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FAGEH AR M S (At E R HEE)
wEMZEMEE BN

R REIRVERIEHE (Hailey-Hailey 95) DBWIHIEIERL L ATP2CI B IETR
i B9 A%

wraefiss  BA B ARKKRFEEREERFEEE  #0%

=1

KIEVEREEERAE (Hailey-Haileydw, LLTHHD : MIMEL69600) (&8 defo kBt &z
EART R ELERERETH S, FHEHICEEL., BE%ICEET 5 BRSO KE - O
LADRD, BEOARERIZE L CBESNL, MIGEEIIE S CHEET. &1
H - @5 FETHIEROI Y ba— UL, —F CEGTFRBFZEETHL-D. H
HDOMEEZH S SN2 nE F, BHICEVETESRERLREEMAMERE L LT
RAFEBEIZE L THRAEF DLW S NS, TE, AREZ IV VERE FICEET Ahun
an secretory pathway Ca?/Mn®*-ATPase protein 1 (SPCAL) & W) AN T ARy T H a—
N$ 2 AIP2CHEAR T DBERTRIET 2 Z LG S N7z, F—x OWIFE CIIHDIC B2 4
AV 7 b= 2 AFIED W FEETFORELZITV, BROFHERZ RS L#E L
T &7z AW T, BN L72HHD 32EBIICDWT, ZN 6 OB HEIEM & 26 E3
% & NCATP2CRE IR TR % AT o 720 29812 BV TATPCHE( T ER 2 FZE L, 209 519
DEBIBAFIZHRED LR VHTHHRO L DTH 72, BIETFEBROER LA ODEERY 2540
WZHS LEbETHET LA, BREICBWTERFEROME - 3y IR EERE L O
HHEAIZOWTHLRIZTAZ LI TE eh o7,

T 72, HD OFWrAdE () 21ER L7z, FHEMICHIE T 2 MER 2 .0 & Lk -
U AZFBRIREIR E § 5 720, BRRZEIEE BN ES (T & 72, ATPC] #{E
THAEZ, ESHO-OOBEEREHE LCHAAN, LA L, KEICBITE AP
BIZTZBIE SPCAL & /57 BOFEBE <5 real-tine PCR % b ML F R B O
HPERRZZHETIE R, IO HBIZIEE & L CRMERIEIEBMEEZET5 2 L,
SRR A7 2 & R4 C ORI CHIEIZHET T 2 BRAETE AW L b, S%ia
AT I WENH B,

RO RICAOND L) REETHREOKEIL, Hr0REICIEHEZH 2 b5 L,
i 2 BB OEK - BT 2@ 2 HHET) S AW RRICTS (A 74 —4 Fa
ey M OBEHHYEEOLOICEREEZONL, T2, A DREBIZBWTHEY)
BB S TR A B T UL, A IS A A RIS 5 T & A5
FFEIND, RUFEE AL L C, MEABEOBIHCHHIEREDREIED L, HD BE o
TR - B - A LIS F ST 5 EDTE, [TEAUHE~NOEBEREVWEEbR
%,
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A. BIEERY

HHD 38 B ERE T Mo &R
HEERERETH S, KFTITH 300 FIRE
DHEVRD NS, FHFEIIHEEL.
k- BRRRER - SHER - ALPH 7% & o RIS
KBRS A, fiEEERT 5, BEFITE
LU, SR AR BL, REHHTER
FRhblddb, EMmTFRIEIBETH
BN, BOBETOL AR EEIFD2DIC
BEOHEAFTIEL(EESINL, HH
MFERICREEERE Lo BRI
TR 2 AALRE - MR TR0 5,
B~ OREREA T A FRFHERME S
IV D3DOMHE. VF A FRBEIHIF 2
EOEFEENBREINTVEH, b
DMBAZDOWT—E DAL % { RIGEE
bHBATIEFEEL 2\, BIE, KRB
TV IR FICFELE S A SPCAL &9 v
LRy TR A= BB ATPXCLEEF D
BRTEETAHZENREEN Hu Z et
al.Nat Genet 2000) . F4 OHfFEZE T3,
% DNA % 72 PCR . denaturing

