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[ Abstract] Objective: To analyze the clinical phenotype and mutation site in a case of DES gene mutation characterized by cardiac

involvement. Methods: The clinical data of a child with severe arrthythmia and cardiomyopathy and the family members were collected,

the whole exome sequencing ( WES) showed that there was a c. 1360C>T mutation in DES gene and was characterized by severe

arrthythmia and cardiomyopathy. Peripheral blood of the family was collected and Sanger sequencing was performed to identify the

possible pathogenic gene mutations, and the harmfulness of the mutations was predicted through bioinformatics analysis. Results; WES

results were confirmed by Sanger sequencing. The child had heterozygous mutation at this site, but the parents did not carry the

mutation, which was a de novo mutation. The mutation of DES 454 resulted in a highly conserved arginine mutation to tryptophan in

different species, and the prediction software suggested that the mutation was harmful. Based on the analysis of phenotype, the child had

large atria and reduced left ventricular ejection fraction, and then received permanent cardiac pacemaker implantation. The abnormal

cardiac function was probably induced by the mutation of DES gene. This mutation was first reported in China. Conclusion: The

mutation of DES ¢. 1360C>T is probably the pathogenic mutation of children. Mutations in DES gene usually lead to severe cardiac

phenotype, higher fatality rate and poor prognosis.
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Clinical Efficacy of Levetiracetam in the Treatment of Neonatal Refractory Convulsions and Influencing
Factors of Prognosis

Su Lina' , Li Wenlin' , Chen Caihua' , Du Jichangz( 1. Hainan Women and Children’ s Medical Center, Hainan Haikou
570100, China; 2. Hainan Modern Hospital for Women and Children, Hainan Haikou 571100, China)

[ Abstract] Objective: To probe into the clinical efficacy of levetiracetam in the treatment of neonatal refractory convulsions and
influencing factors of prognosis. Methods: Totally 80 neonates with convulsions admitted into Hainan Women and Children’ s Medical
Center from Apr. 2016 to Mar. 2018 were extracted. The clinical efficacy of levetiracetam in the treatment of neonatal refractory
convulsions was analyzed. The children with effective treatment were enrolled in the good prognosis group (n=62), while the children
with ineffective treatment were included in the poor prognosis group (n=18). Logistic multiple regression was used to analyze the
influencing factors of prognosis of neonatal refractory convulsions. Results: Eighty children were followed up to one year old, of which
18 cases were ineffective, 3 cases were effective, 10 cases were markedly effective, 49 cases were completely controlled, and the total
effective rate was 77.5% . No adverse drug reactions occurred during the follow-up. There were statistically significant differences
between the good prognosis group and the poor prognosis group in the duration of convulsions =15 min, severe abnormalities in EEG,
abnormal brain structure development, congenital metabolic diseases, family history of convulsions and daily seizures (P <0.05).
Logistic multiple regression analysis showed that abnormal brain structure and daily seizures were independent risk factors for the
prognosis of neonatal refractory convulsions ( P<0.05). Conclusion: Levetiracetam has higher safety in the treatment of neonatal
refractory convulsions. Severe abnormalities in EEG and daily seizures are independent risk factors that affect neonatal refractory
convulsions. EEG can be used as a reference indicator for clinical diagnosis of prognosis.

[ Keywords | levetiracetam; refractory convulsions; neonate; prognostic factors; Logistic multiple regression analysis
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