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Abstract

A 29-year-old female patient was admitted to hospital for “high blood glucose for more than 1 year,
repeated weakness for 1 year”. Laboratory examination showed high blood glucose, hypokalemia
and hypomagnesemia. Sanger sequencing in SLC12A3 gene was diagnosed with Gitelman syndrome.
After treatment with anti-hyperglycemia, potassium and magnesium supplementation, the patient
was discharged in a stable condition.
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1. 5]

Gitelman 5L — 05 UL H G O RBR BRI, FLmRRE /3 EOR R IAE L AR 25
RBRIMAE  AIRPRESAE[ 1. BEPR R — Rl 2R SR . USRS R A R AR, IR b 2 7Y
BRI H WL, HeE B g R AP R AT R A PSS . A B b T, AR R
Z 77, HURBTINE PN IR I . IRBRILAE, J#IT SLC12A3 JE[H Sanger 7 B IS, AKEHAIT.

2. &R
2.1. —HREER

B, &, 29%, N CORIUMBER S 1R, REZJ11E7 Abi. 83 1 ERTTHNA 12 5 EikRE
IEREHL T L P, WIS 14 mmol/L, TR T, 2. 2/, ZRIER, LIRS, T
RERER, TIPSR ARG, TR S ISWO R, 4T Hhd . XSGR, J5
H Il )T 16~18 mmol/L, AFEM; 1 FERTEELHBIFEREIMOT. 2R, 2R, ZHAESE
Ko FEZT Bl DUBIRA . MBI SEAIE, o0t OFE DURHORE. IR R M ANE, Stie T2
HUZERE, 47 AR A R BRI (OGTT)IMAS 4 HE. 1 hy 2h. 3h IKE55124 11.8 mmol/L. 20.56 mmol/L.
17.33 mmol/L. 13.04 mmol/L, C KEHUAIMASME. 1he 2hy 3hC K4 3.11 ng/ml. 6.46 ng/ml.
6.83 ng/ml. 7.2ng/ml, JEHHERBBGREMASME. 1he 2h 3h ES RSN 9.12uU/ml. 51.82uU/ml.
31.71 uU/ml. 31.94 uU/ml, BEILILZTER A 12.6%, M4 3.0 mmol/L, % FFIHi &Rk 0.6 m FAR/T B FiE
P A E 26u 22 S RS UK 0.5 g 3 Y/ H BEEE R SALARRNMIVATT, 1T S IR FR A
WETT % MR EF AR Z AN, R DR O, AT Eh T 2.5~3.2 mmol/L, 4 T E LT
FNEIRIT 5 _EIRREIR AT IS, 47 SLC12A3 FE[K Sanger M2 Gitelman £351E, B0 IREAL B2 B
R 2 g 3IHRITAARM SR 3 f 3/HAMIGY T . BE BRI LCK, T, Wik, . BIEEA
&, ORI N AE . SIRRERG, ToAR AR PR 2P s R Al B, SR, BESE AR 2 RUBEIR, 1 hiAk
&, BH 1%, BFRELR, TINCBHLRES.

22. FRERE

R 36.1°C, Bk#E: 90 /4y, WFMR: 20 ¥X/4y, MiHE: 116/86 mmHg, Ai#Hn], EHMZ, &EiRiE
%, WMEV)E. KE: 66kg, HFm: 159cm, BMIfEH: 26.11kg/m?, IEHEE, KBILEE, SRR
RUF. Rk BT RE, &SRR R R, TR A AR, 2K, HURIRIES, O,
fifiv BEEBICSE, ORI AKE, DU S %, WK AIIER, BERSTIES, JoERAE R .
2.3. HEHEE

