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A Case Report of Bartter’s Syndrome with Severe Growth Retardation and Abnormal Serum Electrolites

Yumiko MIZOGUCHI, Rika SUZUKI, Keiko SUZUKI and Shigetaka SUGIHARA
Department of Pediatrics, Tokyo Women's Medical University Medical Center East
*Department of Pediatrics, Hikarigaoka Spellman Hospital

Bartter’s syndrome is a rare inherited renal tubular disorder. We experienced an 8-month old male patient
admitted to our ward with hepatitis. His growth was severely retarded, and he had abnormalities of serum elec-
trolytes including hyponatremia, hypokalemia, and hypochloremia with metabolic alkalosis. He needed continu-
ous intravenous infusion and electrolyte supplementation. Further, his plasma renin and aldosterone concentra-
tions were remarkably elevated. Because of his normal blood pressure, normal serum magnesium and hypercalci-
uria, we diagnosed him as having Bartter’s syndrome. Gene analysis revealed type III Bartter’s syndrome.

Key words: Bartter's syndrome, growth retardation, hypokalemia, metabolic alkalosis, elevation of plasma renin
and aldosterone concentration
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Bartter JEMERF IR M ERBEREICX ML LR BE{EFE : 7Efi5 38 A 2 H, /K& 2552g, & & 48cm,

HRBTH L. AR, FLRHDSF L WEEEM SEALRE AR T H AR, B TR R AR I R 7
AR, Z8EZR HHETE2RL, KK ImE, RH Mol BERET, 3»HEIVBILENR 421
7V a—Y A, LoZy-FIVRNRAFU Yy ROTL HE VA EYEBL:. EBR4» ATALVREF

#, BmCalRIEREZET 5. FEERE RSN, AR THRBABSZEF THo .
SRFZZHIE, FFRBEZZRICAB AR L 2o CNETEENZIENR - TRIZED Rp o7

TEFI 2 REER L7z, MEEMEREIMEL, Mk KIEE  REE, DNEIROF IR\, BHIEHARA,

AR T AR SFRALRFRESBD LN, £ SCITEREIN.

DR DREE & BIZT IS X D Bartter fE & 4 11T BREE 1 BMHwT X 0 KERER DD 0, 3 BHlA

BB L7z Bartter BRI LEETH 5747, LRIk ROERIRAMN &, TOREMET, B
ZHLREBEDREZ-GE, MIEEREOME fEEMEM DD o7z HIHEEZZZ L, HAH
EEORREBLERTILENFHHLEEAOND (CCL), ZWH % EDWF % %7z, BEMEH R

OB EREZ M2 MET 5. L7272 0 W L FREARERER© & —/NEF =

| S Lz REMINRE, #ESRD LN 7-0F

fEB 8 » H, BIE. AMEERWTYHE (P 14410 A 12 H) LR AR
X5 RERE, BREREREY AR kol

BRI IRMGERE © AEURES 1 B, WIEEEIE %<, ABEBSIRAE : /A% 513kg (~37SD), H#E 63cm
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Fe0ER B S X HR

X 1

5 B A X

ABER B X B

JERMTIIFARILEA LN TV,

F1 ARRERR
A M4 I 4 I b2 MiEERE
WBC 14,500 /pl TP 72 g/dl Na 130 mEq/L
RBC  481x10¢/ul Alb 46 g/dl K 2.3 mEq/L
Hb 129 g/dl CRP 063 mg/dl cl 88 mEq/L
Ht 370 % AST 206 TU/L Ca 102 mg/dl
Plt 405x10% /pl ALT 261 IU/L
B R LDH 323 IU/L mEH A (V)
PT 10.1 sec ALP 556 TU/L pH 7516
APTT 36.3 sec v-GTP 550 TU/L pCO:2 40.2 mmHg
Fib 313 mg/dl TBil 59 mg/dl HCO3;~  31.8 mmol/L
ATII 181 % BUN 48 mg/dl BE 82 mmol/L
FDP 51 pg/ml Cr 0.11 mg/dl
T.Chol 220 mg/dl Rz
hErO 7Y v NH; 88 ng/dl HE< 1005 pH80
IgA 63.7 mg/dl BS 95 mg/dl FA(-), #&Mm(-), ¥ (=)
1gG 362.0 mg/dl fd4 b > 1,395 mol/L it# RBC 1/1-5HPF,
IgM 111.0 mg/dl WBC 1/1-5HPF, M#:(-)

(—1.7SD). JiR¥8 155/45, W98 55/%F, #kilR 37.7C,
it 100/50mmHg. 4 &KX PR R T, NG,
EiEH, KBRBEIARTHo72. FEIIEDOR
oz, IRERBEIBIEMRML, YvI—VET, BRER
IR D D, MBS 130, OHEE IR L,
YALIETH o7z JEHFIFA MCL E 3em filin,
iz, WEOHBRIE T2 d ) (EAEL
L), Wil PTRIZEREETTHE L, MBI R <, WK
BHa v,

