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2 M ® X £ Expression and Functional Analyses of Novel Mutations of ATP-
Binding Cassette Transporter-1 in Japanese Patients with High-
Density Lipoprotein Deficiency
(BFXADEFREBEY RAEARBEZECHAICRREEI NI ATP-
Binding Cassette Transporter-1ER&D RIS L UHRERIT)
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ZLOFWEHFRCH T, GHEYVREG HDL) aVvxFo— L iEntoEEOEREREOBIcANHEE
BREBSNTHE Y, HDL BEIRELHEEREE T2 LEZA 505, HDL 20 U BiREE(LI ML LTROVE
BTHEELEEZONB0N, KHMERBCER LIV ATFo—VEFBALERIVAF o VEEERTH 3,
Z DFE—BR L Cholesterol Efflux (CE) &MEiZh. apolipoprotein A-1 (apo A-) Xid/MIF HDL 2 & 5 #ifis
MmOoDAVRTFO—)Vi|&IRE&TH %, Tangier iF I KEH: HDL R, * L~ VR, FFIE. SHIRELE IR
ERETE2LAUHOBEOERETRIRETH Y, CEBRBIRES NI ETNVRBLEZSN TV, 204 F
BEIEVEABESOLTR AN, 1998, £0FEBIEF & LT ATP-Binding Cassette Transporter-1
(ABCAL) MEIESht:, —H. ABCAIBRIZFOERNH Y CEBEHIhTHEiIZbhhb 54, Tangier HOD
FHEBERILTOKEE HDL REELBRESNTE D, ABCAIBEZEFERE b - - Kiktk HDL RIBEEDOEEK 7
07 7 ANVRTE—TH S, RECHELEREORBLBELOBBRIBAEL TELALRISA TR,

AR RESRRLCHEEAOGHLEY ABARBESRSE 3EFICE VT ABCAIERKDO BRI L L U#iEL
BiTL. MBLOMEERFLILEDTH B,

[(Hi&:]
@ 3fEHlD ABCALEZF#IT M HDL O{ET %327 3IEM O A MER DNA % iy, ABCAL&ZIZF % PCR
IZ TR direct sequence L7z,
@ BEBREEREFERIZE T 5RNEYE ABCAIORE ABCAIBZIZFOEEFEHREFTH 5 LXR - RXR O
YA RIZL 2 FET £ 213EFHET T RT-PCR #1412 T mRNA 23 %, Western blot B TEARBE BT L
7o v
® BERAZTO ABCAIXEHKOEARA K4 OEHOEE ABCALIIXIET 5 ABCAL cDNA-FLAG % &3l
L. Cos-THIfZiT BBRH & 7., Western blot i5IZ TEADORHAL BT L1,
@ apo AllEALcfilaho0abXFo—5|&iREiE BEORREREFAREACCREBRHRAR
(Cos-THHRE ¥ 7213 HEK293#1Ma) THEF L7,
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2FEFIC ABCALBZEFOEENRREIN, B4 DEROREHELSARTH >, i, LFEF & bBLEFMBaD S
OCEBERIY bo— LItHBUTEHET LT, M 1| © ABCALII#EET G1158A, 7 3 /BT A255T &
ERL T, NEYE ABCAIOREBRIZ, HEFHETFTI Y bo—ILic B LT mRNA RESZEHIET L, BAR
BRFGTCORUTEU Do/, —F, BERBERTR IV bo—VEEMRB -7, fEH 2 D ABCALIZHER
T C5946T. 7 I /M TRISIX EERRL Tk, NRBOEARBIL truncated EAMNHREKITHT 3 E -7 %
REL TN e DFEAREET S - 7o 05, H@BFREBHR TO ABCAL cDNA-FLAG O BRI L L U#ilas 50 CE Bk
BEFIET LTz, fEH 3 © ABCALIIHEET A5226G. 7 I /BT N1611D & EE L Tu vz, ABCAIDER

RBEF IV b o— b EEALRI o 7o b BRSNS X ABCAL cDNA-FLAG BRIZFHME» 5D CEREE b
ZEIIET LTV,

(%151
fiEfl 1 TiX ABCA1 mRNA ORBLER, fE6] 2 T3 ABCAIEHORBEYE. fEM 3 T ABCAIEHO =K
EOEMFIT L BBMEBRHARKT Z &4, HDL REEDFETH 5 & E X Shic, AP HDL REEREO A
BCAIG FHR#A LA BBEEO LU 2 E TORU > BB THREEZITVEI LEHSIII L, AREICLD

HDLEA L3 VAT o— V5| SHREBES S iIc 3BIRELEBERHORBRICEELHRESLSEEZI o0
726

MXBEORROEE

Positional cloning iZ & - T. ATP-Binding Cassette Transporter-1 (ABCAl) 3. Fi&E# HDL RIBFEO—
DFEKTH B EHNREh, BIREHEASE T2 IV AT o0V HEXROBELSFO—DTHELEL LD
5, L L7AEH6, ABCAIORI EMEEOHBMERIRIZLSPELM TR - 12,

AFRICBOT, HFEFR, MO THS HDL REEBEHE BV TIEORL 3 ABCAIERGKERBA L, £
DORFFEMILL, ThThd ABCAISTO mRNA RBEbL S RBBEEA LS TORN - B TRELS
AR IVAT O V5| SRESBBMABREL T D I LS M LT,

APRBIESBROIV AT o— LG SKESBES S ICRBIRECHHABBRAORBIIEELHHEELA 2 EEX 5
h, BOTEREL, BRI THET 26D TH %,
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