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Abstract: Progressive family intrahepatic cholestasis (PFIC) is a rare group of autosomal recessive disorders. In recent years, with
the development of molecular biology, new pathogenic genes have been constantly identified, and PFIC is currently categorized
into 12 genotypes based on the OMIM database. The main manifestations of PFIC include jaundice, pruritus, growth retardation,
and malabsorption of fat-soluble vitamins, and some variants can rapidly progress to liver fibrosis, liver cirrhosis, liver failure, and
even liver cancer. Different types of PFIC have different clinical manifestations and treatment strategies, and genetic testing can
help to achieve early identification and diagnosis. This article reviews the latest advances in the genotyping, clinical features, and

treatment of PFIC.
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Table 1 Genotype and laboratory profile of the various types of progressive familial intrahepatic cholestasis
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TR BB AR
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YA AT , IR B A AU RE AL
PFIC-6 3¢29/SLC51A/0STa Fe w EH HARiE EETH R NS AETE R TR AL AR ]
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THREBR A I . MDR3 J2 40 8 6 20 IR S 0% e M i o
5 KRR DUV 20 i 5 i B ARAE 2B IR 2o b 11 PR ek A
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SRR, 55 AR L R TR s pdoh , A R R SR K RSN, s
SRR B JSIRAE AR B IAE A0 i 4 52 A0 10 35 P 46
fio ABCB4 I[N 5748 S MDR3 T e FFAR 2l e = i, 0
T B AR DR B B = it s FIE R 451405 IE A5 40 A, s AR
TR . 5 PFIC-2 AN [F )&, PFIC-3 i PR 4 % , L 2 A
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PP AR RR G RN 1 B R 5 1T GGT /KT 1 3 5
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B A=, nr gk R /N ik 2L R R AR R IR T
1975 g 28 A AT 2% BV 40 L 6 40 AEL S B - MDR3 3
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1.7 PFIC-7 PFIC-7 J& Hi 4% {4 1A 4426 I USP53 %
(617431) 575 5| e 1) & e R BR800 o I AF R B
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I 270 3 A SR /NG T P T A AL B R R
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PR ESE

1.10 PFIC-10 PFIC-10 fi {37 T4 fafAk 18q21 Y MYOSB
R (606540) A5 5562 . MYOSB J R 4 it i JILBR 2 11

Vb (Myosin Vb) F= %Ly Motor,1Q , Coiled Coil f2 Globular
tail U4 Ty 25 A4 S8 1, 76 A A i I 1 40 it %
A #ik 5 RAB RIEE A EAEN, 2
5 5 A M PR Bz 2 A AL 202 L 7 T4 A
1, MYOSB #1 RAB11A AH B 4E H ol 2 #F ABC %1z 8 11
(BL3% BSEP) 1F % 12 A 72 28 /IVEF JE, HL0) fig e s £
200 B 40 AR A I 2k 25 15 B 25K, 4R BSEP 1E W 1 47,
BRI S BB IR A . BEAE & IAH MYOSB & — ™ 5
HOE Y S KRR 9 2% B AL 1 A% (microvillus
inclusion disease, MVID) B EUK KN, 2017 4 1 X i iE
MYOSB G5 AT GCT JEVHRAE . PFIC-10 #3%
HAE2 % LA BB B K I vE R LT E AR
W2 M e A T, GOT IR ¥, Hoh AR s Hh B T
iR, BIVAE 6 B0 AR 8 A TR A N B AR AR, MIVID A
O SR IR 1 o I 3 3 A JH A48 i K T A IR A AR
TR, 52 5 2 kA0 T 240 B 40 AR AR H B T ml D
B AL E T R R 1AL B 7R BSEP £ A f /b ok
SEfL S

