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Clinical characteristics of 2 cases of progressive familial intrahepatic cholestasis and
literature review

Guo Jing, Xie Shuangyu, Yang Lingrong, Zhu Shuyao, Zhang Fanjin, Kuai Yu, Tang Li, Ye Piao,
Xiong Fu (Department of Pediatrics, Sichuan Provincial Maternity and Child Health Care Hospital,
Chengdu 610045, Sichuan Province, China)

Abstract: Infantile cholestasis refers to the dysfunction of secretion of hepatocytes and
(or) bile canaliculi caused by various reasons, or the reduction of bile into the duodenum
caused by bile duct lesions, and the cholestasis in hepatocytes and bile ducts within 1 year
of age. Progressive familial intrahepatic cholestasis (PFIC) is a group of autosomal recessive
diseases characterized by severe intrahepatic cholestasis, which progresses rapidly in part of
patients. Cirrhosis or liver failure may progress in childhood or adolescence. Two cases of
PFIC children were reported, both children showed low gamma glutamyl transferase (GGT)
cholestasis in early infancy, and were with elevated aminotransferase, bile acid and bilirubin,
the elevated aminotransferase and a-fetoprotein were more significant in PFIC type 2 children.
After follow-up of two children, child with type 1 PFIC progressed slowly, while type 2 PFIC
progressed faster and with liver failure in the early stage, after active plasma exchange and
other treatment, the child had no significant improvement. After liver transplantation, the child
developed severe infection, multiple organ failure, and eventually died.
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Pl A1 T BT N B s R R W . A
[FI R RPFICH Il R R BT BEANR], A SCHRE AL
AR AI2BIPFICE L, X L H G PR /IR #EAT SRR
s

1L.1.1 EVF BILBMH, 5HE, R IR IR B G
2HAR” T20204F9 H4H A\ PBi o

1.1.2 B s LT3 H 8 B Ik R DL 3 4,

KAEE B, Tob LR R, BHREGIR, TRH.
ey, ok, BERK, TR E . ANPLRT
VAR EIIRE: RINTAHREE LM (aspartate
aminotransferase, AST) : 76.00 U/L, NEFER L
% (alanine transaminase, ALT) : 83.00 U/L, &JHZT
% (total bilirubin, TBil) : 90.50 pmol/L, HfZfHLL
% (direct bilirubin, DBil) : 78.00 pmol/L, GGT:

25.00 U/L, WlM4:miB2EsF (alkaline phosphatase,

ALP) : 47500 U/L, AsREE—B2iaBUE N

1.1.3 BEAE s e e st BBILRGIPL, 2H, ZHk
FRERTR S, HE e, HARRE3.00 kg, HAELE
B, HAEFARAMTE. SAKEFRLE. &
WG 25 B R 75 58

1.1.4 A : KIR37.0 °C, JKkZE126{%/min, I
W AR 32 /min, [ AMAE9I8%, AFiE6.3 kg
(-3SD~-2SD) , TCHPIRAESN, 4 5 B 3
e, BT, TRWRBE. 58, k. mEsnS
DBFIUR; OGS4 I8, AR T4 cm,

IR T2 em, K, BZEL, BFRITKL, VU
W3 Wsk IES, MERGIEH .

LLS B E M M: A4iE16.56 x 101, |k
KA 23 6 19.70%, Ik EL40 M 1 43 1.69.20%,

ZIAM3.67 x 10%/L, IM/P398.00 x 10°/L, IfiL4T
HFH106.00 g/L; HFThaesads WK1 25-F4E4EFRD
11.90 nmol/L (Zi[37.00~200.00 nmol/L) ;

e I 2y RE »

¥ L% JZ 5 (3] (prothrombin time,
PT) 11.90 s (ZH[H10.00 s~13.00 s) ,
Brdn#EfL {8 (international normalized ratio,
INR) 0.98 (Z#{E[0.90~1.20) ; Fibkin <5
1 fEGI AR Mr: BB (pH) 7.43, BdF 4 (base excess,
1.1 5= 1 BE) -4.80 mmol/L, #.[%2.20 mmol/L; H AR H

(alpha-fetoprotein, AFP) 22.60 1U/ml (&% [
0~5.80 TU/ml) ; M3 72.10 umol/L; H i =ik
(triglyceride, TG) 1.44 mmol/L, LJH[EEE (total
cholesterol, TC) 3.00 mmol/L; 'FIhAE. HLAE .
OGRS EH, FURBRTIREIER: SRH. KBH
B, B4R EE . AR ekiEm R, S, i
RwEe (WAL, R, WAL, KA KEBJHE
PR, R/MEE FLIE R s R 50 A s 25t [B] A R
By XERM AR FH, BAES A AR AR A
OB PR O S, B AL A s o AR K
JR V43 BT 7 U 25 PR 72.96 wmol/L,  # ICHERR A B
Fremtaefomg 1 B2 0E, A Es H73.88 pmol/L,
PRATHURR 73 M R I B S e

