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FERE Tl 1 X FHAFEE 2 S B FEMED b © % THRIE W23, 30
%13 30 FRATR IS BRI E S, FINOEMEEE AR
RICBTBZRYYyaFrrza—=r7t KO~<7ADME
&b, LIMK XA R XA VESRTTHS LMXIB i#E
T (A O PREDOHRTH 2 Z NS L5129,
INFETRT TR, bPEOERFZEH T ZEZ 5
LMXIB B{ZFERPIRE SN T 5,

Lmx1b &R O RHIENE < Oz, BeEkigkic
BWTIEX, KNYA MEHGTZY >, KK ¥ CD2AP)
R GBM R IVEID T —7 > a3, ad $HOFEE 2 FHT L
TWw3, Lmxlb KO~ 7 ATIE, RF¥A bEREIEIX
R ILHBT, AV y MEb R FEREZELCTED,
XOICEERIC b ANEHE SN S, £ N LMXIB A5
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EETHEETIE, RV A M2 GBM EECLER ST
DB EE % 272 U, EEEREE DTSR BRI
fbizonseHzohb,

KoKk D FSGSIERI TH &G S iz a7 7 F = V4,
TRPC6 DZETR, ~ 7 X FSGS BT TH 2% CD2AP,
NEPHI ZHIZWE PHAANCIFER SR Ty, kil
TELEIERNYUVERLEDLOTHTH S, 5, DN
E D FSGSfEFI 2R RHNIC A 7 ) —= > 7 Ul 2 # 0
5 ENBEETH D,

* OMDEIETESIZ & 5 FSGS |

FRLOBEBEEFLIT, SREREBELE & OBIEHEH &
DI >TWEERTELT T Fa>RFY 7 DNAD
ARG EEID L EPHIONTWE, S haYNYTE
BOCIX, HERE MR, TADA, BIERZERDHY, F
7o, BRBESELNZEFICE L TERFITNETH S
2, GHHED % WIS FSGS BT EE NG S T
5D THEREET 5,

SROF MM L RE I

A7 a4 FEGUE FSGS BERTE R L L o B
WCEBEEZITO £, LIELUIEBHEEIC FSGS BERT 2
KT, NETOFEHEIZIO~0%EHE SN TWY
%) Z &, BAEfRIC FSGS 3 F L 72 B O—E8 Tl IE
W R MR G L CEARDEY T2 2 0y
25, SREEEMIMAE OFE &M% T S & 50 5 2 O
¥ FSGS FIEICEHE R BEH Z2HLE TWws LHF 26N
28, EEREIAHTH 2, DD 2D TOMPNESHD
REZFEE L TERESLTHW S,

WKIN D Weber??, Ruf 5321%, KRRV U BEROKRED S
WIFEA AT TSR SRN BH OBIEGEFERE 10 %L
TEHREL TWwD, —RICBHEBRFEIEED 30~40%TH
BIERFEZDE, KRRV UERPET 2 BHICIIBEBAMH
BEPERTH B I E2ZERL T3,

—71, A ZVTDOITNV—T1%, RN UERO~T O
BROBECEBIE LT EHFEENE W I L (~60%) %
E L2, T ORED L Weber, Ruf 5 DIRE & FHK
T30, FEREITHTH S5, —EDKR N ¥ VEEFOD S
At AR I — A NCHEE T WS O H H GEEF
% #, P20L, R229Q7% &), ZNH6DF+ ) 7—D7%»
Wik 70 —BEERE RS 7T —ARD 5, Liedi->TA

57 OBIEF OB R F— Tk, KRRV >EHF 7Y
7 —HROEEGNE o IR H B, S, FEFIEZHE
RLUTHRETL, &Ry @R e BEGES & OR%R% HE
W MENH D,

T VT NDREREE BRI, BOKOBHE LR > T
BY, BEEGTIEIZIHETHY, LEBEICIVAELST
W3, LIed> T, bHBED FSGS Ol « G %[ LS
HEIE, BCKA L ZEENERORL L7 Y7 NE
Bl fHER & U7 BB R PR DA TH 5, EEN Y
Ty A =T ALY, E T A ECHFEET S
BEEOEO—BO SNP LR IOV TOAET—F R—
Z Ny 7= v 7 (HapMap) DIEE S HETH TH 6, N
7=y TEHE OHEREIZ XD SNP ¥ 4 €2 7 DNA F v
T O PR ESA L TBY, ko~ r7ay7 5
4N —H—IMAZEBEESNP v v € 77 v A 2HEH
T22ET, X0 AEGEICEHEDTOMEZRET
ZENHREIC R DD H B, G, ZHT—F DEFMICK
D, EEEER IR SN 2HEOE WK R (common dis-
eases) ICPH 5T 2 EITN LB 2 F R TE 5 L5k D,
ZWY — )V OBIFEL IR U, RFERR % BN % e 1 037K
T 1 ol AR D 1 S B O

