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1. WFFERAR S FOHE &

IEOSFEHFEOERT, w7 e
R vaFrso—=2FLnd R
WTH-#EFOEFEICL-TERI &
NAEL OEBIIBWT, TOERE#RETF%
AN D LEMEIZLTE R, BT
BIRIC BT HAEMNERS, EREALE,
EREFIE. BEE. RMEREEER
ZDEROREN KL LHBAL, Bxr bR
¥ e 7Y /—3isA (lipoid proteinosis)
®° Kindler SEEHORE#EFEZRET S Z
Lok U7 (Hamada T, et al: Hum Mol
Genet 11: 833-840, 2002; Siegel DH, et al:
Am J Hum Genet 73: 174-187, 2003), RIE
MEFHRREIND &, BRSO EREBET

8l & QFEFIZ DWW TEREF BT, 7—
SRERMERDZLICLY, BEFEFOE
i - Fil3R & ERERAVEEAERE & DFEBIASEA B vz
THTET, BxOHEETIE, BEDNAZ
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ALy bo—r Ty REIC LY, Bl
R 7K TR E <o K FE B S R AR B AL R |
Vorner BRI BLIER FO 7 T F o BIBEF
DEBIZEVEL B —H O RN MK S
ICOWTEERMIHEITV, TOBREHEL
T&7- (Hamada T, et al: Br J Dermatol 150:
609-611, 2004; HEHEMZE, fh: BE2E 114
1415-1420, 2004 ; Hamada T, et al: Arch
Dermatol Res 296: 577-579, 2005. 72 &),
£, BT, ERMEAERSHAEDR
mMEICBML, ZLOBREEZBETLH LI
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gradient gel electrophoresis) ¥, # 1 L
Jro—2 o RAEREFAVCTENRE
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DRI LY, BEIC 24 OBEFERE S I iE
PRI L.5Z J A DNA DB ELRT LTV,
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HERRELZAVLI L TCEL ORESE
HZLRTEBHLFHEINE, BYIELICHR
L, [Ba OEFICHEWTERETER 2 /B
L. T—F_—RAZEPL T Z L IFER
OFNL - FEIE & ERAER OMBEEZH S L
TWS ETHRICEETH D, %< DiltEH
BBIZBWT, HAESRICEERMT% 2 HER
THZEIEAEETHS, BIETFMRITIZLY.,
EEOMALREERHIAT T, RiEE TRl
L., ERBEO TR E D MIRBIR T
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LEMmRERIIHNTAERLEA T4+ —A
Farver b&2iF9 2L L TEH, IROER
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DRER| & Wil 2 Z & T, AFITHBIT 24
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(1) FRR195F & : e RMALE O BEHFICE

THUOFEFRNOMIERERR L, &/ ADNA
OMHIFEEIZE T LT, KERLER A
BERERRALRLE . FEAK T 50 R M i BRI
fiE, BERAEREE, B{LARAE, fEMEE
AR, NethertonfE{ERE. Peeling skin
syndrome, Hailey-Hailey#572 & M3 E4L.
TIZFU10, PFARATALF I F—F1,
ABCAIZ, SPINKS, W5 U AT & I 4 —¥F5,
ATP2CHT S HERORRMETF42 7 — 4
v b & L7=PCREZFAWVTDINAZ T AL L T
W L=, ABCAIZX53. SPINKSVI32d = &7
CEALTEY, ZoOX5ictigikE i
7V ELODEGBFIZTONVWTERZMEM
OEfICBEHT A FEE LTI, #ENS
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HAobhT&k, Zhbix, Bohi-fEc
BilIoBEFERDI b, 1~#iEEO R4k,
HADDVITEERBZHA LT B HE
THHH, BEEOBWBEEETEHZLO
DEEEEILT0~80% & ENTW B, &= THHF
FETIIRE L L CDGCEREIC L 2 B#EER T -
Teo RETIHEHATHARFLRLLT I
FOREARZ DT RV TIZIALTIR
TFNEHERAT DA, DNABT A i3 28 f: 70 i B 3
LHTE EL{E VTN (melting temperature)
E %2 B OECFAE A fitfE+ 5, kEIEALS
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L TWBN, TH~RIOESFIEA -
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WERBHT 5, DEGEEIC L 2 MEFEEDR
HEITRKI9% L MEZINTEY (Grompe M,
et al: Nature Genetics, 5: 111-117, 1993) .
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HETHRETT D2 & T, BEFEEOHA -
FREE L ERARRVERERE & OBz YW TEE
L7,

(2) FERKZ0FEE : JEE I SR M R iR ERAT
BEEIZOWTIE NSy AT AL I F—F10
ABCAIZUAA DBIEFERIZE Y BRIES 545
BRHHTEBRRBENTEY, HEOBsE
TN—7H 05, 2¢33-q35 (Parmentier L, et
al: Hum Mol Genet, 5: 555-559, 1996) .
3p21/19p12-q12 (Fischer J, et al: Am J Hum
Genet, 66: 904-913, 2000) . 19pl3.1-pl3.2
(Virolainen E, et al: Am J Hum Genet, 66:
1132-1137, 2000) KREBEFRE<E»
FEahTWb, Z&FFETH, ¥ 7F1/10,
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(Hamada T, et al: J Dermatol Sci 50:
147-150, 2008.) =7 FE—{HEEL S
fF L7 S EAaiED H AAFRICEBIT S
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J Invest Dermatol 128: 1323-1325, 2008.
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