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IZLAE)

( F R MRS EET AR MAE AT AR Na-Cl itiﬁ%ﬁ:(ch)@%ﬁ‘Ei
X BL=VIEX 2T D Gitelman FEERLLTALNTRIVAERZEE LENE S
LEZLNTND, BERSHSLEDEEHYE ROMA DY Gitelman EFEEE 36 FIIC
ST TSC BEFBRITE Tl TORE. 24 i 19 ZEMPBRHESH, TOFT
R261C . N406H . AS523T . M6721 . R1009Q . N1014K , =ZYy 9 @ 1 HEKK
(3C/2C) . =7V 16 D 1 HEER K (5C/4C) P8ERIIZNETHESN TVRVETRD
ERCholr, 36 Bl mER+aL RUUIA~ATaRIN 1 ], RERHM 8 F, 3T
URAFaEIR 13 ] ~TF RN 2 flThotz, TV 16 D 1 HMEKRK(SCAC)ZRB DT
5 B, WTERLIL R CRESN TR, HIRICIVEEDE RNERL TWDH A EE
MEAGRIRANT-, BHEFE I, EESLE R FALEH CEFMEEZRT 20 4T, K H
- TSC ZERL 2711G/A ( R904Q ) % H |25\ VT PCR-RFLP ¥ CHEMT 1T o7z, MIFE T
FERERIEIIHOLNT, T 2711G/A BRSOV THEBELEFROBEEICEZZRD 2o
7o BT E K MAEICRITD TSC BaFOERREBEELZRLNIIT 720, #HilER
1,407 BlD5 5 ¥ K fEAS 3.5mmol/l KD 26 FIZ DWW TRIKIZ TSC B FENT &1T-
7o FOREE. TI180K . L849H . RII9C ® 3 EEBKRHIN, Y bav Ny RATafl)
1Bl ~TaBR s HTHY, TREREHEEIZ23 % T, EEATILVOKRHEEIZ 13.5 %
Thotm, 5% . X512 TSC LISk D NaCl BRINEREZ L Cll/ERE IS 3 5kmk
K- FrrNVBEFLZEOEERZIHEEMEICRBITIAIFENERIIOVWTHRNTILE
BRI Tz,

B FE AR
MERERE RIE ECGLAITRFEEFHER)
WroesrEE EE B GARTKRFEFH B #IR)

(Mt hE - Ba BT 8HE KEF.IE BT)
RAT R EZE (BL 72 5R)
(£EHA:M)
EEZE R & & it

TR 1,100,000 0 1,100,000
TERE164ERE 800,000 0 800,000
TR 748ERE 800,000 0 800,000
TR 184 700,000 0 700,000
B E 3,400,000 0 3,400,000
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(1) #20% (BREL. 7T —~4 . F2F4L. B85 . A H)

2003 &

Sugimoto K, Baba M, Suda T, Yasujima M, Yagihashi S : Peripheral neuropathy and
microangiopathy in rats with insulinoma: association with chronic hyperinsulinemia . Diabetes

Metab Res Rev 19(5): 392-400, 2003 .

Yamato K, Tamasawa N, Murakami H, Guan JZ, Tanabe J, Matsui J, Suda T, Yasujima M :
Quantitative analysis of apolipoprotein E secretion by human monocyte-derived macrophages in
culture . Tohoku J Exp Med. 201(1): 47-54, 2003 .

EF &, R EFBOLEET T APER BEFEZECILBEREOCRR. ME
10(1): 25-28, 2003 .

RUg =, EF B LECBIIEGRFY—I—. BERILFE 32(1): 46-48, 2003 .

RIE  E. TEEBIZBIIAZE -TAEDTZDDIARTAV R OREE FEIEAEICBITA
BMEZDEOTARTA . BBERFE 51(6): 581-585, 2003 .

REEE, PEHRF, BIRKE, £ T, CEER waXsF, RIB E BLEAEE
WEAREASDE BEAREBEASBEOEE. EFERE 52(7): 939-943, 2003 .

fRIE E.AEERLERRE REOZHIBEOLDIIKR/IBLERRE SOE
JE. BRAE L 31(10): 1096-1102, 2003 .

FHEE, PH R, FREKE, (£ T, EEBEE, SEMEF, ARG, £E =
EHANAREASEICRIZTESZ. EERE 5209): 1151-1156, 2003 .

INEER, T E, THEAT, SHEIET, BB E L —FBEER R T
EIZED ADP BEKEFENM/IMRIBESHREORIE. EFHRE 5209): 1166-1170, 2003 .

2004 £E

Kotani N, Kudo R, Sakurai Y, Sawamura D, Sessler DI, Okada H, Nakayama H, Yamagata T,
Yasujima M, Matsuki A : Cerebrospinal fluid interleukin 8 concentrations and the subsequent
development of postherpetic neuralgia . Am J Med 116(5): 318-24, 2004 .

Ogihara T, Katsuya T, Ishikawa K, Matsuo A, Rakugi H, Shoji M, Yasujima M : Hypertension
in a patient with Gitelman's syndrome . J Hum Hypertens 18(9): 677-679 , 2004 .

Enya M, Kanoh Y, Mune T, Ishizawa M, Sarui H, Yamamoto M, Takeda N, Yasuda K,
Yasujima M, Tsutaya S, Takeda J : Depressive state and paresthesia dramatically improved by
intravenous MgSO4 in Gitelman's syndrome . Intern Med 43(5): 410-414 , 2004 .