1.1.6 &yraend WM =%, 7okt =
(medium-chain triglycerides, MCT) it /7 W%
EJERBIHCH IR T R I R R R v
AEZAHIR20 mg/ (kg-d) HHR. FhFW4EA KA
D. E. K&IRIT o A3 Kt 18] 8 UARA ks 1 38 5 ik
R, KfERHLK, B, Ly treRME, K
. IERXERSETEEREN (B R
ATPSBIFERIAFAE2 N B RAR . BX RIUE T,
¢.1587 1589delCTT (p.F529del) 785 T H B}
3, ¢.1660G >A (p.DS54N) ZAFRIFE T HAH.
FBIZE RN R HiIm R R A ARG, BUw MRS
Iy, WS W HEAT PR SR S Y IR IR AR AE 1,
I Fr e L L

1.2 )2

12,1 FF BRIl 478, B “R IR KR g

&1 61 BILEMULFRIEER

T H A% H SA# (1EK) TR # S A # 9 A # 10 A #
ALT (U/L) 7.00~40.00 83.00 91.00 69.00 101.00 50.00
AST (U/L) 13.00~35.00 76.00 82.00 91.00 100.00 61.00
GGT (U/L) 7.00~45.00 25.00 15.00 19.00 16.00 16.00
ALP (U/L) 35.00~100.00 475.00 468.00 474.00 490.00 413.00
TBA (pmol/L) 0~10.00 177.70 189.40 211.10 201.10 66.40
ALB (g/L) 35.00~55.00 38.20 37.10 35.50 35.80 37.40
TBil (umol/L) 2.00~21.00 90.50 80.70 148.30 127.30 56.90
DBil (pmol/L) 1.70~6.80 78.00 60.60 110.00 92.50 41.70
AFP (IU/ml) 0~5.80 22.60 16.23
PT (s) 10.00~13.00 11.90 23.60
INR 0.90~1.20 0.98 1.07
25-#44 %D (nmol/L) 37.00~200.00 11.90

e 7 NARBATMREE.
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1.2.2 BUwsE ABERTIAH BILe 5 ks, .
KNG k%, TR, TR, TR ER K

BATYEGH. ABERT3 d, TSR AR AST
1000.00 U/L, ALT 1067.00 U/L, TBil 197.60 pmol/L,
DBl 132.10 ymol/L, GGT 36.00 U/L, ALP 1892.00 U/L,
RS IRBE NPT

123 BEAE S Kok sl 8 )LARGIPL, 293270, A “4F
ORI ” B, AR E1.60 kg, HE
ERERE, “CHRUEE LS B A LR 4R
fE. FraE UM%, FraE)LEE RED - KEAM
SE” T REAMERRIEIT 14 diFiE Bl JFDhRg s m A
W) o NLMEFR, RININGHE, ZToR R 5.
TNFIETR . SR 259 B AR s 5
1.2.4 BT £I536.6 'C, MR S2/min,
Bk #150{% /min, [ MHEEIR%, HriEfhGkd N2 H

A

1 61 BILERBHEHNBEENFE
e A BRI 1 B )L A AR 5 ¢.1587_1589delCTT
(pF529deD) FARRIETHEER, B BRG] 1 EILIRA RAENLA
c.1660G > A (p.D554N) RAFKY T HAZ .
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W, MRBES.20 kg (-1SD~+1SD) ;[ 3 J2 S0
Al LEEET R AL 92, TR AR, 25 Rk
R gy, TUBEEE G PRSI, AR A=
MAE,  RURFEI SRS, R E AR S, OEF
Jiv OB, R s MEE BFEIIL3.00 cm x
4.00 cmELHe, WTEIGN, FFAEAD F4.00 cm, &R
2.00 cm, 3K, S8, MPIR1.50 cm, K, W
IR RN Uk DIER, WERGEK
1B .

1.2.5 SRR MH . H40016.61 x 10°7/L, ik
R0 4 1622.40%, WREAIEH 2 Hh67.00%,
LI 4N MI4.35 x 10"/L, 1fi/’R383.00 x 10°/L, L4
HFH110.00 g/L; FFIhREFRAR MLAR2; 25-R24EAEERD <
10.00 nmol/L; #t M IhfE: PT 23.60 s, INR
2.00; FkiA: pH 7.32, % 4r)JE67.00 mmHg
(1 mmHg = 0.133 kPa) , CO,%)}%38.00 mmHg,
BE -6.00 mmol/L, SO, 92.00%, ¥.E&2.60 mmol/L;
AFP 61 590.00 IU/ml; Ifi#%63.20 umol/L; TG
1.96 mmol/L, TC 4.05 mmol/L; '&Ihfe. O LA
WO, MAEIER; SRR, REWFHE. B
AHM . N R shiEmieE. WEE. TR WiE
(AL, A8, J{AL. RAD . EBWRFIES; i
WEAIEY; HS%REWRITEANY; FIRR
Ihfig: DORH IR AR R & F2203.10 nmol/L (iU
62.00~164.00 nmol/L) , i &5 VU fifl FF IR AR S & 82
22.20 pmol/L (ZF3iH12.00~22.00 pmol/L) ; X%k
I8 A T 505 A DL B S R, X R R AR LM A
B WEKEREXA e MEgmRil; BEEEs:
Ky PR OAEEEAE: BERBERE; Sk LR R
DURHE S8 IRANUER /M7 2-F3E 0 R M 3-#4 0t
R, 3-REARR. IR 3-SR T R
. PREIR, DR, E R E R IR
LR A ARG R A ¢, 4-FR R FLIR e 4-F2dk
IR G = v e gk R AR 7, 5 B A IRIBCE HLIR R
DLBH S S, I AR I T R AL B S

