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SLC26A3 gene analysis in patients with Bartter and Gitelman
syndromes and the clinical characteristics of patients with unidentified
mutations :

Bartter 33 & UF Gitelman SEREEIZ 331 5 SLC2643 fighT &
FERE B O BRI BT 2%
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Abstract
EEDH@L Bartter 35 J: (F Gitelman SE{EEE & 2T S h 5 L& aFACR2

| BRETE LR TIEFNT R LT SLC2643 OIFAT 21TV, %ozio)ﬁm

IZOWTIHRREET- T, & Ba:ia{iié’aiaitﬁﬁﬁﬁﬁﬁﬁf&&:ob\fﬁ%%
Tofe, AT 10 FICREFN/BEE LT, | FIIiC SLCI243 DA~T aigs
EER (c2573A>T, pL858H) Z3ii, EEIRASREME LT, 3 Bliafesk
PHCMBRBENOREREER/E SN, 1 AlicEkil2%E, i1 BB
ABRIERDT=, — 5 CEPEEEZ TERISERIN 8 BlicR AT, TD 10 4]
1Z0& SLC2643 DT BT > 1o RHEREZF T 2HF I 1 flbled oz,
BEGIDERF L U TRERANEE/L UERR 3 §l. REBIZORED
VY LMEREMET A D o=V REBHDERN 1 BIEEh T, &kl
LT, SLC2643 OERIZ XV ERERE LERII PRV FRISHh, 1
HEERETREETOITMRES DD, T, B ) 7 A/_BHETL
Ha—V A EETHRBIIBD TRHEIZOEEZEZ b, ZOENNRED
TEETHAZ ERHDTRENT,

) Introduction
Bartter SEfEE (BS) . Gitelman JEMREE (GS) i, &4V v AfE,
WET NI O - R EREE LEEREREHREREE CHS, BEE
BF ORRAHBRBICEARER, Zh bORBIRBRE R BEFR
THEE - BWEShD 2 RTHE R0, LOLEDO—F T, BEMIZ BS
BIUGS LBMINEFCLENOEEREFIMLERLRD R,
oY), HUBREHRBTHLICLELLFAT s ELERLPRAEL
BRVEFABRFEETHZ 2 BMLhTW5S,
i, BE CI/HCO3- exchanger DE =T Tdb S solute carrier family 26,
membrane 3 gene  (SLC2643) IZH-THEGREH T 5 BSEFIOTEENHHA
L. FBEEFH BS OFHEEBETTHH I LWRENE, FITH4
13, BRI BS BL UGS L 2W LEEMOBBETICER 2RO T2E
BUTDVNT SLC2643 T 5 2 L & Uiz, X OITHREFND L UEEKY
IOV TH R &1To 1,
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BRERASIZ BS B L <X GS L 2 LEEMOBETEREZRE LG2d

>k 10BlZERR L Lk, HHE2T Noz HBHEET S BS - GS ORET

BTN TY XLl CRIEFFETEZTo TV D (Figl)
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Figure 1 Bartter SEF:B¥. Gitelman SERBOES TR T LTI X5

BT O 3 S22 THIZ L, BREN BS b LGS LERRMIC
P LIER, o9 (1) EHY U AMIE (<K3mEgL) & (2) REE7
VA= RAEEL, (3) WRERKRIRIECEML T, "lﬁﬂ_’r_ T - %
RRORYR G2 EBFROHTRVESCH S,

ARZRR, R Y 3ol L5/ A5 DNA 2HWT,

+ SLC1241, KCNJI. CLCNKB, BSND, CASR, SLCI243 FN T D% exon

& exon-intron FERFFAZ OV T PCR I CHYIBH., EHE v — 7 = R IETHE
¥rlfz, E7iz. SLCI243 IZ GS @ disease-causing mutation & U CEEHRD
¢.2573A>T, p.L858H D~7 oS RERETHI= 14 (Casel) IZOWT
¥, multiplex ligation- dependent probe amplification . (MLPA) #% B\ C,
glﬁk%a DEE~T REEBFER TRV EZHAL TS,

AR IBIRIT estimated glomerular filtration rate (eGFR) % fiV 7z, 18
R iE Schwarts DX %, 18 BRLLEIZiX B A AHERE Modification of Diet in
Renal Disease (MDRD) A& AV iz,

R
2]

