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A case report of Gitelman syndrome with normal serum magnesium
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GitelmanZi &5 fiF (Gitelman Syndrome, GS, OMIM #263800)
i Gitelman S5 1966 4F 1 R , J2—Fh /> DL & Ye o ik
Fatk g% B/ NE R ER M . GS 2 1 SR ME B2 bR 5] 5
JB ) Na*—Cl-3L 45 32 /& (Thiazide —sensitive Na*—Cl~ cotrans—
porter, NCCT) ) SLCI2A3 K (HGNC:10912) %8 4% 5 1% 5|
. GS ATERERHN 1/40000~10/400002, 37 YA 1) &
TR AREE mr, HAR A GS SRR AR 15 10.3/10 7M1, Bk
AR EN GS K H B, g FAT TR0 1A TR
AR ISR R TP H G, Lint M AR 5RO 7 fhe
TR Z I SLCI2A 3 FER R ABIARLI N 3%, NREHZ)
1% #5E  U] GS 1 B R I AT, AT REAATEVF 2 i R
WY GS, ML GS P EA AR — 5 " A IR R R I, RIVIG
BMAE AR AP B B ABE ILAE AR PR | I He TE
R A | B 2R - I 4 5K 2 — % [ 3R 4E (renin—angiotensin—
aldosterone system, RAAS) G, (HAE 34 & (A # 4 i
K, PEFT SLCI2A 3 JENKGIA Bh T2

1 wmE&ER

1.1 A& A E

W 554 8 MR EREEZ T 134,k 14 A
T 2018 4F 8 H 23 H ABE, H 13 4EFITCH BEK i &
MRS KB Ie g, e RE LVE, Z 2 FRIE Wb
BRI, BRI R AERRS I RV B0 2 B N ASS | R AR
YW AR, S5IE B R W T R AER & B
B 2.8 mmol/L, # KM S 4% , R itE— 21208 A Bt . Wik
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TREAT, TR TS RS , T2 IR RIRIG 2, JERK
NIRRT I it RS S, TCIRS 259
s, BEPRI L 13 4R BT-RbE 50 mg =48 A i, 1k
FERIE R, R BB R . FIE O TCARER AR 5 .
RAS A . ARIE 36.5 °C, Ik 78 YR/min, FFH 16 YK /min,
M JE 120/80 mmHg, B &5 172 em, i 75 kg, AT 5 %0
(body mass index, BMI)23.35 kg/m?, ic4Z F1 Joyil | Ml i
o TR, FRBRAT, Teu A, K455 o O A AR
WIS LT 5 9, VAR UK I3 EH  SUEE —3 L
=S R RS IR BT IR S S T
12 %BEkhE
121 s AR n R ey 2.8~3.1 mmol/L,24 hiR
AT 41.73 mmol/L, fILFRES 0.037 mmol/L, IfilE(0.87 mmol/L)
R A5 (103 mmol/L) IE%H . SR ) ALY S0 i Brik g, i
A THE B (FEQ)=(JR & mmol/L x IMLAJLEF mmol/L)/
(1.5 mmol/L x JE WL EF mmol/L) ¥ FEq & af{H 2 W #4{H
0.66%>0.5% , 1 IR AU 72 R ME (Hydrochlorothiazide , HCT)50 mg
J& 30,60,90,120,150 180 min 54 &5 F 14 BR %L (AFEy) 7
BN 0.85% 2.47% 2.76% 3.17% 3.10% 2.88% , i 3 /I 5,
AFEq ¥ KT 2.86%.,
1.2.2 R BASCHUIE ST RAAS e k-8 Bl A
T E M e g5 R UL AR 1, MU B B R IWRE (direct renin
concentration , DRC) | Ifi. ¢ ' K I P (plasma renin activity,
PRA) 1M 5K & 1 (angiotensin II | A 11 ) | [ [& i (aldos—
terone , Ald) 25738 5 5 FUIRARAH G ER - 2 HURAR LR (thyroid-
stimulating hormone receptor, TSH) i 25 = ftt FF IR 7 5 & R
(free triiodothyronine , FT;) A Ui 25 H R i # (free thyroxine ,
FT) KPR FARBRAROCHTIA : £ HARBRSCR 52 T4 (thy—
rotropin receptor antibodies, TRAb) | FUIR B 1< 48 1k 4 B B 4
(thyroid peroxidase antibody , TPOAb ) . H R AR BR 2 (1 47T 14
(thyroglobulin antibodies, TgAb ) ¥4 1F # ; SR {4 IR i 2= £
Fh# A B (luteinizing hormone , LH) {2 BRI A ALK (folli—
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cle—stimulating hormone , FSH) | 52 ifil (testosterone , T) M %
(estradiol , E) ¥ IE% , FEA-'E L IRHEZ AL E TR
5t % (adrenocorticotrophic hormone , ACTH) | B Fi i ( corti—
sol, Cor)¥JTEH .

