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Gitelman %¢ 4 1iF ( Gitelman syndrome, GS) , /& —
oo G o AR B PE 3845 B /NVE R BRI B , I R 1 R B
AR EE ARPRAS AR BRI B B B R -
EBORER — REWIER AR 48 (RAAS) 30 | IfiL T 1 % B2
ML o GS Rk, KR E M AZI, 2%
IR U Rtz Bk = g BRI S B A
Pl R T HH B 4 SR L R o R R B
GS KRSV IR ARSI 12 5L 3 (solute carrier fam-
ily 12 member 3 ,SLC12A3) FE R R H 75, ANJEHRNA
452 (HGDM) R BIA M ik 425 i) SLC12A3 JE A
SRR AL Y GS A1 56, Horh 268 DA B R AL, F
TR B A AR AR SR AR SR — 1
SLCI2A3 JEHE S4B 57481 GS L, Hrb—1 2k
BRI GEAE AL L, 7E HGDM L pi 8 40 22 v o L
Hzif

1 wHIFER

L1 mE Bl &,12 % W AMRIne 13 d7F
2017-07-10 ANZE T ERFR M 8 BE B LR, L
T ABEHT 13 d Jo B 535 A B ik S5 #5457 b, TIX
AR S B AW, A R RIS, G
WX P STl S AL A XUR = 7, o
SERME ZERHS TN S A A XN R BB, (LR 4R
R4 (1. 96 mmol/L) , {EBE 4 d, Ifi 45 4k L 21 1E , 4
B 30 ) 255 7 11 I B e kNI YT , 1A D Bh 7 2. 38 ~
2.89 mmol/L 2 [a], K EARMIS W, K Nk — 4 B
BIRTHHE T 5l R 2= B s s e, S A LB,
BIURRETIC RN k%, A BE K, TTIE TS Kkt | K
o AR — 8, K/AMEIE R . BN GIPL, 2 A i =
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1.2 frtsted S Wi R ST : (95 ~100)/
(65 ~70)mm Hg, -1 23 YK/min, fik##H 102 ¥X/min,
MEHE, BER DS, B Bk E L, FIRCFEE,
PR ELIE , W T 78 1ML, e DA R D i K, RSty e Wi
LR T ] B TR, O MM & RS AR TC
WL DB UK AR B RS IR

1.3 #spied  H L OIFEhEE O WLEE s 3L
M2 AR BRDIBE 2 B3R A R R R K
Il A B b R AR R O R TR I R S L i
2.2 mmol/L, Ifii % 0. 57 mmol/L,pH {H 7. 525,24 h JR
1 106. 3 mmol/24 h,24 h JR45 0.5 mmol/24 h,24 h
FREE 12.7 mmol/24 h,

L4 JRREAR MR EE I A 0 H s B2 A
AT AL PP B panel V2 ~4 BRI, 7E32
Kt SLCI2A3 JE I E I E & 2 6 B H R 7L 5
(1)c.506-1 G >A( i IX 55 506-1 5 4% H 1R H I
W AR S RGN ) | B LR BUE S splicing, 2 3§
AR (R T B 1A) o ZRAZN [ DT R B R
FALE(L) JTEARE A A AL, 72 HGMD %l hit
BAREPE&MIES GS MG, (2)c. 784 _785ins
TCA TTG GCG TGG TCT CGG, 8o FR ot 248 H
p. 1262delinsHGVVSV , Fifi A2 (F 1 . K 1B), %
RAE [ AR 2 R AR AL (2) TE NRER & AR
B, 72 HGMD ol et Je v ok Wil . B ik
A S AT RE S EUE H B I REZ B . 2R ik
A8 S o s A HACEE , HACBEY Ry Horh— AN
S (HACWLZ 1B 1C ~ 1D HoAE LR 1 K] 1E ~
1F) .



FE G RBTFE 2021 43 H5E 34 55 3 ] Chin J Clin Res,March 2021, Vol. 34 ,No. 3 - 375 -

F 1 SLCI2A3 F:RH{7 S A I

FE i (VA=Y A2 AR L AL A
T Chr16-56903640 ¢.506-1G > A )
ZR#H Chr16-56904580-56904581 ¢.784_785insTCATTGGCGTGGTCTCGG Lty
S Chr16-56903640 ¢.506-1G > A Zuts
3 Chrl6-56904580-56904581 ¢.784_785insTCATTGGCGTGGTCTCGG RIS 5
3% Chr16-56903640 ¢.506-1G > A R B IR
BE3E Chr16-56904580-56904581 ¢.784_785insTCATTGGCGTGGTCTCGG Lty
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T A A LRI S 1 SLC12A3 I K7 5 (1) BT 455878, B 4 )L SLC12A3 FEP 45 (2) 3 A 848 5 C RSB JLAC S SLC12A3 JE AV 5 (1) A8

