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Analysis of the clinical features and gene mutations of ten patients with Gitelman syndrome LU Rongmei, LI
Jinxin, LI Liantao, CHEN Gang, WEN Junping. Department of Endocrinology s Fujian Provincial Hospital s Fuzhou ,
Fujian 350001, China

[Abstract]  Objective To analyze the clinical features and gene mutations of Gitelman syndrome. Methods Based on the
clinical symptoms and laboratory test results, this study analyzed the mutations of disease-causing gene SLC12A3 in 10 patients
with Gitelman syndrome. After getting the informed consent of patients, the genomic DNA of peripheral blood was extracted.
The 26 exons and their flanking sequences of SLC12A 3 were amplified by polymerase chain reaction (PCR). Sanger sequencing
was combined with DNassist sequence alignment software to confirm the mutations. Results In this study. we found 13 kinds
of pathogenic mutations altogether. There was no hot spot mutation. There were eight kinds of missense mutations (61.5%),
three kinds of deletion mutations (23.1%), and two kinds of splicesite mutations (15.4%). Among the ten clinical suspected
patients, five cases were caused by compound heterozygous mutation, accounting for 50%. Two cases were homozygous muta-
tion, accounting for 20%. Only one heterozygous pathogenic mutation was detected in the rest of patients. Conclusion In this
study, two new mutation sites, D62G and C146Y, were founded, and their pathogenicity has not been reported. Beyond that,
we found the relationship between phenotype and genotype was not clear. So we can't estimate the severity and advancing of the

disease according to the genotype. However, genetic diagnosis is also the gold standard for this disease. In addition to diagnose
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disease, it can also achieve early screening and prenatal diagnosis.

[Key words] Gitelman syndrome; clinical phenotype; genotype; genetic diagnosis
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Role of Fibroscan in the diagnosis of liver fibrosis and hepatic steatosis CHEN Lingling, WU Meimei, LIN
Weiguo, ZHENG Weibing, ZHU Qi. Department of Hepatobiliary Internal Medicine , Fuzhou Second Hospital Affiliated
to Xiamen University s Fuzhou, Fujian 350007, China

[Abstract]  Objective To analyze the role of Fibroscan in the diagnosis of liver fibrosis and hepatic steatosis. Methods
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