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Mutation analysis of the ATP2A2 gene
in two Darier’s disease pedigrees with marked differences
in clinical severity within affected family members.

(RENTEERERICELVWEREZ A U7 Darier & 2 K RI12BIT 3
ATP2A2 Bz TFEERBRFE)

R TNEOEE

Darier /FIXERREVIC SRS - AR - ASSICERRES T - 1XREE2 2T 5 F AT
HREHRE L 2B EHEETHD, TORRIIX 12 FEREFEBRELD 23-241 1Th 5
ATP2A2RIETFOERTH D, ATP2A2&EF13 21 D exon 1572 Y | /NS FIZTETE
L Cazk MIRSEH B/ NENICH%T 5B AE sarcolendoplasmic reticulum Ca2*
ATPase 2 isoform (SERCA2)% a— RFLTW3, SERCA2iX SERCA2a & SERCA2b @
220 isoform Z#FH. FIFITOHOBHEG. BEITTEHORE, MBHRCEEALTWY
5, ATP2A2RIGFOERIIBE 100 L EER SN TWER, ZOERBMTELSFLE
WAMLTEBYVEY ARy PRSIV, BHAEE CRKER L BETFERORIC
AL RRBEEERD - = T 38EIT 2N,

L L2 D i D ERAKEEEMEBEMER B TH 2 BRI R EARIE (epidermolysis
bullosa simplex) (ZIWTIIRRN TREEROZERZ X L OIEFTKs BEFICH D
1ODEERBERINRERDH D, TOLIREROEIT L > THHFERICEENEL
D AT EM STV B 23, Darier ROFRNICB W T H FDAEEMIIEE TE 22U,

SEOHETKEREMEICL X > THEN - KERBESFZHCZHINEZEEA
Darier 75 10 ZRRIZOWTEDRKEREZEE - PEE - EFCOEL. »OFhEho
BREFEERREITo T,

FF 1-3 IXFEAREG T, TOILRAK 1 & 2 E0BKERICBE BEOERRD
h, ZRR3IPLETEETH-o . FFR 410 1ZFNBPHIEF ThH Y BRERITRE) S
EEFITHEROLLNE,

MEFREIZBERMMOE MRS genomic DNA %#HH L. polymerase chain
reaction % i\ VT ATP2A2R{=FD 21 fBD exon & exon-intron DIEFAFIE 3£ T % HAE
L7z, £®D# ABI PRISM 3100 genetic analyzer % f\ T direct sequencing %17\ VER
EREL, BRLEERIIThEhEN 2 HIRBEREE AV THERE L,

EDRR. 10 KR TRRT ATP2A2 BEEFOEENFER SNz, AL missense &
Z5 6 #E (M1V, N39D, L180R, G233R, C318R, A838P). insertion &2 1 B

(2170insG) THH. 5% 3FEHE (L18OR, G233R, 2170insG) MFHICKBIN-ERE
Tholk, BEROGH Y ATP2A2 BaF EICHEL TEY ., & ICEPIIED o7,
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FEENPROERNTERIIBE T > THY BEROEROFEIIRBTE R o7,

KICHERNTERERCEE- BEEOERHDIERLE 2ICBVWTEHRKER & 2ORET
EREEZUBBRNLE, FER1UIZTTERBNE @) 20 50R0ET (EE) ThHY,
REFERITG23R Tholk, FR2IZ17THE (BE) L 138 (BE) Ofgk cRE
FELiT C318R ThHo7-z, G233R X SERCA2 D 3 2D cytoplasmic domains ®H T 8
-strand domain @ C FKUEHIAE L TV /=, SERCA2izRBITA = @‘&Bﬁ?ﬁﬁ B2 &ET
REFHATH S0, SERCA2 AT CazBB%k Sh A M OTEICABLTBY ., o0
DEELEREI M X iz, F£7= C318R i SERCA2 DEEBE TLE T 10-11 EdH 5
a-helix B35y D 5 b, Ca#*DBEBEFHR TS 3EXD I LD 1 K Th S S4B LTV,
FFICZ OFBSriX “Ca2+-binding sites” & 20, WROBHE TH5 SERCAla IKBiT 34
ETIRZ O TOREFER TSERCAla DHEENRK 50%ICE D 2 L W IRERR SN
THY ., SERCA2 LBV TH ZOHHA Ca ki BE2RF 2o TV 5 Z L AURE
Ihi=,

Darier RO BKER L RETEROBEZI SOV TOMEIXIABEHNTHY |

Ca?*-binding sites 3L P EDEEOERNBEHRIEROERICIEET ZTEEMSTHR I N
7=
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Mutation analysis of the ATP2AZ gene
in two Darier’s disease pedigrees with marked differences
in clinical severity within affected family members.

