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A Cases of Pyridoxine-Dependent Epilepsy Induced by ALDH7A1 Compound Heterozygous Mutation and

Literature Review

Xu Lei, Shen Yanfeng, Zhang Guixiang ( Dalian Women and Children’ s Medical Group, Liaoning Dalian 116011, China)

[ Abstract ] Objective: To probe into the heritability, clinical characteristics and treatment of pyridoxine-dependent epilepsy ( PDE)
induced by ALDH7A1 compound heterozygous mutation. Methods: Clinical and genetic data of a child with epilepsy complicated with
developmental delay induced by ALDH7A1 compound heterozygous mutation were collected. The genetic characteristics, clinical
manifestations, treatment and prognosis of ALDH7AI gene and PDE were retrieved through 1,000 Genome Project, Genome Aggregation
Database (gnomAD), PubMed, CNKI and Wanfang database. Results: This case was the first report of a compound heterozygous
mutation in ALDH7A1 gene, in which the chromosomal segment chr5:125447815-125906193 was inverted, which had not been reported
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at home and abroad. Conclusion: PDE induced by ALDH7AI compound heterozygous mutation is a kind of rare inherited metabolic

disorders with a broad phenotypic spectrum, early biomarker assays and genetic testing can reduce underdiagnosis and misdiagnosis and

improve neurodevelopmental outcomes in children.

[ Keywords ] pyridoxine-dependent epilepsy; ALDH7AI; vitamin Bg; clinical manifestations; treatment
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Systematic Review on Efficacy and Safety of Zoledronic Acid in the Treatment of Bone Metabolic Disorders
in Children

Ren Danyang', Yang Yanming', Tu Caixia', Lyu Mengwei’, Shen Jianling', Liu Yan', Li Yunwei', Li Huiying'
(1. Kunming Children’ s Hospital/ Children’ s Hospital of Kunming Medical University, Kunming 650228, China; 2. Kunming Medical
University, Kunming 650500, China)

[ Abstract ] Objective: To systematically evaluate the efficacy and safety of zoledronic acid in the treatment of bone metabolic diseases in
children. Methods: PubMed, the Cochrane Library, EMBase, CNKI, VIP, Wanfang database, ClinicalTrials, Cochrane Central
Registry of Controlled Trials, and the International Clinical Trials Registry Platform were retrieved, the retrieval time was from the

establishment of the database to Dec. 2021. Randomized controlled trials ( RCT), case series studies and case reports related to
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