- 756 - Chinese Journal of New Clinical Medicine, August 2022, Volume 15, Number 8

S 3wk

(1] & 0. FEFIRUEEE = LR &P B A 72 7 46 = 1M )5 s i
AR AR FHACR [T I IR 5 24 STk e 724 75,2020, 7 (56) -
136,138.

(2] {7, SRR FIPI I A 40 S 2607 5 46 = it ™ 5 H i g
FRLHT[T]. A6 T 242 ,2021,18(3) 1166 - 167.

[3] #wdple, 2= 1. 77 ) H I T 7 mf A2 7 1 [ 780 R 4 PSR M [T ]
i E T A F MR, 2022, 14 (4) (23 -25.

(4] R3S NI el Z Jotk ™ )G i s B B gy it e [T ].
Hh ] I BRI 22,2010 ,3 (1) 1148 - 1150.

(5] R, P, 2 L. RS ik i T[T ] E 4
% ,2021,41(7) :795 - 797.

(6] firoed, ERUL, Phees. 488 ZNE S50 E 2/ e 1 Biia 4
Z M e W GRS [T]. &RE SRR 5#F ,2015,13
(1):62 -63.

(7] /NI, Bk J5. 5 e I Al Ko™ Ja I AH O B 28 R+
[J]. BN Ve BESS A 24 ,2014,24(9) :102 - 103.

(8] 4 M, 5k, W e FREDLAIAGABUEIE ™ )5 H I
MR A [T ], SRR 2Y,2022,26(4) 710 - 713.

(9] i =&, fldbse, B W Rk M) 9 b dbat s AR TR AR
k2018 .204.

[10] BRICAE, JEMER, F 47, 5. 35 B B0 10 SR SR IR 22 /1 9T
BT A ) B 7 7 e I A RIOR SO B i B se s [T ] o E
AL, 2019,34(10) :2253 —2255.

[11] A 48 KR H08 508 7 AR o s i s R g (1],

WAL EE2#,2010,16(8) :980 —981.

[12] #50. 2580 M. 7 M. JE5T: AR T2 H R ,2010:334 -
335.

(13] M0E35, WREAR 32 IR 356 B0 TR ST DT 6 72 e H A 16 A R
Ffrge ke[ ) ], 5 BE2s ,2020,15(9) 1253 - 1257.

[14] B =,% #0000 &% St g s R 3™ )5 s
MR ). BRI =Rl 2R 2021 ,48(5) 486 —489.

[15] #p4bres, Brazds. 8BB4 Z W5 ik e 1],
Hide Rl PEAE 2014 ,12(8) 1288 ,1291.

(161 25 %0 T, PLOCHR, 25 JEFEHRI R BT 36T I IR
BFFTHERELT]. WL B 25 K224 ,2021,23(6) 120 - 122.

[17] BERE 5 35,25 48,4 Bakei BREEHUE ARBES 40 27U
eSS 0N E e R =RE R | R A b s v I M R B RAVELTE Y Do E R
2019,13(6) :18 - 19.

(18] X . SHRBE2asE M. Jbst Bl AR SOk ik 2000 :123.

(197 TR, 5407, ST, 5. 7O FE I 25 BE 25 1 IH 3 7= 5 1
MBS R T]. o v EE 2R ,2019,26(2) 239 - 241,

[20] Wk, B 748 e, 45 e R 5 L RIA I T 452
AL 5 R FRLEE [ 1] A5 VT R R 2Bt 241, 2010,32(6)
890 - 891.

(KBl 2022 -04 -07][ AU%p#F & F 5 XHE]

33| AR

W4T I . O 4 B R P 7 M A AR [T ]

[ Il A BT B 27,2022 ,15(8) 753 - 756.

SLC12A3 FE A Hr 58 A8 3 Gitelman ZE £ 11k

— Wi SCHk A )

%=, kWE, ¥ H

- IR

SEGIE - bR DS 2 B R VR I BRI PRBTFSE 0 (45 :20MC2020004)

YES% HLfi: 201800

P 1A, A A R I 2 e o i o X B B PAY 2 B

YRR s BREG 2, B2t AEBE BRI, AT 5807 18]« 200 S ARSI 1297 . E-mail : giaoyunwin@ sohu. com
WAGVER: b 26, ARt W AT I, BFSE T 1) 34 S AR PSR 11297 . E-mail : s0ap2006@ sina. com