F1 BEMFIMEHRRBRAERIEER

i TeE| St 2
DRCA7 A (pIU/mL) 30.95 4.4~46.1
PRA 3/ fi[ng/(mL-h)] 7.69 0.93~6.56
AL 37457 (pg/mL) 92.28 55.30~115.30
Ald 374 (pg/mL) 100.14 34.70~275.00
TSH(pIU/mL) 2.733 0.38~4.34
FT5(pmol/L) 5.36 2.77~6.31
FT,(pmol/L) 1433 10.45~24.38
TRAb(IU/L) <0.30 0~1.75
TPOAb(IU/mL) <28 0~60
TgAb(I1U/mL) <15 0~60
ACTH (pg/mL) 23.54 7.2~63.3
Cor(nmol/L) 624.17 118.6~618.0
LH(mlIU/mL) 8.11 1.24~8.62
FSH(mIU/mL) 7.84 1.27~19.26
T(ng/mL) 3.49 1.75~7.81
E,(pg/mL) 55 20~47

T :DRC: M3% B3 R ; PRA: I S 205 A 1T - A K R
1T 5 Ald ;P [

123 SRR EIEEE  FURIRE R S CT B
B 1R CT oA ULEH 5 558
1.2.4  FEFRE ik AMNEIL S mL, A 5%0 EDTA 0.5 mL
Bkt , W AR B4R BUOME I DNA | #E4T PCR =¥ 4iifk , %t
SLCI2A3 .CLCNKB .CLCNKA SLCI2A 1 KCNJI BSND H:[H 4
TG X A - P a8 B AN (PR P A ek P 2
K ), 25 5% . SLCI2A 3(16q13IMN_000339.2) 1 P Esith: 2
AR ALTH 1 SHNE T, cDNA &5 179 {37 Bl 5 ph i ms i
(C)ZRAS M SR MEIE (T) , B ¢.179C>T, Hoir g 2 1 15 60
v E F 1% i 71 & % (Threonine , Thr ) 7% 1% 25 24 ik (Methionine,,
Met) , RIZR 2 60 &% (Thu60Met, T6OM) ,
1.3 4

S EAA ARG PRI, AAEAR A RARES PRA 3555
M TEHR FEq T, BICARIMEE ARGEMACHM LS 3 HCT
JG AFEq>2.86%, {H/ZIEFE KL HRIR SLCI2A 3 3£ T60M
58748 | CLCNKB .CLCNKA SLCI12A1 KCNJI BSND #:[H J5 5¢
AR FE I 2017 AR A BRE R TS 414 (Kidney Disease ;
Improving Global Outcome, KDIGO)GS 4l 25 HiH 7R,
GS IZ W I
1.4 497 A2

TRACHIZERE T 1 otk ,3 id DR, = Sk
JBR A S PR B, 00t 8037 28 3.80 mmol/LL

IZ%O

2 it i

SLCI2A 3 FEH 27AF 5 R ER (A s B i 1S 2R (A 7
BRE AR A A AR R R A2 BH | P i iz 8 1 D Rg
A A I T2 NCCT K3, 51t i B /N (distal con—
voluted tubule , DCT) % S &0 55 1 F W e f i | B E HE AR HE K
S AN T o 1| N SN B R S TR = @
RAAS PRA e EYS Z | B m R FACG e 28, GS
R PR AE |, HAH DGR PRI, = Iy WUTE Iy B omeE
FEAE R GS M2 R Bk A FH e A1 it 440 25 245 49 1 v
£l <3.5 mmol/L., [FIH 11 25 R , FRET/ R WLEF HLAE>2.0 % 24 h
PREPUEE>25 mmol/L, A RS W/Rif— PR ZIEITHY GS &
H ki pH>7.45 , R R R ARG b 20, LT
DCT Ti s B 1% V5 7 ik A 32 44 B 47 3 3 2B 1 (transient re—
ceptor potential channel melastatin subtype 5, TRPV5) /& Ca*
WL IE | B /INE I PR Ca2428 TRPVS HEA /NS 40 P
SEGE55 H M (calblindin-D28k ) 255 J5 , 2R HEIR A 11 Ca*/
Na* 22 #e 45 Fl Ca*—ATP [ WO A LB, Loffing 5519 % B
TRPVS5 Fl Calblindin-D28k 7E#lZ NCCT ik /N DCT
L EEFIRRE, B GS AT REE M L XA ML Ca> iy
W AAC, DTG B RS D8 /D, AR SC R 3 LILIE ) SRR i e Ay
T RAERITHS , K 56 45 T B (I i B0 A PR HE R 3 2 |
TRIRES , 3 AMIETT AU R B D 27

