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1. Ped-CLD OIE

AN RE DI 9 o PRI (pediatric cholestatic
liver disease : Ped-CLD) IHAVREDELGHERTH D, B
AR D9 B 2500 NS 1T ANDBHETIRAES 4%, £ DB,
BRRFELBIIZHRTH D, EHFREO L VEREYEORE D S
EENDL. AR, BURFTA, S{ZFRAT, R
FEOMEM LR E b o THEEZHAPITON TV, 9
5 75% K OFFEIZES %\,

JEIE, FEE2 S o FPPEE, N IZ BT 5 IRE DR
EWRAER L, SESEBREEIBAETH L. K
IR MR B C AT & SR EL 72A%, IR ER, ) VR
B, AVATU—LVEIEILOE LIARILAEW L EATY
5. BRI 2 & BRRE A~ ML 2 5 & IFNIRE &
FECTIFEANEERH SN, HETRNEZ 2T 7205 ITRIBE
oA ~HREE G, BHIEENOH LG O IX
REEN L TH Y, WEEAMLOTHMIBEMEICHEIT 5
bile salt export pump (BSEP) %I U®»& 3 5ABC T ¥
AR—=F =2 OIS . BSEPIZITHRZ LB &
%. BSEP %41 L 7z BMIIHAE h~ O I MM, 3BT
AELATER L, MR O EEL BB & b, b,
JEAHEME S N2 O 12 & A L3 IlEG TR % 52 1T,
MR %Z LTI~ LR (BHFEER, B 1a).

RIS o &1, JHIHER S L Ot o BRI B W T,
i 5 2O FEFEIZ & ) I ofhdw D, R e LTHIRA
ANONRH ST DFEFRLMAE DG, MW TIEHES X
OFREEZG] &SRB IHETH 5. Ped-CLD TIE, BSEP
% 3— N¥ % ABCBI DERFFFEIZ X ) FET 5 AT
RIEMERFPIBIT 9 - Wi hE2 Y (progressive familial intrahe-
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Hit S -2 B3 5B E LTI, Ped-CLD LIS £k
b7z, T a— VYRR, SEMVERTREE, SRSV
(LY %, 2iFL, HERSOZEPMON TV,
Ped-CLD iZ, # DFRIEMRT IOV THIEDEA T W
728, REBAERE NG LS HNEHYEREIEMEL L Tw»
v, NFEEEDSHEST U CIFENEAHEFT L7236 7% &I,
B ONRE 5. TFBHIZX VBRGT 2 BEP VDL —
JiT, HOIEROEAESRIRIIIFROFRIEICL Y, FF—iFf
PHRELZW (777 MA%) BEDFET L. £
RIS FF— AR ORER, IS5 REiH ok
HAHEOPEDREINTWD. LA > T, Ped-CLD DJFE
FehE, MEEZRETLIWFEEBAL, 22 Uz NEY
BHREZRRET A2 L I3BEORETH S,

2. Ped-CLD DFEIEHLE

IR 7% Ped-CLD (X 1b) 12D WTHHIT D o i DO FEIERE
W% LT ICRET.

1) FBEEASHE?

JHE PASRAE (&, MHIH IR R O PHZEIC X D B L 2 5 E
T, BIEREFIHTHELCOXIABREORGVHREATH 5.
AR E D % CBERBMEE, AR, REARICE - T
b3 5. BZEIAMICIE UCcaE s, 1R,
NENEFAIRE, RN MIRASZE SN TV 5. HEIE
TR, A NVAREG:, BRERZZ &S F S R RS
HIFENTVDD, KFEWTH L. ZO7-0WHHEITIE
HIERRCER SN 5. F 3 PAZESL & YRR LI W &4l <
TR A Al & ) IHGE P & TR &2 X % A%, 283
LR WEE ST 1T .