[£437] Gitelman Z54E; SLCI2A3; {4 IMLAE
[FEIDES] R692.6 [XEHS]

doi:10.3969/j. issn. 1674 —3806.2022.08. 18

1 &Gl ea

B 7,20 % NREF IR U= 4 7 4T
2021 48 A 25 HABE, & 7 Ao i H B
ZEFIRAR, T PR B2 , il B A 48 /8 IR AT UAE
TAMIALBLSAEIRAFS o 2018 4F S5 A SR BUAAR
AR, YR H AR AT RRA , 22 5 e A L 447 B
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AR, BARUE AT, TAMIAL RS 454 . 2020 4F
3 HBFRE DR, A RN, BB, b K s
P EEBEA AN 2.4 mmol/L, Z4MIEYT G , A1k
&% 3.15 mmol/L, 2021 43 AlgEaH Rk
MR MmETEEIAE 3. 1 ~3. 2 mmol/L P B MR,
[T 1 g, 1 R/d Ffil, 2021 48 J§ 24 HE
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P2, A M E 3. 2 mmol/L, AX AN 58 45 Bk Wk
T S s R MR D RR IE o A WA AP I A v
PR B BOR AR, BE R IC A A, T %
IR, TORG AR ROGR |, JoMXK kIR TE  IRIROE R .
NIRRT RETCHE WE PR i M s o el IR
R AT 25 s o TCm s, ISR 2R
WL L o ARG RS2 A0 37. 2 °C, ik i
84 YRK/min, FEIK 20 YR/ min, [fi JE 106/72 mmHg, #
B, KB IR, TER IR KA H R, FARBR O
ifi A AR TC S, LT BOULSK T TR M & R Gk
AR, I B R A 5 L BRWEE () 7. 47,
FREREE (ALIE ) 7. 48 ARk FR = A 32. 2 mmol/L, 55
Brik iR 2 AR 32. 9 mmol/L, b 420K 8. 4 mmol/L, %%
B 8. 4 mmol/L, JR¥ AGE LS. JRELEE 1.013,pH
8.5, WHLIMLIE M 5. 5% o 23 M M4 4. 4 mmol/L,
H AL ZE R 181 2. 8 mmol/L, M 44 139 mmol/L, Ifil 55
97 mmol/L, [f1455 2. 65 mmol/L, Il # 1. 31 mmol/L,
£ 0. 55 mmol/L, JLET 42. 24 mmol/L, B /NERyE 2K IE
o 8 H 26 HIme 2.9 mmol/L, FRER 19. 5 mmol/24 h,
JREH 60.0 mmol/24 h, JR 5 60.0 mmol/24 h, [R455
1.0 mmol/24 h, [ 2.7 mmol/24 h, 8 H 27 H I}
3.0 mmol/L, Ifi££ 0. 56 mmol/L, jR4H 25. 94 mmol/24 h,
JREN 67.2 mmol/24 h,JR5149.0 mmol/24 h, 8 28 H
114 2. 6 mmol/L, Ji5&E #M 5 &2 2% MfiL 47 3.2 mmol/L,
JHEIRE LRG| 0L R BR 58 10 H AR H R AR D RE L HR 5%
PR AR MR NI ek, L A
LAV BT (MO )252. 0 pg/ml, BMAZ : 145 5K 5K
F 1 51.69 pg/ml, MAEETKR 1 10.32 ng/ml, BERIEE
6.022 ng/ (ml « h), R (S7407)885.6 pg/ml, S7fii:
IMAERIKRE I 74.29 pg/ml, MEEHIKEK 1 26.58 ng/ml,
BRIEME 19. 11 ng/(ml - h) . CHER AR, 7
S SRV TS S IRIN 1% N = 1) S S NG R VN
Ko IR CT BRI S50 . FEIAKE 3 MRI . 2
WA IR IR E . 458 AR AL R
P, AR AR B ARPRES A2, B
IR v R P R 2 2R 4, R B PRBE Gitelman Z5 4
fiF.( Gitelman syndrome , GS) B, Bartter ZZ5-1ik, 2021 4E
9 H 2 HRERE FIACHE3 NS M %2 Fig
T A W s 25 A BR A W), S A A 1 Bk PR 21
DNA J5#H7 N A AT B R 20 A i s e . B
PRIRGLIN 25 5% X 52 K 2 R I PR Ao 120 S ik 48 5
PP AT B R AR S 0 B, RN A2 A #4571 SLCI2A3
B B2 ARG R — R AR H AR
SRR, ZARE X 2 A S BT, 43 e A
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HACKE M G G785 BETSH GS, 2 Pk
B85 B M1 c. 1010_1013del ; p. D337 Afs * 32, M2
c. 1456G > A .p. D486N, 25 55 M1 58 SLCI2A3 FL R
337 AR T 2 S R LRI N R R . L5+ M2
SECSLCI2A3 JE[KZR 486 (% 151~ 4 5 KA H IR
A RA BN ZHSEH PR i G I N oy s
( American College of Medical Genetics and Genomics,
ACMG) Hictsrs !, U EAE RS N SO A S I3 1,
1R7 Zead AT Bl 257 J K B 1 IRANEE T T
WA T IRARNER , L B I B ]I 435 470 70 48R PN T o
BT, B MAAAH] 3.2 ~ 3.3 mmol/L, M EE/KF-2y
0. 69 mmol/L, HiBe5 Ak£: 4 F¢ 1 IR AP S 8
2 g,3 W/ d, IR 20 mg,2 Yk/d, 2050 F 1R AN H
JGI1EE S, AT AR 18 IR IR K, B =2
J1 IRARGEATEIEAR , H AT E TS E BT o
x1 HEEARELER
ACMG o o SRIEKEIIZTR

