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ZHANG Guang-Yu, ZHAO Yun-Xia, ZHAO Hui-Ling, TANG Guo-Hao, WANG Peng-Liang, ZHU Deng-Na. Department
of Children's Rehabilitation, Third Affiliated Hospital of Zhengzhou University, Zhengzhou 450052, China/Henan Key
Laboratory of Child Brain Injury and Henan Pediatric Clinical Research Center, Zhengzhou 450052, China (Zhu D-N,
Email: zhudengna@126.com)

Abstract: Objective To study the clinical and genetic features of Joubert syndrome (JS) in children. Methods A
retrospective analysis was performed on the clinical data, genetic data, and follow-up data of 20 children who were
diagnosed with JS in the Department of Children's Rehabilitation, the Third Affiliated Hospital of Zhengzhou University,
from January 2017 to July 2022. Results Among the 20 children with JS, there were 11 boys and 9 girls. The common
clinical manifestations were developmental delay (20 children, 100%), abnormal eye movement (19 children, 95%), and
hypotonia (16 children, 80%), followed by abnormal respiratory rhythm in 5 children (25%) and unusual facies
(including prominent forehead, low-set ears, and triangular mouth) in 3 children (15%), and no limb deformity was
observed. All 20 children (100%) had the typical "molar tooth sign" and "midline cleft syndrome" on head images, and 6
children (30%) had abnormal eye examination results. Genetic testing was performed on 7 children and revealed 6
pathogenic genes, i.e., the CPLANEI, RPGRIPIL, MKS1, CC2D2A4, CEP120, and AHII genes. Conclusions For
children with developmental delay, especially those with abnormal eye movement and hypotonia, it is recommended to
perform a head imaging examination to determine the presence or absence of "molar tooth sign" and "midline cleft
syndrome", so as to screen for JS to avoid missed diagnosis and misdiagnosis. There are many pathogenic genes for JS,
and whole-exome sequencing can assist in the diagnosis of JS.
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