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{EHE Y REAZEHE (low density lipoprotein receptor, LDL—R) BEF 3 S 10FREEE
BEEALER (p13.1—-13.3) IKAEEL, 2R45+ oiEEN (Kbp) TIIA Y PavBT 2V Y 51Eh, 53
Kbp®mRNA% 2~ F§ 3, FEME 3 L A7 0 —VE (familial hypercholesterolemia, FH) 3
LDL-ROBRE I L » T REREBESKUNERFREE L, BERXEISHIRE(LE O D RMELER
TERERET ZRETH 3, Fic+ TEAFRUTHER G, PR TRMEKRTRLEY 5, #-
Tk EBRAGREFHERET RN L 0 BHZH L RIPAIRT 3 C S REMBERBO T O LY EET
»5, FEHEF THAKBFHERIIRR2UPIC> SLDL-RBETFORN 21T » ko (BRRFE) MRE
DRPEIMER & Y 3B L 2B FONARRWT, £ 2 5 — RIS (polymerase chain reaction,
PCR) 2fTODNAMR ¥R & ¥, PCR—ZAHHMRESE (PCR—single strandcomformational
polymorphism, PCR—SSCP) iz TREHBAZRH L, SREMBKCH L CHEERRTIRESE
(direct sequencing) %#fFVEROMEEITN » 1o £ OERROWSRME B, (FRRE () L
DL-RBEFOHE 7Y YOREREBUI /Y VORERD 22 RE L EATARBEOH S
&£DFH Tsuruga, FH Kanazawa— 2 &@& L7, (2) FH TsurugaTiRLDL—RO 7 X BiE&4E
HThsx7 v 6 OEBEFICGACH STACNDENEL T ARSI F VBbLFa v yALT I/
BMERSECIH LI A TOERTHY, HBENHLIBEEREHEEI NS, (8) FH Kanazaw
a— 2 BLDL—ROEGFRIBAHEMRO = 7 v Y 14IcCCGH S CTGADOELMBEL Fo Y virdbu 4
YYNDT L/ BERMEI B9 4 7 TFH GujeratE RTS8 70 54 F7RBREVHERLE
Abhic, FH Kanazawa— 2 RFHEEDH 3 BORKAHRHET 2, % OBEKLIIHDL-COE
BEOBERIZH H ENHHERWEERICHME L T2 b0l ht, DUEFRREIhETIREES
7-FH 5 R L FctBEOFHOMI R OREEHEL 5 2HAMEE 725 L, BEXRAFHAEFEROD
BHMETRR LIS, FHRIRICKE CHRLUAHELTHE 5,