MNBOERE Tablel IZ7RT, BN 44, TN 6 4T, BIETFEN
FFOFE O IAEIL 28 5% (0.3- S5 T o7z, 10 Fid 3 FlidErEsEe
hRE» OREZEEZRE SN, 1 HICFEKESE, 1| FlcBERLERD
feo BB FRITIFOL RO SD MBI H YA C-1.0SD (2- 0.3 SD) TH - 7=,

Cae EBE 1B 2.3 FXAS  WERIL ARGD) RELI-REF
N o . CASR.CLONKB.
| B B mEm S N3 - 03 SLeL23
. SLCI24L BONIL,
2 o3 2 BNAR N - -4 CLCNEB. BSND, SLCI245
3 n # SEAR NA . o8 CLONKB, SLCIAS
< SLCI2AL KCNJI CLONKB,
+ R EBL U - . e CAR. L1243
R s = AENE A i o CLONKB, SUCL2A3
< s o= P o . s CLONKB, SLOIZ43
7 03 % PPEYY . i P CLONKB, SLCI243
. ;7 SleIMLEQYY,
P i = HELX . 1o CLONKE, SC1243
SLCI24LKCAL.
? EX) * E2-¢2:3 - - Na CLCNKB, SLCI2A3
I B %k BELUA . . 18 CLONKE, L1243

MA:pot available

Tablel XIROHFZR

10 FIOWKRERTR % Table2 12779, MiFH Y U AOPREIZ 2.7 mEg/L
(1.7-29 mEq/L) T, 2FHEH ) v AERFET A — R EFE LT,
7= 3 B2 eGFR DK T 23D TV iz,

Case & I kg Bun Cr <GFR HCOR R Catx
1mEqL) (mgidl)  amgidl)  (mgddl)  (miminl 73m’y  (mEgL)  {meme s On
1 17 (K3 195 162 362 233 0.1%
2 29 23 as 023 $40 n7 0066
3 29 14 Pl 115 683 286 o004
4 i n 22 062 103 4 1
s 29 18 U 057 956 273 @62
6 24 23 7 (55 40 399 04
7 16 19 126 625 74 48.2 046
€ 29 21 7 nis 120 33 (<882
9 27 24 NA NA NA 265 602
10 20 20 13.2 0.52 13 21 255

FA:mot available ¢GFR : estimated glomerular filtrauon rate. BUN tblood urea nitrogen.

Table2 HEOREPR -

SLC2643

10 Bz SLC2643 fRHT 21T o7z, FORRE., 2 BlIZ c. 1299A>G DR ERE
B, 2 BT c. 1299A>G DA~T SR, 1 FIZ ¢2130T>C D~TF o s
&, 140z c.1661A>G D~T nESEER R DL (Fig2) B, Zhdo
Z 21X Ensembl F—F X— b —HELR (SNP) T, disease-causing
mutation TR &l L7,
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Figure2 &R TRFTORR
case2, 517 c. 1299A>G DHREHES K., case6. 9 12 ¢. 1299A>G D~F u R A, case3 12 ¢.2130T>C
DT R, caseS I c.1661A>G D~F niESRER RO

D
BREFEBEFL URERBREL 2o 5EHAS 3 6 (Case 3, 7. 10)
ZHhbhic, 7161 (Case 8) IREMRDHES Y v AERIET LA

T =Y RERDD L, FRICIERECRENIIER LUV,

5 :

EHRIZ LD Faid, BEMIZBS « GS L2 a3 L EMOEDEE
FERZBDIRVEFICIIT S SLC2643 DERDFE YL | BERIFT RO
BT DWW THRF L2, BS*GS OB B FRITAE VAR TH B,
RBEEBETERPREINRWHREET S, FILTHE4IZZNES
RIEBICIST B SLC2643 BROBEEREZ N, 2 10 FCEREFRET
ElabhoTo,

SLC2643 3B FEBHR 3% CI/HCO; exchanger & 2 — K9 5& =+ T,
SR Cl THEOETRETCH S, Choi Hi, BEEMIZBS L2
7o 39REBITR 5 FIIC SLC2643 DAHREHARERERELL L RE LT3,
AR THL SLC2643 DERIIAETE T, BEMICBS R GS L2Hish
TIEBNZ BN T SLC2643 BEERDFE IV RVD S LI,

RBFE T, 1 BT SLCI2A3 D~TF &L R 5T b, MLPA Th
EPHRRIIERD T, ﬁﬁ%%?GSk%i”ﬁf%f%&w# AT o
BEERIZE B loss of function DAJEEHER R FS ALV VY RESHT BT
EHEbZZLhS,

