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Abstract

Objective: This study reported a case of patients with Gitelman syndrome due to repeated hypo-
kalemia, in order to improve the understanding of the diagnosis and treatment of Gitelman syn-
drome. Methods: The clinical data of 1 patient with suspected Gitelman syndrome were retrospec-
tively analyzed, and the pathogenic mutations were identified by genetic testing. Results: The
clinical manifestations of the children were repeated hypokalemia and hypomagnesemia. The ge-
netic test results showed that SLC12A3 gene had complex hybrid mutations (c.1456G > a and
c.1315G > A), both of which were pathogenic mutations. Conclusion: Gitelman syndrome in child-
ren has an insidious onset, and the discovery of related gene pathogenic mutations by genetic
testing is a diagnostic method.
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1. 5|8

R HRE A2 I PR b e DL B A T R Bl —, X TANBH IR RS AR M A ) LB, 75 5 AL TR B
EHIRAI A AE . Gitelman £E & 1F(Gitelman syndrome, GS)A& —Fisi A& M B /INE I, XORR S MR AR AT B
IMAE, A —Fh DURAR AR « AICBE e L ARG RS AN Bk b 35 AP AIE PR B I [ 1] 12T FE R BR &
WA RIE, (HENIGR RIS, LR E AT B D o ARBFFRIE T 2016 F T B K ¥ &R
Beriz i 141 LE GS wfl, B7ESEm I LBHEITNT GS RS T K.

2. IGPRFEH

B)L, B, 8%, PRI WX 4 K. 2Pk 1R KIMAMRERT 2016 4F 10 H 19 HEH IR AR .
UGG 4 RETTCI G IR R, AR 2, JRAEIKe: 3 7k, 2RI, WYy E NEY. T
M5, RERE. WEPER LR, RICHUEREK, DRET, WA, MRS, 81 54
ARG, BRI, AR, ST R SRR IR, THURRETT, JhE. BILkE
INE, =77, FEMAEMFRME: 2 mmol/L, M45: 2.2 mmol/L. FEEIKANMIIAITIE, Nit—DiRyT
HoRIPL. BILE KRR LR, Ri—M. 88E, ME 10 RIK, FRED, RELH R,
BEAEA BRI L, SFRISENRE I BRI ZE, HIANKIIRZ L. BEal k& IEH . SR PR L,
BRI R, T HAh B MR . ABE AR 1KIE 36.5°C, IfLJE 114/60 mmHg, 1A 22 kg. B H, J§
R 2 AU MEAR B . HORIRAS K, XUIRFI SR, o R /N K, Oy EERTE R, BT
JEFRACE, Trousseau fiE & Chvostek fEFAME . SZI6 =4 &SR IMAR . RILEE. AWTERF R, B -
AR TR R - IR [ W P33 m (RS R L IR E#R); #UEHME DR IEMIALR ST, S2 BRI At ]
B O HBEURSEMEOEATT, T WAMKF, QRS MILH%: TS, WIRZBHELRE. ABTHUK
ey 1ERZ PG R KAMIR T, BB R IR, K. SR AR, R - MERKE -
I 2 T [ P A, I ARE R B LR I J5 B M e o A e A AT A S RIS, 45 R AR 05

B)LHBE S, AU O IR ER (15 ml tid) 1 H &M EE(10 mg bid)yadT, MARITEIURE: = 71, & EAT
525, WP 1 AJEEILCHIEI, 20, Tk, PR AMiiaIT 1R, 8o, hidt—SiRi7
WA IR B RAEAT A B A A HT, S200 A B PR M . IR eE . AR PEm R, &S R K2
Tt [ B P T, 24 /N BRES 0.72 mmol/24h, GO EE IR RE . AMNEIEPIRG I BN 2R EA T
SLCI2A3 B:RF 2 M URAE, 3 TN, B TEERERE. 40lk: 1) T 12 54t
BT B c.1456G > A, TlZEH G KA N A, i IEIR( p.Asp486Asn; Het) H R A2 R B 4t o R ATk
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fie; O SCHRRIE 1% R A T Gitelman £5 G B P RAL 2] 2) €. 1315G>A, Tt H G RN A,
i 1) 2 HE R (p.Gly439Val; Het) H 2R & #e 802 RE , 1578 HH 1R P9 A8 A ~P 45 [ 2] 1 IRAROE o N BEPTse g
1ERZ PR KO RN . AMEEIRYT . AVRYT R R AR, A, B R - MR - IR A K
PR IR K, BEEREM . BEW KA LR SR AR N T E 1. £ 2. £3 PR,
DRl I 5 S L) 1 B

