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) T—RIIERAAEERCOACREIET, KRBETEIREHE 12924.1
BMoMNEEDI T AR 2 T (SERCAZb(sarcoendoplasmic reticulum
calcium-ATPase type 2b)) T % (Nature Genetics 21: 271-277, 1999), %< D%
D T—RBEORITICELD, DhbOhORRLZHD (Takahashi, lizuka et al: J
Dermatol Sci 26: 167-175, 2001) H &% T, BEEX TIZ 80 L LDO#ETZE BN
ﬁ‘énflﬂ%o —h. BRIZMEDS IMaEAIV T R 7 OBRER offridbhd
N (Daiho, lizuka, et al: JBiol Chem 276:32771-8, 2001) Z[R\y TidHE
FrEhTwiaho/z, HICERBETEZEEMICEA L., BREZRRDPIFEIC
DT, DNDOLNOHBBEV L2 FERDITENTE ST, KAYAOFERTH - /=,
AWFZEIL. BRERKTHRE SN TNS SERCA2b OERBIETERHEMITIAERL.
SERCA2b ZHf7z/xt) Cosl MIFICEA L. /NI T LR > 7 OFEITZHERE
BTET22bDTH 5,

B FEAH R
PrFEfE&E : X — (ENERERZELER)
BHEn#E . Ak B (ENEREKEEER)
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5 TR N T AR TBIET ATP2A2 DERIZX ORIET 54
LRMIETDH 5., ATP2A2 DEKEFEY TdH S SERCA2b(sarcoendoplasmic
reticulum calcium-ATPase type 2b)iZ ATP ZM/K3EL. BV 7 A EMRE
NS/NEAKNEANRE TS, bhbNBBEBRTHEDHZERDSB, F >
T ABRUNDREREREH TS SERCA2b %5 1 S THERLE, &
S5IZZh 5 ENEMESERCA2D iEHED 724 Cosl MIKLIZEA U BREMIT Z1TS >
AT LEHESL LT, |

TOREHE, 5 1K, 1 5FEEIISERCA2b OREHFOLORETFLTHD,

CNIEBES5<EFEZ SERCA2b EHNHEBEHOBRETIYFF {Lah,

SMRENTLEN, BELELKASEBDEEEZINE, TN — 71T
SERCA2b {ZDWTld stop codon IZ K2 F > AETRDLIITEBDE-H-TW
5T ENTFHENS,

RODI 1FEEDSE 2 1EBIIAN T LR THEE LB T2 ATPase 1§
MENRTERITHEL TWBD T EMH S M &7 5 /2. SERCA2D IE ATPase & &
Bl TEREARICHES WAL AEZMBEERL S /MNEEIZHA ANS 80,

ATPase IEHEDHKRIZWMEITHER T RINF —DOHEIZDEND ., R THREH
RETERWI ENFHREINE,

I5IZRO O 8 KL ATPase FttEIZH 26 DDAINI I AR T OB OB
BERY uncoupling 1B E TS mutant THDZENHEN LR o7, LED-
THIRD mutant &[AEKICHR > THEERERTTEY. TRILF— OEEHE
DHMBIH>TNBILICRD, BEENWI EIZZOY A 7D mutant 13
ATPase FEHEH LM mutant & K REEKITERDBWEMBA SN, BES5
< ATP D EELHED., tMOHEBECHOHEERITILTVWE2HDEHELT
W3,

B2 - 7= 3 FE(I274V, L321F, M719DIE. 2 ThhbhdHHicR R L~
SACCAERTH B, ThHE5DER SERCA2b IHIFFERICEE. BIEL
U. LOYVOEWAIN DT LEEESEEEL TV, S6R2BITO/KE. Th
53N ERAKIIEERNMEICBNWT. T EFNERLZ YA TOREERL,

1274V TRIEE BRI 0 AEMELED, BXEEITIETETL. M7191 Tid
WINHBETFETFTLTWE, 8EEEOE TR, #fiEES X NNUEAECS
TR0 ARBIIHT L RERZMIENA T THSIEEZEKRL, MilBE
AN AT BEHAEDBE T, BB I ALV NI REREEIC
REXNTLES L 2EKT S, 512 L321F ZREIT M7191 & R I
BMEAN T LT HIEMUENRETLTWAS I &ITMA. EERERAREE.



RO /NIENEED IV T AT K S feedback inhibition (%3 % IERRZ %
BL. TORE. MNUEABEAN S TIALALVRIVORERBETOREEZFIEEZ
FENHLNER D, ¥V T—EI3NESk. SERCAZb Z ZADME O FEHE
ToMAERIZ X 5 haproinsufficiency IZEDRETHHDEFRHEINTE R
BN, bhbhOERIL, S A AZRICZE> TRERZ Y1 TOEERK M
HOREIZED., MlENAN T AMEHEOEHNFIZRIINZ 2D
TRLIEZEDBDTH S,
FEINSOEROBREDER T SERCA2b DEE DAL, b3 hot
spot IZHYT B HDIF72<. SERCA2b IIHAEMIZH S AR AEE /L, W
NNA S EBBEKICELDOFRICH S, MO THTELLDBNVWEATHZZ L
BHSMER DT,
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