Kanazawa M, Kohzuki M, Kurosawa H, Minami N, Ito O, Saito T, Yasujima M, Abe K :
Renoprotective effect of angiotensin-converting enzyme inhibitor combined with
alphal-adrenergic antagonist in spontaneously hypertensive rats with renal ablation . Hypertens
Res 27(7): 509-515, 2004 .

Sugimoto K, Shoji M, Yasujima M, Suda T, Yagihashi S : Peripheral nerve endoneurial
microangiopathy and necrosis in rats with insulinoma. Acta Neuropathol (Berl) 108(6):
503-514, 2004 .

EEE, 3B E(FLELALEEBREEE BERESTOTHLEE] mMEER
BEEORELZOES OHBERE THNUVLFREAAVEY. BERER 620):
311-314, 2004 .

ET B, TEET, BEAKET, R £ REFOHRLFERAODT u—F To—
B ARAN — 2B T F B RAFVTXIVAFRRVIAZORE mM/MRICRBITHERD
e MARBAIE COA AME. BERBE 52(2): 172-175, 2004 .

EE B, ARER, RE £ [BESFRASBE LOENSBRHER] verrv
v EE/ERCABEER Mm/MRIER. BAEEKR 62(9): 715-718, 2004 .

EREHE, MPREE, 2K B, AEER, LAXEHRE, BF Z£, REAZ, TH=E
L, ERKTE, FIE £, KA M Mg HECIEHERSBIAICKELE Gitelman fE
ZEED 14l KBEERABRESHESE 18(1): 33-38, 2004 .

ET &, g £ [ARERETAN7v7] REEE M/KRKRE 0L/KRE 4 ®
F(PF4), B -buariRrua7 ). meEfERE 12(4): 336-338, 2004 .

2005 £

Tomita H, Osanai T, Toki T, Sasaki S, Maeda N, Murakami R, Magota K, Yasujima M,
Okumura K : Troglitazone and 15-deoxy-delta(12,14)-prostaglandin J2 inhibit shear-induced
coupling factor 6 release in endothelial cells . Cardiovasc Res 67(1): 134-141, 2005 .

Yamato K, Tamasawa N, Murakami H, Matsui J, Tanabe J, Suda T, Yasujima M : Evaluation of
apolipoprotein E secretion by macrophages in type 2 diabetic patients: role of HDL and
apolipoprotein A-I . Diabetes Res Clin Pract 69(2): 124-128 , 2005 .

Tomita H, Osanai T, Toki T, Maeda N, Murakami R, Chen Z, Yamabe H, Osawa H, Yasujima
M, Okumura K : Roxithromycin is an inhibitor of human coronary artery smooth muscle cells

proliferation: a potential ability to prevent coronary heart disease . Atherosclerosis 182(1):
87-95, 2005 .

Kageyama K, Terui K, Shoji M, Tsutaya S, Matsuda E, Sakihara S, Nigawara T, Moriyama T,
Yasujima M, Suda T : Diagnosis of a case of Gitelman's syndrome based on renal clearance
studies and gene analysis of a novel mutation of the thiazide-sensitive Na-Cl cotransporter . J
Endocrinol Invest 28(9): 822-826 , 2005 .



EF B, ANEA, BB =[BRS FASRE LOLERNFBRERT)] VT
Ly ERFEOEER AYTLVIVUEBRFRABECOWHAS. BAERK 630):
460-465, 2005 .

T B, BAKETE, hERET, I8 . Gitlman EHEBICBIIETATHANREEME
Na-Cl LEXEBEF LT REN. B ABRREBNLFESESEE 3002): 99-104 , 2005 .

ZILEF, ELRA, B & CJIRR, BE &, £7 & BAEFE, Kk %{Em
B AT HEARAHRBR LB ETFEITICLS Gitelman JERBEOZW. A AASUFS
HMESE 81 : 30-32, 2005.

ET OE, RE £ [BEFLERY BEFIWHOESLEGTFREOERE] E&ETF2
7 (genetic diagnosis) GE {5 FHIME genetic testing, B =T HR 2 gene-based testing R E
nucleic acid-based testing) & BEEDE = F AR E (genetic testing) & B 1= F 1 2 (gene-based
testing) B -MEHEB. B AR 63(12): 223-227, 2005 .

INBE R, BERA, KA, ANEE, KTEZ, BRARE, BEE & RIE X
BERR B FEITRITHR T acanthocyte D HE K. BABRICFESTILIMRE 14 ¢
5-10, 2005

RHEEET, BRETE, £5 &, R FE: Gitelman EEE 19 EFICBITDERLETE
Hr. BARBERIEFSEILZETSEE 14 : 2126, 2005

INBEFR, KA, BEBRE, ANEEZ, EVE, E5E, RIEE . FERFBEEFICBIT
B IR &R acanthocyte . EEERFEE, 53(11): 993-998, 2005 .

2006

Terui K, Shoji M, Yamashiki J, Hirai Y, Ishiguro A, Tsutaya S, Kageyama K, Yasujima M, Suda
T : A novel mutation of the thiazide-sensitive sodium chloride cotransporter gene in a Japanese
family with Gitelman syndrome . Clin Nephrol 65(1): 57-60 , 2006 .

