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Experience in clinical diagnosis and treatment of refractory
Gitelman syndrome: a case report
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510120, China; 2. Guangzhou University of Traditional Chinese Medicine, Guangzhou,
Guangdong 510006, China)

Abstract: Objective To analyze the clinical characteristics of refractory Gitelman syndrome and summarize the
experience in diagnosis and treatment. Methods A cases of Gitelman syndrome was studied. The relevant
examinations, kidney pathology and SLC12A3 gene analysis were completed. Results The patient got the disease
when he was young. The clinical manifestations included recurrent heart palpitations, seizures, limb convulsions and
fatigue. Laboratory examinations revealed low potassium, low magnesium and metabolic alkalosis. Renal pathology
showed juxtaglomerular hyperplasia. Gene analysis revealed compound heterozygous mutation of SLC12A3 gene.
After supplement of potassium and magnesium, the condition was alleviated but easy to relapse. Conclusions
Hypokalemia of the patients was difficult to correct and easy to relapse. The patient had obvious clinical symptoms,
and was worthy of long-term attention.
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5 6 1]

PN, 55 XEG A Gitelman £351E 1 4 R Ry T2

Bt B 1. K*: 2.88 mmol/L, Mg?*: 0.63 mmol/L, H R i
IHE : FT,:10.62 pmol/L, TSH:0.126 mIU/L, FUIRBRHL
RWII(aTPO ATG)IEH , 2 Wi A “fIRAR | AREE MLIE
FUIRBRALAETCHEAE ", 25 T4 M RMEE AN HTHT TT
GIT, ARG RS I bE, B SE R IR AL B
2~3d I ERAEIR, R KA 4 ~5 K M, FiRk
FACET S 2 30 min AT ZEf%, ISR E,8 A 16 H
BARBEAEGIRYT  IRTTIRE T 2 B Y RIS
Z2Ab AT PRI BE K FR B ABEAE B
12 FEREERLBEHNE

551 YOS AR E RS 17.90 kg/m?, 0> 80 bpm,
I & 110/65 mmHg, AR T 2€ i, BR B A 41 2 e
K, WAL WS 7 6, AR B S AEAE e BRAE R
S KA R IR B AR B A s 2 (it
SAHT :pH 7.471 AR HERR R S AR 29.4 mmol/L, BE-b
5.5 mmol/L) J¢'Bf R - I Bk 2 - 1 [l 2 500G
(W26 1-3), I fZ FRmE ACTH ¥ B K 35 HEE %, H
PRARIIEE R AR ECT  HURBR A AR oK UL & 5%
A B O B SO HE, TU BlG . 1208 Gitlman
ZEAE . TAMI AMEE S AOREIATT AR 1 g
FiR .3 ¥ /d, 10% 5 AL 8 % 10 ml H1Jlik ,3 ¥k /d,
ITAAIRPIEE 1 7 DR, 3 ¥k /d IR NG - 40 mg
%, 2 vk id. 1f4F FFZ 3.8 mmol/L, PURGHE = S48
it I Hh B

hBefE LA H WIE A, % 2 db st PR = B
WEMEBGIZIR , B 28RBS R TR « BNk 2 R

BRANEE IR R, 220 3 ~ 4 Wk 1 R, Wt I 2 3
[B) -t — B IR FH AL B0 W P 4 VIR ET I S

552 Wiki2: 2013 4F 3 A BE E R BB =
ARBEAEBE , PARAS KA FEAR [R) T, A6 A0 S 3 WA 1O -
R AR, R . AR s & (i< 5 #r - pH
7.441  FRUERRIR EM 27.1 mmol/L) | &5 B =P K afiL
02 P T B KO TR (L2 1-3), O R B e,
IEHEO L SWIEET, TR R R 159 FR,
3K /d, 10% AL AR 20 ml F1IR,3 YK /d, | A& R

-

o

A:(HE x 200);B:(PASM x 100)