2 1A
e

S, VL DEFIOBFZELC T, FlcR P94
b~ OREBEC RERAEBELIE OFRE A S L, % 7 0 — i
R OB O 12 RBAIC D08 5 LIS, AN
DB TEFEICE D { 4 — 8 — X — FERA O »
T B ECHORDPIERELFETH L, S, EET
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F iz MR IRBRICE DT Tu 2 ERKYITH
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FARERES

1. TRP(transient receptor potential) 7 7 3 1) —

v a Y a NI TRINC Trp F v A VHFEE S TLSk
B OMABHICE L EFTSOULED XV N=BFDMo T
LEHEREF¥ANVD—RKTI7IV)V—ThH 3, BE XVt~
Y —0DiE», HE, BEE MELEOS S RRBIC &
DIEMAL S 2 ke, FEEIRMEGA 4 v F 2V T, TOOHE
HuckBland, Z0—2 0 EH#E N (canonical) ¥ 7 7 7 &
D—TTRPCI~TDTOD XY N—Inb K2, 2D b
TRPC3, 6, 7%, A /¥ b= VBREENTHLY T v
VI e F -V TiEE s h B B S N H D —HEEE T,
TRPC 6 F ¥ V%, N, CUadSHIlEN T, 6 [ o Hl &
DS B 5, 6 /BHDESDT ¥ ANVFLIZE D, FED D W
AT U4 EEOEESHEERK T 5. FSGS KRBT 245
1%, TRPC6 OHIFZND N, CHEHBRICEE ST v 5,

2. AN FUBEEAT I —

Z b= T, RO RIRIMERE (stomatocytosis) D 7R
MERICBOTHBEMET L TWAEHRE LTRES N, BX
WEI LD N ROKAE X12L D Band 7.2b &£ TR TV 3,
AN FEBBOHEME(S0%) 2FHOEHICE R R Y >
MEC22H 0, &5 IEWMHH Y %2F 7 5 flotillin, pro-
hibitin, #H B M K I B [ HAKK/C & & % 12 SPFH 2 —/%—
7 7 &) —%7¢ 9 (Tavernarakis N. Trend Biochem Sci 1999 ;
24 1425-427.), TS DEHIEIAT E VIV — 7 REEE THIEE
Eizsal, N, Cln Ml AIE 3 2 Ry 2B~ Ko
V—%1Y, HCHEAT 5, BROSTFLHEEREAET 24
£, SHEEREAL L CORMERS, MK L coBEAEaE
DR & e 2 B R fRE T 2,

3. 41/ =) VBgE

ROVE VRMRREWE DR, 4 /Y b= UigE
DIREYE 2R Ay 2y v —E UGEAL, SR2MIKIG
ERET 208D D, ZOEE, TR LY, 23k
AR S—E CBHMEDRA 77 F VNV A /¥ b—2 Y
YEEPI4, HP2ESGRL, 2RA vy Y v —& L CHRE
2 2BHEOIREY 7 VT, A /Y b=, 4, 553 U
(IP Y7y N7 ) u—(DAG)DEEZET, &5
IP3 IZ/Ngk DAy 7 ABIEZ{EL, DAG X7 v 7 A
¥ —¥ CEEHRLL CEEMdGE RS SR T, 20

X WEHRARY X=X CHEMIL, RERBMEYORS PKCIF
MO 2B T I hEmERLIHS T b, BIREY
7PV ENT HHIEREREC L, 4 Y =) VIRESME
B & { & CIHERISEOTFB & U CHIE U MBI ffakkae
ZHIET 2R b HNIE, A /¥ b= ) VIEEZD b DPEEE
77 F UMIBVER, TRV A4 b—Y R, F v RVIEEEERE
T 2 RSN KR>TED, ZOHEREIZZIRIC KA,