Hasan KN, Shoji M, Tsutaya S, Kudo R, Matsuda E, Saito J, Kimura T, Yasujima M : Study of
Vla vasopressin receptor gene single nucleotide polymorphisms in platelet vasopressin
responsiveness . J Clin Lab Anal 20(3): 87-92, 2006 .

Tomita H, Sasaki S, Osanai T, Nakano T, Higuma T, Yokoyama J, Hanada H, Yasujima M,
Okumura K : Mutational analysis of Kir6.1 in Japanese patients with coronary spastic angina .
Int J Mol Med 18(4): 589-591, 2006 .

Futagami M, Sakamoto T, Sakamoto A, Shigetou T, Taniguchi R, Sato S, Tutaya S, Kojima K,
Yasujima M, Mizunuma H : A pregnant woman with genetic variants of butyrylcholinesterase
and inflammatory bowel disease . J Obstet Gynaecol 26(6): 562-563 , 2006 .

Eto K, Onaka U, Tsuchihashi T, Hirano T, Nakayama M, Masutani K, Hirakata H, Urata H,
Yasujima M : A case of Gitelman's syndrome with decreased angiotensin II-forming activity .
Hypertens Res 29(7): 545-549 , 2006 .



Kageyama K, Terui K, Tsutaya S, Matsuda E, Shoji M, Sakihara S, Nigawara T, Takayasu S,
Moriyama T, Yasujima M, Suda T : Gene analysis of the calcium channel 1 subunit and clinical
studies for two patients with hypokalemic periodic paralysis . J Endocrinol Invest 29(10):
928-933, 2006 .

RIE £ [FOE BFOZE] BEOEFEREFOMLAKREFIFMEIRIDORER. ZHé
158 94(3): 377-383, 2006 .

ET &, RIB £ [FLE EFOHFEEHM] E#E BETFHE EREEREGEES
F MENEE NO ARERERLRTF. BABEKR 64(5): 411-415, 2006 .

EF #&, RIE £ [FL/E BRFOWKERM] BERRE BESESOELEERTARE
BNP . H ALK 64(6): 133-136, 2006 .

BA &, MoFEm, dbLEE, AESLRE, EBAfE, KAEE, _#HET, RIB £, B
REEF B EHEEa) 22T 57— P IEZERE TE T2 5 BRELE A B X% Y AL
= LEFERLE 1ERF. BEEE 55(8): 1014-1017 , 2006 .

BETH, E7 &, BEREZ, FEAK, A E M4 FDP B ERIE - LET FDP-P2
DEBHIKRT. BABERREBESLFESESEE 31(3): 317-320, 2006 .

RiIg £ [FOLEOCHEKKRE] BMECZHE - IBRICLERBRRE LEHRE.
Medical Technology 34(9): 938-942, 2006 .

fRIE . BHERE UMY %Z2H0IZ. Medical Technology 34(10): 1010-1012
2006 .

fRIE £, FFE - BEEREEZOES BERBREICBITAEL FRENTOES. Laboratory
and Clinical Practice 24(2): 88-91, 2006 .

2007 4
Hasan KN, Shoji M, Sugimoto K, Tsutaya S, Yasujima M : Role of vasopressin Vla receptor in

hypertension, diabetes mellitus and platelet function: genetic polymorphism study . Hirosaki
Medical Journal 58 : 35-52, 2007 .



(2) NEERE (RELL. F—<&. 2254 EAR)
2003 &

FE 7=, ERES, Kfn—%, HF %, ZHEE, RIE £ FERFEEDLEINEER/~I 0
TJ7r—VDTRIRER E DWREOKRS. F 100 B AN ZLSEES (ERA™)
2003.4.1

EABEHZE, MWRME, AEER, BHE, LAEHRE, RKE, REBAIZ, ZRHEE, &
AUBE], FUE E: BHERZHED Mg BIAINRZEZL 7= Gitelman FEEEED 1 61, 5 76 [H]
H AN W FEF MRS (1k17)2003.5.10

FER &, KEHE, KAFTREA, HE®RZE, RIBE: Stresscopin Dt I /NMRIZX 3 51EH
DRRET. 5 76 B B AN W FE S F WS (IR 7)2003.5.10

INEEM, BEE T, PHME—, £A—1E, RIE E:L0OERBEEIRV 2BBERRFA
FIZRBIA2LDHAEROCZOESH —BERBEFEA AV BHMELOBEE—. 5§ 52 [H
AAEZREFS (KE) 2003.5.16

BAKE, EAEE, £7 & RELEH T, BI—F, BAE, BAEE, RIE E, KK
BE: XTNLVEEREIIBIIAY ATV AREZME Na-Cl #£EXETSOBGFEED
BRET. 55 46 [B] B A BB FE S FEIWHR SRR HR)2003.5.22

