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2001-03 (23%) EFFIHEEREELATELEK,

2004-05 (26%) EFFFE(CARARATR. BRTHEE T, ERRBRITRRARTIBRINIIETERAKATARA,
mEnGE: Bk,

2008-02 (30%) BEESREMIFHRIA: ANA. AMA. AMA-M2, ASMA, LKM - 1,
gp210. Sp100ZE4fEtt. BiR: OBEMIKFTEHK. A& (+) QI IEEEER,
TEHEENERE MIEEFHIKEILAT.

VT3 RTIhBEIE R ESERE : TBil 20.1-42.8umol/L, DBil 10-28.2umol/L, ALT 53.2-135
U/L, AST 89-166 U/L, ALP 383-607 U/L, GGT 140.4-393 U/L,

BEIRIEXRREZN. NE, TRHEERE. I8/E. Bk, X IVMEER. 1211 "OFEL
KAZEE, O RIRERFGFE? " AR
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- R, BERE, ERiEE
- REEER, =E (1) KPR (5)
- REATHMRREN, HRE (+) . FE (+)

- [EEREER. REUENMISANEAK. A WIREERRPKERMGK, EERRIW—IKE912cmBfkIE
EFARIR, FHRAI RN, FFX0IDERE (+) |, Ko (-) | BanEsE (-)

« WTELBZITE. FRKEK, X TFEIKR (+)



X 3 7 A AR 5 R KPR
| g WENMSE-ISERE(1) § ATAEERRLE

i FFRRZE4L 0 EoE = ity
TBil 37.2umol/L DBil 17.5umol/L B, Z. ", T. KEEF
IBil 19.7umol/L  ALT 102 U/L KAFREYIIIREME, FHIV
AST 160 U/L ALP 607 U/L (-) . RPR (-) . EBf&®
GGT 254 U/L  ChE 2141U/L = () . BEfEmS ()
TP 60.5g/L Alb 31.8g/L

BS 4.52mmol/L TBA 42.4umol/L
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ANASSPHME, ASMA, #1LKM - 1,
iLC - 1. IiSLA. AMA. AMA-
M2, #1gp210. #Sp100: I40H
s

FERER  EEEE

IgA  4.7¢g/L (0.7-3.8)

IgG  24.6g/L (7-16)

IgM  1.3g/L (0.4-2.3)
IgG4 0.11g/L (0.050-1.540)

i[RI

TC 5.90mmol/L, RIFE

I 57

WBC 6.6x10%9/L RBC 4.37x1012/L
Hb 128.0g/L PLT 126x109/L
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TSR, 24 AFP:5.71U/ml FR11IG: PBLIEE: +1
INSFREAIES . CEA:4.50ng/ml HEFEM: IES
HER. BHE CA-125:30.0U/ml Gm: PRt

HIgfIEIEE CA-199:35.0U/ml
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BERENEE:

ABCB4 B c.2655-2656del(p.D885Efs*19)
REER (CRFEFR)

S

EZIZHR:

T TERETE AT AR FRAE3 B

[])

BENE: g #: % E &
HERNS: HARS: 20F14137 BeAR: Mk

t B % REEHA: 20F14137F/M  BUgERE:  2021/2/4
SRR IREKFTHIFIEEAEAER RESS: FDCFM43095  JREEMI:  2021/3/15
N8/ ERE: Mz EREE: T

EEENFONRES (REBEHIRE)
TERIA S IEFRIZ W -
WL, 2%, EERBHFRE 20 RETS, WFRSH: PBC (AMA i)
IR :

(SEAEH) B panel MFF: WBEBEE DNA SHTRAHSIEME DR SR, HRE Sanger JUFIRIE
ISR S BHERT RS

1S HANTEREEERUNENRRER, BEAINRHTEEE

TRMIEER
aF ExAC HGMD
BE REEOER ZERSER sm REBIR BB | Hom Hom _$)¥ TRRIE
—
Gallbladder disease 1,
[MIM:600803]; Cholestasis,
chr7: NM_000443:exon21: 3 A
ABCB4 87046654 c.2655 2656del  Het ‘MTaliepatic, of pregnancy,3, .. .p (10 o Maternal
87046655 (p. DESSER*19) [MIM:614972]; Cholestasis,
P- progressive familial
i &, 71
SRR
EXGIBEANFH RS, MABCMEMLERSI# ABCB/EERIEIRNSE BT SEGHITIERIRIERT P I8
HHIRAESEY (Chol gr familial intrahepatic 3, PFIC3) [MIM:602347], SENRHARTAIREHRIRE B

(Cholestasis, intrahepatic, of pregnancy, 3) [MIM:614972]FIIB &R 18 (Gallbladder disease 1) [MIM:600803],
ERERTERRSERIENDIERE, TEEFREIHSEEHRR, FrolE, BEREEE, BRLS, i§
RF0S2ZHIRRE, FRHENORSRHISHEBEANE, ZaumsmiarEms RIFAR R,
FHIBEMIGFRNS ARBRAGS. BRI R BRI TSange il FISIE, RNBIEFENEER
RETR. WESIBFETEEEN,