BREMRE : ARBOME - B X MRET

BWIFNBHFHICEETRIZED T, BEAKILIZA
Shehor (K1),

AR O MR R & 1R T
BEORER R & AST, ALT, +GTP, T-BIL
DERDH Y, FHREEE, B b,
M{EEMAE L, Nal30, K23, Cl8 (mEg/L) &\
ThIEBETH Y, MEH R TIIFEEORBET
VAU —Y A%BDT:.
FFBEEIZOWTRHE Y £ )V AP MEDKE %2 1T -
12, BEROANVZIHETE ol B a—
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x2 Akt

I FE AR AT
(10815 1)
HA-IgM (EIA) (-)
HBs-Ag (—)
HBs-Ab (—)
HCV itk (-)
CMV (EIA) IgM (=)
IgG (+)
FEV7F A< (FA) IgM 01
IgG < 3
HSV (FA) IgM <10

IgG <10
EBEADR IgG < 10
EB.VCA-IgM < 10
EB.VCA-IgG 10
EBEBNA < 10

e o —

(10 A 16 H) FFAREDHRE L, &
BEOMZER L, BEMEKSHY, B
FALHRE .
BRERL.

(103 228) EBREXKEED.

oLl

B - SR, MMOERERL,
EEBREAONT

JHER MRI; HRICRFE 2 L.

IR © ISR E R L.

®3 ARBRERR

SRV
ACTH 18.1 pg/ml
INF V- 23.1 pg/dl
Mm¥gE7 IV F A5 370 pg/ml

(N 50-900 pg/ml)
100 ng/mi/h
(N 0.3-29 ng/ml/h)
12,000 pg/ml
(BAKZ. N 9.8-31.3 pg/ml)

ML = G

miEL = > ER

Ifi%4% PGE2 170 pg/ml
(N < 84 pg/ml)
TSH 3.99 nU/ml
T3 492 pg/dl
T4 150 ng/dl
HANP 18 pg/ml

(N < 40 pg/dD)

% Mg
MIFREE
RIZEIE (HERERR)

26 mg/dl
270-272 mOsm/L
175-501 mOsm/L

AR ERE
Na 71
K 124
Cl 126 (mEq/L)
BIETEME
Na 26
K 82
Cl 13 (mEq/L)
Z DAt
JRH B2MG 72 (ug/L)
NAG 27 (U/L)
24 CCR 71.7 (ml/min/1.73m2)
%TRP 987 (%)
FENa 0.14 (%)
RT3 VBN  BERL
IRPEEESN  BERL

T - BEROH L AL REREEIR O 2o
7z (&2).

RERE, EREEEICHEL QIR ERR
R BE R VRERZ T2, WL = ViEK - &
BLHICEHICER LT KK IE, REMTE7
Vhna—3 ARROMFEIIXIESE, ME Mg EOKT
Wz A5, Bartter JEMREE L BHF L 72

HURBR SR - BIBRERIZIEE CTh o 72,

BRI MEARMERE (cystic fibrosis) 12 & %41, Bart-
ter EBEHOMENDH Y, BEOFOEBMEAZ AR
LN EE#HFEANTH -7, -85 (B 0F
REREIZOWTOME L2As, EFHBENTH-

7z

FREBICHS PR EFIIRDT, R7IVE A
PEE AT L D RE I b o7z (K3).

AR OZBZ 2 1R, AR, MR X
BRI & 2 W & 2 BIFEMIE 2 R a7z
HMIE Na, K, CHEMEIZMkSB L7z B Na, K,
CLREERZHEMLTBY, RENDOEMRERIIER
EEz 5Nz F7z, R Ca/Cr ML Tw/z,

ML = BZEPHICHHET, 2oROMET NV E
AFaEO LR, MFEIER, M Mg fHER, &
CaJRIEZR R 7= L A5, Bartter SEMREE & W L,
BHRLHB L.
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A% (1 mg/ke/day)
B ™
AT
(03 mEﬂ/ hﬁ‘dax)
L7 RINSXUBHAYI L
( 5.4 mEqg/kg/day)

BiEhy oL

(ABR&B %) 1 10 20 30 40 60 80 100 120
BP (mmHg) 100/50 110/60 106/64 106/60  92/70  100/60
Mi&Na (mEq/L) 130 134 133 134 136 132 139 133 133 137
mEK  (mEq/L) 23 24 25 26 3 29 37 31 37 32
miEcl (mEg/L) 88 84 83 87 ot 88 95 89 86 91
MmAFRHCO, (mmol/L) 318 264 252 243 213 259 217 266 17.1 234
ML= FH (ng/mi/h) 100 110 160
MmFEL=—VEE (pg/ml) 2800 12000 7300 11000 4700 >400
mEEFARRFAY (ng/d) 21 37 80 200 130 34
R Ca/Cr 046 060 069 095 028 042 1.21