BEHLIMAE: 16.8 mmol/L; ML EH: 9.9%; C fk: 3.11 ng/ml; BRERFEAKKT 1 IGF-1):

il
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W, KR

204.3 ng/ml; HERIG H GPUANE: BEE A GPUE. PURBAIRPUA. SERBAFUA. FUERARKRER
TEERBE DU BN JREEA 1+, JRVE 2+ Afuf2: 4 2.8 mmol/L, 44 139.8 mmol/L, % 98.1 mmol/L,
52,27 mmol/L, % 0.51 mmol/L, #% 1.11 mmol/L; JRFUE FAEH 359 mg/L. HIh. HEIL. 484E%K D.
ANCA. H 5Pk ANA i, GEERE AME RS B/ NE b S IEEEE AN OEEL Ol
L FURERE S . BRI RS B B CT BRW, MBS SR, W CT $&omA it S
BT

2.4. ZEEMFFEE

A 5 FT 4 ¢.1379del (p.Gly460Alafs*32)45 57 A SLC12A3 ZERGmiL X (RS AR S, frd ¢.979C>T
(p-GIn327*)4 57y SLC12A3 F A gmhd X 1170 & R (WK 1. ] 2).
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Figure 1. The frameshift mutation of the SLC12A3 gene is ¢.1379del (p.Gly460Alafs*32)
1. ¢.1379del (p.Gly460Alafs*32)ZE 5 SLC12A3 EERFIBXHBHELER

Figure 2. The nonsense mutation of the SLC12A3 gene is ¢.979C>T (p.GIn327%)
2.¢.979C>T (p.GIn327*)ZEF 73 SLCI12A3 HEAEBBRHWEN TS
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25. BITAR

B 2 BUNEPR I, ANBE S IO BB s A, 25 T I R R R R VRS s, I as b
PRIGAI SRR EHE, VBB E AR R R, eRiEs), MR, gk maE. HBEAT SLC12A3 %
ARSI, Gitelman ZEAAEIZWIAHG, ABLE MM, MK, 47 DRGSR i B 1A R IR EE
A IR E S AR IAE, I e i o B S BRI K- ABE S RS, Il b : 2318 6~7 mmol/L,
5 2 /I 10~12 mmol/L, HEFT 7~10 mmol/L, V% FEHE 7 S AAEA FIFLE K 22u 18 5 R VRN Stk
FUEE X 1 5 2/H A k. SE M AT, 853 T 3.1~3.4mmol/L, ME£#3)T 0.3-0.5 mmol/L,
TWRENHERN 1.5 ¢ IIHATARAMRMER 4 v 3/H. BFHEOT. Z15EREH S, DL 2 205K
i+ Gitelman ZEA1E. FRWGATHBE, HEH2ERRZG. B 1 DNAEBEMY, ZEMPE 5.6 mmol/L, 47
3.9 mmol/L, % 0.71 mmol/L.

3. Wig

Gitelman £5 & 1iE(Gitelman Syndrome, GS)/& —F 5 UL 1) G R R tEisi L . R EME B /NE BN, B
it B Az fh /N - U R A5 I8 BR 11 SLC12A3 JEN AR FTEL[2] [3], ML AURRAE A2 APy #E . (IR0 i
i AREEIMAE « ACHHERR 2 RS RAEFIGE RIS 3= - L Rk &R - B R AR IR, Gitelman £
BAEEAR A ZE AR M E ~ RBEIMAE[2]-[4]. GS B ELIA 1-10/40,000, FE AR # 29 1/100,
FoAr NN s e 0k ey T RR SR NBE[1][5], W T HDEBURE RN, £ 1/3 (185G P KR % s
(6] GS EFEEHE 121 FFERMIZ—, H WIIERIEIRZ AR ek, W R2CE L. Bk, B iE.
OIMEMPZE RG], MW=y AR PIREEEZE, FEaiE. 0\, 200 2K EAR.
WEEL . O MR, ST, BB, AR EIRG . iR HETFRW W 2 REAEIR 3] (7],
Hopwgsh, gz, WL, O MERIK. BRI Z SR E N WL[1]. KERRERBIHRSE BR 70%
() GS E AT Re AN 7E1E 3 D RGERIIGRAEIR[8]. GS 2 £ BRI IR RN A2 LRI . H
BTG R M TGVERRYA Gitelman £EA1E, FEUASGEIGAAEIR . $E@mAim i E A HIN[9], 167 5k Eass
AR T B ARV TT FNE T RO LI 06T, TR R U5 A0 R 1]