ERRARBHME LT, 3 SIICEBEEBEOET 23R Y, BS IXmEEIC
BRE~LETL. GS THBERAEFANRHREIN TS —FHT, B BS-
GS EF b BRBEORTEEL 2 5, Thik, Bh Y v AERBET VIO
— TR EHBREEREE L DA PHIBS -GS OAE LA BS -GS ITIEE L,
LB L OB ETRTORSITEEIDHT~E TH 5,

EERGTFERYRAETCEhokBA L LT, E—ICRENANER
fLL7e 3 FREENTOWANET NS, BS - GS DERIERILER,
BARRETICAEEREET S, B Y v AERBET LI o —2 X3 BS -
GS A CTHRBITET D, LBRT <X THD, B KEREHORMED Y
TAERBET A a— 2 E2RH D | BIOFEETH B, BRARCEES
Wi BSRGSEFIR LD K ) BBl E W TELNITHET, FAEF
VXERSED phenotype TH A AFEMENR H B,

Y D6 Bk, AR BS -GS OB HEDLL T, #HETERER
Higholc, EMOBREREFUANDCEERHBOME LR,

Limitation & LT, EHHRKORAT T A L FREICOOTIIKREN
TETWRY, 2720 BS - GS BAMREERETHY, Vo V—Hick
%4 /) A DNA ST CRIBENBWERO LD HIBR &5 T8I B
TRV, ¥EQOFEREFETORITEIT > TRV ARWS, BEFR
PO strategy I EELBPERE LS OT, FOEERHRIIE® S LIS,
BRIZAHRIVEFROLRNT EBET 5,

FLE LT, FFETI, ﬁﬁ%kBSklUGSk%ﬁéhtr
Bz U SLC2643 &Mt L 1-28, SLC2643 BERRECE ESIIARH,
T, SLC26A3 ER%%ET 5 BS * GS EFIIFHEICRONDOME LI
W, SRELIEFEZERL, %ﬁa{iﬁﬁ%ﬁﬁéﬁwrﬁ—f%@ba
VERHBLEEZONE,
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Bartter SEEREE Gitelman MEEIX. EH Y v AME S RBET NV HO— XA 2HHL
FHARNARMESREEYERTHY., BEINSOKRBCRDIBETRENRER
HoMIZEo T, LAL. BRIRENC Bartter SEBRBED Gitelnan EBEB EZEENT
b, BAOFREEETRREENEZD ShRVEAbH S, BETFEMEEICHEAM LY
5T LRHHNCAR TR, JAMEATIAEDLEL 5. Bartter ERFHC
Gitelnan BEBEEICH U T, REBENDRET SRR SN TWARY, &Kiff. C17/HC0;
- SREEOI— FEGETTHS SL026A3 DI 2 —F— a VREMN Bartter ERBEEE
BL. ZOBEFINEREETFO—DELTHREINTWS, FHFETE. BRAOKKE
EFIRERZED SNV, BHRMIC Bartter JERBE Gitelman ERGFESHNL
WEFICEE LT, 2@ SLC26A3 BEFOREDFEERN L. '

k]

HEKEGHEEEEE22BALAE. FRRITERINTNS, BWIRKIC Bartter 4
BEE Gitelnan FEER I NAEN 10 iz ¥R E Lk, BETFREAHL BEAO
FREEETEEICEL TidBartter EEB & Gitelman ERBICHET 5 RET2H 7 VTY
ZazEoTHo7. Bartter SEB# & Gitelman EEBOBKRNZEIL. DEAIVT AR
. ) REMETIL IO R, ) FEERRTRE. BETH - B, EﬁHTﬁﬂ FIRHA
BERBWI &, 2S5Ot EmZTEME L.