ET &, BAEE, #RIE E£: ERFEBECELEF~—I—LLTOT VT ERBIKE
B 3% 2(ALDH-2)& 1+ £ 5. & 46 [B] B AR @ FE F WS (R EHR)2003.5.23

ET &, BAREE, i £: #FOESEN TIZRT5 HCV ZREREELT VT ERBK
REREBETEE. % 46 [ B AXBIBF 2 F0 = GER#)2003.5.23

SR F, LHEBRT, TEIEY, £75 #, R £ A8 RMKRERICI A MKREE ERE
E. B4 B AREMRESFNES GIHE ™) 2003.7.5

KF—3%, # & 7, BHEMBE, 224 2, EREH, AERZ, Rk . &ELEZHF T
DRERFEBEICBITDEIE/~/u7 77—V DT RER E SWREDOKET. 5 46 B B AR
RFESFERFWNES (B IUT) 2003.5.23

wmH ZE, NINEF, ERES, AHEZE, £5 &, RB E FERFEEBECBTSETY
X¥ATUv U1 typel REBBEFEE KR ACE FHEHIE ARB DFHDR. 46 [EH
AFERRFLSERENES (B ILUTH) 2003.5.23

EAR—E, Kfi—%, i &, FHEES, /DNISE, EBEM, AEEE, £7 &, RB
ELMEREBEEZHEIRWY 2 BIBERFREFICBITIALAEEOCZFOLY BEARHEA
VAV E OB, F 46 Bl B AR B FESERFNNES (EIUT) 2003.5.23

AMEE, NEEH, PEHM—, BA—1#, RIE 3E: FEIA BB 5MmEE BNP Bl E %
DEBHRBRETBLIOBNP OLEMIZONWT. 45 35 B B ABEEKBRE B L FES (BikT)
2003.9.19



YrnFa/A, & ILEESL, PTEREER, KR 3L, 1RIE =, FEEE N— Y —EEHEELRERFL
LTHELHEIZ NaCl AR —Z—(NCCTD)E = F(L623P) B ENHBL-—fF]. & 32
[B] B A B FES HE M AS ()11 ) 2003.9.26

EE B, R E ESETE, THEBRF, RHEETF, BA—1E: /IMRoEHE{kEL =
T TVF TV REBLEFEE. B S0 B HABERREEFSRES (A ET)2003.10.29

INEBEM, KTz, PEME—, £F &, k1 3£t} recombinant TSH V7% —% A
Wz TRAb I EX v FO EBRRST. £ S0 BB ABEXRBREESS (JKBET) 2003.10.29

Ew B, THEETF, EAREE, RE E: 7o—P A AN —ICXBA T F B RERDIARL
DRt — IUMECTO BB R L/ MRBE~OISA. 8 50 Bl R ABERREEYS
W< (L BTH)2003.10.30

EHRSE, RNEE, =i, RIE E. FHOFEWH THD Coupling factor 6 D EEFRHY
ER. BESORBABRREEFEESHR S A ET)2003.10.30

THERF, 5 &, &8 ZFE: DNA v/ /a7l AZAVW-KELEEFRE I ary
AV T OBRMBIZBITAIERORS. £ 50 AR LABEERREEFESRE (KBTH)
2003.10.30

=k0F REETF, BEET, LA, £7 B, RIBE £, FHREE 2 BERKFRSE
B2 EEREBELEERFEFLOER WEHRRESHOFEIIBITILE
B EBESOBBABAERREEFESKR S (AET) 2003.10.30

EAR—E BEE, KBEF, = E40F, AREBE, 7 &, RIE E FRFEHERE
E0HSLHEBIIBIIATIVARBRKHNLETRIESERECA AT 2 BERFAE
TORE. ES0EBEARABARBERREEEFEESHRS (JABT) 2003.10.31

2004 &

KFfn—z£, HAFEKRER, & E &, aH 2, EEBES, T =, NEEN, DNIFE, %
g 3£, HAHEZE: 2AERFEBEEFICBITDEIE/~I/077— 0 apoE S WEEDRRET. F
47 [B] B APERFR FXERFWNES CGERE) 2004.5.14

MA—E, £5 B, Kin—3%, W8T =, W 12, ST, NIEE, EREM, Al
BZ, RIB E: 2EERBEECRTILOHEBLMBEIVATo— NV ELOHEE EE
RREBEHFOFEICLILER. B 47 HAARERPFLSFRFNES GRRE) 2004.5.14

EE #, R E ARV IEERFRPERBNIDDMIZRBITAM/NMRERORBRST. F 47
Bl B ABRESFH RS (FHE™) 2004527

ruFnA, B IL{ESL, (RIESE, FREEE . NCCT B/5F L623P £ £ %K § 5 Gitelman JE &
BHEEOHIOG R OEBERTROEED. £ 47 B EABRBRELZNRRES (FEHET)
2004.5.28

FESCHE, M B, BT &, ER OB, RIB E:SRICKITIFRBEEENSD
STBEE DB R EFFIRZ I OWT. 5 52 B B AMEFEREFSRE (BB T11)2004.6.3



Ew B, KEHE, ANEA, ARRE, RiE F: A2 RV EEFREE R NIDDM)IZ
BIFBM/IRD Vasopressin(AVP) Kt tE. 5 77 Bl B AN WM FESF B E G ™)
2004.6.25

EHRY, RNEE, B 3%, #FB Z:chEhFFEGEROEEICRIET
roxithromycin D 2. % 51 B B RERREEFES (REHE) 2004.9.3

KFfn—E, EEEM, AL &, M & B0EKRE, AARE, RIE £ 28ERKFE
EICBITDEEK/~IaT77— D ApoE W RBOIRE BEREICBITHHE. £ 51 BRAX
BRRREEFES (RRHE) 2004.9.3

