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Abstract

Objective: To report an adolescent male with Gitelman syndrome (GS), to perform a literature re-
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view, and to improve the understanding of this disease among domestic pediatricians. Methods:
The clinical information of the patient and the SLC12A3 gene mutation status were summarized,
and relevant literature was reviewed. Results: The patient was a boy aged eleven years and nine
months old, who had numbness, tetany, fatigue and other clinical manifestations. Laboratory ex-
amination prompted metabolic alkalosis, hypokalaemia, hypomagnesaemia and hypocalciuria.
Gene detection showed that SLC12A3 gene had compound heterozygous mutation. Symptoms im-
proved after symptomatic treatment, and serum potassium returned to normal. Conclusion:
Symptoms of GS are atypical, and SLC12A3 allele mutations help confirm the diagnosis. It is neces-
sary to comprehensively evaluate and treat symptomatically.
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1. 5|8

Gitelman £ & 1iE(Gitelman syndrome, GS)7& — Mt (& Y /INE B, FERINRE KER k2=, =
JIR/ECTF R4, (R A B ME  RBE ML AL EHERR R B[ 1] AWEIRIGEE, 2 EEHF MBS
K, RS EZ. #i2. AXIE—FIHHEY GS Wi, SEEMKCE>], BERSENJLREA
X GS AR

2. llGR&HBH

BILS, 1159 H. B “REBMAEA. F288. M 19K, L1 R ABi. BIL19 K
ROTC I S A R A R A, AT Fie MR . R A RRE R, FR A e, k&, B,
RIEL) 10 435805 HATGR, 4~5 IR R o, L. 185, T, LOE. 290, 15
Rtz Toe, EMETR. WMBERKRIEYE, FHOR “9575)7 A7 7 KA. 1 KT HIXCR
Tdis WESIEME. B)LCPR I EERD, Bm. BERKRL, KMEIER. BEES. PR SRR,
ARSI NN BILR G4P2, AL, HIE/=, Tr-hmE Bl K. SRR, FiAEsE
USUA, 20 & EFEF SRR, TIAKIEH A RIS . Bk ARIE 36.8°C, 0o 82 R/, WK 22 I/
4y, MLJE 103/51 mmHg, #7& 150.0 cm (P50), 1A 31.0 kg (P3~P10), &G54 13.8 kg/m?. &, K
B R, FURIRASK, OIS E AR LT, B4 3~4ml, LB, WUENLS 5 2, 5K 71E%, Chvostek
{IEFT Trousseau 1iE B4 .

WA SRS AT MR . PR AR s AR AR R B R AR R BE . JRAR/ SR LG
W, ARRAS . RIREE. (RRBE, ISR NE 1. MRS R - M SR - BEEERKERNE =, 1
HRIRE KT, BEEMAKCEER, SRR 20 HED) . mERE. % EREmREE. F
DNALI. AURSFAR R . SR RN, IR ARG i MRI A & 55 .

BITa: ABUERNIIE, CBANE JRE. BRRE, BEIEFEEN. &85, R
EREE, VI 2W: Gitelman ZE51E? Bartter 25545 {iF(Bartter syndrome, BS)? &l 8 Lt 4. B:& &
BIEY, 4T HORAMIGTT. ZREEMUME, TAFE 6 RIMABABGRIT. AFiE 7 REJLH
R ILIERRRA . Sk®, FR/E, WAL DRA . 8. B)UERH, e, mee
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IEH B IERE, 57 RANE K AT (8 T L 518

Table 1. Blood electrolyte, urine electrolyte and blood gas level of the patient
1. BILMEBMHER. REBRRIEMSDHER

R A I I E IEHE
M4 Hr
PH 7.46 7.56 7.35~745
2 Ha 4 MR (mmol/L) 6.80 7.30 -2.00~3.00
ZEARR S R (mmHg) 43.00 33.00 35.00~48.00
FRERR IR E £ (mmol/L) 29.70 30.60 21.00~28.00
SERR b ER A (mmol/L) 30.60 29.50 21.00~28.00
#fi(mmol/L) 2.70 3.50 3.40~4.50
#Y(mmol/L) 138.00 136.00 136.00~145.00
&(mmol/L) 101.00 101.00 98.00~107.00
T B 45 (mmol/L) 1.17 1.15 1.15~1.27
I R 145
If 8 (mmol/L) 0.72 0.81 0.75~1.02
1145 (mmol/L) 2.41 2.39 2.11~2.52
PR AR IR
FREN(g/24 /M) 6.09 5.33 3.00~5.00
JRE/ PR WLEF (mmol/mmol) 10.70 - -
JRE(2/24 /N 8.45 7.85 6.00~9.00
JREE(2/24 /NI - 0.07 0.10~0.20
SRS (/24 /NI - 0.013 0.100~0.300
JRBE (/24 /NI - 0.37 0.70~1.70

