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RRREME . WEA RRARRF, #E1T DNA FRFIISE , DABIH L B R . 455 : 31 R BT AR
IRAFRIE B E B MURER, , #9373 ABCB4 RSN T 6 RANE T 14 WHLER B, RRBUME T 6 RINBT 14 B
fhde, HTASNBT 6 RANET 14 1y PCR =4 31T SSCP 52, TRH KM . NRIFLILE R, MEALPkLE 7 FIFES
WESNB T 6 BAMBT 14 f) DNA P51, RERRRE . Hit: X2 MRBHSTIRES ICP iy 24T, ABCBA £H
RERE ICP RIRHIARMY AT E A BIPI AR HER TR .

[X@R] &iR; BITRHITR; ZEH,ABCB4; FF31547, DNA

[HES%ZES] R714.255 [ XEFRiRE] A

Relationship between the point mutation of ABCB4 gene and intrahepatic

cholestasis of pregnancy
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[ ABSTRACT]
cholestasis of pregnancy (ICP).

AIM: To investigate the relationship between the point mutation of ABCB4 gene and intrahepatic
METHODS : Using the method of polymerase chain reaction single strand conformation pol-
ymorphism (PCR —SSCP), the point mutation of the ABCB4 gene exon 6 and exon 14 in 31 women with ICP were detected.
The PCR products of suspected cases with the point mutation were further DNA sequenced so as to determine its mutation
characters. RESULTS: The target band of ABCB4 gene exon 6 and exon 14 was found in all blood samples from 31 cases
with ICP. No ABCB4 gene exon 6 and exon 14 deletion and point mutation were detected by PCR and PCR - SSCP, respec-
tively. To check the finding, 7 cases amongst the 31 ICP cases were selected randomly for DNA sequencing. No point muta-
tion of ABCB4 gene exon 6 and exon 14 were detected also. CONCLUSION: The finding suggests that there may be no re-
lationship between the two mutation hot spots and the ICP pathogenesis. Further investigation of other mutation hot spots of
ABCB4 gene and enlargement sample size are needed to testify the relationship between the point mutation of ABCB4 gene
and the pathogenesis of ICP.
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APIEFRY 1S ,94 CAEM: 30 s IR\ WA B ER
HIAIE], B R S it R] L3R 1;70 °C3Efi 30 s, 3
35 MER, BJ5 70 CHEMH 4 min, HL 10 pL PCR 3"
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Product
size(bp) condition (C xs)
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Fig1 PCR products of ABCB4 gene exon 6. M: 100 bp ladder
DNA marker; 1 —11; ICP patients.

ABCB4 EE5MEF 6 iy PCR 74
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Fig2 PCR products of ABCB4 gene exon 14. M: 100 bp ladder
DNA marker; 1 —11; ICP patients.
E2 ABCB4 EFE5 EF 14 i PCR =4
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Fig 3 Electropherogram of ABCB4 gene exon 6 by PCR - SSCP. Fig4 Electropherogram of ABCB4 gene exon 14 by PCR - SS-

M. 100 bp ladder DNA marker; 1 —10; ICP patients.
B3 ABCB4 EE4S BT 6 iy PCR -SSCP BikHE

CP. 1 -11; ICP patients.
El4 ABCB4 EESMEF 14 gy PCR - SSCP Bk E

Inst Model/Name 3730/3730x_1-1415-018

A5 RREysems 6.5
65 Apr 08,2005 1203PM, CST
SING:193A149 T:118 C:132 KB_3730_POP7_BDTv3.mob Apr 08,2005 12:19PM, CST
Pts 1480 10 9761 PK1 Loc:1451 Spacing:10.19 Pis/Panei1200
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KB.bop
KB111 Cap88
TG W16 G T

Fig5 Sequence of ABCB4 gene exon 6.
E5 ABCB4 EFESNEF 6 HIMFAFE

A BESysiems e
14E Apr 08.2005 12:03PM. CST
SN G:52 A39 T:23C:31 KB_3730_POP7_BOTv3.mob Apr 08,2005 12:19PM, CST
KB.bcp Pts 1434 10 9761 Pk1 Loc:1405 Spacing:-1049 Pia/Panel1200
KB1.11 Cap70 Version 5.1.1 HISQV Bases: 273 :
CUCCARL TATGAG CCAG CTG AGT G 6T G G6CAG AAGCA GAGG AT CGCCATTGCACGTGCCCTG GTTCGEAACCCCAAGATCCTTCTGCTGGATGAG 6CCACGT Y
7 13 ”n %5 3 a 3 ” 55 6l 67 ] Ll L] 9 ” 103

Printed on: Fri May 13,2005 01:43PM, CST

Fig 6 Sequence of ABCB4 gene exon 14.
E6 ABCB4 EFESMETF 14 HINFE
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