M HEBET, EAWETE, £5 #, R¥E  E: Gitelman EEBEICBIIAELFETIZO
WT. B S5 B EABERREEFS (R 2004.9.3

ERET, MELETF, £7 F, BB E.ELELTAXF=V - XYL UZREE
fEFLZRIEDERBIZOWT. F 51 B BEABERRBREESS (BREE) 2004.9.3

EXETE, mALET, £7 F, RE =E: X ZESEMEELEKBEEICRDLNTE
LICAM BZFZEE. £51 B A ABKRREESS (RFEHE) 2004.9.3

THERF, E5 {8, Hassan Kadi Nadim , fRUE FE: FHi-AVIXIVAFFRTL AL
cDNA v A 7u7L A LD ERE. 5 51 B B ABERBEEEFS (HEH) 2004.9.3

WY T b AT, EF B, THRET, BRBTE, MBEEET, fRIE 3£ Vasopressin
Via SRAEECFZEEM/IBRRIGHE. B 51 BB ABERREEZSRSGERSE)
2004.9.4

EE B, #AK—1 TERF, KaziHasan N, BEABE], EEEF, T HME—, {£IE =E:
ARV IEEFRIER B ICHB T A M/MRIEELEEORET. 8 51 B ABRREEFES
&= (R AL#F)2004.9.5

AMIEE, NEfEH, EA—E, £7 &, RIB £, /NIEFF, EEREE FERKBICBT
BMELAZF Y CERW-BHEETMICB 585, 5 36 BB ABEKRBREHB{LES
(FRiETH) 2004.9.30

EF &, RIE E. YTV Vi ZREBRFEZAEEEMELOEREHZ. 5 27 [
AABMEZESKRES (FEE ™) 2004.10.8

2005 4E

wILET, LA, B R IR, KR B, £ E, BART, BE = ARS
o FAT AR AR LB R T HRATIC L5 Gitelman FEERED BT, 5 15 BIEE K A5
W E Update(AL1%. 77)2005.3.12

RFn—%, EIZBER, HOZKRER, Y =, & E &, FEBES, 22—, 2H Z,
JEF, RIB E, AHEBZE: 2BERFBEBEEOREIMZOEK/~/a77—CDTRE
FWREIZDOWT. 5B 48 Bl B A RFFESFEREN RS (W F 1) 2005.5.13

wA—1E, IBEH, EF B, AHERZE, RE EERFEFICBIIMERERT
acanthocyte . % 48 [B] H AFER A FRE R FENR S (#F ) 2005.5.13

-8 -



MNEF], BF F, BN, CA—E, FEEM, % 5, RIE £ FREE EBR
FAHEBEBRFICBITIIMF I REZF C BIENDESE. £ 48 B B ABERKBRFLSEREN
e (FFET™) 2005.5.13

EE &, RIE E: YTV Via TREBBECFZALEGLCFREABLIUCKERGBER
2LOEBEE. 5 48 B B AR BFE SRS (k) 2005.6.23

EF B, R E: AT FAREZME Na-Cl £EEE(TSCO)BEFE 16 =2 5C/4C
T AR RO EIICBITIP»ERE. F M EAABRBRELENRLRE (HBiETH)
2005.6.24

EF &, KEHE, KAREA, fRIE %E: Vasopressin Vla Z AR B FL R LEBLFRE
BX O /PREECIEA. 5 78 B B AN WFES TR S (FEHER) 2005.7.1

BB, ET {E, R E: M FOP MERET LT FDP-P2 OEBARE. B
37 Bl B AEERBRE HE{LFS (M) 2005.9.30

NHE =&, /NEES, PEEBE—, £5 &, RIB E:YarvJ)rb GH E¥ELOFHAE
— FEIA #5& IRMA DO BN L—. B 37T HAABEKBREEISHILES (FiET)
2005.9.30

RAEREE, KELRETF, THEY, £7 & RfRE X SLELFAATFANEZE
NaCl SEEXERETFEREOERICOWT. $ 52 B AXBERREEZRBS BET)
2005.11.17

EE B, BEAWET), HasanKazi N, A —#, TR+, RHEELEF, RIE E.BEAAE
PEICRITA Y Befafl Alu RIELTILILaLRU7 DNA LB 0+ B EA DN, 5 52 [
HABKREEZSKS (BR™) 2005.11.17

NEED, OB, 5 ORT, M R RRER, FEWF, ANER M ME:
RIBREEREZMSEEELFTERNZASTEFDRE | —EBEORE—. F 52
B B ABERREEFSHRS (BRT) 2005.11.18

T B+, Hassan Kadi Nadim, 5 &, fRIE FE: YL o m/MRRGHEICE
TAEEFRBETa 774V 70K, £ 2 BEABKRREEFSRES (BR)
2005.11.19

#.A—1#, Rashidlrena, /NBfEWH, HEHBRE, 5 &, FIE £ 1 BHERKIVIET VT
BI2BEREERFLEERHEBRBRAAN RIS ERBEOEN. 85 52 BIRABRREEZES
< (FERT™) 2005.11.19