Table 2. Plasma renin-angiotensin-aldosterone levels

F2 MEER - MERKE - BEIEHKF

ELE S IEHE
B Z(EMY) (ngml " hr ) 10.81 0.15~2.33
B (QLAL) (ngml hr ) 15.90 0.10~6.56
I3 K 2 11 (M7 (pg/ml) 69.80 25~60
I EFKE 11 (O1A7) (pg/ml) 82.40 50~120
2 [ Al (M7 ) (pg/ml) 38.03 30~160
% [& B (S2AL) (pg/ml) 142.10 70~300

FURFERAN: WAKEAERE, BUGIEE. SGIEHE RN DA 2 ml, AMNET N T 5
IS FTAT R ARG, 45 B RGIEE R H SLCI243 BN 3 MEXRE, BTEEMERE. KPR
AT AL, AL AN (1) c.1698C > A (p.N566K), 1698 17 s g Fk o Jfa 1% g 5 A8 Ay ARIEENA, 2
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T 5 566 o 2 ML H R A BRI B 3 IR s (2) ¢.2012T > G (p.L671R), 2012 {7 sHFE i 16 i i g 58
AR B S SRB 3 671 AL 2 E IR th o R B i RS &R s o) — RAKIE T BESE, ¢.2891G > A (p.R964Q),
2891 {37 A0 FH S VR4 SEAR N ARIEERS s (156 964 1 B IR H RS R IR & e N & I

fEIEZW: Gitelman &1k
3. Wig

GS J& i PR Ba 8% %, B 3% E Gitelman R4 T 1966 F 1 IKIIETNAR4[2], RIFEEZEMNEK,
RRPHHRIE 9 1/40000, HAERHIRE )Y 10.3/10000, FPHEIFEATE3]. GS £ HEMT 16 5 EAKE
(16q13) SLCI1243 FHE[R 548 T EUH YA 17 T 5 328 /N e W SR U R B UL [F) 3% 18 A (sodium. chloride
cotransporters, NCCT)&5 #J FI/aL I RE 74, MM FEL NaCl 7R3z fh B /N I 1 USRS [4]. Na ™ Fil KM i
R F37E i /N 20 B ) EE I RS, 3 Na™-H A Na K 2 # AR BE e, 48 HOFD K78 /NP v o (R 1
B, 1A AR U AU R B [S] . ARBE MURE AT A5 B Ve Mg TR i B A7 88 Fi A I O R TE R
WASG. B /N NaCl EWR RS 550 Ca® BB N, AT LR AU AK 6] AR Bl 25 i
FEE D N N 9111 =Y IS il N R 2 74 B e e B s R B P 1 K2 R 595 2 AN L o N
BLEERIA AR . FRBAEAATC 7 A B 8] H LT 2 S 58T SO B R 25 45 28 B A1
434 0.68 mmol/L 1 1.13 mmol/L.

GS AEIRBERE, 1% 6 & UG HIUAEIR, REZHUEFHIEH FB B E KM, #50 NA HUIRIR D) RE
SEAAERKIEE7]. L “ILEEFDE. Gitelman LZEAE” AL SSHIATE PubMed. Ji77 M 4E 5L
P AT SO 2R . JRAS R B 202 R SCHER, LR SOCHk 175 58, SO0k 27 R HOSCCRERAS AR
EEZ, 5 74.1%, WRBHFRCE G 14.8%, ZRIAFEE G 11.1%. E NS 58 588 [/ I A 2 K12
Wiz 3t 34 B, MR ANAGIE )L, 3L 35 IR 3. SRR N 8 B, HAFER KT 6 £(F 6
) # 28 $1(80.0%); MRt = JIHIRAEZRN 33.3%, MARRRA. BRI RAERN 11.1%; MWE S & 22
B, SN 10 6], EHURIEDIRER 16 1, YR KIHAIRIRIIRE R, L B N (55.6%) BRI A
PEIg 2 AR R IR MoAE, 5 HAR—IUERXT 185 ] GS B3 7RI — DL F(54.7%) 1 B 2 2 i
B A S8 5 IR A0 IR 1R &5 SR ARBL, AR X 4 N B3 I R AR08 32.6%, B m THENE, &
MEENF N 7.2%, BT EAHRE, HARIRDIEREATH 5 4.3% [8]. EAMERN 34 flE)LHE 13
B(38.2%) KFE S AEK R TTIRLE, PHLL F(55.9%) A8 K FIREE FE, SIkKREA GS IMRALTHA
Ko AHPEANLTERY, EKEKE R, FREIEET R