B O EEEF TH 5 SLC12A1. KCNJ1. CLCKNB. BSND. CASR & SLC12A3 ﬁﬁ?%iﬁﬂh
L.direct sequence HTHEMT L7z, SALSAMLPA 7 v 21 12k 5 MLPA HEMEL 7z. SLC26A3
BETFIE. HREFL 0 DNA 2HH LU PCREETHEIEL. RIXV direct sequence 3K THAT
Uic. $7=. EHEEIT Schwartz ORIC X BHESHREREREBE (eGFR) TRMEL 7z LA L,
18 LA FIZBE L TH MDRD Riz k% eGFR ZH L 72,

(#R]

HRBERWE 4G, 6RO VHADS S, 1 FIIREKBSENRD 5N, EHE
HEE, BEEEIWM 5. Nephrocalcinosis 28 L BT 5Nz, EHDH VD LFE
54V 2. ToEq/L T\ iEE et HCO;,'@.[:%—%?T% L 7=. eGFR i 36. 2~120 m1/min/L. 73n® 2
SE LT Wz, d&E URERICIZ SLC12A1, KCNT1. CLCKNB. BSND. CASR & SLC12A3 Efx
FIREERRD SN ok, SLC26A3 BEFOHH T c 129906 @ homozygous
mutation At 2 #lic, a c. 1299406 heterozygous mutation BEAT 2 #l. a c. 2130TXC
heterozygous mutation &A% 1 HiC, a c. 1661A>G  heterozygous mutation EH2S 2 #1
D 5z, Data-base N5}, INS OREZ NP BN, KEREAERS
mutations THBERSBEENAEN o, Tz, MPA 7oA BN THRFIETRRIN
ahorz,.

S FIOBEENREIARGBTERLL. BEELREE Ld ok, T, | IREBHER
BOBOBEBRNBENS SN, MEE LR EHDERRERERERLLL, MOEH
1. KR U Y AE & ARBEHE T IV O— 2 AR L .
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wWHE U 10 I, BESIO Bartter SEEB & Gitelnan ERBORRBETORE
BREOMS Mo, Ek. FREEHEGETO SLC26A3 ITBEL TH< homozygous KU
heterozygous 73 mutation BEZRONo/2b0 0D, SNP TH D BREREEGETREELT
AEIhmd o7, SLC26A3 BEFIIEEO C17/H00,” HERZI— R BEEFTH
V. CORMBEFREZIERE/O-IIMTHEERT S LHHEEINTND., -T,
Bartter EER & Gitelnan EEHOBREMREERT L L TOMEEISER SIS, SH
@ SLC26A3 BEFOBTICBWTIR. BHEEIA SN, M OEERERETELTHBS &
EFRERRRINDVWRETSH - 7.

1 flicBnTi. BHENRENY TAMEERBET IV ID-TANL SN, DD
heterozygous mutation REMSLC6AS e SNz, FI T MPA IR KL D RERBETR
RRELRILAL. PROBEIHERI NN ok, BEINICHREEL LT, splicing
BEREETERNEZZ OGN, SERFELULEADS S 3 AICIRBEREETIASN
7=, —fB17 Bartter SRR I BHEAE THOH 5N 548 Gitelnan ERB TS SN0,
SERE UEERATIE. BEEMETLTWAER S AL ERATH o . TORKE
LTH. BEEETALTLLRETREEN S BLHMTET, Ak Bartter/Gitelnan
ERETHEREETAAONDIEEERDE, BT 2ENY U LAMERENI OB
BEETORRTHIWREDEE TERN,

ELREEETFIRRTERN > RBEHL TR, NREAOBROBMEDD S EEZS

Nie. BRMEENFELENS>EALEENTHD. MOFEETHEMBRRER LM
BTVt bs 5, S, MEIZERERI R LCERCBN T, SERE

LEBEFEDANDORERDD, TNRRRETERN>EWEREDH S,

SEORETIE. REEEFADHDEL, Sanger IETO AR TH D, REBRK, &6
Wit splicing BERERTETWRW, ZOMEIFMED linitation TH 5.

(4]

Bartter SEMREE & Gitelman E{Eﬁc’:ﬁﬁiﬂgtﬁzﬁé NemEflEdsE LT, FREHE
EFTH5 SL26A3 KBAL CREFREEZRN UL, EOREBRETELUTORREETSR
BB EMTERNO. ) .

(ABFZEI, Bartter SEMREE S Gitelmanﬁ{ﬁﬁ@?ﬁiﬁ{“?i’“"%&ﬁbt%@“@%%ﬁ
SETHACERINTWAL 5/ SLC26A3 BETRECHAL TREEZMA TN S. 6K
ﬁ&b&ﬁ‘bh'cmﬁﬁ\o DL I RBEREICBNWTEERNREZEALBOL LT
EHBERTHBERDS., koT. ﬂ:ﬁn%‘ﬁt Bt (BE%) OFMERDIERLDD
ERDDB.]