(DL 1), 2 W IR IMAE Gitlman ZRA 1R H kb 1 B/NERSERSIE A
F1 MEBRERE2RZSR
2815 I / IEE / 1L / 15 / 1L / TCO,/
E (mmol/L) (mmol/L) (mmol/L) (mmol/L) (mmol/L) (mmol/L)
1R 2.70 ~3.81 0.38 ~0.75 136 96.0 ~ 108.0 0.70 33.0~45.0
FH2IK 3.26 ~3.78 0.48 ~ 0.58 136 ~ 142 95.4 ~ 102 1.38 ~ 1.56 26.2 ~32.3
IEHE 3.50 ~ 5.20 0.65 ~ 1.05 136 ~ 145 96.0 ~ 108.0 0.87 ~1.45 23.0~29.0
Fx2 RERER
24130 JRER | JREE | TREH 1 R | PR | JRES |
E (mmol/24 h) (mmol/24 h) (mmol/24 h) (mmol/24 h) (mmol/24 h) (mmol/24 h)
1R 22.52 ~77.54 1.92~7.38 122 ~ 224 135~ 197 1.01~24.33 08~21
2k 139.44 ~ 152.76 435~7.78 107 ~ 272 252 ~ 383 14.01 ~ 20.56 11~34
IEHE 25.00 ~ 100.00 2.50 ~ 8.50 130 ~ 260 170 ~ 255 13.00 ~ 42.00 2.5~80.0
x 3 BEIEMNR M I EEE Rk F
215 B 2 3% 1 (BMOZ )/ (ng/ml = hr) T8 [ /CEMSE)/(pg/ml) B ER3E BE(SE A7)/ (ng/ml - hr) % [l (37432 )/ (pg/ml )
1R 6.36 224.05 31.18 608.61
B2 IR 9.70 324.91 31.01 1356.50
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BREE 1 R AR, 3 IR /d, SR RE 25 mg MR, 2 YK /d,
XASSIREN 75 mg AR 1K /do SR 2, A=Ak dE b
s E e (BB F 3 Ti.K*:3.78 mmol/L,CL-:
95.4 mmol/L,Na*:136 mmol ),

1.3 SLC12A3 ERFFIH#r

1.3.1 9} JEdn DNA FZBC fhECE & 4N I, #%
B £ (TIANGEN DP333-01 dt5t R )il 45
FRAEFRIUE K 2] DNA,

1.32 3l ikt SLC12A3 FEHA F3 5k H H %
Genbank (NG_009386.1) , #h & F Exon 6.,15.16,17,
20.21.24 (94145 4% FH http ://Awww.ncbi.nlm.nih.
gov/tools/primer-blast/ 7E £k %11, HARTIWS % XL
BRW, L33t 23 XF 5| ¥ 1Y SLC12A3 JEH 47K 26
MHNEA, WK 4. 51 H E XK Life technologies 7
CikEgi'a

1.33 PCR ~# 4 3¢ {fi /] TAKARA [ Prime
STAR Max Premix(2M) #1758 A i &% =X 2 1 (Poly-

merase Chain Reaction,PCR)¥" 34 , H.41 & (Y Prime
STAR Max DNA Polymerase H & {4 B4, iE [ ] 5
WAWE Ny 0.25 pmol, PHFRFEAF:98°C 10s FiE
4:;98°C 105,56 ~66°C 55,72°C 30,35 MEH;
72°CHEAH 5 min, 7E PCR ¥ (veriti, ABI)_[-5¢ .
1.3.4 PCR F##htcf=ml 5 PCR =¥ FBR NG b5
B HLUK ik VI 2lifk., 7E ABI Genetic Analyzer
(3130xI, Applied Biosystems) 1 PCR " #4#Y1E 2
1) 5 | A 8 ) I o
1.3.5 DNA @ 5 25 % 2 #7  H http://blast.ncbi.
nim.nih.gov/Blast.cgi /7 £k & F, K745 1/ 5
NCBI Reference Sequence of SLC12A3(NG_009386.
DA XS o

SERIR, B SLC12A3 FER 41X (CDS )ex-
onl10 il exon15 &5 A 1 2432 (aa) 45 5748, 47
912k exonl0 f) 439th aa G(S)Fil exon15 AY 615th aa
S(/IL). WA 2,