Table 3. Domestic reports on children’s GS data
% 3. ENHRiE/LE GS #1

b Y| HAth kI BHmRS
phm LSRR = R s .
NO RO ek ek AR gp SRS B
— an U HR S
=z i i ®mAN S B
c.1925G>A 4
1 % 20 v - - - / C.2843G> A ry
c.625G>T X
2 % 40 J . / c.2875 2876 del #hg ]
.1456G > A* 5L
3 4 6.0 J / ¢.1964G > A* X [10]
c.2738G > A" L
c.179C>T
4 s 10.0 J J 14566 = A [11]
DOI: 10.12677/acm.2021.112100 693 I IR = =23t e


https://doi.org/10.12677/acm.2021.112100

il s

Continued
c.179C>T 5L
5 LH 6.5 - - v / - ¢.2875_2876(E24)l %k A w1
c911C>T* -
6 % 7.8 - - v v - ¢.1129 1140del® - [13]
c.1946C>T i L
7 5 6.0 - - v v - c.2522A > G* T
¢.1964G > A*
. 8 S AhR O A" -
3 c.2543A>T" -
9 4 8.0 - v - / ¢.976delG" - [15]
c.1456G > A -
0B 8.0 J - - / / c1315G> A - [16]
J ¢.1456G > A* -
noo® 42 A G4 e) 7
J c. 2567C>T* 5
12 2 - - - Y Y
% 7 v c. 2963T>C* gy 7
¢.179C > T* 5
13 7 35 - - M v - c.938C> A" wy U8
B, €.248G > A* 5 L
14 i1 8.8 v - v - ¢2129C > A* xx M
¢.2660+ 1 G > A Lk
15 5 10.2 v - - - - .1456G > A* L [18]
c.1315G > A* -
16 5 8.0 - - v v - c.485del - [19]
b 50 _ ) ) ) ) ¢.2890C > T B o)
. c2782C>T 5
€.9645G > A -
18 i3 5.0 v - - v - ¢2186G>T - [21]
¢.488C > T* X
19 | 7.0 J - - - - ¢.2012G > A* i X [22]
c.1924C > T* 5
J ¢.1077C > G* 5 L
20 & 13.0 - - - - c.2191G > A* i [22]
¢.179C > T* i X
21 5B 9.0 - - N - / ¢.3052C > T* i S [23]
¢.506_1G> A" B59)
22 5 15.0 - - v - / ¢.578-582dupCCACC” %65 [23]
¢.179C > T* 5L
23 % 13.0 - - v J / c.486_490deITACGGinsA” wig 2]
.488C> T 5
24 5 6.0 - - v - / .2612G > A* L [23]
c911C> T i
c.1084G > A i X
25 5 12.0 - - v - / c.1613G>T" wy 2
c.179C > T* 5L
26 L 15.0 N - - / / €.539C > A" wy Y
¢.784-785insTCATTGGCGTGGTCTCGG  #fi\
27 Ei 35 - - J / /' ¢.965-1 976delGCGGACATTTTTGinsA [25]

CCGAAAATTTT LOE:7
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Continued
248G > A '8
28 5 11.0 - - v / / ¢.510delG ®ig [23]
J c179C>T 5
29 & 7.0 - - / / .1964G>T wy 2
248G > A Y
30 ] 12.0 J . - / / ¢.1964G > A B [25]
c.1456G > A 5
c179C>T [
31 il 12.9 - - v / / .1963C>T THE
. €.2548+253C > T B
32 5 6.2 - - v / / c2891G > A T
c.1288T>G 1 X
33 S 5.0 - - v / / ¢.2451_2458delCCCCAAGG i 2
c.179C>T 1
34 4 11.0 - N - / / ¢.918delC w2
¢.1698C > A" 08
35 5 118 J J i ) ) c2012T>G" D N
c.2891G > A" i