1. BEERF

MIBIEZNIC BT, DNA ORGHIFEETNC KA L, Mo
BEIC LB BB FROBE 2 BT 2 AT, LM/ AD%
MIZ 2,500 FFAET 5 EvbhnTwb, DNAKGHEBO T
F=TD2REELD, NV v T A-F—v-~V vy 7 AH(K
XA R XA VEBRNT2E&T), Zinc finger B, oA >y
PSR, ANy 7 A — TNy 7 AREERTFICSES R
BZRRAL R AL VEERTIE, 1980 FERICyavyay T
OB RFHT 2T E L CRIES W EERT T, v a
7Y avNLZFTe0 M L, WAHECBLTHREKCRED
Mo TWh, RAL R XA EMEENS 600D T 2 /I,
RS2 TRESNTED, NV IZA-F—=r-~) v I AT
F— 7 2R LT, ) DNA AT %, LMXIB 13, & X
F ¥ X4 VEGRTFOBNCFE T, —75, Zinc finger MEEG N1
lEDNA EF—7 L LTRROELS HOND5 A4 T ThH D, I
BAF VIR TAERAF VY, YATA v EEh 25 ABRE
D7 2 BTHERE NS NV—HRD Zinc finger € F—7 DK
BHeH Z /L C, R DNAICKET %, WTIT AT a4 R
RIVE ¥ ZRMKIX Zine finger BIERERTFOREFNTH 2, ~
Vo 2 ZA-n—=7-~Y v 7 AREEERFICET % Pod-1 KIH
RYUATKRERRFERELET S 2 LHBHS T 5 (Quag-
gin SE. Development 1999 ; 126 : 5771-5783.),

5. 97t
Simons HIZ & > TRIBE N TV A H 7 HlaEREE 8 X A
Sz BE9 284 (Simons K. Nat Rev Mol Cell Biol 2000 ; 1 :
31-39.), fE3k, Ml OS T3 VIRE» SHIRS 5%
—LEE_EFOFH LCH O M TS EINTER
(Singer and Nicolson JREJEH A 7 €T V), ZhiIZHL,
7 MRBETIE, YT FNVSTFR, AT7A v TRER IV AT
O —)Li» SHEER S N D RS IRERR R FE D~ 4 7 a0 R X A >~
WERRICREST 2 E 25, 20T 7 MERIE, BE_FHE
DN TERICEAEL, RERICEE - iy stickyy
7 FVEEE, KR Y OMIEEE 2 BN T 5 (5 7 b =
“COMTE” DFER), HHEZ S 7 M, #CTICIEA + U HFR
HEMEAITH 5 triton-X TUH U 7o RE MRS % 0O C i
WEs¥2, FMEFENFRICLOBREBSN S, foll, BEEETT
77 N ERAHET 2EABE SN TW S, K& &5 10~200
nm ECEFEMBEORBEUT TH B LT 2HNENT, 77+
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EEZPMETIZoR) 7 LTRERy F L TCHHILT S
ZEDB—REITH S, AV MEEHDZ L2, 77 NIFE
TEZERbLPo>TWVW5,

6. MEC-2

1995 A REHITSE3 T H % Chalfie 513, Bl 2 BI&I L
DR B B R R REIC A 2 ) —= > 7 L, Mec-
hanosensing ICBH 5 3 % Z L WICHK L Tmec & g4 L 72
(Huang M. Nature 1995 ; 378 :292-295.), #D—2>THhH %
mec-2 ZEBARIY, MEC2EEWRKNTH %5, MEC2 XK K
YrERBREDT I VBREAEEREL, RICA b S
BRER7 7 2D — @9 %, Ml LicswT, A2 {@Ed
2 BRI Na 7 v 2V (ENaC) D% 7 2= bt EBERET % &%
ZH6NTWn5,

7 . Haploinsufficiency

EROF %) 7 — (T 0 HEEHRORE) B W, EEEE
TOBREDS, FHOBRGFIER 7 v v RHREEERD b 5 —7) T
RIS, BETEE2ET 2 2 &, REEGTOIERELE
HHT 270 F 0% LOBEBRTFREARABDEET LI L
EEWRL, ZRTVVIIEEEEOBEERE £ 5, o
LEHBEETFOF v ) 7—1F, EBETFHEENS0%TL->TH
s, BEREITAE 2w EERESF vV 7 =),
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1987 &£, Lander 512 &k > THE SN, TRIEE2ET 24
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