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[Abstract]
spinal muscular atrophy (SMA), and to diagnose SMA by gene diagnosis. Methods

Objective To analyze the deletion of survival motor neuron (SMN) gene in children suspected of
A total of 29 patients suspected of
SMA were recruited from January 2015 to December 2016 in the Department of Neonatology or Neurology of Shanghai
Children's Hospital. The age of these patients ranged from 11 days to 14 years old. Gene diagnosis of SMN1 and SMN2
were performed by Mutiplex Ligation-dependent Probe Amplification (MLPA) in these peripheral DNA samples.
Results
29). Among them, 8 cases had homozygous deletion in exon 7 and exon 8 of SMN1 gene, 3 cases had homozygous dele-

Pathological mutations were identified in 15 cases, and the diagnosis rate in suspected cases was 51.7% (15/

tion in exon 7 and exon 8 of SMN1 gene combined with copy number increase in exon 7 of SMN2 gene, and 4 cases had
homozygous deletion in exon 7 and heterozygous deletion in exon 8 of SMNI1 gene. In other 14 cases, some non-patho-
genic mutations were identified. According to the international diagnostic criteria of SMA, 5 cases of type I, 5 cases of
type II, and 5 cases of type Il were diagnosed, accounting for 33.3%, 33.3%, 33.3%, respectively. Homozygous dele-
tion in exon 7 and exon 8 of SMN1 gene were identified in all of the cases of type I, while slight copy number increase
MLPA is a high sensitive method for SMA diagno-
sis, which can be considered as the preferred genetic test for the suspected SMA patients. It would provide basis for a de-

in exon 7 of SMN2 gene were only found in one case. Conclusion

finitive diagnosis of SMA.
[Key words] Children; Spinal muscular atrophy; Survival motor neuron (SMN) gene; Mutiplex Ligation-depen-
dent Probe Amplification (MLPA); Gene diagnosis
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[ Abstract)
ide-to-high density lipoprotein cholesterol ratio (TG/HDL-C) in the evaluation of metabolic syndrome (MS), and to de-

Objective To compare the function of triglyceride-glucose product (TyG index) and triglycer-
termine the screening indicator of MS. Methods A total of 349 subjects (aged 20 to 66) who had a medical examina-
tion at Beijing Fangshan First Hospital during Jan. 2015 to Dec. 2015 were included in this analysis. The subjects were
asked about their medical history, and all underwent physical examination and biochemical examination. The value of
TyG index and TG/HDL-C were calculated. A total of 125 patients were diagnosed as MS according to the Chinese Dia-
betes Society (CDS) criteria. TyG index and TG/HDL-C mean values were compared between MS patients and non-MS
patients. SPSS18.0 was used to draw the ROC curve of TyG index and TG/HDL-C for the diagnosis MS and to calculate
the area under the curve (AUC). The AUC was compared and analyzed with MedCalc16.8 software. Results
the 349 subjects, there were 134 males (including 51 MS patients) and 215 females (including 74 MS patients). The mean
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