Molecular genetic analysis of familial
hypercholesterolemia : Spectrum and regional
difference of LDL receptor gene mutations in
Japanese population
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ZMNAXEH Molecular genetic analysis of familial hypercholesterolemia: spectrum and re-
gional difference of LDL receptor gene mutations in Japanese population
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FiEER = VAF o — /UM (familial hypercholesterolemia, FH)i%, ®i= LV XFu— ViifE, &
Hel RRMEHREESLZ 3 ERELTIED THEEORWERGAEEREERBRTHS. FI 1T,
BEXEYVREBLE ¥ — (lovw density lipoprotein receptor, LDLR) BEGEF iz FhicE41+ 3
7 REH B-100 (apolipoprotein B-100, apoB-100)?D &% (familial defective apoB-100, FDB)IZ & b #iET 3.
BEFLATCINGEZREETAILICEY FH 2HEDHL, @R L ibReBsTs &8
ERTEOBBFBIORNDLEILND. AHATILEAAFH X1} LDLR 3 X T apoB-100 BEEF
EREZMTL, REFRHOTERELRHMLE. & B X CFHFE: BEMZBHESLAERORV~
7 nEAK FH200 EEHICR L, LDLR #=F 72— —Flk, 27 Y 3 X T apoB-100 @ 3500 ¥ H
N7 I/BAZBIKBVWT PCR EHABEARES VB K KBIE (PCR-cnaturing  gradient gel
electrophoresis, PCR-DGGE}C L VT L, MEFEREZFRELE. ¥, BEFERRRAEESLRVR
BTV T Southern blotting T ZITV, KELRXRB/BAZBRHLE. &b, —BATLEER
i & DB E X TV 5 apolipoprotein E (apoE)35 X T scavenger receptor class B type I (SR-BDDBEF
£H % PCR HIFREEFYINTL R (PCR-restriction fragment length polymorphism, PCR-RFLP)IZ TR L 7=.
& B : FH200 #5125 A (62.5%)0233\ T 37 #3870 LDLR REFERBRHBENT. Z05b, 28
BiX, ThETRBEORVWFLRER TH ok, BRLEEOR VW SHEBELERITZ: K790X (19.5%),
P664L (6.0%), Tonami-1 (6.0%), IVS15-3C>A (5.5%)& Tonami-2 (4.5%), &H¥ T 41.5%% L5H7-. K790X
ERIZ, EE MR, SHIKIIEETHRRINTEY, ARARELSHBLTWE b OLEZ LN
5. EEEHRKICBNTHo L bBEETHIBRETER 1845+2T > C £ C31TS X 1 BlbBHan.
Pofe. BAIRBWTFH® 3-8 %L SN 5 apoB-100 DREFERIZRWE S ko, /-, FHIC
BWT apoE B LT SR-Bl #EFER L MEBEHECHEIRD b2 ok. REFMEITLY LDLR
BEFEERFRAESINRZW 75 flid, REB&h 125 flickk~, BREAEOCEEICELTRO Lo,
BaL2Fo—/L (298+63mg/d vs. 336=57mg/d, p<0.001), LDL = LR F 2—/ (233+59mg/d vs. 266
*57mg/d, p<0.001)F & UF coronary heart disease (CHD)DRIER (22 vs. 29%, P=0.05)BEH HIZEBE TH -
7e. W BFAFHCBIT2H 42 28HED LDLR BREFEELZRELE. EROTREEDT, 37
BRICHLOIEY, TOSMCIIHEERSH Y, BRFEROSHRENTEN:. BERMCZE SN FH
i%, LDLR 3 X T* apoB-100 BEFAEATIC L D 62.5% L 233 & ¢, LDLR & apoB-100 B4 DEEFER
LY BETAF - RRENRFET ZFEERTR INE.

FIFEITEBRECEL R L VELS FH OBGFEEREHBINCRNLELOTHY, HFi-o@
GEFREFORRL LLICSHFELHRELALMNTL, E5HIT, THNETO LDLR 38 LT apoB-100 &=
FUAOFEERGb IR L, V REARBEREOSFREFIIERTIMED ZHELFEMEN~.