A

gradient gel electrophoresis (DGGE) ¥,

FAVI N =LA ) HD D&
BT 2TV, BROFHERCFE -
s L CX7: (Hamada T et al.] Dermatol
Sci 2008) » 7. 4HIETE L DEMRH
BEHERBEIIBVT, e hFHReHWTE
RENEATV, BREME LTI LD
b, BELREBRICESEMIBIIRE L ED
5ZEHCE% (Hamada T et al.] Invest
Dermatol 2008; Hamada T et al.Br ]
Dermatol 2007 7% &) o AIEITEBHIHEET
5T B 2 EEEREER D20, HD ©
WD 2 an$ . BHITERVETES
R EEHERE & L T—&KEN
BEEL TV RERDZVEHMEIN L,

% ZCAMZE Tl HD 32 FEflicDonWT, %
N OTHFEIEHE MR 5 &1
ATP2C1 BIZFRERITV, BOHNIHERIC
EOVWTHWEEMEREEEZTEEORE
$H - AL & BRI ERERE & DM DWW T
BHO»IcTAZ e HE L,



B. BigEH

32 %0 HD BE 12DV THE L7z,

1) ZEER

18 % D EBZEDZEERIZONVTIE, ik
BOFE - SHERE - KEREOS L &
TEE 7 LI WTEN2,

2) ATP2CI BIETHEE
BIETFREICOWTIEERMILY? S 7 A
DNA ZHiHi L. F 3 PCR #:% H\ T ATPC]
BIZFE2WRAL L CHIE L 720 ATP2C1 13 28
DIV RFLTBY, DL ICHE
HRELLZ Y VD DEEFICONTE

FEEIPOLMICHE T 5 HEE LT,

kA5 SSCP % CSGE #:7 EATH W H
T&7, INLEF/ONIREIZBIT 5E
BFEEDOI L, I~ BEEORE, HAD
HVIIIERBRAHLPICTLHETH S
P, BEEOBVWRINETIES 5D 0D
FEWE 7T0~80%& SN TWw5B, %I THZE
TR L LT DGGCE #EIC X 2MFEZIT-
2o KETHEBFTHAREL SIVLT
IFOREREEZDIF /R T2 )NT 3
N7V E T 555, DNA Wi i3 s) s
B ERAT 2 L Tn E % FHOBRFIAE
SENCIREET B KB BIARE S, BRI3E

EWNDPFEEIZESTAEZTER L T3S,

THNHPEEFRES LR T 5 L, B
FRORDENTnEZ DN X A4 U1K
BHICHRBEL . BENAY — FOSB 2 b, 2
NEFHL, DT r2EERIOEWZ KR
W3 %, DGGE %42 & 2Bz FER OB I
EHwK 9% EFHESNTEBY, SSCP *E%
CSCE L & FLBR L TR L CER S U
TELURENE V., EROFEI DI
eARICOWTCE, ¥4 Loy by —r Ty
AEIZ X D IREERS 2 RE L., BETER

RRHE L, UED LI BFEE2H VT
ATPZC] BIZFEREMR L 720 S50, &£
RTHONIZBERE L S L7z RNA %
HWTHERIZL DVFESNDEEEY O
FH % real-time PCR % VT,
BERE ORI A AEARIZB VT, SPCAL
R BE S 70— FIOVPURIC & B s
WALFEGBEITV, BRETORSY Y87 E
DEFRRIZOWTHRE L7,
3) BIZTREOIN - B L BHREY

BERERE & O

PEo X512, HD #AEIC BV CGEETF
EEZFEEL. RNA ¥ 37 F LN,
FRIRAEIR & & BF & TGS % Z & CTEIET
EE DI - FE L BIRWEERE & O
WZOWTHRES L7z, BRI EEROH
MlEBIEFEROKRE LD T LOTRH
A () 2ERLL 72

(REE~DER)

K% ZITTHIHT>T, HEFD
FME - BhELEELTLH5E,. BABHRD
BB OBE A LEE T 5058, Edfh
B e RIS AR A LE L T AR
R EIE. ABKKFEOEGORHEEES
DAERBEH/HTWDE (BIRFES 59). TXC
DBEFEIIF LT, ZOMKIREIIHEEE
EORTA T+ —bLFartr i
BIAT o 7o AW T, BAEREES
Toyr— iR - 19 2 —F/EIESE
v, 70, BMERIEINA TRV
O, EBREYIET A8 EEEORESE
BELEE LW,