2) ETHREEFRET > >#E (PFIC)”

PFIC | # Gt RiE PE BR B BT, ZRER LS T ~1077
WAECOZ I AREOBA KB THS. BT LR E
BIEFEO MBI X o THELL, EEE Y VY VEMO
WIHR, AST, ALT, SNHITHEE Bl 72 & DHT 9 - Wi i %
IR — 5 Ty-GTPHEAAHIT AL & & DRI FFR T B
5.

AL 596 K45 6 5, pp. 849-853 (2024)



850

a

i3

O BE
o <DO§DHE%
o o°
P9 AR O
0 0
U
o o o ~
o) O o) O : et
2l ze + 4505

PFIC5

D

T 5 Y — IVEERRE

b
/I
( MYOS5B, 1 BSEP |+—FXR
PFIC10, PFIC12 VPS335, &JAGL NOTCH2

PFIC2

18 e + 5

R JHi N A6 SR

() [BHR D AR SR DT, IO THIBE BRI FEH S % BSEPIZ & 0 IEIHRRIGBMIBE~PER S, FAIR
B OFE~tEL. HETREEN, RIBELZE T BB LS NS5, 2013E A LRREBICBEWTH
W% 20 5. RIS RIS, MIRE AL CHOFEANEES. (b) Ped-CLDIZ F 15 KR OB
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W25 L7
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1, B DT EHER ) < BIE TR E S hTw
5. INLOBETRERIE, THMABENICIRTEEZ R
MTE WD, HHHAMET L, WEIIET 5 & iR
INTn5,

3) 75T —IVEEREY

77 V=) (Alagille) JEGER L de o ARBPE SRR R
T, ERBEEBIZIHMECIAOBRVRETH 5.
R BO NG T X JAGI, NOTCH2 Td 5. /NIER IR
DAL DS IR A R T 0, AIRERF ASPHTT
MOT, OWTIIHIT ) o WBREICO RS, KRN 2
FEBE, GEBUWBER - EREE - BRWOHE - HEHT
Zn EOWAIMEIRTH B. JAGI, NOTCH2 & 12584 Be g1
BWTNotch ¥ 7 F V%4 L =M AL o HIENCE b 5 7z
B, Ll b VIREPBET L EEZOLNT NS,

4) TOROKRE

72 ¥ Y3 Y (Dubin-Johnson) JEMEHRE L, E
AAREME-CHEE E Y )V E Yk % 8 9 multi-drug resis-
tance protein 2 (MRP2) % I— N3 5% ABCC2DEHRIZID
FERES A. MRP2 DBRAERHE OFR, EHHZEE VLY YO
M CcoOERE, GVWTEHEEIVEVIIEZ 7253,
72, MY YRIBIC X BHA MR D o WAE  (neona-
tal intrahepatic cholestasis caused by citrin deficiency : NICCD)
W&, WS ST E Y MY R a— RT 5 SLC25413 DE
RICXVIIET 285, RBETREICE YIS W25
HET ABERIAHTH L. 20X ) ICHENEETIZHHEL
T2 b O OJFREIIEAE A 2 5 1, NICCD DAt
WAEHMENT V5.

3. Ped-CLD DEEZEFHFEDIIK

1) 7T ZIVBEREEF bV L (NaPB)

Hef o0, MRH I O & % 5 BSEPHEHE % B3R ©
&L, Ped-CLD DEHERIICO LD 5D TR VL
EZ Iz invitro A7) —= VT DR, REVA 7 IVEE
KE DB HRIE T S NaPB O BSEP S B W R E A (7 M3
BEM) ZFR LY. KT — 5 20U, A¥EHO
PFICEF IR T2 6% - “atkoWBELHWE Lz
IRAFZE & it L 72, NaPB D4 5-12 & 0 BRw BT L, BRR
R (BE, 39%) P L72Y. O AL oW
RILEZRRT ARG ONLY. RREIC OV THS

