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Abstract

This article reports a case of adult-onset Bartter syndrome type 3 caused by a variant in the CLCNKB
gene, enriching the genetic variant spectrum and clinical phenotype database of this disease. Alt-
hough this mutation site has been reported previously, each additional case report contributes to a
deeper understanding of the clinical heterogeneity of Bartter syndrome.
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B, 5, 33%, B CRILMAMIC 10 5, REVUBHE. B 11 H, IEMAERS 1 E” ABi. &
& 10 FERTRURE N R “ = U E RS H R I e & ER M=) 1815, BEMERHE,
RIMAMR RS IRATE), 8WB0A T e E B M IEHEE. 52X EEEE < Hgs” é’i%ﬂlﬂfﬂ
BV VO haE . BRAEIR A2 T 4B, EmAR Mm%, JRE M. FIh. milERT. FETh. O
KB Sk CT SR RN, TAMPEDERIT IR 5 Hbt. 15 11 A%, S&FJFRE BN
JECHhAE . BRAR, RIWATEE NG IS . W, IR, RE R SRS, B AR ELE 2.77~3.28
mmol/L, THMHFIUBHIE . BOARFIFEe . 1 ARTC B RS, KE S OME, 2~3 /R, f
VUG hiE . R JEAK . A OEFEEAE, 2G2S E M : 3.01 mmol/L, Ti1kV5. 1% p
AN USRI, A VR BRI R, DB IRE 7 W . BREAESE . EVRGS CHE” L RIUR
FJGIETE, &Ik, ki E: T: 362°C; P: 96 ¥/4; R: 18 1K/4F; BP: 111/77 mmHg; fA#H: 88
kg; BE: 177 cm; BMI: 28.09 m?, EERTCHFE. ABEHSIMAR: 2.6 mmol/L (3.5~5.5), RAGK:. FA%Z
R AR LI R S o W K IR B AE 2.6~3.35 mmol/L, EJE'BFURIELAR, T L RAMEXAEGRTT, 58
¥ 24 h JRAEEFR: 240 JREF: 86.1 mmol/24 h (36~90); 24 h JRA: 245 mmol/24h (170~250); 1F [ 3 iH] &
FHZ M MLEIES, HEE/NEFRTE. Bartter Zi51E. Gitelman ZESIEEHNN, EAEMS: pH: 7.5
(7.35~7.45); pCO2: 36.9 mmHg; pO,: 62.1 mmHg; HCO; : 27.0 mmol/L (22~27); BE: 3.1 mmol/L (—3~+3);
k*: 3.1 mmol/L (3.5~5.5), LM M IEH &ACUEI 5, 56120 Bartter Z8A1E. Gitelman 254
e, 5 EE V@I A2, R B SO BEEAT JE R R I, 2528 i [ 3 P o (R R AL
BEAT RN, RIS 18 %i}ﬂﬂiﬂ‘fL)Lﬁaﬁ?‘%fﬁ%i%iﬂ%ﬁﬁ%ﬁ(ﬂ%tﬂ@1~3 FER). BB R i 8 L
KBE, HPBTiZW: 1. Bartter ZEG1E: 2. 2 BUBEIRWE: 3. RHLEAIE: 4. JEMEAE. MR4E Bartter 55
fELTT l%%/\u\(zozs), 1T COX HHIFNT T s N 3 H AT sk = 2 9% 1 LA, 8 A B RZ T %
TREFFI R A ACRUARB K254, 456 i B w3 AT e 9 TA) e ) of & 9% B 7E 100~110/60~70 mmHg
28], HREAATEARIEA OGRS, REHZTRGTT, | HEEEEEN: 3.09 mmol/L (3.5~5.5), &
BE BRI RN, B IR

.A.

chri: NM_000085.5:c.753de . Bartter&Z & 1E38!
CLCNKB 16375712 l(p.Leu252Serfs*97) aa [MIM:607364] AR /8 HRER

Figure 1. Genetic testing results of the case
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Figure 2. Sanger validation results of the case
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Figure 3. Sanger peak results of cases
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2.1. Bartter ZSERIE X

Bartter £5 % fiE(Bartter syndrome, BS)/& — 20 %% W B AL VE R SR VE B, g A BRI 2 B /NVE R A T 5
FHBORZ i/ NE B B U B AR S e, 1% U7 SUEFE S R B Mgt A% A XOZE B e st
&, o FER 5 SLC12A1. KCNJ1. CLCNKB. CLCNKA. BSND. MAGED2 [5].

2.2. Bartter ZZ & iERYIGERFRIL
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PEREARIAEME 1] FTOL, U2 BA B J5 AT MAE ) 5 I, S VR 1) 3 5, 56 38 AH DA Bh ks
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