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Abstract

Gitelman syndrome (Gitelman syndrome, GS), also known as familial hypokalemia and hypomag-
nesemia, is an autosomal recessive hereditary renal tubular salt loss disease with clinical manife-
stations of hypokalemia and hypochlorinated metabolic alkali Poisoning, hypomagnesemia, low
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urine calcium, renin-angiotensin-aldosterone system (Renin-angiotensin-aldosterone system,
RAAS) is activated, but blood pressure is normal or low. The clinical data, the diagnosis and
treatment process of a child with Gitelman syndrome with stubborn hypokalemia as clinical ma-
nifestations admitted to the Affiliated Hospital of Yan’an University, combined with relevant lite-
rature studies, are reported as follows, aiming to improve clinicians’ understanding of the disease.
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1. 5l

Gitelman £z &1iE(Gitelman syndrome, GS)/& — i e (LR BE PR A% 0, AP Oy S A AR R 5% L
JiE, 1966 4 H1 Simon 5 A ORI, o K DA g A g th /N b R A0 A B R gR SR URE I Na/Cl P [F) 5%
i2(Na-Cl cotransporter, NCCT) 3 A R AZ Fr 8, I R R I AR M AR « AR EUHEAQ U b 8 . IRBE ILGE
RIRES. B & - I K5k K - BE[EEH 5 4t (Renin-angiotensin-aldosterone system, RAAS) ¥, {E I & 1E
B 2 VF2mBIHRIE, KI GS MAIRFRILSIFAME, (HRHwE] T IR N RA R TRZ .
AW FERE AR 1 1 5] DU ML B AE I R B Gitelman £E& AR LIJIR IR SR S a2y7 i 1, &5
BRSBTS, i FHRkIE, B ERE I PRI 2B R, A 7L C3R10 N 2 5K (1 15 [

=
Mo

2. WHBEH

BUmsE: HJL, B, 4%, DL MRk 4 R T 20194E 4 A1 Htiz TRE . WKLo RER, —iZ
Bk, AR08 B NEY), JCIRT gz, OyAEmTRTE, MR, BRI, R, TR, 8, K
M. FEVT, CREMK. B, TUHIERBERGAIT 4 ROEEATE), SR A W R0, K8 AR
B ein, KRB, (2019.04.01 AP 12)MF MR: AI4H4L 21.10 x 10%/L, ZL40/ 4 5.16 x
10"/L, IMZLEEF 145 g/, H/MRiH4L 525 x 10771, FF R4 i 7 43 b 89.50%, vk X4 i 1 /) EL 8.00%,
rp PR 2 P % 18.87 x 10%/L, B Tl FELAR SR : £ 1.4 mmol/L, £ 144 mmol/L, 54 111 mmol/L, %% 2.46 mmol/L,
JRZE 4.2 mmol/L, A AbHREE 4% 18 mmol/L, WLEF 33.0 umol/L, R 109 umol/L, 7 %jk# 10.80 mmol/L,
OMUUEE: LDH-L 295 u/L, o-HBDH 270 u/L, CK575 u/L, CK-MB 27.2 u/L, CRP: [H{:. 4 F#Hikme
2N SRR FMEEEXEYRYT 1R, LMK ECHT A4, (2019.04.02 AR 2) B A MR K: 1.90
mmol/L. Na: 147 mmol/L, #hiZ “IXm-FFS, AREHME " B AN Bi .

BEAESE: R, TINARRS . SRSE AL, MY, SAAMd e, S &
FARHE.

ANE: BILRE NG 0, BRI, Bkt HAkE: 3.09. ANERE, HAHAE
Bk, BLSERRAETEFR: 4 2 10 M H .

FHRE: TINIREN, HARKEPABENE, BEEE. 1B L.