MVID il PFIC-10 B3] MYOSB JE R R AL 5|, 22
TR B DR U - B G R A A B - (1) WA e T g
A3 S (A4 Jg SC HERS Je 28 B3 P 578 ) (U WL T MVID, i
LA [P 7K VS R 3 R B, TEH IR R Gl 5 5 (2)
PFIC-10 [ 5 2 /D5 — AT AR B Rab11A 255 687
275 5 (3)MY O5B e J 2 i 1 JE R ™ B i 5 4
TS YIRS S AN B IE A OG , PRIC-10 /& 44 BRI AR
FeE R S O AR AR St HA MG M T AR S
FRH A T O RS PR IR R 5 (4) A4l /AR
HERS 28 5222 i T MYOSB 2 (4 IE Motor X, Ju H A T
1Q X 14 £ 3% B T RE R BN L4k GOT AR . A
K PRI 7R K 5 98 5 2R () AF 9 0 T T 0 28 4 1if DR 22 3 LA
Je A8 3 MYOSB &5 [ 4% 45 19 38k 1 o) s ifF o2 oAy 2
1.11  PFIC-11 PFIC-11F 2021 4E# YA ™, g fir T
15q24 (19 SEMATA £ K (60796 1) i 5 58 512 . 1555
= 7A(semaph0rin 7A, SEMA7A)ZE H B ME— 1kl B g
Tk UL i A5 5 8 1 7R i i LB G 22 b 41 21
Fik SR AR s AR TR AL AT 4L i R
HAb AWy 2e B B R E 2 . SEMATA 2878 0] 3 oo Jak 2>
BSEP #l MDR2 (1% & 35 3k T4 I8V 2 iz fan , 3 2L PFIC (1)
Je k) PR B s AR R IR £ 451497 , TBA (ALT
K AST FH , 1 GGT L ALP J B 4T 2 ¥4 4k F 1E % K .
WA I BN , SEMATA 2875 5 A IS5 9% B P AR R /R
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1.12 PFIC-12 Ltk 15q26 |- VPS33B JE:[H (608552)
ZE75 5 | PFIC-12., VPS33B JE [H 4 i Y VPS33B % 1 5
ATV N- 2 5 1 R o 0 i U PR -1 o5 2 1 2 R
WG A 2L 5 200 B S R 240 b S 2 ) ) 8
FELR, 25 E A0 N E RS
FHEEAEY . VPS33B KL A G, T 40 L i 2
P15 Bt AL 20 A 48 A P /N8 3 v 5 JC A ) Rl A 3k
X, FHOMI R 25 A ML 2 H 8 A A 42 5 A I
VT AS RS, DT EE SR R3Sl AR 51 i 2
JUIBIAE I Y B0 | S H AT 25 I, JE A T R
PE N B T W B T1 i B GGT IE 3 o FZH SV FRARE K
JEF 200 6 % /0N L 45 OEL 3 9% FRUR S 40 B O R ST 5 4h
VPS33B J [H 58 45 i 55 5C 17 25 40 B DI RBAS 4 IR T R
FZEBIE R, Hit, X B R 7E IR M E
JRFRY PRIC-12 Fo 35, 75 B 17 it A v o 58 1) S 7 5671
B AR A

2 PFICBITHE

PFIC (3697 BA PR, B AT i JC 4TSt PRIC £2 5
PEZGH) , W AR X 288 8 B0 ML 35 R R e B, DA A T 1%
JERFERER L 37 0 0 2 Ji | O 48 v 2 7 o o 2 H T
BLRNRIT ARG . PFIC LK 2 BUAS ], a7 S il st Ay
JiiZ 5t PFIC-1 ~ 12 BUIG R4S 55 IR Y7 MW W4 2.
2.1 BIAREIBT SCRREIRYT 00 SR G SR
Z RV AR IR (9 I KE , f A I 4 52 it B
FNYEAE ZAN SRR TR o R T I M 4 A 3
15, PRIC fR 35 23 BB Jo B s 6 o i A5 45, DL 5 b
FYEE R A D E KA 57 b 2 T B R
AR BARK KRG IRGE, P H il = g A A K i
FRRE: AT BT AERL, o728 1] ik B i, e A
Ve JH A v B H il =5 30% ~ 50% R T 5 B BE Sk AR 1 Ak
T
22 HMpET
22.1 UDCA UDCA Z—FpICa i £ /KRR , BE e G itk
b o) PR L A TR P R AL, 9/ D ) I Y
W, H AT LA S BSEP I MDR3 (435 , 25/ JH 7 HIRAR
XERPHERGE07 , B BTHERE R 10 ~ 30 mg-kg '+ d 7,
WF5E 438 , UDCA IR YT Al fli =43 2 — 1Y PFIC-2 JL 2 4%
PERE 52 4 G5 MO0, W1 LU 5 MDR3 B = 5| & i T 2F
A (g,

