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ABEDESRUEBREOEEDEYS

MR (R AESE  (Pseudoxanthoma elasticum, PXE) 3EBRZ, IBERERS TN, ik
Bk, THRRBROKE, HEERLDREDOLEOMERE EHMIERMORRILZREME T EREKSE
HBREEEBRTHD, BEIR 7 FA~100 AAIZ 1 ALHEINTWS. COREBETIE 2000 iz
ATP-binding cassette transporter C6 (ABCC6 or MRP6) BT TH 2 EREIN-. BEETICAH
A PXE BEIZBNTIT ABCC6 BT ORFAEATNEA, BEAIIDWTIRTOREIIZWN. &
E, BZEA PXE BEELEORKEIZDOE ABCCS BEFORTNICK DT ORI EITole. BREERICK
DREEBW O IN/-HEA PXE BE 6 HLEOFKEENHKE L. MSEORHBMmMIMRL DML
DNA ZHW, PCR Ik D DNA Wi %2HiB S ¥7=% PCR-——FHMMA LR (PCR-single strand
conformational polymorphism, PCR-SSCP), BB/LE#EEEFIRER: (direct sequencing) IZ&
D ABCC6 BEETFOERERIE L. IS ER>EHBEFERIIDOVWTIR, ERY VIVERONIREER
)Wt (PCR-restriction fragment length polymorphism, PCR-RFLP) Xk 2MEsB 2TV T O REZE
=iz,

1. BEAOBREGRMERERAEEREICHL, FRBEFTHS ABCC6 BETOERRREETV
R1221C, R1357W, Q378X, 2542delG Z5HH L 7=. R1221C, R1357TW IZDWTIIHEI<HLWER
EEZ N

2. BEA (JthEesuls) OBWMERHERERAEERE TIE, Q378X, 2542delG R OBFEIE \R]
ARSI e, BAOHEESRMEE R RABERE THREOR W Wb 5 R1141X, ABCC6del23-
29 HIRH INTABILA2BETEEORIOBNHEZ S/, Q378X IZIMARETH S ORIET
ZTHRPBEELTNE EEZL5NSY, BATOREELBL THENBWIEENSH D, BEAD PXE
RIEDHFEZERE L THEL TWA AN RB I N, ’

3. BETFREERROBEIZOWTIIHLM R b DIIRHEhaho .

2 PXE ORRBEFOEREZHITL, TORBFAIZBIHEEHSMILEDBOTHD, &
%0 PXEWFER ST ABC bSO AR —F—HEORRICEMT 2EETH D LFMEINS.