a5 KR Pt AL E (h19) A5 R N
M1 SLCI2A3 Chrl6:569061356906616 Hu 244 Kkl 244
M2 SLCI2A3 Chrl6 ;56914054 HO B &G R
2 itig

2.1 APEEILEMZREFR NS, — |
RERHIZ . FIRRZ SR DLIE PR o L L FE U
HIIC PR R G pom s B 2 RSB R
A R ST AR LR LA R R A ARG A
S AMIT AMBEGESF IE W AR KF- o AS i 18 3 - ik
AUHEERCR, JoMRnt: TS K 2 TSR, A 5 IR T AL
18 Bk ie k0t 2 siH ALTE B AN L 5 R I
SiE o FRARIRIIRE  MUAH A L 57 3, AN SR IR PR S BiE
TUHE B PR BRAE B2 P 2 5 AL R PR AT . R
24 b PRETHEMESE T, LA DR PRI T s, 5 B Jo e
SRR S 24 h FRA R SR AE IE RV, JC B o
W 22 i RAEAR B AL o Skt o3 n A
YRGS B, A SCRFE/ME TR T . B LA (2
B A R, AN SCIF B P 1] 30 220 o S PR i 4
WIS RE , 22 HEBR B o b, B2 iz BRI
AT B MAE B PECHR AR 35, G I
Jie, L B o P T P B e ' 3R 0 PR AR L, Bl i
4 GS B Bartter ZEEAESFE U . IS MAHA T 2
SERIEPIREIN . S8 SR IR N P 25 R R,
# SLCI2A3 JE[N 1A 2 278 5, B ML Je M2,
PRI X 2 2R AR B U B A6 T EURDIN,
M2 SRR, IEA 1 2 ARG, ML D BB %
AR AEFE PRI RS R o R DL o
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2.2 GSJ&—FlH Na™/Cl™ JLAia ARG G S B0
Y PRSP B /N BGEE  o 1966 4F
F1 Gitelman 257 YA IE , EIF 1996 454 B0 LA
oA SLCI2A3 %78, GS SR AR M4 9 5 WL IR 2 —
FE SN TIFFEFI W A BER A0 2 24 1740 000
Pa—I0k B BRI B, ABEH GS 28 A7 54
HFPRAT K 3.21% 1) o IR LRGN 2825
AHHEZES . HAT, C A 500 ff SLC12A3 py%
AR g, LGRS SUZRAR TG L RAE B IR AR HEFS 2R
AR SRS FHAGALET . BRI AR A TR
HERA I 1% o 3 ) RE Hh B PR S PR AR 1
RPNy 3% TR R R LI R IR IR A
T D486N FlI TOOM ™ | i KR Y A FE ) L2 5 42 5 A8
IVS9 +1G >T &3 i,

2.3 GS MR HLH 352 hy G iy Wi R S LR 1
e/ IVERY Na*/Cl™ s (R HE R 5848, S B0
/NG B2 S Na * 5 C1™ s ISR, — 7 T 5 | iz
i1/ NV TR Na ™ SEIRSCHE N, B -1 A5 X 0K 25 -1
[ R Ge I RE U AT K™ 2K J Mg ™ FI />,
HB AR B IR B IMLAE 5 55— i 1™ Kt it
M 328 /N AT AR T 1 R R Ca® RSO i, B
ERARES ", GS WU AR R AR i B A M B 7E 4
B2 RGMZRI, & RICE L ENE B i O i
MRS, JLE GS B H Wtz AT N
NVERAKERZE FRMFES. ARG &K GS
BEFIAAERD 3 ARG FRERZ 5 70%
GS BFIE AT LU IR (IR I ThRe i & . GS ek
K F g B35 255, MG B KSF <2.5 mmol/L
(1) GS FRE 2 1 34% 47 % 1 R LTS 4 K- sh e
2.5 ~3.0 mmol/L Z[f],57% (1) F 3 4 0 LT 14 1% 1.
BE,20% ~40% o) st KR H  EE 2 A 5% 1)
B MBI o T X L R 58 B A7 A
AALFERR I Z ARV, I Z 5 GS BN 2 , 44 i% 9
W R BRI HRAR , i SLC12A3 X457 S A
RASIELW GS 19" G hruE” o ARIEXZ B KILFK
F SLCI2A3 JERZEAR M ds i i i B HE R 52 48
BARGRAL K ZR NI 2 B 51, Horf GS &
H 1B FREOER G 1 B CRE ) BE SRR
IR IR, HACREA R I 1 AN GAR A5, oA 38 77 =X
FFE da R AR RN H YO ARBR R R AR e A
ARSEEARRIARLIER , FA Y — X457 3 2 Bt
FREH G T E GG TIA KN, ZEER
HERGT BRI, B GS B G BT, 4F
IRIABE G IL GS = aiiz i H Al AT . 1288