R Na (mEq/L) 91 39 52 101 68 30 24 47
R K (mEq/L) 63 48 34 35 47 424 441 72.2
R Cl (mEq/L) 432 288 419 66 36.3 55 49 89

2 AR oOiBRRE L RESROHER

FT-WEARMREE
D.Q

IhBREE 77
10HAKF 80

12h A 66
32h A 56

1®7ThR —A&He
2mk 2h A BAEE5-6FE
258K

» KCL
» H7RINL

ABE14 HH X hi&EfbAr vV 7 A (KCL) Wik % A FHEHRIOH 7 b VIR Z §EH L 72, MiE Na, Cl
o7, BIEORBRRET—HhILE LY, 25HE X i, BXORIHME 7L IO — L 23U EMETNTH -
DEBEL, WiRMEL”. ¥F7-63HH» S ACE 7228, IMiE K iHBREAS@kE L2720, 7TITHE XY 7
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M4y = ViEHo¥M

M7V F A5 s EO8EM

& K IfisE

REUET VAT —T R

EFEZW URWIILE

FUXEFF VY UIRNT ARERGOEKT

AR A BRIRE, BEOTH, IR TH, FRFOR
5557 v

BB TERREOBER L TEHT I LPLE LY
UNETIIAE)

NS U W

o

ANRGE VB K OWRD R L7z,

M3 ICARBORESRERZR L.

KCL AR, #7 M) VARBAGE L & & IZ—BFRYIC
HEBMCRLEEAEASND, f VTV UH
ICRBHEL, ZOHRS A VAL AMABELRIC
BEL, BREZOKEMMIARTHS.

BRIIFELIZTED A 0MIMERICH D, 252
» A W5 T 8 8 745cm (-357SD), fkE 6.28kg
(=52SD) THhb. FIIERELTLIHKI » AED
SEMDHN > TETVD.

FEIEICBI L CIREsF - MERIC X 23R A
BeLd), #hRTH - S REHEARH 33T R T, EEm -
BEHECTOEBNSFHT 72 172 AT—A%KE
W, 227 A CHIENS~6ED LM 2ELIL R
V. SERRHEIN & & D ICEERBUMMK TN T, 2%
87 ARHTCIZAES - Pt - AEHE - B - S5
HTOBENHYPHINL > TWAB,

BIZTHAETIE, CLF v 4 Kb (CLCNKB) &
£EB1ET exon 16 ® TGG 2 TGA IZEL L TH Y,
stop codon A3EE® H N7z (LB KFEELR/NEF
HEBHILJEEIC X D). 2o 2 & &) Bartter
SEBERE D 11 & Bl L 72,

L BARBROESRE L BETBTZTOCH
7o T, BREOREZRIZZOERIIOWVTIHNAZ
1w, KEZH.

zZ £

Bartter JEfEEE L, 1962 4 Bartter 512 & - TH
HENHRERMEREREEE TR K iE R
HUETNVAT—T R, L -V FATO Y RDIL
EXRH DI b O, BFESLEMEDZ NI &
RN ETAMRBTH L. FREASEEETNY
L EATHTO Cl ERIEES—RWEREER 5
NTWaE. FRELTT U IFF VI Y ITICHT 5
M5 O FUSHEDIE T %2, PG EA BRI 2 —M R K
EEZONLZELH o7, BETETRD D

89

EERE

m &
CLCNKB

4 Bartter FEHEEEORE & BIZFRED
[ #Cix NKCC2, I &<k ROMK, I Tix CLCNKB
DEIZTFERENREREINS.

RMBLLZEZHNTWVA.

EMERFEHEEIIARHTH 54, BAEIIEI G
BWRHY, Zo— bTEEBAEIOFAICHLTLY
ANEHEEN TS,

FAVEAERIC X BARIBICBT 5 Bartter FEBAE
DTWEEELRT. ABRTIZ1~5 7OHHEDR
WoHNTz BEOE - THIEZ <, FIRAIR A
BNV L, WORMED EEHMTH - 72
Z & S Bartter SEEREIE TR E L 727

4 |2 Bartter JEMERF ORAE N 2779, Bart-
ter fEfE# 1X Henle LATHINC & 5 Na-K-2Cl $k %
f& (NKCC2), ATP EZM K Fx ») (ROMK),
CLCNKB &\ o723 # DA & ¥ F % A IVIZHE
%Y, NKCC2, ROMK, CLCNKB ZhZh D&
fZF-BEICEY IR, T, MIREOREIZHTT O
TWwa™,