T4 SLCL2A3 EAFIIHHEIS| Mg a4

ST NAGEEY) BG4 B/ C KJE /kD
1 AACTCCTTCTTGGGTCCTGG TTGGGTTGCTAGTGATTGGC 64 783
2 CCTACCTGCCTGACTTGTGG GAGGAGAAAAACACATTTACGG 58 438
3 CTGAAGTGGGTGAAGAAGGG GACTGAACCAGGGAGGAGAA 56 366
4/5 GGTGAATGAGTAGGCAAACTGG GGGACTTGTGGGAAAGCAAT 60 765
6 CCAGCCAACCGACTCATCTG CTTCTCCACGTGACCACCTC 64 740
718 GCGGTCTTGTTCACTGCTATA GCCATTCTGTGGTGTCCCTC 62 845
9 CCGACCCGTGATCTTGGTT TCCTTGGTGAAATAGGGAAAA 62 734
10/11 AATGCCTGCTCGTAGGTTATTG GATGGATGGCTTCGGGTAGAG 60 1048
12 CCACCATTCAAGCTCTACCC GGCACTATTGCTCCCATTCT 66 1002
13 GTTTACAAGACACCATCCCTTTG CCGCTACCACATCTGGCTAAT 66 623
14 GGAGCTGGTGCTGTTGCTGA CACATTGGGAGGGATAAAGG 64 585
15 AACTTTTCAACGTGCAGCCA CACCTCAACACCAAAGCACG 60 739
16 CCACACCACCATTCAGGGA AGAAAAGAGGCAGGGCAGCT 60 499
17 GGGCAAAAGAAAAGGGCA AGCAAAAGGGGCTTAAGCAA 58 369
18 CATCAGTCATCTTTCTCCCAATA CACAGTCTCCACTGCTCCCTA 64 737
19 GAGAACAGAAAGGGCGTGGTA AAACTGATGGGCTCTAAGGGA 60 348
20 GGTCCGTTCATTTGTGCCATT CCTCGACCAAGTTCCCAAGT 56 742
21 GGTGGGATTTTCCTTCGTCCT CTGATCCAAGGGGGTCACTG 58 497
22 GTTTGCTAATGGCAGAGCGG GAGCTAAGATGACACTGGTCCCT 62 258
23 CCGTTTCACTTGTCATCATCT ACATCTAGGAAGGGCTTGGAG 62 681
24 GGCCTTCCCCACCCATTATT GAACGACTGTGGCTTGAGGA 60 709
25 TTGGAGGAGGTGAGCTTGGTG CGTGGGTCCAGTAGGAACAGC 66 734
26 GTCCATTCTGGGTCAGGTTTG TGCAGCTCCATCTGCTATTTC 62 546
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5 6 3] PN, 55 IR YE Gitelman 55 1E 1 49 Kl RISy i
(] AR ss e = AW (AR R RN N ] '..._19!!..;:&_‘-..1!!_. 1:.-;.:_!..!!-!!!.--.
i ) . I ) I II [
f f [V TUT IV VW UL i R8N
LUV VIV LIV LNV iryy) L ARy PAMIRL AYRITON) ARATLAN
2 BEEENFRERFIIE
2 NHES3] AR SEE IR A D I , S B T AT T AR

H i [ P B PGS 1] 108 i Horr, 5544 70
i, 2ot 38 5], S & R Ay A I R IR B A Qi
50 R el RV A L I T 1 = R R i N L
TR S P v T L 5 AL DR P e A A {7 PR
HE 0 v PREE ARPRES 5 14 51 B J0E s BEER K R B
JINER 55 41 3G A= 45 5] 5 DRI 4R O B0 3 R
SLC12A3 [AFLEZAR, 20 & 691 A B sk
ARBREEIR L 2 )5 T = AT, B LA R (1Y)
AN RMEE PRERIRYT S AR KO 28 IE R s 4T I
RIS DL

3 1t
3.1 XEIEULE
Giteiman ZE 51 (GS) i) &9 Hehil 2 il T gm it g

W8 M PR 51 gk iy A A [R] 4% 42 A (Na-cl cotrans-
porter,NCCT) i) SLC12A3 JEH RAF , S HHL 4% Y
FaR T /NG TR IRy NCCT S5 (=)D fig
BT, ST R A NS B S R W ) B A
AR 2o, H RN IE R SR AR A U, I AT RE B
TR - MR E - B E RS (RAS) , B [
TRURR I I g A T SR S RS, A I o
PN TR T AR T, SRR
BRI P R
3.2 IaERRIMRISH

