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Clinical and geneticdetection analysis of a case of classic Bartter syndrome
HUANG Youye,HU Honglin, WANG Changjiang , XIA Tongjia,ZHANG Nana,SUN Rong
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Abstract: Objective To report the clinical data of a case with clinical diagnosis of Bartter syndrome (BS) ,carry out genetic diagno-
sis, detect the related genes of parents and the younger sister,and review the literature. Methods The clinical data and lab test results
and genomic exome sequencing analysis results of a patient with clinical diagnosis of Bartter syndrome who was admitted in the Endocri-
nology Department of the First Affiliated Hospital of Anhui Medical University on June 29,2017 were analyzed. Meanwhile, gene detec-
tion was carried out for verification among family members. And literature was reviewed for summarizing the clinical and mutant genetic
types of BS. Results The CLCNKB gene encoding the chloride channel protein CLC-Kb had homozygous mutation ( CLCNKB;c.228A >
C) in the patient,and the clinical and genetic test results were clearly diagnosed as Bartter syndrome ( classic). Family analysis showed
that the heterozygous mutation was found in patient’s parents while wild-type gene was found in patient’s sister. Conclusion It is nec-
essary of the patient with clinical diagnosis of Bartter syndrome to carry out gene test for his family members in order to make a definite
diagnosis and treatment.
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1.3 #EKE S5 165 om (AT E 74 kg; (KT
45 %0 (body mass index, BMI) 27. 18 kg/m’; Ifil J&
114/74 mmHg, B )k FIER, &0, OiiE
BRI AR DL S8, DU RS UL T U 2, LK 7 1, AR
PRICSAEAE , AR 5| s S5 5 76 ¢ 33 18] i Hs 5 300
(AERE 8 d, il B Wi 34 ¥R « x5 127/70 mmHg, 5%
1% 95/52 mmHg, F-H4511 E (114. 38 £8.16)/(72.20 +
8.33) mmHg,

1.4 SLIGEWMEHHE 2017 47 H 1 HiEfTI0H
R A AT A1 1.91 mmol/L, £ 134.2 mmol/L, &
87.2 mmol/L, 45 2. 64 mmol/L,%£ 0. 84 mmol/L, fik
TR EAH 40. 0 mmol/L, JILEF 77.7 wmol/L, & /NEKUE
% 127 mL + min ™' - (1.73 m*) ', JFINRE.
Bl M AEAFA IEE . RE M LLEE 1. 010, pH {§ 7.0,
A ULLTANAE A0 A AR ERAAR S R IR R D e
D5 : pH A 6. 67 , iR =R 8. 00 mmol/L, AJ jfi 5 iR
12. 00 mmol/L, £ & . 10. 00 mmol/L, 2017 4F 7
H 1 HA 24 h JREJHy 46. 24 mmol/L( [a] H 145 if 44
A 1.91 mmol/L) ,24 h JR & :152 mmol/L,24 h JR
.2 Ly BM 8 [ i : 670. 00 pmol/L (1E % & % {H
124 ~483 pmol/L) , 2017 47 H 3 H A2 IRz
JZ . 24. 80 pg/mL, {7 JFi ¥ :360. 03 nmol/L( IE &
% H 138 ~690 nmol/L), 2017 4£7 A 4 H, &
2:2.1ng - mL™" - h™' RMV M KRR EMY T -
3.10 pg/mL (IEHZ%1{H 0.05 ~0.79 pg/mL) , fiMy
1M KR 1 :110. 40 pg/mL (IEH Z%1{H 28.3 ~
52.2 pg/mL) ; A I AR A SR AR I [E] Ry 2017 4F 7
A1 H, fBkA 12 REGO SRR SEEOE, U
Bl B B CT I B RRR W5 A B J)E B
i U 2 R,

1.5 SRiRSE  SCBEERIRMERE, TORESUS A 1 NIk
Ik, ARSI I SR 34 A DL S 5 T O RO L LG 7 4 i
IR

1.6 ERWMNRIZEHER SWAAKIERTNE
HIFTTHE R A5 )5, B O A Lo NS B ik
URAME F K4S 3. 0 mL, 425 DNA iz H 5y d il
JPHAR AT 5 AR T A iz AR B2 KOG RS B
O3 AT AR AT 5 RECHE 43 At e iz ) Sanger 7 47
AREELBOR RAS U, 453 87”9 A CLCNKB 3
A — G RAS 1. 228A > C (FRF3) (WA
1), AR5 A AR5 A 4F I AY (2 LAY ) (OMIM:
607364 ) MiFF G o HACHRF LA I 2 R iz F I 4 & 5%
AR AHET (UL 1) o T Ik ok Ay i 356 PR 1 B A=
YR WS AR A7 6 1 Je R Bk st % (AR) 92
s ACRAIL , Seiil 2 B 58 3 m 03 e A R A 5 B ]

BRI 3L 3 8 (WL 2) o (8] B 56 UE & B LB O
SLCI2A1 (chrl5) 3EHAG ¢. 445G > A (HMEF3) &
FERRERAR AH X R J A, G SCHR A 2R 43 BT 1t R A
YNEYE R %A G = LY F e F k.