B A0 37.0°C, RkdE 80 WR/4r, WEURARER 20 Wk/4y, HE: 100 cm, {AEE 11 kg, UGG, R

il
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TR, SR

e, AR RIE T, e, IREMME, SRETJCH, UrigXUMREIRE R, R E & TR . 0% 80
Wy, OB, 5, SR E RS . IR, R WG R RGE S, S iEER, ALEE
ik, TCIEE A BbE, TR R R &, MERGEERE TR . REWEAD, KEXRED,

ABEERE: MFMIR: A400HE 29.31 x 1091 (B3%18 5~12 x 10°/L), ZL40AEit%4.53 x 10%/L (&
FAH 4.2~5.2 x 10"%L), IMLIEEA 126 g/l (ZH414 120~140 g/L), /M3 449 x 10%L (B8 100~400 x
10°/L), ki 4af T4 22.72 x 10°/L (2 %18 1.8~6.3 x 10°/L), Hr i i 11 43 Eb 77.64% (%11 40%~75%),
RS 73 B 17.94% (S5 18 20%~50%), H-2: FEEH 42.4 g/L (27518 35~51 g/L), 1 N ¥4 2l 53 u/L (&
A 0~40 u/L), BEFEEE 250 u/L (BH1H 0~40 u/L), SIHZLE 26 umol/L (Z%11 1.7~17.1 umol/L), Ei4%
JHZT 2R 10.1 umol/L (Z75{H 0~6.8 umol/L), [AI#ZAHZI 3R 15.9 umol/L (Z75{d 1.7~10.2 umol/L), CoLEG: FLi&
i S 503 u/L (2% 95~200 U/L), o 2 T B M ZURE 447 u/L (90~182 u/L), LIRS 6975 u/L (31 44~200
U/L), DIERIHEE R T8 106 u/L(Z%18 0~24 U/L), LG8 187 U/L (0~190 U/L), Mk HH 18.9 mg/L
(<10 mg/L), I PRIEKIEG. PCT: BFEIEFVEH; <7 #r: PH7.436, PCO,27.2 mmHg, PO, 75.6 mmHg,
cK* 1.6 mmol/L (Z#%14 3.5~5.3 mmol/L), cNa* 146 mmol/L (Z#%1{4 137~147 mmol/L), cCI~ 117 mmol/L (&%
fH 99~110 mmol/L), cGlu 6.3 mmol/L, BE {E=-5.9 mmol/L (-3.0~3.0 mmol/L), HCO; 20.5 mmol/L (Z*5{H
21.3~24.8 mmol/L). -LHLEZHT: 1) SO 2) Et0ahidd; 3) TS, 4G IR, CT maikd
e RS BRZE. JRAR. BRAE. BUE SRR N BE CT PR IR 5% .

NGB WN “1) 2B A EEERK, 2) REE, 3) RATIIE, 4) OUBE” , 4T 5

CEALER” RERYT . CRECERIREN” UYL, CTERKE T LRI B ARG AR S IR RE SRR T

WBIT L RJG B LA TR, B )5 22 U0 2 R AR E 4 1 EAR, A I F R R EE 7 (6 1)

Table 1. Serum potassium test results after the child was admitted to the hospital
F 1 BILARAT BIARE LS

H 41 H 42 H 43 H 4.4 H 45 H 46 H 47 H

I & (mmol/L) 1.4 1.9 21 2.0 6.3 2.0 1.8

E: ZHXIA]: 4T 3.5~5.3 mmol/L.

NG RN PURGIRIT IR, BIURTERSM, Hm R T E¥E, EH5 % EiEC
TR, BN EIATE I b, RERF MBI A, RRIEROFEERBH AR, wE
LB S 5 T A D RIS, 36 A0 5 25 SRR

SLC12A3 JE[K ¢.2782C > T(p.R928C)4li A48 7 (4ifith [X 28 2782 5 1% HF IR H A nie A% e A i i s e ),
SEE LR L p.RI28C(H 928 52 I IR A IR % 7 9 L R IR) , i TR, % TR pi AT NCCT
(L P (2 R[] o ARHESE[E ACMG B R, 1278 R H e NI IR E SR B, BEiRAL: Gitelman 54
fE(E 1) BFRBAEDHT: BSOZA A BB (8 2), BERRZA A REL T (K 3). 45AZEILIIRIK
RIS A RN GS RIL, HIEFEK ML RN SLC12A3 4T RAR (14 4), 6 dfl/Rigife e
I Gk B s AL . U2 IBTIAH: Gitelman ZE&1iE