C. Wz

1) HHD fEBI D HER

N4 L 7= HHD 32 SEBI O FRIE ARG kA
Fbe R R SRR 18, sk S DRI



14 (B8, %EE - F4 v - #E6) Tho
7o Mz BIZERERBTH HAREER % [FH
ANDPOILCIETE 2, ETOEFTE
FEMLASHIH L7247 4 DNA 2L L. 3%
LERREFE DBAEAEAR % 3 B, K2E A 5

L7-RNA % 5 f, BsaeR i 6 BIRAE
L7z
2) HID EFOZHEFR (£ 1)

B4 DEBICOWT, FIRFEOHE - 5
FEREH - EERE DS & BIEEIZDOWT
AT BHEMICRET AL Eh b HD
TH DN, KL TIE 20 BAH»S 60 i
F CHRIAVISERDE S iz, B
IKIER S AR TS 5 81 BIBIA513 & A
ETHo72d, EHEBIRENERETS
EAE 1 Bl & ZEE O AIGERDTED S bR
fiE 1 BIDSE E M izg
3) HHD fEBI D ATP2CI BAGF RS R

(% 1) |

HHD 32 e 29 BIICEREZ M L7,
Z0H L 19 HOBEFEREIAEICHE
DEVHFHHRDOSDTH > 72, BIEFERD
AL - TSRS D 0 . BRI ESRE
FELOMBEELHLPCITAZ LIIRETH
2720 3 BITIHEREMRET S EATE
Lo f:o
4) HID /B2 FVWCEEL-EEA

ALHIRE I BT B ATP2CI BT R H

BERE % AV CRE L - £ R Ak
ZBIV B ATPC BT RBERAR . F
L AREEFT HER 16 (p. Tyrd83X)
TRELRTEHOEELRETIED SN/,
—H. ALV AERYAET HER 11
(p.Pro307His) Tida >~ ra— L &l L
TEEFRRAOEIAON R P57, L
L, BT RROEELRKT L EROERA.
BRIR AU ESERE ICB O 2 2 MR S
ol
5) HHD FRZEBRZ MBI BT 5 SPCAL %

H

B EEFEEOREMRBILERECE

VT SPCAL 13 5RFZ & oM B RIRE 123
HLTBY) ZERObN ol 72,
FEBIR T ¥ VSV EEBEOEIA SN
"otz
6) HID DA () B
TREROFM L BT EROERE &
DNFELHTEK2DE)LBWHE () %
YERE L 726

D. £%
ABFFECIx, EPIS S IN4E L7 HHD 32

FEBNZ DWTC, BEIEROMET & ATP2C] &
ETHREZIT o7, 13& A EDRERANEE
KLU IS S L. BHEEICIRE L C/haka
EULAZBRY)ETHRRETH 72, &5
BB IZE5T 5 EBER L RO R RS
BHELNLEIEFIDE 1 BT OmBD SNz,
ATP2CI BIZFHAT TR, 29 EFIC BV T
RERIML 19 ASFHOLDTH 572, 3
BICIIERAFAETAHILIZTE LD o7
2, TOHEBE LT, BERAHEHRALC
WBERTFHRETIE, DEEFIoE—%
BHOEREMETE W &, 2) W
REGBIEFREEETLIEEICENEHR
HMTELWI LR ENREZ LN, BRIC
FERMEDYD Y | BEOWE L AR EE
TREDOEA & BRIRMERERE & OMHBIEH
LPCTE ol BEEEYHVTE
= LREAIICBIT 5 ATP2C] &%
FRETIE, Ty AERYET 556
16 (p.Tyrd83X) BV THFDOEELRETH
BOLNTZ, —FH, IRV AERZHT
AHFEF] 11 (p.Pro307His) Tita > bu—
VERE L THRIETRAOE T AL N 20
2720 FER 16 TiE, HWRE LB PN 7 4
R TOMBENICBIT 2B ELE R
JERERETER S 5 L& 2 LTz, ER 16 O



TRIIHINY I LR TOAL F EEEEH
WAELTBY., ZoOMBANY VYL
Bk DY RERE E 2 R R RERFEHLIC R < B b
S2TWhEEZ LN,

% 72, HHID OFBWrAHE (52) ZAER L7,
FAEINC BT 5 Mg 2 i & 72K
- OO AZRHIERE T 2720, EIR
WM EE T ES IS T &7,
ATP2CI B THEIL, MEZW OO DE
ELREHE L THAAN, Ll KE
BT A ATP2C] Ein 53 & SPCAL ¥ &~
N EDFEBE AL real-time PCR EX°
SRR F Y OF IR 7ZHETIX
%, TN EBIEBWIEE & L TEIE
WIEBMEEET S 2 L3, EERFS
W ERETOMX CHEICHIT TS 5
MAETE W L0 b, §BREEITH &
BEWH Do
1) FFZERRDOEMWE R

e tEE S 12, HID BE O ATP2C1 &1n
FENTOFER % 2008 4E12HE L C (Hamada
T et al. ] Dermatol Sci 2008) LIk,
PN DZEKICB W CEIMERET T TE

