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Late-onset Leigh syndrome associated with MT-ATP6 gene mutation in

2 cases misdiagnosed as myasthenia gravis”
YUAN Meng'** ,CHEN Jun'?®,ZHANG Jia'* ,YANG Zuozhen' ,GAN Jing'**
(1. Department of Pediatrics sWest China Second Hospital s Sichuan University/
Key Laboratory of Birth Defects and Related Women and Children’s Diseases ,
Ministry of Education ,Chengdu ,Sichuan 610041,China ;2. Sichuan Provincial Key Laboratory of
Development and Women and Children’s Diseases ,Chengdu ,Sichuan 610041,China ;
3. Department of Pediatrics,Yibin Second People’s Hospital ,Yibin ,
Sichuan 644000,China ;4. Cipher Gene LLC,Beijing 100089, China)

[Abstract] Objective To explore the clinical features and treatment of late-onset Leigh syndrome asso-
ciated with MT-ATP6 gene mutation (m. 9176 T>C). Methods The clinical data of two children with late-
onset Leigh syndrome associated with MT-ATP6 gene mutation (m. 9176 T>C) who were misdiagnosed as
myasthenia gravis were retrospectively analyzed, and the relevant literature was reviewed. Results Case 1,
male,onset at the age of 13 years and 4 months;Case 2,female,onset at the age of 9 years and 11 months. The
two children both presented to the doctor with ptosis as the first symptom.,and the initial diagnosis was myas-
thenia gravis (ocular muscle type). The results of cranial MRI all showed abnormal signal shadows in the bas-
al ganglia and brainstem, and genetic testing revealed a mutation in the mitochondrial ring gene MT-ATP6
gene (m. 9176 T>C). After the treatment of cocktail therapy,the symptoms of 2 children were relieved and
discharged. Conclusion Early diagnosis and treatment can help improve the prognosis of these patients.
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