ABERPURET LML TETOBEREERL, MR
POME SN REMLICE STV S,

2) [EREAE NS> XAFR—%42— (IBAT) PHEZ
NI S o WEICRE D BRI, BEB I OBERKED

quality of life (QOL) %% L {{XT S ¥ 5 MKRIEIRTH 5.
MEREELZ 6T 2L DL L, BEEPE LD THN
BAEIHBRSEZRBEDHAT 7. BHIORE R
, HAZRLLTHEHEICOWTIE, HHI s#IctEw
M B OMBE T ERES LA T A L 2L LT3 ESE
B AE L P SI|ESIRTWE, —F, EETIZF —

Xy (ATX) OEHALICE 2 VY HRAT 7TV VIl
(LPA) OB FEADEIKNE LTHIFL5NTWAH, JHit
P2 207 29 B I ATX AL R 2 o b org T
5 EHEH IS TWDET,

[ IHTEE b 5 > AR —% — (ileal bile acid transporter :
IBAT) BHE#HZ, [ 3B1F 5 JE e W % FHE L,
AR OB 6 ER 2 $0H1 % 2 & THRA O 7 — L %
W S BEM RO, RCRF#ETIE, Ped-CLDDH LT
7 ¥V — VIR - PFIC CREIDOA) 12 X 2 5&FEE % @Ik
ELTEBIPRENTVS, RIBTH, AREICHRHRIE X
D B BGERRHGEA R SN2 L TATHB.

4. Ped-CLD D & 5 ¢ 2IBfF L AFEERFICET 2BV
H&

Ped-CLD 13% DA ARBEN LR I N 720, HE
HRIET 2 Y —ADENNAZMDTEHTE TV L
V.o F o D OSFRER IEMEIC ST S @) 2 B E TV AT
HFAEL V. 253, Ped-CLD DJRREHR, IGHERTE
BT DREREL 725> T A, ARFEGILCIT, DUFOH
DAL INT NS,

1) BEEHMHRE (CIRCLe)

Ped-CLD OHFZEEMEMESE 2 AN L L, 45 S EHEH
%8 CIRCLe % 2021 42 fHAG L 72, ARWF%E1L, Ped-CLD @
TWr - R (BRI, IRTFERAT, W BRETEAR 72
L) WEHFOAIE o TWA, BRI E N 2 BB
TEERL, BEAEPOBHENGH, A RGUR 2 Hia & 120X
FELTWAD, WER T, AR & L T340
B - 2 RIEHEBE 2SS LT Wb, BRIEmRZRITE L
TR RIS X 0, PRICLICB W T RNiIRZ 57 b
REDELLERNY 2423 5%, BE) Y —2EKICX
LERDFREDDOD 5.

2) BMETIVOMEE
BEOWREEZHBT2HWE TNV 2RBETRL, EZBR
PEZEEIN TS, LLTIZ, Ped-CLDDFZE TS NT
WL EBREIME TV EHEANT S,
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<ALk b EEEERE AR 2 . o B T
B S VE MR R IRATEE S S oz LT, & F T,
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AT R B AT W BUKPENRH R 5% V. Ped-CLD O J5 A 1
BFE~YIAT/, v 7 T7Y b (KO) L72BEICHEEDNGRE
FHBETEZVHEEIE, ZoOMEIGERT S EB@MShT
Wb, 22T, WHERICB 2R O Y & EY
FTHDIUTOFEPERIN TS,

O — VERRIMEOFGETIC X 5 fafi

PR O IT & 2l 72 Fii2s, HRoO—MTHh %
I—VBEMNMLAHME2S5 2562 8T, b ORHTERHEK
~HNES T DTH 5.

Wang & 1, PFIC2 D Ji K& 1R TdH % Abchll KO 7
ANIHEFEBEEOET ) oW L 2ES v, I—b
BafmL7-68% 52 %%, #H, FROMEELEZIZL
e L7z, BETRDLNLEELRMEH ) >l Rz R
T ERREULZY. F72Hanley 513, ARCIHEMRES L O°
PFIC12 DR NE (5T Td 5 Vps33b % FFAII - THA 4
RIIZKO L7z~ 7 A THERR S N5 I AAbs, BRI
DR FHEA, T —VEBRAMIC L) BERE L FDL 72
WELRERE R L2 HMELTWD Y,