Jetafh BxA BRER 48/ EWA W BURE 8 ' 25
BN hm BT mEm &6 gE__W___ph__KR o I
SLCT  chri6-  NM_0003 c.2782C>T Uncertai . ; o
243 56936319 39:exon24 (pR928C) o™ 005232 B n AR Gitelman & &4 g

VE: M. HRADRETN K F REVEL(rare exome variant ensemble learner), P: TAMIAFE; B: WA ARME; -1 Ra

Figure 1. Variant genes highly correlated with the clinical phenotype of children
1. 58)lIeRRESERXNERER
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F0B_S050648_19C034153_SLC12A3-chr16-56936319_F472-G1_F.abl
140
A

0
C C Cc T T C Cc G T bS T G A A T G A

Figure 2. Sequencing of the father’s gene
2. BILCEEENFFS

E0B_S050648_19C034154_SLC12A3~-chr16-56936319_F472-G1_F.abl
T G 830 A Cc Cc c T T Cc [~ G Pﬂ C T G A A T G A

Figure 3. Sequencing of the mother’s gene
3. BILEEEENFFTI

g R SLC12A3 chr16-56936319 c.2782C>T p-R928C
DOB_S0S0648_19C034152_SLC12A3-chr 16-56936319_F472-61_F .ab1
T b"o [+ A [+ [+ (&) T T C T &;0 T C T G A A T G A

Figure 4. Children’s gene sequencing sequence
4. B)LEENFFS
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3. Wig

Gitelman Z5-&1iF 42 1996 4 Simon 45 A [2] A\ 731180 4% S0 72 i R LI, 72 H T 16 5 Je (/R K (16913)
(1) SLC12A3 H: [ 5845 5 FWE IR R BB Na™-Cl L5 12 R (NCCT) h g sk 512 . NCCT ik Tz /N
(DCT)E i b R MR TR, B 1500 DCT nl EIRL 7% /NI ) NaCl, 4 NCCT ki% 5 DCT
IR NaCl 5/, X5 I Tz il /INE ISR G0 Na™-K 224 & Na™-H™ 28 #, et 7 K H 20 i,
SRR G, AR CI 2% 2R 2 38 B PR B 23 1 B R R [3] . IR R R Iy “ LAk —
g7, BMRAIRE . RBEIME . (RJRESRE . AP EE . mE R - M8 B9k E - BER, H2EHM
JEIE B AG . #2020 4, 48 ¥ FE (http://www.hgdm.cf.ac..uk/ac/index.php)ic &%, %3 K C ik 3 K
2] 443 NEURFAENL s, AT SURAR J A AL 280 B, SRARIEAR 71 R, BYERL S SEAE 59 Fh, I
NFRAE 32 Fh, AR L 1 Fi[4]. GS BFHPAKI M REEREBURNRE, WH —EHENAE
FOR A, AR WA BRI — /N5 B A AE H — A 800 TN . AR B A AR SR IS S e =
Kt g FokiZ W GS fAE—E MM AE, IGR IRZ UK ILEF v i LRI GS BHER G RZ. KL, H
I 5 5 RS U AR PR W e, R SRBE 22 AR B L 12 W GS, PRIIE BRI RAB AT )2 2 W GS 1 &bt
[5], 1H GS MIRALWITERAIRKRERI .. AT HE . LRSS 2 E Hi[6].