FET] &, RIBE £ FHEAELBARAANIBIIARE —BIEERESRBRERT 4b/a £ 5!
DHEFELY REE AN KESZE. £ 28F AR MEFESKRES (JBJIT) 2005.9.15

2006 £E
EAR—E EED A, O8] =, & E 2, RS, B3 E, NIEFE, ERES, AH

B, EE F, RIE E 2RERFAEEICBITIALABRBREELIREGEEELDOR
M. B 49 B B ABERR FRERFEWIES GREER) 49 % Suppl.1 PageS104(2006.04)
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ET &, U E FERBHIBITS Vasopressin(AVP)Via ZAEOEEM. 4 49 B H A
FFE S FiR S REER) 2006.6.16

B & BURAl, sz &, ZJIRRE, KR &, AEEE, E5 F R = EXE
RV LAY EERRED 2 EFIZBITEFERRABRLE Voltage-gated  Ca2+
channel alphal-subunit /= F#EH7T. 5 79 B B AN S WFELSZWHR S (FFH) 2006.5.20

FE=] &, KEHE, KA, AHEZZE, fRIE £ Vasopressin Vla X B EELFEE L
2EIGERFEDER. 8 79 Bl A AN WESFENR S (FF ™) 2006.5.20

BEME, NEESM, PHME—, 7 B, RIB E: AIA21 KEARBRBAILVAIUH
—EREBIUmY /e a7 VU RAREOEBAORS. 5 38 B A ABEKKRE B 1L
F& (FFTH) 2006.10.13

RIE .Y A T ARNEZME NaCl £EX BB R FREFTOBEKRMNESR. 5 53 B B REK
REEFSKS (BLAETT) 2006.11.9

A BEETF, BEL, ZRERE, 7 £, I £ 2B3ERKBOLOEMLR
HFLmREE. % 53 0 A ARERREEFSHRS (BAR1T) 2006.11.9

R, THREET, PNEEZ, BREK, BEAE, RIBE, BEER, #HM2Z0:
M EBORFIMIEEBETELE 1 #]. F 53 B BARBERREEFSHRS (GLATTH)
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AR S
IXC®HIC

ELEXLCOLERBOEELRGEREFTHD, EFEMEDKE D% 5 dBAEEM M
JEDOFEITITEE ( NaCl ) OB EIBEERA —HMEEL TWAZERALMICENTEY, 20
B L L TR T tubuloglomerular feedback (TGF) 2#IZE S Na R EENEZHNT
W5 (FTER D, 1998 ), $7-, AREMEE ML EBFIZE VT NaCl BAFFICEVAEEL. NaCl &l
RICEVEETIRERSHERNERLEREEROZLICIVDELESOLLNR VAR
FERZHEEMERIC KIS, RERZMHEE L ER Tl = EE SR E
THHIERHLMZENTWA(BFIED, 1998),

BARRATRBINZRE ( NaCl ) T, FRME DB CREEZOBBICIVERIREN
%, INOLHRAME ( DCT ) TiE, SAERETHIBEIN T NaCl O 10 % B EFRINSH, ZD
ER DO P LY AT AR NaCl F£85 244 ( Thiazide-sensitive NaCl cotransporter ;
TSC ¥£7=i% SOLUTE CARRIER FAMILY 12, MEMBER 3 ; SLCI2A3 ) TH5b, VA7 ¥ A
RFREDODEMSFTHY, BLFERIZESKHEBERENEREBR KEBRTHS
Gitelman JEBEEFED AR THAZENALNIZENT- ( Simon DB, et al, 1996; Mastroianni N, et
al, 1996; Chang H, et al, 1996 ) , FIEMEBELEERBIZIZON 10 EF TEHEBEHT ORI v a
Fara—= 7B IZIVGE4 LBEEELEFLAALNIIIN, MELDEREDPREINTE
Teo BERMIZEBTIEREF. BREZEL., FrRAVEE G, ERGTRFE0ER
FRENECEBEREEROREMBIIREKBEELTWAS (EFD, 2002 ), ThIUARH
WCEETHEHRME TSC OBERTEIL, L =VELE7 5 Gitelman JEHEFHELL T
HONTRIVEERZHEEMLEDEEZRLEZILNTWS, EZTAMREIL. BERTZHES
MEDOEEHERDMEPDI- ., Gitelman JEREBEDEKRES, BFEBMEEBIED
VY AMEIZI TS TSC BETFHETZITV. REEFZEORERZERLEICLITS
RENERBIZOWVWTHLNITAILEZEMELIELDTHS,

POE PR

XTFNV U EREHOBEREFMELT. EREICERERETLE 13 BRICBWTY
TV IEBERELERENCZEENT 36 EFBIRZDOFREE 10 flzxtRELE, EHIT,
BMELOEBFETII. BESMESE 32 61 (EME 16 41, &t 16 #]) T, BB CEF M
JE&9 20 FI(E M 8 i, it 12 F)extBELz, BEEBMEIX, 30 L L 60 &R
T, BREEXEZBRAST THHH, MEISNHFELY 160mmHg LA . JE5RE 95SmmHg A EDOVW
NHAVIIHE F %72 $E T, BMI 28 25 KRG EBELLT, MEOEFMEZ. 60 %
PLET BERORANELS, MESNHER 120mmHg LA F2o3E5E# 80mmHg LA T T
HY. BMI 28 25 RimaE#EL L, & K MAELL THIRER 1,407 flD55, MiF K ELS
3.5mmol/L K& (2.7 ~ 3.4mmol/L ) ® 26 FlExt&REL=, BIMLEIX, IBEBBIOMERZ R
D ME (IHES 140mmHg LA . $E3EH 90mmHg L EOWFNHDVIEXE FE2 2T
E)DHHELE,