NCBIZ 75
TGAGAGTGTGGTCCGAGGTAACCCCTCCATGG

SeiiEH 1
TGAGAGTGTGGTCCGCGGTAACCCCTCCATGG

A |

SEiEH Z LS
TGAGAGTGTGGTCCGCGGTAACCCCTCCATGG

Sl Z TS
TGAGAGTGTGGTCCGCGGTAACCCCTCCATGG

) wnenannate A

Bl Joub? J AL H: CLCNKB 2K %748 71

NCBIZ 75
AGAGTGTGGTCCGAGGTAACCCCTCCATG

SEUEH ZIRIF5)
AGAGTGTGGTCCGAGGTAACCCCTCCATG

e e AR AL

B2 EDEZEAIESEIEE 2tk CLCNKB 2K 51

1.7 8% WAL RARZ Ty, ™ s
A AR BORE , 22 U I FRL A T I s A A RIS
HEIBIT AR R, AR BE SR 1T S I s A A, 4R
AAACE (AR 1,91 mmol/L) Ik & ( IfiL 54 84.7
mmol/L) , X # 1f %F 12 Wr B 8, 7€ i £ (X F 3.0
mmol/L B FR £ K F 20 mmol/L, 4875 ' M A%
B FLIZOE N T T e KGR il 4 K ke
FH M IEEE LR, S Ak 4k & 1 3 2
i, AR 0 00 2 4h F T R LN B R AR LR
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BT, B A D R E R . R A XK E
5T DA B AR AR AT 5 RS, O e 4K
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IR IR ARG 122 35 PR 7R DL 2 72E

2 WHRHXEES]
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2.1 BHEATHSBERGERRT S8 7O
ZEAAERY I TP AR R A 2 B — 20 2 AN R 3 R A
R GRAS I 5| R o AR 3 2 35 P 58 A8 1) o7 i AN
[ DR AR ZE B AR R 1~ V BURIRR S v R
A, AR AR L PR 3% B8 AN ) ST HL 0o i A=
LB RREE A AE 4 LR PR ZE A AE G A LR B
FRCE BRI E T R EE BB I Y o iR 1
Ph AL AR MAS AR S AR S

2.1.1 [ Aedsbise AR AR A8 A
F Yok 15q15-21 () SLC12A1 KK, ki e o iR e
P AL | 1% 5 A 4 A% Na-K-2C %% 35 (K% 14 NKCC2,
DA R 8 T8 Az LAY R 22 B AE , 22 507 4T IR
H E R B AT IR L2 PR 5 S KT 25 &
SRR,

2.1.2 IRe#Hzsm TREFZESERERH
11q24 |1 KCNJ1 JE R 5848 R 8, S o Y e iR Bk
AT o % EE DR it F FE A Y K73 1 2 ) ROMK
HiRFH S T A ERRZE S AR AR, (H HORE R 8
B IR B TR A L AR LR AL

2.1.3 MAesFssm ARSI (Ll
RIEVREZE AR ) BUW R K R 1p36 (1) CLCNKB 3t [F
AL N YRR L AR SO RE 9 A
R AriZ A, CICNKB 2 P 32 22 4 i () S G 12 i i
i H CLC-Kb,CLC-Kb F 2504 FHERE T SO B i
Ui/ N B TR RS R A R A R RS N i,
GBS TR s . R E IR
B v /N b ME— 0 S B B, O R B A
FLE Y A RS WO IR B R 25 A AR Y
SR F) T Y K I AR b — A i, H 2 B AT i —
M, — MR RN Z IR B PE Y TR
955 I PR 301 v A AR i 4 R A a4 ek v 2 A D
R, AR SCHGE 3% B A [R) LSR AR AT

2.1.4 NAeHzseE NRERFZEAEIERT
1p31 Jefaffk I i) BSND JERI 22485 [, Ry Yo (o ik
Pkt i% , I IR L Jm T8 28 LAY B 25 B IR AR B
PR, — M RAE R . EAh, IR LR R R R T
T BE 2R 4954 1 U 11%) % 200 % By 1% 1t 4 80 300 % 4

J b, AT 5 BT PE R, % R BLIR N ELRR IV ALY
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2.1.5 VAEeHFszs i VAERZEEMEEHT
3ql13 Gefafk [ CASR JEHBTE 248 51, 1% 57
R ek B YRR . Iz R S 1Y) CaSR FEH
TF B i 2 1k AT ] ROMK (3 RE , B 1225 B A
(ER ) T 78 B R 25 B A8 2548, {3 CaSR 2
A AT 3K T HR 55 B il FROIR 55 B 2= (PTH) 1 43
Wh, R AR IS | = PR ES I PTH A8 AR 5 iz B AR
TEMERA
2.1.6 HFHesrzoie frRtEERRgE AR
T 16q13 [ SLCI12A3 FERZEAF G, iz RN
WY RS . IR RS NCCT iz i/
% 19 Na-Cl [R] [m #5244, [ NaCl 78322 #h /Mg &b i
AN SE, P NaCL {19 3 20 A B 53R 07 T
/NS T 7K i B 5 2K () T R 28 A AH H 4 /D
I ARAEIR AR 5 o S M B R 25 6 11 2K 06 4 i —
M, 215 A5 SR AR A &, B 2 DLE IR
SLTE ) AR 230, EL A A ARBE I | 5 PR EE L 55
PREGEEFE I s 7R 0] JC B AR, TG & B
2.2 BHEAMENISERET CRRZEAIFENH
IS T SE A (L E S ARG I A A I
PR HURG: A T B, 80T 22 LA PRA2 W 201K 5 A Ak A
L G B R R R B TR ARSI Y
T EESREA i PR R AR I ) S (E DL IE AR
R AR AR A AR S e B O A PR AR >
30 mmol/L) D}z 24 h JReH B GHER) B £
HrpUH MRS (1.5 ~ 2.5 mmol/L) [l i £ 5
PREF( >20 mmol/L) , Hyie 5t 1Y R I ) ; Ik A1k
e RAAS ZR G0 M HAF 1% T 5 55 I K ( ELRRZR
HAE A RAAS RGBT , 3K N B 25 T [ il 1
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BURSFRAG) o A5 A LIRIE IR RFZ ., mifEAa
PRI BE | oo R AR RS (9 N, 75 B % &N Gitel-
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