222 FRMMe RN R ARG —FP B A
W R TE B TE 5 IR R ES G T UV ML & P BELLE
BN <y 5 A R 70 2 R N 1 R 1 TN 11122
AR I3 AR R KT el AR g o IR YT R 0.25 ~
0.50 g-kg™ - d™', R FIHR N 16 g/d, HEFE DA 1 h ek
BG4~ 6 h A R BRSO s IR A
Y5 R T SR e A RO KA 45 2 T
EHR A F A A TE . 5 A 25 W I A A FH s (n
UDCA 45 ), K 252w Ho A 25 9 B Wl , F5 Tl Bm & /0 4 h
AR

223 AE-F AERZGE X Z SR R T TR sk
TR REAR AT IR ME 40 i 22 7 H 433632 3 R F Cautotaxin,
ATX) FE TR, 410l ok 35 A 28 O I T 790 V5 I S 1 45 1l L 3
SR 1F R R 5 [T, o)k I e 53 e g 1
MDR2 935 55075 5557, A2 2E AR T R HE M, FH 0 AR R 8 &
GfRIER) —ERIRIT . IRITIE R S meg kg d T AR
eI AR R R, ] 43 U3 ) o, B KR i 600 mg/d . A
FE I e FR 8 PR A AR 21 38 m] B rp S 4 AT
BEPE B VA a2 25, FH 24 300 1R o 20 170 W I A Ak
FepRIH

224 vk PUIREERT A RRBETZ R AT S AR
AT, 40 i ) 2 B R 28 2 AR ORI L 2 B RTIR YT
JIE T A R e R 1) = ZR 24 . UM/ R (0.25 ~
5mg kg -d)IFIAMIH L BE3 ~ 7 d BhN 1R, &R
50 mg/d, LA | B S ARURR B 24 i s T 4 20 2 T
A RIS R 04

225 Ak A liMOR — Rk B 50 00 e PR
TR, A s 5 SRR G A DGR R B . HEE T
N 75 ~ 100 mg/d, JL# 2.2 mg-kg ' -d7, —fIN Ay
MR AN R SR 35 T T A2 A3 Sk 2 AR O LS
AR

22.6 4-PBA  4-PBAJE—Fh /PR, TR E H T L&
G S G AR VST = N (b o S NG i )
KA, Hasegawa 25 P IHF5E % B, 4-PBA 7 B I i 3%
PFIC-1 B LAY FESE IR . X PFIC-2 L, 4-PBA 7]
W SLRF U Re e bn SR e IR, 2 S0 BRABAT — 2 K
51404 A PBAHEFEHIE 500 mg-kg ™+ d™!, AT UKL,
Jo S T ASREA I 25 A i 24l L, (i 2 1 ks | 4F
KRR LT REAE LUK R F AR T 4 4-PBA AR -1
FAB T S BUF R, SO W o B AR Ak

