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fpe @M (cerebrotendinous xanthomatosis, CTX) id, ZAEIET, SRR, /IMMEERA & D
HATHARREE, 7 3V ARBAER L UEEEANE, HEEBIRELER SICX V&SI bh
BB NREESHEREER T, AP TIRBEETIC 55 FIORE LHRV., CTX TIREBEHEAHEK
23T B 27-hydroxylase BRXBLTWB7®, ¥/ 7F4F L a— LB (chenodeoxycholic acid,
CDCA) DAEHBIToN T, IVARY J—AREH T A a—VRBRICER SN S, S HIZEHBRT
— BB T RS, a VAT a—VARERE, BEHBEEREORERRIIH T4 — Ry
BB L, REBESZELICHESN, MERCHAEBLIZI VRS ) —ARERTIEATHS.
AE, BAA CTX BF 2 FEH|D 27-hydroxylase =T OFETE1TVY, CDCA IZ X 1AM E % B
L. MBEOFRMAMEKE V8 LESF DNA ZBWT, PCR IZX Y DNA W Zi8iE =&,
PCR —Z&#4tErifA%% (PCR-single strand conformational polymorphism, PCR-SSCP) #¥& X UNE
B AR ELE (direct sequencing) Z BV TEBETERDEELRToT. Hoh e o EiET
Rz OVWTIE, PCR HIRREESR UM £R (PCR-restriction fragment length polymorphism, PCR-RFLP)
Iz LV BEFEROMRYITo . 2 EFIIZX LT CDCA (600mg/B) ##E& L, 4 BRICEOEE
IZOWTREETV U TORE LS.

1. BAA CTX &% 2 Eflicx L, EREBETF THS 27-hydroxylase EEFOEFTEZTV,
Arg104GIn, Arg441GIn, Argd41Tp Z R\ i L7, Arg104Gin BINETIIRERRZL, HFLWERE
EZzxbhil.

2. 2RI L 112 CDCA 5 TIHE I VA ¥ J—/VHE, BEE MRI FTRIIRE ThH o743, CDCA
e 4 B, BEoOWE, BROME, HRERORELR DR, FEILXT S CDCA IZ L DHIHKIL,
BREFT ROBEANIC PR R OBIENEEL b b TSR S i

ARRE CTX ODEEEETFORE LA L, FEIIXT 5 CDCA IZL2BREHNREHLMILE
bOTHY, %D CTXHFR LN BREFEROFEICTMY 3 TH 5 LIS D.