(BEHEMZES | 4 108 B HAEERF 24
£ 2009, VEHEZ © 5 61 B H AR E R
ATER L ERFAM RS 2009, BEHMEEDS !
%5 62 [ HAMBAY ¥ Kea 2010, {EH
M D L8 36 M H AR E RS % &) o
INSOBBEIFHE S N, RNEBOELET
MAKENEET LN TWE, B THRED

FERIIE A OBBICIEHLRZHE 725 L,

i 70 BARIE OAEIK - (23 5 WY % &L

BT S xR TA [ 74— A4
Farver b OB ) ERRMEZ AT
AT EMTEBLLEEZLNS,

2) FERBEDIHAIHER
ARAFZEREE b LI LT, B4 DIEFIZ

B THY) 2 E BRI S N CTRERDE R

M ET UL, RIS 5 BT T
W52 eI NS, AR
L LC, IR OB HRGEED
BRSSO IE, HHD B O - [B#E - 1R
AEEIZDFEETLIENTE, FFEED
HENOEBEISVWEEbNA,

HHD 3 B EREETH 5720,
TERER, BELZEICOWTASHE T T
BLIRE D ENT I hdholz, FD0,
WESWA L SN WE FITEBHICKRY K
TEREBRERCHEEREMEERAE L LT
FEABBIE L TV AR D £\ & &
N5, 7o, BHEERICAE L 5 EE % KA -
UH AL AEBICEIYBEEDREETL
EZLIEEIND D, NEOHIHIRMAE
L, R = MESID T Tld v,

ARWFFECiE HHD 32 FEBIZ DWW T, BEIE
A FEMICHRE T 2 & & LI ATPCI &R
FREZERLZ, 62, BEED LI
LTl () 2k L7z, kI
SWiET T4 OEFIZE VT, #
) 72 {REAEIR S, FERD R D 12
T, R B EEE IR 5 2
ENHIEEE NG, T, BWIEELL A
A2 CRAICHOELIHTY, E
7 B REIER 3 ID T A SRR BRI A
LA e H B

HHD DAFRHR T4 300 Bl TH B, Ml

BBIIASA T TITOR TRV, 4%, 7
Bl EE LT v — Ml AR ER L T,
REBOIEEL T ZEHO»IZT L LEDN
H 5o EEOHEHD S OW AL i,
SHICKELBHER 2 IETE 5 Thetk
AT L B JHRIZ DNA ¥ & 7L IZEE C HHD



BEZHT AR KB AT, TEE
BIRY % L DEEIZDNT ATPAT BI5T
BAEZT) Z&I2X D, FIRAEREOHK
DAFRAIAIIC BT 5 HID OEZFZWr
DMWE LB EHEZ TS,

HHD I[ZI3EIB R AT 04 FRFEHRY
5 2 D3 DOIHEE, LT A FRmEi
HH DG BREDEMBIVHEASINE, —
B REVHATH D720 EEDERIE
75 EBM I2i o TR SN2 H DIXFFE L R\,
Trr—MREPOCHEONI HD BEE A
§ MR R R L CRAEIEEO AR
M, BEORELRIGEELREAT LA 7
1 EE/HTHIEDLETH S,

iRz, BIZMEEEREEO HID CIdIR
FIZBWTHREEESHFE L v, &
B98 & AR I BIR FIRHE. & v /37 fifok
B MR ORI S
N5, Wt EESE. HD BEomiEs
S L7257 2 DNA DAV IZ b B2/ 2 &
th L7z RNA, BRI % & DR * FBme
ATV, TREEREBHICEE 9 A EAERTZE (HID
DRBEEHICEDL IV 22T 4 v 7 7
W DREK, REMBAD T IV LiEE
FEHBEL L) 247> Twb, [k, £H
LA ERRE S M B IGHEANTE T 2 WREME b
MOTBY) ., S ROMEREILETH 5,

F. ERERIEH
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