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[Abstract] Objective Usingnext-generation sequencing (NGS) and Sanger sequencing to detect the no-
vel gene mutation in a Joubert syndrome family. Method A family which diagnosed as Joubert syndrome
family was enrolled as subject of this study from our outpatients in 2015. Following the medical history,
imaging results and family history of the suffering fetus. next-generation sequencing (NGS) and sanger se-
quencing were used for suffering fetus and its parents to detect and verify the gene mutation causing this
disease. Results A missense mutation c. 1175C>G (inherited from father) ,and another missense muta-
tion ¢. 1250A>>G (inherited from father) had been identified in the affected fetus, which had been con-
firmed to accord with Mendelian inheritance. Conclusions  We firstly described a mutation in gene
TMEMG67, which is a novel mutation causing Joubert syndrome. This discovery had enriched the gene in-
formation of Joubert syndrome and next-generation sequencing (NGS) provided a practical method for pre-
natal diagnosis of rare disease.
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