Table 1. The blood electrocyte level of the patient with two admissions

< 1. BAEFRNBTEHEBRK F A& M EE R (mmol/L)

D 1) iRz QiiR>S ik 145 I 14
ERR/ONT
TRITHT 23 0.66 93 222 0.94 134
BIT A 343 0.75 98.7 - - 138.8
2 B
YRIT T 348 0.58 101.9 2.28 1.37 140.5
BIT A 3.87 0.72 98.6 2.35 1.81 140.4
e “=7 FORARMEM; AR, B &L 5. BE. ANIEEE S BN 3.5~5.3, 0.75~1.02. 99~110+ 2.0~2.7. 0.85~1.51 FI 137~147 mmol/L.

Table 2. The blood gas level of the patient with two admissions
2. BERRNRMS LR

HCO; PaCO; TCO2
WA 1] PH
(mmol/L) (mm Hg) (mmol/L)

1IN
YRITHT 27.9 35 29 7.51
VRIT G - - - -

EVR/ON
VRITHT 29.1 40 30.3 7.47

TR - - - -

e =7 RORAREN; MRS HTE R T HCO; « PaCO. TCO,. pH IEH{E 42y 21.3~24.8 mmol/L. 80~100 mm Hg. 24.0~32.0 mmol/L.
7.35~7.45,

Table 3. The renin-angiotensin-plasma aldosterone level

3. BE - MERKE - MREEEIKF

B 2 k(M) R EGLALY MR TKR 1 MAELRKERT  EEREERGEMD) R ERGLA)

AT ]
[ng/(ml'h) ] [ng/(mlh)] (B2 (pg/ml) (L) (pg/ml) (pg/ml) (pg/ml)
%1 RABE
YRITHD 1.32 6.51 158.92 112.67 285.9 274.93
YGIT JE 8.84 12.43 191 159.08 209.93 325.96

2 A - - - - -

e =7 FORAREIN B RIEEEMD BERIEEGLAD) IR (M) UEFRIKRER 0 OLA) BEREH(EM) BE R BROLA) I
1843519 0.15~2.33 ng/(mlh). 0.10~6.56 ng/(ml-h). 25.0~60.0 pg/ml. 50.0~120.0 pg/ml. 30~160 pg/ml. 70~300 pg/ml.

DOI: 10.12677/acm.2019.99162 1057 I IR = =23t e


https://doi.org/10.12677/acm.2019.99162

mple: 3766362.55.NP17D405-SLC12A3-10.M13F.G161121_CO Sample: 3766362.57.NP17D405-SLC12A3-12.M13F.G161121 |

250 230

C A A A G C C T C A T G C G A G A A C Ca G C
R ZRE
SLC12A3%: SLC12A3ZER f 1
c.1315G>A ; H c.1456G>A | oo
TR A RERE \ f ‘\‘ AL
a \ FUAN
ample: 3766362.59.VP17D865-SLC12A3-10.M13F.G161121_CC Sample: 3766362.61.VP17D865-SLC12A3-12.M13F.G161121_
C & A 4 G C C T C & TGCG.‘,GG,“CZgDAGC
ZREZR ZREZR
SLC12A3%: [H SLC12A3%: [
c.1315G>A ¢.1456G fiL s
et M RAFH
\
Sample: 3766362.63.VP17D867-SLC12A3-10.M13F.G161121 C iample: 3766362.65.VP17D867-SLC12A3-12.M13F.G161121 C
CI.CT:«CGGCCTC' TGCG.,G;,.'.ZEZDC.;GC
ZREZ X2 B
SLC12A33: A SLC12A3%: A

c.1315GHL /& ) /\ c.1456G>A
R A | RERE

Figure 1. The map of genetic mutations in child with Gitelman syndrome and his parents

[# 1. Gitelman Z&EEER /LR ERXBFHEFERLEE

3. Wi

AR L2 IR R N = IR, H 2 A AR B B R A LA S AR R . S5 R
JUAE#S 75 FE Bartter 45 & fiF(Bartter syndrome, BS)5¢ GS T] GEE K o i F i 28 ) LJC B 2375 R HH BL# R 1K,
H AR AL LIK T8 4= W EBERE 2, ABRAMIE RGN, 56 35 i i U 7 K P ik 1 3 4
i, AHDPHBR A RGN, R R R S U R LA R