GS JE F AW M , 216 B o W sUUAE 5 &
i, GS A 2RI N MR K4 5 = 1 A, LA £
28 TR AR RS N, E R R E —
FEANZ5ENA . GS VE by i Y Rk Bk st A5 , Bie I
HARAESMERTCE, SRmA S B E N HE Y GS
o], AL B 2 TAotkE(70 ¢ 38) , A 2 A A AH
KL, AN GS FE L

GS W2 W 3L T Z AR M I ACRE R B 2B AL RS
B SH R R A S BE R AT 2 S T B 2
R . A B3 G 3 G T $2 7 SLC12A3 f7E %

3.3 AfIEEFIZER

A B R A AR W IR REAR R B AL
AR L AN R W1 - Wa oY kot vl L AC S T UE 38
B AR AR , AR T EE , T SR A, T
24 h PRAF RS S5 LA IO R RN, 235 R I /s R B HE v
W2 AEARIRES B2 R ACE i B 7 S
GS [T RE. B LSS BTG A , LI BRRIE N B /NER S5
e LR s SLC12A3 HE[H 465 X (CDS)
exonl10 Fil exonl5 %A 1 M2IER (aa) ARG RAE,
TR GS. MKHE SCHkKG 2, AT A 439th
aa G(S)Z7E R GS BH A 1 14]®, 5T 615th aa S
(L) GS AR HIE A 2 HiaE?2, (H#E4H slc12a3

FE[H 439th aa G(S) 444 5278 Ml 615th aa S(/L) 4 &

A5 A SN IS S B U

ZBF MBS WA HURBRPLRETTHERE , ABESS
5835 M SR A IS W AN ST, AR A5 ] P SRk 1,
GS HF AR A1 & A B S e R AR o FHAR AL
RETTHEAE ] g5 35 HF R B 2 1 Jl SRR, DU AR
YN AHE T, GS 5 FAR AR D) BE TCHEAR LI R 2 2R
AR X T A 0 114 6 531 S PRI, Fe A BUR 12

HHT GS MYRYT EEIZ IR I PRAER , 21 1F L fit
AR ZE AL T R R = A S = R
AR M SEREMEL IE , (7] B BE T IR VS SR ik 4 3 Ak
AN BN BT R, E i R 2 ORI
KGR P AME S Tk 2 IEAR R AR
R TAYT DARMER LRBR A S I T T A A7
BH WG an 22 (i . 3 i/ NS S Akl PR 77 4n
GARMENE DA B A B K R . 1158 R IK R 2K
TP A (His L b 24 9 55 0 2 e il &, 38 A IR
I

A GS BEMIF, T 1 RN 10.5 9/d, ']
KR IRAVEE 3 7 /d, A A WENE 50 mg/d, WUSA SR M
75 mg/d,JAYT)E SEAF K*:3.78 mmol/L, DU Tehhig &
Ve HBE . B3 H TR SRR 9.0 o/d, 114

+ 137 -

www.fineprint.cn



http://www.fineprint.cn

PDF pdfFactory Pro

rhE AR

2L I

FIRIeA % 26 /iu!?

SFRRAVEE 9 F /d, B2 PN TR 20 mo/d, Z 2R EEESO mo/d,
K UTZ 8 E R B, TERNE IR L 259 1%
T2 2 ~ 34 FEA DU R AR, T 2 Y R B
HHH SN2 2 g L 4 ~ 5d, SRR AT 5 . 50k
I L, A B E AR e L OE 5 KR IR IR
SR B, B 5 ) PR 2 AH DG A, SLC12A3 2 [
439th aa G(S)F1615th aa S(/L)HYE &L+ n]
RE SR Z R N MR T B A

GS ELA i FE Mgt A% S Bt PSR B 2 A 1 i IR
B AE RN R R GS AR, =12 W1 K 3RYT GS /K.
X T A 8 ATy e A BT REE , T A LA , o
Y.

o
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