AN X BAEIR OSSR % £ 5 17T, Henle R4T
BCo Na, ClERINEEIC L ) EMKHBE TOR
BEHENRTAES ), ZORIERDIC X ) EKESL,
ZHEREEL, KKMEEZFI SR T, F72Ca
BRETICE 58 CalRIERED 2 &% WS,
& Ca JRIE % B 2 Wi & 121 Gitelman fE B E &
DERIDLFEL 7 5777,

REROGEIIFEOEREZA - TBY, FK
MEE ol &, F /201185 K fED 5 Bartter
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#F5 Bartter EERBEORI L T OHHEBET, BHREROHFH DY

gl 18 o i HERB) (I #Y)
WREETF NKCC2 ROMK CLCNKB CLCNKB
ZHE R -8 FLR  fR2SmA 718
FEIR
FKE% + + - -
E4 S 9 + + +
KERE + + + +
& K i + + + +
% K (mEqg/L) 22+0.24 3.3+0.08 24=+0.12 2.3
& Ca FR%E + + + (65%) +
& Ca IRAE - - Wi+ -
& Mg I - - i+ -

SEBEREO B H 50 TR b7 KRERTIX
CLCNKB BB TICEE 2D ), Bartter JEBEE:
DU MTHABZ EHHB L. exon 16 D TGG A3
TGA (stop codon) IZZH (AF1) LTWwW7. b
FAREL TN D0, BRI 287 ¥ F
FTUILEDHDPERHTH S,

Bartter EEHEDIRBIZS D E & AXEEETH
D, Kzhlt LAMEEBREOMETHY, B
BNZIZIEE 2R & B O RESEE L 25, K
#qH (KCL), i7 VFAFa vy (T V¥ y b
A%, TUoX¥FT oy oEBBEMER (ACE HE
), PCHMMEEIRE (1 v 7Y v ") &5k EBERA
LTV 525, BHOKK MEDRIE IZHE E VWb
nTwa. BIRTIE K #A|, ACE HEERS T, M
BKEIZEEETCH DD ODOMBEEEIIRER L
TW5.

%Eﬁﬂfﬁmow TIRIERE, K#ANCX

Mas - M-S HHTE RV, EHEDLE
b%hf%b‘ﬁKﬂfkiéKﬁl FIMEKT O
HODHDLI LD OLEBBERAIVE YV ORRIFLEL
Zzobhb?,

FEEREICE L Tl hE TCOREENES
LTWwa EZEZOND, HERTEEEL S
Bartter JEERFOBERAHE SN TEB Y, BIETY
BEOLENRHHEEZTWS. FHRICHESTHE
BEICH L TiX, BoRMMERE Ca RIEICL 5F
AalkAt, K mESEEE, SR X 28I D
HEBLTwLEEhs, M- ITETIIERKILE
KLBFAZZAELRL T, HLEEBAIKILZE Lk
WEEINDED, RKMEEFIED FRLE L &
%. KK MAEIH LT PG AW EER S H5% T
boltTHHEDD Y, KK MIEIC X 2IREEL
ZTAVIEDLERT, SHRBRCTHLHEHEL L TR

A B EEMEDH 5. ED—F ACE FHEER PG &%
FERICIZEREDEMSIN TS, HFHICIZE
BEFLELEZTVD
Bartter fEERE XL EMEIA S A, Henle EATHIO
RMEDAF v Fx A VOBREIRETH Y, &E
FRAIC L D SRR EE T A S N2, Z20—7F
EHELZBEEIZVELZAHTH Y, R L XN RER
bILEMEZINTVEIL, PUVFATEVEDIE
EHDLH D, KK MIEOHBAELSEEICHER S
PERERERT, FLBAEOTFHEED 2GR
HELL L, SHROEFOER L BIZTF T O R
ZER LW EEOMER LT L D & SRR
REDOL VKRB TH 5.
#w B
ERGRERE L MEBMEREICTRRAIN
Bartter JEEEE D 1 ] 24558 L 7=, K K ME & L3
W7V Au—V ANHY, ML=, miE7
VRAa Y EfER D, MEZIEETH- 7. MG
Mg EIEE, & CalRIEHXH 2 LA 5, Gittelman
JiEﬁﬁ’i’ TE L, Bartter FEfRRE & W L7, BERE
DRz ARG E, KEBEDEEBTLILENDH S &
%x%ﬂt
MiEEMEOMIEIC X ) FHREE IR &
# B 5 N2A, EERROME R K 2812 & 50
CHRMAHEE Lo TB Y, HAEDEW LK
EV%&%%LTV%@&MHE%ﬁ®%ﬁK%
L i EHEEORMIE, I K MEDRIE, &
FEDTRE, KE - BEREONE L ERENS
SRIIBEEREBICEEL CRABRBZITILEND
5.
E
Jﬁﬁ:?ﬁﬁﬁ%ﬁo TTF S ozt ERFEEZTHNE
MEBHLEECEH - LET
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