EZE:

L ENUEHARE, FR= LF/ AN T HREE R S M sHTRESE, BYESERI TS 2 BT IR,
2. BIEREESFEXRIRIGHFIERE, H—ERFI S,

3. BUSREESEMEMRE, SRR, WESFHE, HTaMaoREs.



ABCBAZE: A 2RI B A [F]llm R = B

Decompensated
biliary cirrhosis

PFICS
Mild chronic T AC
cholangiopathy
. BB+ ER
V A,
“Mild”/heterozygous > Severe’/homozygous
variants mutations

P e e o | . . .
@:é EFH Y -2 Zakim and Boyer’s Hepatology: A Textbook of Liver Disease, 2017
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BARY: 10

BIREAEL
FRBEERERGE

A i e K bR

i L B RO I:2021/03/22
60 W B #0012 L i

e SHAS WHZ® ] KE Ry B

I AP Lt R 123.6 U/L 35--135

2 66T B BT 33.4 U/L 760
FY BEARS W OH & W i S AT z x5 1l

1 T-Bil Ry 21.65 t umol/L 0--20
2 ALT TN 2 R 2 B 29.6 u/L 7--50
3 AST e A TR e e e R Wl 35. 1 u/L 13--40
4 AST/ALT B/ B 1.19 0.8--1.5
B Glu SRR 5.711 mmol/L 3.9--6.1
6 URea JR#E 2.96 mmol/L 1.7--8.3
7 UA JRER 165.6 umol/L 134--415
8 Cr LR 46. 1 umol/L 33--90
9 TC S IR 4.99 mmol/L 0.36--5. 69
10 TG Hyh =l 1.47 mmol/L 0.38—1.7
11 HDL-C R I AR 1 I 1.77 t mmol/L 0.8--1.7
12 LDL-C ARG 25 RE g 8 11 R [ 7 2.55 mmol/L 1.9--3.8
13 LDL/HDL H KA FE % 1.44 1.31--%. 19
Fe5  BHEMAS o H & K R LT % % {4
1 HBsAg AP R RIS ik BH
2 anti-HCV PIHIAT R Uik B BA

k4 PR HEH 69 % AT 14637 Kt H 2021-03-17
{EBE Ji X 3] HLE 79[ 17X300
K2 R

o

A e K6, dem A0 JES. 6em I KAHME12. Ocm
i /y:I]F"i Tem AiMKT ‘7 »{1”“‘,‘\ em e KAHE<14em)
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N, AT LA 5
VTR E T WAL 2em, B0 N R DX ERT o G |
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(BA: K5 oon: . B <4.0cm SIK: <0.3cm) R IR A *ﬁ
JIELBE 5 4k A . ﬂ)J_‘u}}r : 9
Yfﬁ)i&: 2] 85y, RN R

B Y E] 3. Oun {\/}LQ 8om (BHAH: JERE<4. Ocm KE<12. 0cm)

BRI ALK 400, Som, TEAIER, WBRSEHE, A

VEWE: A5 R/N8. 64, ()un /. ' K/N8. %4, 2om (BHAH: K. 9-12em F: <
6. 0cm ) REERWWG, AL, VFIEMEIANE, AFLRkESS, ZEF
AR B K/ANLIL. 31 Zunﬂ’J)LlL’l)“IWX AR RSB

1. SR AT
2. IREGIBRA S
3. 26 AR
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AR RROBE RIS ARV HA LIS IR EEE R R AT, (FEAMRE, R AIREEERERE
A, RIFIEEEESZERNSMIER, SBERSEIERILLEIS (2-3) © 18, BBEEEAHE
=K.

RIS —Miiis SIREIRHR RS LU HIEMAVEE, DKEaEIEEEZRISE IR 10-
20f%, PIBfEIRITR70%-80%AVBEEESE, AR tFIERREREE, BEEEEELGIERL
AU VEE, BEEEEESREEN. KETEEERIEHIRT, BEEMNKGEPITHER, 1EkTE
MIBEEE, FABEREEA.
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ABCB4 RN FHREART7921.1, HB75504 M /E, 28MNEF.

MDR3%ZEH, PHEEH, SBATPESIR, 2—MATPIKEIERR, EEHELE
MDR3HBRNMERIZERE SIS (NBD)FIM NMEIRX (TMD)4HE#R.

ABCB4 55 RARREEA: HRHAFFRIERIE (ICP). ¥iERtiR{s (DILI)
. (KEEIERAXRIBAESSIE (LPAC) Ml THEZRBEIEATRERTESSEL (PFIC3),

EERERS [RRIESAMEFARREME (BRIC3) | #4E) LERIEEH-HRR
TNS)FIRA MR ERRER (PBO)Z,

ST, #KIE.ABCBASREEERISRENAXME jIGFRETIBHRE, 2021, 37 (11) : 2723-2726
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