TE: AT PRI VONTEE: DABURMERAE: TSR SR

LR, MRS GS REERMK., BHEFR L RMRERTER, RUFEH. AR FEA
B X AR L B AL, BRSO R T, AP AR, JRE, JRE JREE
HeMt /> H0H =1[26] [27]. HARM—TU R B EFISWFER TR, MBE%, (HJ2 e, A fd iR
I F LA BEVEZE (8] shY)SKIH Fifd m MR 5 NCCT RiILH VI K[28]. EA 35 FLEJL
HSE 27 B, 15 77.1%: AR TP, R IR 25 RE R G A TR B AR, 5 I B R SRR AL

GS HIBUREEE N SLC1243, HATC AN SLC1243 B FEURRAIE 529 Fh[29], HHEH LRAE, T X
RAF, BADRAL . BIPITAR, [ LR FHANAL RS, A R e RS RA, F &k
HREZ THERAE ., WYIRAE, TURE., BT, TRV L REFH GS RAE ™ HE[29].
[ P 35 i) i) LIRAR R R 4l LR 76.3%, HAREGERAEN 97.1%. AFE)LINE] 3 NFRARAL A,
NEEREGRAE . o c.2891G > A (p.RI6GAQ)KIE T-BEE, 2010 4 Rosa #Rkid i % BUHR R A[30], TRE
S NaCl s 8 0 B 1 IO . AN RAERIF T 2236, 2318 ¢.1698C > A (p.N566K)Fl
¢.2012T > G (p.L671R), 1% ACMG H|iZ 8 R Z = R, HH ¢.1698C > A (p.N566K)TE GS Hifsl A
RIE[31]. A MRRRIMALI ER A GS MY KAR, 1% N 1T LLZ T GSo BEAE SCHRIRIE A 18%~40%
) GS BFEMUKI 1 ANTRAZ[30], T BEIEA ATR K0 21 1 J DR H A [X 2 ]

BS 2 L i IR S T B NEOR 2 — . GS 54 BS KRR DAL, S206 A4S A HT
RYOUMRIMAR AREEREERF . SE RIGHES. 5408 BS ML, GS KIFERK, @HEE6 %
DU A2 IR, R 22 #8775 B I8 5 A0« GS it B4R, SRR S5 4G A0 A7 IS ML B AMIS JR AT
Z M7 BS ZAEAAEKIBLE. BN, TIRBIE, JREIEF SN, (B2, FRIEREETCR: 50,
ARSI R R DA SL 00 AT AR AME S0, 75 2 S0 TV B a6 AN S0 ZE DR R B A 2 W o A M85 3R
TGS EH GS, 23 RKMIESE GS.

HAT & GS 75k, DUAHIEVR T 2 IE B B AR BT K AL . RIS, IERRYT . &N b
Vi, REZHURATUG R, SIREM 0 EFH T 8 0 AR 380l R DU B 30 . FE A 00
M ah + Ziph” M5k, S LR, B REEEY, DURF/EE M. (M GS UL
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REEMRIT N, TEAGH R, WUBCA R RIRA . AR A 7 MR AR E I . I GS
LMY 82 AI7E 3.0 mmol/L 1 0.6 mmol/L LA 1[32]. fREEREME, GS &)LHMIR ZEL 532
AKREIRSE, TSN LT A KM E B RS, TN HAKBERSE S & AL
T ORAME . BRHIFBA R, SO REFEE .Y, FNBEARERRA, MR IR . RN 20 6 kiE
SRR LK B A R &

GS Sl SLCI243 XA LR 3% AL 51 R 1) 8 Ge (AR BR I A0, ZAET B WERUE K. A
TR R BREE B = R e e, DL B LAE A ML AR SR R I, PRI, I PR AR v A I AS B i DREG L 24
NI RS GS, 50 AT DUE KT S A FR IR D Re o IR B2 v, MR sk, 506G
YA, R ER N ETE R, ETE .
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