SEAZR L L, NIRRT IE R K . 2 W BN R 1) RETIURE A8 e 2 S % LER
ERAT AT, TCM VN IE SE A MRS BERILFRERE. 52, MK E%ERE, I
W2 A AR RARER L, Ak, IR ZRPERINE I A R, RS R S I EnTge M k.
2)%W%EEWQ%AKE:ﬁ%ﬁiﬁﬁﬁ%%ww MAH IR K M5, RS 2 BT SR if
fiE EE KA LTI BRI — Rk, PR ITCRRER IR & I, AR RSl
I S AR IE . ST HERR AR A R T EUIR LA « b) ARWHEER . 5 5 2 AT i3k I 6 5 % 2 0 ) 2 )
MR NS . A SR S R IE, BRI R S 2R, AT Re sl RARA A . (%L, H sk
By R MAEAFAERIIESE , "THEBR . o) BRI Z: Wb A KEMER, 75 5 IRYS I ] D8 35 e i R
BRAE . 5346, —#aE T DR AP . B L ORRE R EIETE, HERRALIE R TTRE. KB RS
JURHERATREME R . JR A AT /K 2 2l B /N R . GS A BS & ) L3 5 WL IR R B v B /N e
Wio SEAEJUF L, MREF IR 4T, GS M BS W REMER K. MR IG R R R b R Im LA,
BS #r rAs )LEY(BSI B &z BSIT ), 2 g ARY(BSIIT ), H74: ) LA Ak 5 M B2 (BSIV ). Bartter £5 4
HE A I8 YOk AL AL MR IMAS AL(BSV ) [3]. BS 2 HBERETF SO BL(TAL)ZhAEFERS S 200 B /ViE 2%
VRGO, TGS 2Rz /N (DCT) RIS BN T RE Bt BT B0 B /N R S e . Hop GS 54
B BS MG ARRIBAE L], A — M EA. GS BIL—MAIRFERM, WIER, WG4 WREIA
e, Z Sy, Rk M. R R Z R EIR, ERKEE —BAAZEWS], MEEE E . KL
RN GS BT, 25 BS S5l i EZ MG R IR [6]. BS BJL—MIMEE LT . 456 B ILRR =K A
PERAPIEARBEINUAE, ¥ GS ARetER. 48R, DRI A 2 %0 908 i i & F B
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b %

Tt

AR 2017 £E[H Py B AEH AL F /AN E AT (Gitelman £ & 1E126 L K1) [7], BRISCH: GS £
WiEFR T : © 18R MR (IS ER < 3.5 mmol/L, HERR 1 FH B AR 2K 2651 & I B IFHEAR G £ (WKL R th
JRA/RWLEF > 2 mmol/mmol); @ AR EE; G (RELMEMEE < 0.7 mmol/L)fE & IEHEEEIE 2 (BEHE
WA E > 4%); @ ARRESRE B BEHLIR A RES/JRIVLEF < 0.2 mmol/mmol); & L3R B 27K~ BRIE L1 5y s
® HETHMAE > 0.5%:; @ EFSIREKIME; © EHKEIESRIN. ZCukds b Iz
7&: SLCI12A3 JEHHP ORI B0 A . H AR 2 SCikikiE, GS BHE MG RIIER. 458
IURR RIS R, 6 LRO@0@BD® 7 %46k, FIKZE ) LEEBNLE RN SLC12A3
HHFEE A RERAE, kKN GS.

GS &P Yo B R B PRI AL P, R 73 Rt 2 b T G A M gk SIS R) R ) UK P A S R 3 dB
(NCCT 16 ‘T4 EARK I | SLC12A3 FE R FRAR[8], 1 W12 3k DR 38 i F PR pife N AN 35k IR R Bk 1 7 92 L R0
Hili tH GS /NRBE R RIS, IESE T HIR R FTAE[9] [10]. SLC12A3 3K ZRAF S 8 L4 S i1 254 1328 i /s
H EREAM NCCT 25 F1(E)DhReRG, J& 2 5l kot dh /N A S BRI ) i S8R LA &2, K
B3R - SRR R - BN RG0S IR ARBERR R 2, A4 B A 1 O3 (5 4 25 1 S R WA
[ B B B 1B (TRPM6) SR TR 11], B es 1 B Mo b, SHERMEE. MRAE 2014 4 N LR 4 %L
WEREIE SR, HilCE MK GS BURRABIA 425 B, LU URBENE I, KEHEHENEE
FARAR, AiaRA D I12] [13]. AEDUENBRTC KRB 40 ZRh5AEr, B L 9A8 N 3 B A8k
B HARRARRAY, GnJE LR BAERIBTUIAL A B A KDL, (AR . AR s e B A 5
T AR[14] [15]. FEFHEARET, p.T60M Al p.D486N & WA FEARNE £[16] [17].