227 HAZd4h FXR S OCA o]y IR 6 %
AT AR 255 S0 D RR R o FAE B , [m] st m Al
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Table 2 Clinical characteristics, treatment and outcome of the various types of progressive familial intrahepatic cholestasis
517 Il RAFAE JITFAMRFE BIT s
PFIC-1  2fig ., B AR MU R . &R MR IR IR R IS R 2590 UDCA FIHT GHIE I 43 AR X 24 80% 1y 18 3
ARKIRGE, W] SEUFREILRIZ S e 8 e A8 v i IBAT A5 ; AR RS A 5 1 J8 8 A
AT g HUIRIRINREIR T TR BD ITEEHH ARTTHrEE (UL
PFIC-2 e B, BUEARFE [T #E K& AR 25491 : UDCA FIART JHI0 FFRSAEIS 8 53 f 3 457 4 BSEP
JE AR 22, Pt Jee S -t Jlig \4-PBA IBATHIH s F BHiik, BN &, T
b, I & IR B IR AE 9 KUK FAR:BD JFH4E AET — UIT RS A
PFIC-3  BLJLWe I 2= 75 W] &, IHATAE 25491 : UDCA R JHIE - F5 22 7K, {8 MDR3 Rk
PPN B K JHe IBAT #0551 5 4 585 X 25 WA ST RN 5 9
BGE I I K I i XU FAR:BD S VIX-803 R H# , IR HE A AT
PFIC-4  FLHA™ & iy IH IR R Ja e s i W7 D BAG M RN 22 2540 . UDCA FIET JHIH TR A L s RS A 8 oKk L
JrER , I T g AU R JHie IBAT 303k 5 HRIE
FAR:BD HHEAE
PFIC-5 A4 JLIE R B VIR R, AR 2541 : UDCA FIARF GHIR U5 22, PR AR AR J5 7T i S0
T 44 A 2R KR BE 1l 2 RE R A Jie IBAT HII57] .OCA 5 JIG 575 14
PR 7 A 2 A T TAR A
PFIC-6 &, TR, AERKGR G2 | 18 MO R IETE K 25%: UDCA GG IBAT 2020 4F A% & IR , 23677
L, AT AE A R AL B R B et KRl BE M RE S AR KRS E 5
S DBil F1 GGT 75
PFICT BR[O (RS IAE T ) i 259 FIARF- (UDCA IBAT - 25909097 SO NL 4T, 1 9] £ 5 X
) 5 AP ATIT R
TR
PFIC-8  BLJLIGTH SRR AR, Pk AR AR =i 254 : UDCA [ IBATHMHIG ;  F HIHRIE 13 4227, 114 3
JR& A AT YA 0T ks I TR A NTREAL , 4 6 BEAT TR A8, 1 491
PEATPERE AL PR A 58 FErPBE
PFIC-9 BJLuf L R wpr st 1) Fa-BILRA I 2541 : UDCA FI4&F IBAT  HRiHE 10 41 8L, 4 6l i 47
i IS PN ] 5 JF#AE
TR A
PFIC-10 ¥EJri/s e, g AT PE k& B PEIgTS 29 : UDCA FIE T JHIH - T 26 5 K, 259 BRIt 43
SR BT SR o 15 2 1 JHe IBAT i 5510 5 AN ER I AR R
FABD JFRHE HEAN TR AR
PFIC-11 = IH TR ILRE A8 B b S g 2591 . UDCA IBATHIHIF] 2021 1 k3, N 1 f R, H
i ARSI REIN 25 W36 97 A 80, A T Uk 2k
By
PFIC-12 &5 ., B AR PE , AT, 254 : UDCA JH IR IBAT 2019 15 KAGHE , BRFELS WA T

R R AME TR R

R 5
FAR:BD

ROR R A

1 UDCA, BB HR s IBAT, [0l fiz RH I BR%E35 14 ; BD , BHH /3R ;4-PBA , 4-FEFE TR ; OCA, BB UL AHER .

BSEP 1% 53¢ , SGE A IR R AL ST 44k, R ) F T
PFIC 5 s S A BT T ARG FEREAR

23 FAREH

2.3.1 BD BD LRSN3R AR (partial external
biliary diversion, PEBD) #8430 A ( partial internal
biliary diversion, PIBD) F1 [0 1 5% 4% F K (ileal exclusion,
IE) , 980/ JH I 12 0 1 A B0 , e AT I T PR v 2 L A3 e
FEROFHE 2R 250 BE 2 i G IR 2 dedb 2 N RHA YT
RORAAER) PRIC 8 AR $E , I O S TF RS A 4 U
[ 05— YA 424 B 32 AT AR VA () PRIC
(1) Meta 73 BT 41238 , 59.5% H 58 AL AT PRI % (AT