XFN < IEEE 36 EFBIREORE 10 FIE{E K M 26 #lD TSC &= FHEHT
i%. BE#R ( Simon DB, et al, 1996; Mastroianni N, et al, 1996 ) IZ#ECLA F D FHEIZEDIT-
7ro BRtE2E O EDTA MMLiE» b L7~ DNA 23 6tE L. TSC BRER chHI IV
1 M™Bbx IV 26 STORETIIEFDREEHERN TS~ —%H\ = PCR EIZTH
BL7-, mEERFOREIZIFALV I — U REICTIT 2T, 2. FNLFNREBEEINT-E
BIzxtiE 54| [BEEFE 2 VT PCR-RFLP HBICIVEEEFIOBEEREITo7-, mMEED
HEBIMRMTIL, TNV~ U EERE 36 FEHI TRE L7 AT OV TRARIZ PCR-RFLP &
ICTiTol. BT —ZOBHHFHILEIL x 2 REBLO Fisher REZBEERA, 5
%RWOBEREEFREEL,
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rm R

Gitelman JE&# 36 HlH 24 I BGCFEENRDOONT, TEBBRHSNT 24 fl
RER A+ Ry UoRA~TaBT 1 F SERN 8 Fl, 2 UV RATF o 13§, ~F
BRI 2 B Thote, BREIX, LH BI RV 16 D 1 HEE K%K (5C/4C ) 1% 5 .
T180K B LT R955Q 3% 4 fil, =7V 6 @ 18 HHEFE A ( ins6AA ) 2% 3 %, L623P .
R655C B LT N1014K 2345 2 ], R261C . R399C . N406H . G439S . A523T . AS588V .
R642C . M6721 , S967F . R1009Q BI XTIV 9D 1 FHE K E (3CRC) 1% 1 HITH
272 (R 1), RHINEZ 19 BERDIL . CNETHRED R >T=HENPET EIX. R261C .
N406H . A523T . M672I . R1009Q . N1014K . =27V 9D 1 HE XKL (3CRC)BIY
TIV 16 D 1 BMERK(5CAC)D 8§ ERTHoT, ZTNHDERIZHOWT, PCR-RFLP
BIZEDFAVIN = UV RBTE— B LR 2B, 24 FIbRE. BEShBE
FERIZENEFNHUNEZR->TEY, TSC BEFERDOBY AR N RVEBSERALIT
BN oTe, LL, =7V 16 D 1 FHEKR K (5C/AC) #RDT- 56X, EHRE T4
Fl. &FRT 1 HTHY, WThbitEILHIBRTOAERENBREESN, £/, TSC &=
FERYETS 6 FROBIHERIXT LV ERERRLOBREIZ—KL TV, 912D
Mm% K EEREBRBBEEL LB T 5L, 22 flhME K EA 3.0mmol/l LA Eix 5 HIT. 5
HEEPBREINTZDIX 2 # 40 %, M7 K & 2.5mmol/l LL_E2>5 3.0mmol/l SRi#iX 9 i
T.HOBEERBRHEIIT 6 1 67 %. L7 K & 2.5mmol/l kit 8 HIT. 9L RBRHIT 7 4
88 % &IM{E K EMEEIZRDIZEERREBAENELRBERA BB DN,

F 1. X7V~ B 36 EEFITIITD TSC Eic T ERMUTHE R
EN-EsSTOHE LR

FHROER R261C(1), N406H(1), A523T(1), M672I(1), R1009Q(1),
N1014K(2), 1098 del C (FS367)(1), 1926 del C (FS642)(5)

ERNTRAICHRE T180K(4), L623P(3), R642C(1), L849H(5), S967F(1),

SNTWSZER 785 ins 18 (262 ins 6AA)(3)
BN CTRDICHRE R399C(1), G439S(1), A588V(1), R655C(2), R955Q(4)
ShTWAZER

O RILTEBIZ

%2. BMEL TSCEEF S 2711G/A (R904Q )
LOE BT R

EEMmMER(n=20) BSMmER(=32)

BinFE
RR, n(%) 16(80.0) 26(81.2)
RQ, n(%) 3(15.0) 6(18.8)
QQ, n(%) 1(5.0) 0(0.0)
plE 0.4269
* BT
R, n(%) 35(87.5) 58(90.6)
Q, n(%) 5(12.5) 6(9.4)
piE 0.6142
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EHEMETIE, HERME 32 FlILEHTEELESTT 20 T, RS~ TSC &
£E 2711G/A ( R904Q ) ZEUZOW TR 21T o7, M T ERERIIRDON P, T/~
2711G/A ZRICOVWTHBEFREBLOH T BEFOEEICEZRD o7 (F 2),

& K ffE 26 FlF 6 FlICELCFEERNBDON, TEBBREINE 6 fiildh, =2
YRATORIA 1 Gl ~TaBR 5 FITHY, TRBHEEIX 23 % T.ERETILOR
HEEIL 13.5 % ThoTz, ZREi%. TI180K 2% 2 . L849H 73 3 i, R919C B2HT3IE
Enmtani,