0L, D B JLACSE SLC12A3 IR 1 (2) JoAE 5

;B D9 LA SLC12A3 FE P75 (1) JoAs 5 F O BILAE2E SLC12A3 FEN A /1 (2) RASNTIL o

B 1 SLCI2A3 %u{iljj%/ll r:l:m

1.5 %57 47 0 REAEE 500 mg/Ik,
H2 W% mlm e 12.0 mg/Ik, & H 1 U IR AR
20 mg/W,BEH 3 UG AMHER R FLK 1.0 g, b
0.5 g HRIAYY. HATEILO RGPSy 1 45 4
A WE ST 122, R LA IEF , i 8 4
MR 3. 84 mmol/L, MEEAIL T IEH , ik & A H
0. 69 mmol/L, Ifil. pH {E1E% , LA JLI AR 25907657
PSRRI AR H A TG ) o BB U ERED o
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Gitelman 251" F 1966 4E 15 IRIE T IR £ 5
Bartter ZEAMEARALLAY 3 il Lot /B, B[R] F Bar-
tier ZEGAE(BS) , e 3 Bl i34 W] B A A K 2% IR
B — LA, IR 2% A % & Bartter ZR 5 1E /)
— PR, B F) Simon 451 T 1996 A 1of FE A 34 43
SR, B TGS WY AR FE A F 16 S e ik b
SLCI12A3 JEP, EMUESE T GS il BS & H FoA [7] 19
ST . BEAEINCH GS &9 FHAIL, (BB %5 SE 1R 12
Wi A G & R AT R AR S AT R I, GS JF RS

UL o RN BEE 1) 8056 R 29 1740 000 ~ 1/4 0007,
IR ABER LRl 1740 000, 1fi H A AR
FEA A 171 0000, HAGFREJE GS Bk R A H
GerHBHE , Lin 2517 73k [ fd B ATRE P o /VEE AR 14
SEPRINEBFST , 45 5% s 9 SLC12A3 f) 5 A8 41 3 29 Ky
3% LA 7E—E PRI b UL L ONRE GS B H ¢
MK

GS Z T B WIS AE N KW, LE DL, JLF
A 194 0 A S G I 0 3 S 1 K K i R 8 B 7
SRS, R Z 1 LTGRO , KR B v
Hh ZR R L %R T SLC12A3 SN
55 G5 NCCT G549 S R RERRERS: , (o S o /N
T Na* 1 CL™ R A5, HE 117 7|2 5 U k1 7K
%, HE— A R I 2 /D, ST G PR L 2 3 i
D R 1, R A PTG RAAS, T [ i 14 & {2 ik T
Na®/K* Na*/H" 24, I fdi Na* 5505 i 384 i, 1ii
JR KR H HEBR G2, Sl R 2 BRI A | PR A
HEH 8 2 LA SRR T 3. AL Yoz IR
PRI B0V IR0 I 75 | 10 2 0 A , ) A A I
B ARPERR R M IE R AR AR LI IR
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Mo GS W BRI H S A i R R B, 612
T 2 PR AS I, SLCI12A3 3 K 5 7 T 4 o 1
16913, K 2 55kb, 545 26 A ahsr s+, A2k
SLC12A3 FE[H cDNA B 2898 i b, 123 K 4 i 2
FIA 1021 ASZIEFRIEIE 46 12 -85 525 A4 3k A
A7 T2 PN A K R i MR B . M E TSR R
HIR 5 GS B RAE 2 DR AT 2 AR [R %
R AIE T, DBURE A — DA E
A B LFE PRI 25 5 /3 A7 8] SLC12A3 FLHA 2 A4
TR BAR H— A €. 506-1G > A (4 X 45 506-1
ST R S R A S Ry RIS ) | S B R el AR
h splicing, Ry 5§ 455848 (R 1 B 1A) s iZ B RAE T
ZMELL S TE AT R A R AAR, 72 HGMD £l fl
BIRFEPTCARES GS X, KRR, %
R NZ AL A A 5, 52k N Z B o7 13 TC A8
5o 5 A& . 784_785ins TCA TTG GCG TGG TCT
CGG, SHA IR N N p. 1262delinsHGVVSV, K
AR (R 1 E1B) i 5 AN 8 T 2B AL
NFE R A AR, 72 HGMD Ll RREC 4 e v R WL
HAE , N R I AR . B K RRUE T, Z K
NZERZN 2R GRS 32k N2 %A i TR 5
GS HAlm Jovkin fr, H R 257 Hbr k& o3
SEEREAR S R T AR A K R ARG LA S A
JEEIERAE , NI B AR AR TR i, VR YT AR B
AN SRR IARYT D IR HE R 5 o P A R B
IR A MR FIAMEE YR T 2 i B B IR YT T . dUL
ARG T ~2 mmol - kg™ - d 7T AN =
402 mmol/d , 43U Al , 72 i 186 R 1 B 37 o, 2l
WOLEEAMNE LIBE TR, L#E S mg - kg™ - d 7,
B 300 mg/d, 432 ~4 WA T R, BRI R
BRI AMEE o AR B 1A 9 A S I PRAET IR R 22 17
7, B RIBTT ARSI BE TR 3Z 15, ] 25 5 i FH AR 4 1)
PR VB2 — 145 5 ok 24 o ) A el R S AR S R
25 ALK R 2GS R A 2 e T
i & Az . AHCHIFFE B, )L 38 10 i i I ZE L ] &
OGS LKA FREMFRYIER " fr
PIXTTF GS et RHAU] R 2 W T BUA T
TR EE R SR AT A A Ak Bl 1 48 3 AR L

FRAERALEN o 2 PE AR 221 , BOiia K
ZRRAE AR S RS A ARG, N
B D RE A U R I U . BPRAR AR
Btkia sy S B e IRETT o
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