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A case of Joubert syndrome and genetic mutation analysis

HU Tiantian ,WANG Yu,YANG Lei ,NIU Fenghai
(Affiliated Hospital of Jining Medical University,Jining 272029 , China)

Abstract : Objective To summarize the clinical features of a child with Joubert syndrome and its associat-
ed pathogenic genes which could improve the clinicians understanding of the disease and provide guidance
for early diagnosis. Methods The clinical and imaging data of the child were collected. The samples of pe-
ripheral blood were collected from the child and his parents to detect the genes related to Joubert syndrome.
The loci with gene mutations were identified,and a bioinformatic analysis was performed. Results The child
showed Shortness of breath , hypotonia,abnormal eye movement and progressive developmental retardation.
The molar tooth sign was reflected by the magnetic resonance imaging, and the heterogenetic variation of
TCTNI1 was detected as c. 1063dupG ( p. Val355fs) . The mutations have been proved to be inherited from his
mother. Conclusion With typical clinical manifestations and characteristic imaging features,JS can be clini-

cally diagnosed,and Gene detection provides the genetic molecular basis for the disease. The c. 1063dupG ( p.

Val355fs) heterozygous mutation in TCTN1 gene in this study is a new mutant site.
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