HATE AR GS B AE — 4 MEEIER[7], £ 20%~40% [8], [FIAS tHA MRk 2 i 55 R IR
A PR A A I I 3F GS A ARk 4 B . 40 Nakamura 25[9]3K3# 1 1] Gitelman 27 & 1iF e 77 1E %
M AT, B ERE:, HImARERER MR GS BBFH R, 1 GS A Bk B 1EH ] it S BErE /N
SEAV AR R A [ P AR R, e R I R [10]. HORER /- ST R GS B R Z TH /D 4E
B R, HATIRE GS L A 5 4508 LU 9, JLEE GS MRl AR X b, HOLZ AR
FRAE . RIS . AN S 0 AR R ROR Z R MRS S 1k o A5 40 26 11 /D 55U 3 (<209%) 127 - (<6
%), BITEJLEEBASL 200 A ) LT DU o IR ACRE IR, HL 2 Rt WA IR B8 R GuhEtR, e ARk Ak
WK, Skw, JEPFRIE. FREEZE. M. VURESE. AR08 R, GS MIARFRER RN A ERI
IR RREIR,  HL A0S A7 W4 /NPT RE HS JILBE 7™ B (R otR, s R (6 2 i) R IR SR S i/
RAVERR . WO R FRUUE QR R = O R [12] [13], KRR MR . RESUVLI AR
PRI DUk 48 HEES A0 [14], PRLIbe 0L P RE AN —Fh SRR o A 7258 ) L5 [ Py ARG 1)
S F AR LG, FOIRPR RIS IR, DL MR o E Rk gy S 2 BRI, HLIH A 1 i< 434 PH {f(7.436)
WFIERJEEAN, BAESH GS MibsitE, FEEE — TP I NIz E ) LBV e R &5 8 LmE E
WG RIA DG, (HENFJE ARG USRS K AMVRYT 5, LB e Rl AR e, KK EA T
R, Hags, mE M. MA7EIEEEEN, E4GELER CT 4R WHR T E LRGSR,
Z A e LR IE AR B AL 1 A R Gu i, RR ) L™ A OAE PT RS2 B B R — DN E TR
ARRAIRES . Tseng [15]558 0 70 R I A& 948 (1) 5 LRI B8 7™ 8 (WA IURE ,  1be 28 ) LA e A 1) i 81
BARAE N 1.2 mmol/L, 1 GS iz WibndE NI < 3.5 mmol/L. FRREIEZ LD A SEPrAE SR
N4Z104MH, #kE: 11 kg, HE: 100 cm, BET RS FESFEHLERNE 3 b, A&k E
BIEETIEEREE)L, CIkF “HB/ME” iZWiksilE, HEN GS SEMAEKKEIRE, HRFBILH M
AERE . SRR, KAV BRI/, SR, AREEI . g4 K EEE (GH) R & 2=
FEAEKF 1 (IGF-1) /K PAUIK[16], IXFE/ASGRER BT RE s M FE4A 73 ih GH. BRI T GS LRI A KK
HIRERT, MNAMKSE®E GH-GFI-1 S, SER TV EKMERERIT. % —R=4kKPKIE)L
IRHR AR, RS MR/ (BURER), FRATRE EA AT GS e [17]. MAMZE LKA IESS T T
Wk AR, FERNZE AU, DL G 5] S O I T s B A e DR TR IR AR /DN, IR ER I
AN LRI 58 L, FRATVERRRIGTT B 2% 5 R (RIS AR DG BRI LAtk 3 4 1) ik DAEE B BTl
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ISR EYT, HElMIRIE 7, FER DAIREER N, A I i g 38 aL, B it
LA + A5 DUIRECE M . AMERAREIRYT, CREFRIRN. B 2 I8 B 5Kk 2 PR (I R ok =%
He AR I SR T ER S AR BEL A ) A S AP 6 A SRR G IR 2 F BIE T 254, L H R AE
GS B A /KF4EFRETE 3.0 mmol/L UL 1, 1fi8E/K-FZ /1A% 0.6 mmol/L [18], {HTE & Mty
%, ANIE. SRT, IXREEPIIETT R W2 224t B K I BV E F (02 k8 . e s
fo MBS gk Rt . AR AR FIA SSIEYE 20 i T A R, DR E 7 B K s b
ViR B E UG« 7T BE B BLI I RRE KA R ESS .

I A 2T, SRR R B AT I R R IS B8 5 9l AR IURE (8L, FRATTREAEHE R o
WAR I FEIR AR & GS HIFTRE, XTA S Al B R e B AL R, BLERTfRS W, SRARIRTT,
FLTAT T REH IR I AORE . BT RRE AR RZ, o LR MRS 22, A 138 S 57 58 3 (1K B
YiNLHI, DAMERECCE B LI TS, & s AT i .
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