GS B m e Rk, IWRERM 2. PRI FRER/DN, IR RIERE . O SCRkiE v
MATREE T GS B EREFE[S], AHEX L TAEMER GS BEMIEREI, KI T EZC AR
J5 B o A BE N L[ 18] [RIA E Ah CA SCHRARGE X B GS 1 H AR NBERIE 70 R I E A S RA )
B MIE AP B &[19]. GS RAM REANCRIAEAF A, BMEMHRKRAE, RHEHBA—
FEo B AT Z RFEA AT = TRHIE S N R 5 R AWK R, FTidk— B

GS A& HAEHZ N RGFEW, HATHERZ MRG0 RS0 IR RGN 7 R G %,
DEIRIE G FHME RGN, BARRIRELE] T RE SR M &K MBAE . O SCHkIRIE GS 7T & /M
FETERA20], IR AEA IO A A, #0070 28 ) LR B 1B IS, R A A KB 2 kb
217 (B4 2 RIS B ) LB AKCF i BoR 1IEH[22]. Kk, GS &)L H U0 & 78 190 B LH 5 F5
W9t GS Al & FH 2 P RLC MBI, LRI AL AT AE 2R A w] 3@ 5 52 O L4 i B 2 58, AT
SECGEILOHEE A HI R AR, EE A HILOEES. GS AR RGN T, FERIUAE MR
PN, TR BV B NBRBEALE (23] B /NERE 58, FUWERNLEI T RESZ T RAAS RGHRFELHOE
KHMICHR M RS SRR [24]. GS B FF A WMH S I, SR/ IMIERCH W, FERIAEKR
L2251 [26] 80 A R FIRW[21], HHLH AT BE AR AN T A KB s s v A R, HARA T S8k
K IGF-1 AR R, 2012 4, ENEXRIRERZESG M2, EHRBZE AN GS [27]. HIRE
WFAARIE GS AT & 5F 2 BUREIRTE, FLHLH AT B8 AR 12 VAR B MUAE P 5] T4 M58 25 Wl 0 50 . B B 3 b
S RBRZAEE S TEN . SR - SR EERSE, ZMERERBES RN, &
5| EHEIRIF[28]. FAh, KB LE tH v] 5 S04 P vE PR IR B 28 7 WA S2 4, LA B AN B R R A5 3501 ik B 2R AL
[29], HBEIRIE AR R ER[30] [31]. INECHRIRIE, GS &)LAT IR R DD Refens, A5 FUR R
e et K R BRIhREAR R o RAME GS A FEN., JLERIWIRIE. RARE 3 6], —Bldkk T 5%
ARG, —BIdRTTEEGEME, —Bdk T RGEHEIIE32].
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48

BT EEUY IR R ECNE, @A A e a7 BAR 508 3.0 mmo/L AT 0.6
mmol/L [33]. #MEVARIT E ik A, DO, AN 52 sl Bk /K AR AR B i kRN . 7 L2
EAA T E A 1~2 mmol/keg.d, FHEFHRIRMH . KTHMEGRST, EAMENHFAEE, [FR 78 R &)
E; ENMERENHTTAZBREEE. DRFNEHESE LB EIGFIE N 5 megked, SRFIARE, BH 24
IR AR o F8L B ™ AR B IRE e AR I, ] & K 20% AL BE(BEIX 0.1 mmol/kg), EHT ] 6 h
T — Ko ATAME B ICIEA IFAREREIR I 8, YA I7 DAAMER L CREFO8 T o MR YT ORI 1 3
AR B B RS A B R - A R R PRI SR B AT 2, — RN R AR (AR 2577 X
FFREAR W SCHRRE) . FEREA R, BERMERE. RN EE B E M IEE EE, GS
B TE LR TS BT AHRIE H iz 8 L B G E IR U7, & TS0 = A B R bR 3 4R (e 2 AV
[F) B 12995 491 4138 L 3RAF 28 L& 1 R0 1 TR &

R, 0TI R A AN B S R IURE R A8 )L, SLVEAHR R B, SER AR OGBS A, ARSI, 5%
DRI I, Rz, AT

SE
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