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F o ow X & Common Mutations in the Low-Density-Lipoprotein-Receptor Gene
Causing Familial Hypercholesterolemia in the Japanese Popula-

tion
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(B #) FEEEI v A7 o—nMjE (familial hypercholesterolemia, FH) I3, M2 v A5 u— L &EfE, HEH
Bl SFEMEEIREE 258 e T2 HRAKREEERTERT, ZOREBIEILEY REH (LDL) 2F5F0EE
WRIBTH S, FH O~T ofEEHE—HRAO00A K 1AL ERETHEET 555, BIETE30mALRE, ZETHH
BRBLUBCERCEIHRERR2EHT 2 s, FH ORAZIIE FTHEFNRM» 5B CTEELRER 2L, #
ETFEMEZDIODERLZFRTHZEEZSNDL, LALENS, HEAKBWTEMAKIZ FHER O LDL 2%
HELFEREOHRERZHZ2 00, TOHEBI OO TR LG, HETZHOTARLRETH 72, &
Woe i3, FHIESIO LDL EMELR P 21T 2 80D, SETFERORE &£ 2 0ERHEEOR © 1T, H
AANFHEMCBY 2 LBEROFWERF T2 e 2B Lz,

[F %] SREEERMW FH L2l 2 o R e EEHUFIR U~ 7 oiE&H 1200, FH 02y, BEERTKE
[RFM:EIBIMAE | AR O 2B Rt > oo EETERORE R, BHEAMEK» SHE L2 genomic DNA %
AT, LDL ZF & D2 exon & U exon-intron junction i & PCR (polymerase chain reaction) 2 & D #iIE L,
YT ra—= Ik, BERYERE L, SETFEROWE O PCR-RFLP (restriction fragment length
polymorphism) ##& L < 12 ASO (allele specific oligonucleotide) hybridization &2 & - 72, LDL Z&M4IEM: I
Goldstein & D FFHREYy, HE3% K EHRMESEMIIE 2 B v 3T CERIREIC B 1T 2 '#I-LDL OfE&RE, D AAEE, 2
AR = WIE Lo

(1 #&) %79, FH REEAERIGEHRE LT LDL 2FKOBEFHT 2T 270 £ A, S5 HOMETERN
EENTz, T4 5 LDL ZF4K intron 12 splice donor site ® T - CEZH (1845+2T - C), exon 7D I A¥ ¥ A
ZEHL (C317S), exon 140 3 A X > AZEHE (P664L), exon 17D F > v 2% (K790X) B L Wexond O I A+
AR (C119K) RIE SN, 9 b K790X 285 & E119K 25583 compound heterozygote & U TR & v, #
DO 3 EREIZ VLTS true homozygote & U T & 17z, £z, K790X ZE I3 ML DIREMN L Wil B ERTH
S, TOMOERITNOYHD D TH - 7o K2, FH R EHEESE2UB 2% & U TEER OB 2 IRGL



72 £ = %, mutant allele 48{f 0 5 £1845+2T — C ZHE 310 allele (20.8%) IZFRD S iz, MO IFFIHF IE
BENT:DBTH -T2 2512, FH AT oESE1208 25K & L TRAKORE 21707 £ 25, BRAOHBEBEAR
131845+ 2T — C Z R 16/ (13.3%), C317SZR 8% (6.7%), P664L 25 4 (3.3%), K790X &R 8Bl (6.7%),
EIOK 255 2 B (1.7%) TH D, ~7 aEEE120003861 (31.7%) BZh s 5 MORRTHBS iz, ThH6OE
BRETHEMOHEMEPRI LIZE D, WTROERLELAHHERDL IS, GHETHIHALDDE,
TROOERIIGEERTH L EHZ SNz, FH AT nEAHRO30% M ECRIEFRIBRTH > 12 2 &, FfFR
CHWEEFEERIE R EENEFECcH 2 2 s, FHOBEZEB 2% LTREF2M AT 26H
MWHREEE Nz,

& #] A% LY, AAAFH O LDL SAGEGFERICEBALENELET 5 2 LB L UL ORETFEROD
BEAIS L0, 15K FH O&ETF2HnEMLI 2 TS mR S 7,

RUYBEORRNEE

AW, HAEASENES 2V A7 o—VikE (FH) Rz 8»T, 2ORETH 5ELEY K&EE (LDL) 2%
BEETFEROBRI 2TV, BETEEAFAET 2 L L b FOHBBEERRF L bDOTH S, ZOMRKE, ERH
w2l s i FH A5 o@a k120600, 1845+2T — C &R 51661 (13.3%), C317S LRA 8HI(6.7%), KT90X %
B8 (6.7%), P664LZEH 441 (3.3%), EINIK ZHEH 24| (1.7%) Wil Sh, 2405 53841 (31.7%)
NINSDERTHEINS, TEAETZEHAOHEBZIVTRLELAHERDens, REETHLAL
&b, ZhSOERIOARAFH fEFIC 51T 5 LDL 3Z454K0 common mutation TH 5 b D & H 2 5hic, FHO
0%LLEDEFI TEETZHHBTEETH S 2 LRSI N, R FH OREF2Hn R s 1 2 WJREMRE &
N2 s, KPRiEs CTEEREEZALTEY, FHUORESETLIDEHFZ SN D,
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