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(7/32) , JE IR R AR BRAII N 6.3% (2/32) 80 WU N 3.1% (1/32) . S:30 % KA . 100% 8L I 57 B A%, 62. 5% (20/32)
IBE FRAG . Ml B IR IR(E A 2. 208 £ 0. 432mmol/L, Il 8 A {H 4 0. 667 £0. 121mmol/L,, Il 3¢ & K (M) 4 12. 860 = 7. 239ng/
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Clinical Characteristics and Gene Mutation of Pediatric Patients with Gitelman Syndrome. LI Xiaogiao, LI Wenjin ,LIU Min, et al. De-
partment of Endocrinology, Genetics and Metabolism , Beijing Children's Hospital, Capital Medical University, National Center for Children’
s Health , Beijing 100045, China

Abstract Objective To summarize the clinical and genetic characteristics of children with Gitelman syndrome (GS), and to im-
prove clinicians’ understandings about the diagnosis and treatment of GS in children. Methods The clinical data of 32 children with GS
diagnosed by genetic mutation analysis admitted to Beijing Children’s Hospital, Capital Medical University, from Jul 2013 to Dec 2020
were retrospectively analyzed, including onset and diagnosis age, clinical manifestations, laboratory examination and gene variation.
Results Among 32 children with Gitelman syndrome, 23 were males and 9 were females. The average age of the children at onset was
5.000(3.043, 7.628 ) years (aged from 1 to 11.5 years) , and the diagnosis age was 8.776 +3.528 years. The average height upon diag-
nosis was —1.460 +1.307 SD. The clinical manifestations were as follows, 46.9% (15/32) of muscle weakness, 37.5% (12/32) of
short stature, 25.0% (8/32) of tetany, 21.9% (7/32) of polyuria, 21.9% (7/32) of vomiting, 6.3% (2/32) of abdominal pain and
limb numbness, 3.1% (1/32) of nausea and limb pain. Blood potassium was decreased in 100% of children, while blood magnesium was
decreased in 62. 5% (20/32). The lowest blood potassium level was 2. 208 = 0. 432mmol/L, blood magnesium level 0. 667 =
0. 121mmol/L. The renin (in supine position) level was 12. 860 = 7. 239ng/(ml + h), angiotensin (in supine position) level was
536.500(235.200, 700.100) pg/ml, and aldosterone (in supine position) level was 21.510(17.705, 148.820) mg/L. 24h urinary po-
tassium level was 2.580 +0.800mmol/ (kg + 24h) , 24h urinary calcium level was 0.020(0.010, 0.055) mmol/ (kg - 24h). There were
significant differences in blood chlorine and 24 — hour urine calcium between male and female children ( P were 0.048 and 0. 035 respec-

tively). All 32 children harbored mutations in SLC12A3gene, with 27 children harboring compound heterozygous mutations, 3 children
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harboring single mutation, 1 child harboring multiple heterozygous mutations, and only 1 child harboring homozygous variation. A total of

36different mutation types were detected with 33.3% (12/36) novel mutations. There were 1 nonsense mutation, 8shear mutations, 7

frameshift mutations and 20missense mutations. The most common mutation site was p. D486N, which was found in 31% (10/32) of chil-

dren. There was no significant difference in gender, age at onset, blood electrolytes among the 4mutations, but higher urinary potassium

were found in the splicing group than those in the nosense or framshift group (2. 338 + 0. 718 vs 3. 227 £ 0. 477, P =0.019).

Conclusion The GS may occur in infancy, and short stature is also one of the main clinical manifestations of pediatric GS. p. D486N is

the most common mutation site. There is great heterogeneity in gene mutations and clinical manifestations in children with GS, there were

significant differences in 24 — hour urinary potassium between nosense or framshift group and splicing group.

Key words Gitelman syndrome; Child; SLC12A3gene; Gene variation; Genotype — phenotype
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