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NROFEREFAIEHT O olifild, SHREREZEZALEREEETHY | FRBOTHRITRE R
%, THRRRREBO—HIE LT, AibHIGMEITFRE Th D EITHERBEMEIFNIEH 5 - HHE
(PFIC; progressive familial intrahepatic cholestasis) 23ENSHN TV 5, PFICIEX. FKE
F-DIENIT L VPFICI~3IZ KB E N2 23, ATPSBI D n - A FIK & 72 HPFICL, ABCB110DiE
TR BRI & 72 HPFIC21Z %t L CITIRIIE SN L TR B3, PN R L2 T nuidse
WO Z -85, TDI=H, PFICL, PFIC2IZxT HIGEEDBEN/YLEI N TN D
ABCB111Z. ATEAMABE ML (CM; canalicular membrane) IZF8ER L. AT & RV ~DfE
PR 240 9 ABC b T o AR —F — T %, Tx 13N 2 I T2 fif# AT 5> & | PRIC2SE 51 0 60%
L ECiE, ABCBLIOCMIEBLE AN LTV 5 — 75 C, B EE Ol B IR ITMERF L TV b 2 &
ZHEH L), SHICAMBIZESE MEOFLRZIER L, fix DS bEWmE A2 Y
—=U 7T HZ LI, ABCBIIOMBEIR &AM E21EM AT 2bamo 1 5& LT, R
FY A 7V BEIE DRI T dH S 4-phenylbutyrate (4PB) & [AE L7~ (2), 4PBOAIKFR{EH 133
BREW BT OER SN, Eo, REFA I NVEEIEREZMRLE LIV b AR T 47
WF9E 2 M L7- & 2 A, 4PBI5-BlAai% (2. ABCBLIIARAE & WiHABS+ 25 /"9 XA =4 —Th 51T 1
THERIR L DR T 2VBLE2 S du, ITHLAR 2 N7 fi#dT CIZABCBLI D FEEIG N ANGR D 417 (3, 4), 1€
ST, B MZBWTHAPBOARMIZ L Y . ABCBIIOCMIEEILEAHIINT 5 & 0 L HEHl S, 4PBIZ
PRIC2IZKI L CIREN R A T 2 L IRF SN D, YL EOE R LY | RBFSE T, PFIC2IZKT 5
APBOFIWE, ZaVEAZFTHE T~ < | PRICZRER 2 %f 4 & U 7= BEERBYRRIRIT 78 2 Sl L 7=,
ATP8BLIXABCB11 DFERE, FEHIENICED 2 Z L AMEIN TS (5, 6), 6> T, PFICIAEH]
TIXATPSBI DBEREAKHEZ T L. 2WKAYICABCBIIVE MR F 972 Z & 23, JWRBRIEICE AR > TV D

REPEANE 2 Hv, PFIC2 & [AIARIZAPBIC K 2 TRBR P I S D, £ 2 TANIZETIE, PFICI
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PFIC1, PFIC2DEFERIERITIEIL TH Y | BRI RIZ X297 Z A4 THEIIARFARETH H Z &
5 BIEFRIT. in vitroikBRZ N— RV T X A THEEZW B1T - 7o, BARAICIE, £ 9PFIC
BE DKM M % N TATP8BL, ABCBLLBR D5/ MENTZATVN, AR 728 B % [RE 14 |
B4 N U 7-ZATP8B1, ABCB11Z JHL S H7-Ei MM AR 95 2 LIT &k 0| Y428 BANATPSBI,
ABCBI1DZEEL B, & L /8 7 BIEVEIC RIT TR AR L7z, Y7 % A T D2Witk. 4PBOPFICHE
BNCxET 230, Rt & i3 5 72 O BB A i Uiz, IRFEA 7 )V EFEIEIC K
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U7z, BRIRPT R, Mg A A ez sUBRBHAARTE O IFH MR B R D2 LIZ S & | 4PB
DIaHN R 72 7l L7z,
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PRIC2SERIN 33N TERD B 7= 255 (Patient 11 c. 36926>A (p. R1231Q), Patient 2: c. 1211C>A
(p. D4046G) ) % A L7-ABCB11% & BL9 HHEK293 TRl Z#H84E L, B A F =L — 3 ik, il
Y IE R T2 & 2 A, MZARIC X 0V ABCBLOMIIEBE R B & ITBHE IR T Lz, —F, K
AR 2> D MR 7 L &GRS L ATPRAFRY 72 (B BR M 5 TE M, 3772 35 HABCB11 D ik TG 2
WELEE A, M BRI BRRIETEILREF LTz, DL EORERN G | MPFIC2IEFIL
APBIZ L DTN R B IIFF CE DIEFITH D Z LR BN E o T,
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LFEGREBID 5 B PFICL  3fEMI, PFIC2 2JEB|DRGEE NS . ARERRBITE~DSINFE 4 T8
. HEBRAZBME Lz, T E TICPRIC2 EFNCHKTT2RBRAK T LTE Y, PFICI  EHIIZ>
W, RBRETTTH 5, MPFICHERTIL, A&, PHETORSHFE I, miktls
MAEMORBERZLITBE SN o 7n, mARICHEE L CUAMIZE T, Mk bR
D Lihsd, BB TSI, S ~— 7 —Tdh HALT, AST, B UL E Al EIXEFLL
Tz, E7z, MR Z AR B AT . A bR FEBR & 0 BRBRRE T IRFICERIR L 72 MR I,
AR B AR BRI L 72 RIC e LT, BSEPOFBLENNEI L CTH 0 | B 5 o#iff%. PFIC2IZAF
A7 g T b B EIaPE AL S BB IR T L QU iz, PRICRESTIE, FFREEFIC D, " HIR
NIRNDE E ORVRIER AR S, QOLAE LK T+ 5, WhitingtonHIZ X 0 #2WE S -k
FERS DR FE % AV (pruritus score) (7)  MHEFI OB A FAT L7 & 2 A, mHEICHEER,
BRI E I CSE Lz, ML A, pruritus score & BT, MBRK T2 HE D Dk~
WAL L, 47 HRIITRBRBHAART OB R - 7o, BRI I, APBORMIC L2 EEZ2 BN
RIERIIBIE S e o T,
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