OV o BRREE R 70 RR B AR 32 O ]3]

SNUARIILDE LTl e PEOMTHEDS
N AR RRR OFE 1L, F - EEA O BT R R
Cyp2¢70, Cyp2al2 DFEREIHEEN$ % V. Cyp2c70i, k& b
bETHr ) FFF T a—VEE (CDCA) % - A
DI a)a— Ve (MCA) [ZHT 5. CDCAIZBREKME
THIRLEED D B — T, MCA I BUKYE THIN L A
5. Cypal2id, WM I X 0 BARLS 7z ZkH
Wil — kB TH S a— VI (CA) & CDCAIZHEK
BALS 2 & 0H 5. RKASIE, WEREEKOLAZYY A
ZUEH L, MCADIHA, 7 & CNZJHIT R ASBKL $
5T LERHEELTVRD Y.

EHELIE, FEEFERNICCas9 7 VN2 BB T 5 b
FUVAT 2= v TR, Cyp2e701%)$ 5 single guide
RNA (sgRNA) #EATH I LI2L D), BRWIZTY A
ONRFEALE % & b RIS 5 FEEBR AR L 22,
sgRNA D A2, IO ST 7/ Btk 1 v
AN F =iz, REBRT, Abebll & Cyp2e70%
PrET /v 25 (KD) §5 &, Abchl] AT DKD
BRZ I, BT IR G & U AT & 222 B
Abeb11 VAL DRI 9 o fi B AR T 12D W T b RFEERR
I CTIRT 2 DT 5.

b. €£7574v>a

Y7774y vald, THINIHTEA T2y ary
HHRETH 0, FEDH 3 HMEE TILT 5720, %
BB O BIZ TR CE T 28WETVE LTHEES
NTW5. FEIREN /20, d65 87 8%
BUEE T OEARLH I E OB G2 XD, IR 0T
EH - oM T ETHALL, BISTAILNTE .

Lorent 51, 7574 v 212BWVWTT I Y — VIEE
BN E 72 5 JAGI, NOTCH2 DF —v 0 7 % ZNENdH
HVITHBHANICKOT 5 &, BIE L MARIIFNIRE S ED
WELREAETLIERMALLY. KiferEL, €
7574y Y aBHEMNEDOETNVICET H T &, Jagged
BAET %24 L 72 Notch ¥ 7 F IV ASIF3E0 I 00 38 iy e 5 15
LT EENHS 2 & 572, Ellis 51, PFIC2D
J5 K & 15 F ABCBLI D F — ) 0 77 T d b Abebllb % KO¥
% &, Mo D, Mok #EE, £
MR PR L R T oW KR, BIROEIKI L &8
PLAFEHMEZRET L2 2HWELTC0wE Y. $72, Kar-
olezak H 1%, XBHEBEEIFF 2 —T 57— I F/8F— (X-
linked myotubular myopathy : XLMTM) O J5 [KE{5TF Miml
EXTTT74 v allBWTKRIEEE, v 7 ATIIHERT
E o BRONHE (i) ohiik L) OWBIIED)
L7z, ¥ BV — 20kl %) MTM1 O 5 1-FbE
LEENEDOD DIREIIEET NV EIRIBT 5ICE->T0 5.

5. 8bhYIC

PLE, Ped-CLD DYFHE X # = X 2 B & iREEE P 2B
T 2K, B X OFEER AT 72D AT D W TEER
LOBEERZ TR L7z, BBV, it
AR, T v AR—F —5H, KB X OHE oFA 8
Bk, SFSEFRBAPSHEEEEZELLET, BHF
A NS 288 2 EREBWE TV A2 BIRT 2 LEND
%. CIRCLe3HITE, BE )V — ANUEDOPSH A Z IEFET
R, FEHEEHEBEL TSy b7 — AR D TV
5. B LR RE TS, #EY) R FEEREY 7L 0%
WSUHEL 72 ), Ped-CLD D Fr#iG#E L B 5 O F Hhh3 Ak 4
ShaEiifisns.
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