A PR B VISR, S BUS AU A 5 2

W B RIRATY B s 1

2.4 TGS A RZIERESR, BEZAHEMN, 6

7 B AR o IR RAT AE ol T S /N L

SN INVE R KT 00 /N 18] S5 28 AR

A EE/INER, H B R KR/ INERAEA , Rt

PR IR 425 53 81, B 2K - [ ) 2% 6 F) S

AIREINE B AL i, T, BRI R

PO EEE . ZE IR A S A BRI 25 T

ik S FIRANEAT Y , i Bea T @A SR R e 5T ]

A RAMEE v 1 IR B RN B, L B 11 IR ] A 435 e

FAMR AR XHIE R ST, H B Al 22 ORI A8 3 i B K

EF] 3.2 ~3.3 mmol/L, M5 /K25 0. 69 mmol/L,

ST LA G112 02, A AT 4E 7 IE

HARBROKF-, IR 2 GS 3 M KPR i B K-F- #4936

J7 bR, R Z ) T RRAEAE IR

2 LIk AR E AR T AR, e it A

PRGN B 32 W, AR MLAE TS 3 1A 303677, Rl

MR B, Z K SLC12A3 FEIA ZEAZ 1) — AN i R AL

i, F5 T GS WYSEA AL, IR CS B

PERE TUAR— " ROAHOCAEAR , RIER M B0 AR 356 LR i

S ARPRAS | A% I 75 A RAAS J5 PR E . (H I R o

GS il PREZ UL PTAS A, Gl 3062 4 i S AR A1

B, ILE RSP LA 21 T Y B G A

WA TG fe I L Y O e R T B o ' 3R P ) R

IO 25 BE 5 DL , A T8 e 3 ik PRGN, T 2 W )
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1 =il

B 2,22 % I ORI AN AT T 2021 4
8 11 HEFKBEZ . ABeii 1 > Hsznts Bk
APIER AR e ik 40 °C, TN %%, TEIE Y |
Tk KA B WA , AT H IR AT IS SRR 5524
PG JERBCGEA W B, ABERE AR (KR 38.5 C .0
104 R/ min, FEIK 20 YK/ min, Ifi & 104/68 mmHg,
PRI RSP ZE DU LR A2 B B e, R LT 5 K 1
WRARE . AT A fish J— 2428 G R/ NIk EL 4 ot
D FE W, JC R, TS S B AT O S A TG S
PRI , TR K o 5, B A, 4 TG R L S
B . AP T fih B2 4 em, 81T 2 em, JG#), G
Hdfo MEAEMP R, 1 £ 14 em, 12616 cm, M£:2 cm,
o), DG , B M & FIE . ORI B K
JER R I MR R PR A KL, THZE DI BR A

WEI AL AR TR EB R 2T
1674 - 3806 (2022) 08 - 0759 - 03

TR AR T 25 7 A A - AU BT (R 22 mm
6.3 mm) G5 (16 mm x 6.4 mm) , 7] e ) bk 2
Z5HEK (15 mm x5.2 mm) . JEIEHE CT : WUt 2 35w
HOE, PO B R AR 235 mm, ) F 4% 260 mm)
JUE b A, IO 25 B AT, ) R K 9 (17 mm) | IH 4
PIBR ARG o I B : FAANM T4 1. 02 x 10°/L,
R4 0. 48 x 10° /L, 2T 41 i34k 3. 1 x 107 /L,
ML A 93 g/L, il /M4 8 x10°/L, A fL 410 .
Hyh =5 1. 87 mmol/L, FLER I E i 437 U/L, 124
A2 627.9 pg/ml, LT FEIML AT | S 2 i
AR DGR Fridi iR e oy TR BB
(O8N (IR S NE N2 LN il N N ] S
IR B BE L RTE A B RN A TG BR, &) DL
I ZAAE, A WA HEZ A N S R L L, R R 1K39
TRACSAIN B o AR A6 2 25 SR A 25 25 FE I i 241 P



