of family and society. For unexplained cardiac and skeletal abnormalities, if there is no abnormality in
conventional chromosome karyotype and CMA. It is suggested that exon detection should be used for
further gene diagnosis. Families that clearly carry genetic variation or give birth to children with ABLI
gene mutation should carry out eugenic genetic counseling, and give corresponding guidance and
suggestions for reproduction.
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