(RENTEHEFRERIZE LWVWERZ 4 U7 Darier 7 2 KRIZBIT 5
ATP2A2 BIZTFEERR)

Darier J&i3 12 HB&=FRMEICH B ATP242 BinFOER TRIET 2 HREAEEEEH
¥ & DREIERBTH B, ATP242 EIEFIE 21 D exon 23572V | /NS EIZTFE L Ca™*
P ABRED S /NEENICH%T 3 EEE sarcolendoplasmic reticulum Ca®* ATPase 2
isoform (SERCA2)% ==— K LT} Y .SERCA2a & SERCA2b D 2 -2 isoform % -2, ATP2A2
EEFOERITHAE 100 DERRISNWTHER, FOERBILTEETFEEIIHMLTE
D hot spot & 72 BERAIR Y, FBAEE THRHER L BT ERORICH G A 2BhENEDS
Holo L THEEITR, UL UL BRI EREIERE Th 2 BMAREAEE (
epidermolysis bullosa simplex) 23V TIIZZF RN CHRERIEIRDZER % 7+ & OT-fEHIT K5 &=
FIZh 9 1 DOBENBEAINBERH D, O L IITERDBIZ L > THRFRERIZER
DM U B RTREMEDS Darier JROFRPUNZBWVTHEEIXTE 2V, SEIOFFT 10 FROHR
A\ Darier JFEZIZ DWW TEOBRIERZEE - PEE - EEICOEL. I OEhThol&
GFERRTEERIToTo, Tk 13 IIFKERNRIESIT, TDOHER 1 & 2 IXZOBRKERIC
BE-BEFEOEPRLN. FR3 IILTEE TH-o7, FR 410 ZENTHIEFITH Y
FRERIBRENPLEEET TRDOLNE, EEFREICIABFRFELO MK S
genomic DNA %3 L. polymerase chain reaction % FV T ATP242 B&{=F 7 21 D exon &
exon-intron DEEFFEINE £ THHEE L7z, Z?D% ABI PRISM 3100 genetic analyzer % v T
direct sequencing 21TV VEREBRE L, BR LAERIT TN TS 2HIRREER & AV CHER
L7,

FORER. 10 FRTP 7T FFRTATP2A2 BIEFOERNPRER X7, PAIT missense ZEHA3
6 FEE (M1V,N39D, L180R, G233R, C318R, A838P). insertion ZERA% 1 F&)E (2170insG) TH
D, 5H3FEE (LISOR, G233R, 2170insG) BFT/ICHRRINEERTH -7, BROZA
b ATP242 BT HIZBAEL TEY ., L IZEPIIRDRP o, EENENDFEERANT
TRIZ1BETHOTHY ., BROERDEEIIHER TERI o,
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KRIZFFRN CRESIERI R - BEDENH BHR 1 & 21ZBWCERER & 7 0OGFE
REZHBRAI L, FRULTTEBE @) L2050E0BT (EF Thh., BE
FERITG2BR TH o7, FR2T 175 (EE) & 13 5% ERE) Otk CREFERIZC318R
T#h o7, G233RIZ SERCA2 @ 3 2D cytoplasmic domains (OH T B -strand domain @ C i
(ZALB LTV, SERCA2 (23815 Z DB OB 502 R ENIRIZRIATH 525, SERCA2
T Ca"dmik SN B OITFHNIE L TBY | [ILHOEERBENTRSNE, ¥
7= C318R i% SERCA2 DEEETN T T 10-11 fH 3 o -helix HHD 5 b, Ca¥* DiE¥%
FERRT D3 ARD S LD 1 ATHD S4ITHIE LTz, BT Z DT “Ca?-binding sites” &
29 BEROERE TH S SERCAla IZBIT A8E T3 2 O COEE TR T SERCAla
DHEREDHI 50%IZHE DD LWV S |ENRENTEY . SERCA2 12T 2 DESH Ca?t
BEIZEE BRI S TN Z LIS &z, Darier JROBSRER & BETEROBEE
(DWW TOFIXZ BRI TH Y . Ca®'-binding sites 33 L UF DITAEDE RASFERIER DZE
RIZEET 5 AREMEASRIR S T,

NEBARFKITERL , BIEDOEKBEZIFHNOIX, SERCA2 DOIEHE K EMIZ TOEXIZOVTD
i BIEOHEK ZEEHOIIRRBUEF COMRRBRDA O BIEROBFRIZ OV
TOER. TEDE A2 ABEEER HIIER OB G FERY > CTHIE(L T A0 R SRR
DEEBLOERS RO TIEFI TOERIZHOVTOERRY . OB OGRS
Boreh, BEEEIIIBEED A EE LR US,

ZDFmIL, B R Darier JRIZISV VCRRRSER & BEFEROBREIZ OV T O]
DTORRTH Y ZOREESEHES N, BEE—RIL. 2NbOREEEEHEL . }¥px
ARIRICRIT ARG BN L L O B EEE M (B2 DRI ST ADIC TN ks %
BT 23LDLHELE, |
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