£ £

BERZEELEDECGHEROBPD-ODXT V< SEEEE 36 Hllc>V\T TSC &
BTN EIT o7z, TORR. 36 Flth 24 FICERRRDONT-, TENKBREINTE 24
Bl RER+ a3 oo RATaiBT 1 Fl, REERR 8 f], . I U RA~AT iR 13
Bl ~TaBR 2 FITHY, FT LV EREROBGERANE REEKLHEEL THHIL
N, 22 B, 61%ICBWTEBEFLNATORIENFARETHIEEZEZONE, REXNE
19EED5L, R261C, N406H . AS23T . M6721 . R1009Q . N1014K . =27V 9D 1 5
EREK(ICRC)BLVOTIV 16 D 1 HEEREL(S5CAC)D 8§ ERIZIZNETHREEINT
WRWHROLER Tholz, FHHEOERIZHOVWTIZES % TSC HEEMITEITV. 7L~
VIERBEORBLEOBEERIZCOWVW TR TINENRDDEEZD, BLEFEREZFTD 6
FROBEEZITV., BT B REXT A VEBRELOREII—EL TV, ZOIENDL
BRHLEEERKEGEREAEDODERTHIILEEMITIBERE ST, =7V 16 D 1
BEKRFKGCHAC)ZRDT 5 Flix. WTFNbIL R TREINTEY, #RICXVEE
DEEPEFL CWAREENTEBRINT, TNZTNM&EBEBRICOWVWTIXIRATHSI,
SBREFRFABEZITOLERDDEEZOLND, EHDIE, ~TuBIBRRHEEINTE 2 fiL &
BEORBRDOLND-T- 12 FlIzHOWTIL, TSC BEFOSuEe—F—FEHIEBI A hay
FHOBRRERL, ILICIMOBEEBCFOEEERM L TCOKMERD D, EFICKITS
PZROME K EXNIVEETHHILEERBEENEIRLIEMBLLN, ML1E K E
2.5mmol/l KFED 8 Flth, TEENBREEINT-DIX 7 i, 88 % Thol-, TENFKERE
X XU RATaBOEF TIX, 2RO mE K ERIVEETHAZLERLTWVWATD
ENREBZLNTZ,

EHEMETII. EESLE 2 fliEH CTEFMLELZRT 20 FIT, BHEH7 TSC &
B L 2711G/A ( R904Q ) ZRIZ DWW TIToT-, B CTLELER IR DON T, £/=
2711G/A ( RO04Q ) Z B SO W TH BB FROBEEICEEZR D d o7, 2711G/A
( RO04Q ) Z R LAEMEMESCEFELEHIIBITIEMELOFERERIRINTE
D, 904Q REMEICBWTHENRE P TIEND, ZOSRNEHMEREDIRI 777
H—ZIRVEA A REENREIN TS 9, Lzl ABFFER R TiX 2711G/A ( R904Q )
27 & i T3 E B AR b‘bBﬂ’bfi‘ﬁ‘Of_g&'?ﬁ B, ZOZENEMERBIEDIRI 7775
— TRV RN INT,

& K MEEIZIITS TSC B TOEREBRHBEELZRLNICT A0, HIBER 1,407 #
D5HMiE K fEDS 3.5mmol/l KiE D 26 HlIZ oW T TSC BLRFBFTEIToT, TDREE.
T180K . L849H . R919C @ 3 BEMNRKRHIN, 9B arv Ry IATFoiIn 1§, ~Tuil
B S HFATHY, TERHEEIT 23 %T.ERBMTIVOREEEIIX 13.5 % ThoT,
Tago ©. Naraba Hi%, KA T —MRER 3,500 AZXRRIZ TSC BEEFEROBRHEZITV,
EETINVHBRBEED 1.86 % THoTEHEL TVWAB( Tago N, et al, 2004; Naraba H, et al,
2005 ), EHIZ AT L REFEIL 30 AT 1 A, Gitelman JEFEEEEE X 10 FAIZ 345
ANEHEFHL TWB, AR RIS, 2% 2F 1,407 HICOEERTINVHBEE XD 2L
H 025 %A EERD TN EERBEIIZNEEENRFR IR EEEZ LT
7Ll EICERFRIZZWIRBTHD A BEENT E TE22V,
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&

3

RERZESLEDELHEROBBO-DXT I < JEBEE 36 HlIZOW\WT TSC &
BFBEFTEITV., 24 FIZERBRRBOONT-, RHINEZERIT 19 BET. 9 8 BEIX
INETHEEINTOWARWVWHHEOERThHoT-, 1. TFNOLDOE R B LW 2711G/A
(R904Q )R LEMELDEREZITo72B, BRIIFT L EEHEE THY. Z0DL
AP BMEREDIRI T 774 —TIXRWAEEERRBRENT, EHIZE K MEIZRITS
TSC ECTFOEERHBEEIZ 2651 58], 23 % T EEBTILVOKREHAEIX 135 %
Tholo, 5. BT TSC LIS D NaCl BRINEELZ N L T/ EFREICE 5353 E%
K- FrrxNVBLEFEZAOEERZHEEOFICBITIAFRENERIIOVTRNTILE
BRI,

o B
AR EEREBSHE SR L ESELIART R FEFH B E 2 BHRITERSE

T2LET, $72. LRI KR ZEEZEHMBIRRREILDORZ 7 D 2 \[THBEEE 12V
TN Z EITREH WL ET,
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