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Sirolimus in the Treatment of 5 Cases of Blue Rubber Bleb Nevus Syndrome in Children and Literature Review

Wang Yuesheng, Zhang Jing, Xue Fumin, Yu Zhidan, Li Xiaoqin ( Children’ s Hospital Affiliated to Zhengzhou University ,
Henan Children’ s Hospital, Zhengzhou Children’ s Hospital, Zhengzhou Key Laboratory of Children’ s Digestive Diseases, Zhengzhou
450018, China)

[ Abstract | Objective: To probe into the clinical characteristics of blue rubber bleb nevus syndrome ( BRBNS) in children and the
clinical efficacy of sirolimus. Methods: Clinical data of 5 children with BRBNS from Jan. 2019 to Apr. 2022 were extracted. Literature
were retrieved through PubMed, CNKI and Wanfang database to analyze the clinical characteristics, diagnosis, treatment and prognosis
of BRBNS until Apr.

accompanied by severe small cell hypochromic anemia, characterized by pale complexion and slow growth. Endoscopic diagnosis of

2022. Results: Five cases of BRBNS had cutaneous venous malformations and gastrointestinal lesions,

BRBNS was 100% , with lesions distributed in the stomach, duodenum, jejunum, ileum, and colon. Treatment required multiple blood
transfusions, oral propranolol, local intervention or sclerotic treatment of the lesion. Most of the lesions recurred from 3 to 6 months, the
symptoms were improved after using sirolimus. The initial dose of sirolimus was 0.5 to 1.0 mg/m” per day, the dose was adjusted to 2
mg/m” per day according to the blood concentration to reach the target concentration of 5.0 to 10.0 ng/mL, the hemoglobin was
maintained to a stable level. Conclusion: The clinical symptoms of BRBNS in children are severe and easy to recur, sirolimus can be
used as a safe and effective treatment for BRBNS in children.

[ Keywords ] sirolimus; blue rubber bleb nevus syndrome; clinical characteristics; children
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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

TEE BT ARFE(1987.04-) , & AL, IR BN, N F LB RGHIRGT , E-mail ; 15840683840@ 163. com,,
BIE1EE IKAETR (1968. 05-) , L, KEFARE, FAEEIN, T NH)LEMZE RGPHRIIT, E-mail ; erke510@ 163. com,