A 27% B2 ENF RS A, X TR AN [F] B A] G2 PFIC
FEPRISZ 0, 4. PFIC-2 H PFIC-1 8F PFIC-3 £ 3 4 n]
Al kA 7 TR Y TR A5 88 HOC, BEH 20 R 5 IF Rl R
g,

232 AFAH A T 2R BR MER PR
SR R I I PRIC B3 . PFIC & AP RS M A & DL i i
BEEZ —, 5 L TR A R 13.4% ). PFIC BA R
] B L DR 43 780, B A ARLAE 45 280 P A7 A ) (4 5 2 i R e
B, —INA 79 R 507 191 PFIC-1 ~ 4 BU 5 1)
Meta 23 38 , FFRS 4 P O 4R 108 50 A s, S A7 RN
98.5%350% PFIC-1 875 M # A J5 23t A IS AU IE A
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[ 28 ¥ 5 16.3% PFIC-2 & 3% F RS A J5 i 81 BSEP H & 41t
1, FERR R &, T RER B YT R

2.4 Few bty IBAT WAEFR b I b - 404 A5 1 A
TR A, S AT 102 W 406 2 1) S S 11 R 7, Wil
32 vity /N By B IR R S A 1) R DK B GR TR I
Odevixibat 42— = % L EBE1E: J AT 39 1 IBAT #1044 551
FLA 52 10 4358 ) 0, BE U/ [0 gy A St AE T R 14 -
W, 388 o AR 0 3 23 B 1 B R RRAIC IL 3 h ARLY R
v B, JHL 24 B ML) -5 A 2 9 T 7R D 3 A A
(] 9570 R, TBATT T 37 T [ i 40 B R A 2% T5035 , ke
Odevixibat 7£ 58 /)N B9 55 1 F 5L BE 7= A= 30 ) IBAT AOAE A -
& E & i 2 i W S LR (Food and Drug Administration,
FDA) F1RK I 2 & 4 B2 J5) (European Medicines Agency,
EMA) 3541t Odevixibat FHF 3 H & LL AT 64~ H K LA
b PFIC A7 WA g 50 o 40 pg kg™ -d ™', 1R,
R R, YRR IR YT 34 H R R GE R &
A FRARYR 40 pg/kg BN, F 5 T35 120 pgkg ™' -d™ A H
R FDAHER 77 200 g, EMA HE# 76 000 pg %,
PFIC [ 55 X} Odevixibat i 52 75 3 i R 47, 8 WA R
SN NS SRR K A5 A AN RSN A4 e 2 i S
HRASA PR Z 5 =5 Maralixibat & 95— IBAT
I, T 2021 4E9 A 2 FDA b e 1T, JH 697 1 %
K UL 11 Alagille £ A5 i 838 0 IRTH IR BB L VR 9T
PFIC I BRI B AT 26 BB A 70

2.5 ABEEIT VIX-803 J&—Fh L7k, M Bl AR AH
S BE ARG AT SO0 A 1) ABCB4 X, FE FRE R A
MDR3 % [, H Ti497 PFIC-3. HRTIZST e IEESEAT IR
PRETHFST , 76 sl 15 0 v 28 J B8 HE 7 28, ml i 2 G
gl A HE I R SR A5, U 40 3 % ik — 2 B
RFERLEAL . 20204F 6 H 1% 259 FDA FIBR 2% 51 42
PETI8Y7 PFIC-3 ML % #E .

3 NESRE

25 LTk, PRIC J&— 2 AT & R 1 5 o 1k 1) i e £
IR MEBR BRSO , B - E bl HL 5 22, SLCS 1A
USP53.KIF12 . ZFYVE19 . SEMA7A & VPS33B i & #l 4 &
T PFIC FBURIE NS . AWF5EL5A T B RTHIE a5
i PFIC FYFE DRI, R AR RS L I R R BLANGYT
D55 R PRICIZIA AL TR B B . A5 BEARFD
SERN Y 4 AR 2 R A B T — 2B R 2B i B0 S
KRR FE AR e PRICIAY T AT B RiHE A, 20140
RYT JEBEVRTT MR 7 IR 2 B i )RR .
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