Gitelman 35 1iE 4 SLC12A3 R AE B &8 5 RA, SLC12A3 ERALT ARGELE 16913, 2K
50644bp, 7 26 NMMNET, el EHEERUSVED) - [ RIS R, SR 5B A N R T A
ST ERU S 1, SLCI2A3 i[RI AR ] 5| e B MR BUR LB - S s R 4k Thee k2, it
M- B DB RN SR I ERPERF[10]. B AT % 5E tH 500 2R A E SLCI12A3 BURRAL, 4HH,
XUTECRAE . BIEE, SR N THERS AL RAREE, O ONTE SURAR[11], Hh B & ARG RAEL F
B, DEORBIAFEAE A E 5 [12] A B T ¢.1379del (p.Gly460Alafs*32)48 57 )y SLC12A3 3 [H 4 tid
XIS, AT c.979C>T (p.GIn327*)48 55 SLC12A3 FEK gwfd X i TE XA 5, FRig B rliEid e X
531 mRNA Bfff B 2 TR 7 4 R AT 261k, S 8UER R A ThARTH &, RHE R #E FkE R E0E
1, RAET SLCI2A3 FepHgfith X AL S 4 18 SCABURAL S, KA T SLC12A3 B[R4 fish X (1) 76 AL
FWOE SCHEERABUOR A R

AW EFFER L 1 R, MEEREHIZIAE, 2N m s m#e. mese, B
TERERE L5 B g B 3R VR R T sl )tk wh 7R ], AR MUAEAMIRBE ILE & GS Hh EEMFRE R
Sr USRI AR AR [13]. R BRBEBOZ IR Sy B AUMIR I ATP BUSCHE S &5 Tl Al L BU45 857 i@ a1
i, MR VEAR I AT BHIEIE G, SEUR S R IR [14]. AREEES F/KP AT S U B A ARTE T AR,
JoR Sy AP E, RN, BRI RS B AR AT . ATP BURME S FIBIE A L B4 RS 1l
W, eTBBRSW, Mo, RS2 E SRR T4 B IR, Bith, (Rigsn] S8k
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Sy 3 b D A S AU 15] [16], BEAh, KM BEE nT 3k 98 RE K720k, 5 SHLAR ISP e, idF
— G INE RS ZHPL[16] [17]. GS 5 2 ZUWEIRMAH B2 M I ML S A et — 00 7T, 7EIRIR FaE E)
R PR3 TR PR TREE PR F 2 10 RR 3 (R AT SRl RN R B I6 TT AR N, TR R A GS
PN, AT I RGN, B R AT 2k TR S R TT18]6

4. B4

LR EPTA, FEIRK AR, R B E AR AR FIZEYIIIE DU T, & I A W I DA Fp R PR AR A
IMAE ARBRIUEER, 258 Gitelman A AL WIPETRE, Jf AT REEH B MR R RN F, A

GRS .
B B

R ELBEA A I
S5 30K

(11 PEBIFRMEER Y 2F WS, TEF RS, EF Ry 5REES, 55, Gitelman ZRE L1277 H
LRIR(2021 M) [I]. ThFIBESE 2R &, 2021, 12(6): 902-912.

[2] Jain, V., Kumar, S., Vikram, N.K., et al. (2017) Glucose Tolerance & Insulin Secretion & Sensitivity Characteristics in
Indian Children with Cystic Fibrosis: A Pilot Study. Indian Journal of Medical Research, 146, 483-488.
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[4] Parmar, M.S., Muppidi, V. and Bashir, K. (2024) Gitelman Syndrome. StatPearls.
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