83.3%I1 GS A AAAEANEE AR , (A 8 GS M3 I B
IEH IEH MEE T REZ GS I —FERY , TFFRRS GS hiEH
A% F B A LRI A 89%6~229%1-19), GS AR IfiL 86 Sz AE ML i AT
# RIS DCT W[ A9 Mg M6 HU AT 32 {4 F {07 38 18 2K
F (TRPM6) 2 3A5 A 56, BUE BEHESE 3 £ ; [T, 8
TRPM6 k7K I, Mg FERATE MO , e i R g2,
IEH MEER) GS BB 1A Bartter 551 (Bartter syndrome
BS)XELLSE T, T 2 L 2 W12, Jiang SFUO0LEE T 25 i GS
B, ZIEH U (7/25) MU AR HC AR BE LAE & (18/25) 1%
H o PRSI vy o5 & ARt — 2D BRI, BT LA S A7 AR 1M
RERY GS BEA L, IE 7 L8E GS FARAN MLAE AR EA Qi
B EE B RAAS SOS AR EEALE . Al B E A ELE s
ZAE 3.0 mmol/L L) I AT A 3 o/d NSRRI IR (5,
M FEFEAIEH , HCO B , 1l pH IEH

GS HBH 2 B AR Z i 5 | RALGUMAE , RIS FE>
0.5%, GS 32 BB E 1 NCCT JEWERZA IR HCT BIFE
FARLA, N HCT J5 %08 FIEBRZ A K, 1 BS W88
FEBEVEFE OB, S i PRAE FH S A, 107 FH PR S50 - He v
AHEIN, HOZIREE T T 45 GS R BS., i BESE A IR A
SFRETIZ I GS B F I E FEq, HCT X5 AFE(<2.86%
FF12Wr GS 19 ROC M4 N HIFEH 0.987 (95%C1=0.963~
1.000,P=0.000), 12K GS I RSN 95.7% , 45 514 4195.8%,
it UL AFE(<2.86% N AK IR 12 Wi GS 5 55 2 W — vk 5%
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g8 A5 KLl FECL R 0.66% , 454 GS, B IR HCT J&
AFE>2.86% ,GS 2 Wi FIME, Toik 5 BS 400, LLET b 75 4T
FE RS LA I 2 17

GS MBS FRE R SLCI2A3 LA ok PSR PR 9878
10% R 26 978 ,45% R B A A 5 9878, 30% R FRAl A% 6 58
A% 18%~40% 7] BE GS fE (AT — 1> SLCI2A 3 5878 KL
SLCI2A 3 FER 2 AR 4H 4 L5278 YY1 T LE7AE Foht
SRARSE HA DU UGS H UL o5 60% LA I, SRAB AN s il S
BAFZRE A, B4 B 400 &4 CS BUR AN
RARFLGE GS 287 SR ] BRI B3 LA IVS9+1G>T
B 57 Z2 B Y B AL T60OM 28728 22 L, v il A RE GS
Bk TOOM 7, KA 2 R 486 KA HEHE (Aspd86Asn, D486ON ) €
PRI, BEAFT R A EEBE 42 6] GS BAE AT
FER R, 3% B 81 AN AR LA, Hor D486N (19.7% , 16/
81) WG 31% 1Y R (13/42) 4 M L I L %P oe 4l 5
— I HA I 64 5] GS BAE T 40 BIRE A A& RAE 10 fi
FEGE TR 9 W 242G 948 5 il 4l 2848, DAB6N
WF 25% B3 (16/64)™, L ifHG 4 B BN 1 160 4317 GS
BT TO0M (26.5% ) T Ry 22 D1, HA & DA86N (11.5% ) o7 Ak
AR GS LAR Qe @Rty st fs , B S BT R G
BORPEAR 5 #EA # SR RRAE B I T3 25% M A
NEFE, HTEHIZN S BMETTIRANI R R A SIS
T FHRIZWE AT e T A B XA R 578 i
Tl RIEIRAAAR, ATAS T 259R 7, BEAT W00 i, A A T 1~
2 W, A R WA SLCI2A 3 JEPH 1 54 B 28 A5 5
T60M , HACRE B it i, 35 Sl o teh ik 9 A, 5 LA A 1t e
FEI, R AT RGN D) % B Te0M 2275 | T B V) [i2
BUEZ3

GS HAT IR @k, Hafyr B bR £ 222 IEHL iR 2
WL o H Hi R B0 T B o2 i B IRYT B sy e
ARG i e M LA 21 TE B, R 2 R R FH sl £ i PR [ 477
(OB PR A AR ) B 25— A 5 2 00 o) ) sl 55 ke
A2 (NSAID) oA B T B Il R, A B T4
AR R RV AT 4] ARG ILAE , JC2008E AR ] PR ) S HAth 25
W, B IIRE T, KB REERYT
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