12,6 2974t ABifa s, 7 mMCTRC 7 e
I8, T ORI ERER . ERASHCE. 2 H
FIRRE . RERAHRRSE IR FIH, #hrmdidRA.
D. E. K, HTEREIR. H5R. HTRILHTIR
M B, MEEREREEAT RN . Ash 57l
JPRE HHABCBLE RN B A A58 (F2) ,
LK RIESHT, ¢3580C> T (p.Q1194X) FAFK
PETHEEE, c912T > G (p.Y304X) A kY5 T H
oo WS NIEAT GO A IR R AR E2 A
BILH B JE2A H TANAT AR R e TT, #
WA G H R EEG, 2SR, FIBIGT
1BIT, AT,
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Fz2 62 BILABREEILFRIELE
R E A% CE 1d 7d 10d 13d 16d 21d 28d 32d
ALT (U/L) 7~40 1067 254 1011 1103 744 656 549 368
AST (UL) 13~35 1000 211 737 796 477 612 675 558
GGT (U/L) 7~45 36 20 32 21 27 30 26 33
ALP (U/L) 35~100 1892 196 704 981 1061 1489 1349 1236
TBA (umol/L) 0~10 108.4 37.6 67.1 77.1 84.1 104.9 136.3 137.8
ALB (g/L) 35~55 44 32.9 323 322 31.9 38.1 435 39
TBil (pmol/L) 2~21 197.6 65.2 165.7 170.9 156.8 176.0 169.8 143.8
DBl (pmol/L) 1.7~6.8 132.1 41.6 132.3 133.7 126.1 128.6 135.3 119.5
AFP (1U/ml) 0~5.80 31700 - 61590
PT (s) 10.00~13.00 23.6 - - 13.9
INR 0.90~1.20 2.0 - - 1.14
25-#24%4 %D (nmol/L) 37.00~200.00 <10.00
E: 7 ONRHHMTHIR R .
A
2 Wig
PFIC 285 WK P AR B vE s A", %%
Ao 3L R AR G EUAR T 43 vb e HEME RS, 1 PR A
JHA VAR R BRI, @ T2 LN, WMot
FEMIFREAL . FLARFEEuE . PFIC 17 3 2 ATPSBI
BN RAF L, HAETRMATPSBIFE K RAF KA
AR 18043 Fh, ATPSB1JE [K 4 i T P JH 71 IR AH ¢
#EH-1 (intrahepatic cholestasis associated protein-1,
FIC1) , FIC1H =GR/ I RS 1A R
P AR 240, AT FERA A . PFIC 284 i
ABCBI1E KRS, £45KIMAJABCBIHEE K %
25 472002 R, ABCB11E: R 4 i fE £h 46y 1 252 25 19
(bile salt export pump, BSEP) , BSEPZHH 13214
RIERRILA N, 2 2160 kD", BSEPZATHE
ME— HA e e R, HIE T v e EH
SR AR s, G P TR
5 LHRIRIEPFICZ T 1 % Hiddn, #0018

A JLIERIRTY, ZEIN R O KRR SRR N3 H
W, (HAHIESEHPFICE LT EIR B HEIHHIHE
TERFRM S A e ) U AR LR R S, 1Y
T3 3 B4 FE IR IR s g, RS A () S SCRR IR A
—3. PFIC 1B AR B L kWG B 2% . PFICHE
IEEHEKRBIRG, G/ (<1500 W, ]
AE SR AR S R4k DRGSR A <. [
PGS S3EIPFIC 1R )L, Herh324) Ak K
REIBLE (32/53, 60.4%) . InesZ!"" MR iE34|PFIC
28 K ABIPFIC 28 8L, H 3K K FIRL%,
MPFIC 1AL& LI H ™ H, HIAPFIC 128 LY
ARKKEIRZEHELE . AXHHFIPFICE JLH, PFIC
18 B AR & A T--3 SD~-2 SD. 274 & )44 i &
4bF-1 SD~+1 SD, EEHSHIAEKKFIREETE
e T SR IR
e B e LT et By WIURIIPFIC 2B LR EPFIC 1
AR, B EUR c.912T > G (p.Y304X) SRR T HALE. P, 7R LT B RF SR AR IR AR, 14 Y R



A T Ik T b AP R, AT Ok A A e e
TnesZ 3% 145127 d PFIC 2% )L, G o fiF
oy TTE K S RSO Re R, BT TR
WEAR, ETI3ARREFERmET . s
IE3HFIPFIC 28 )L, AR LHF W, MHv
R EATHINE, 15E8)LT22 90 H BB
th, 161 )L F25 1N AR AET. . A SCHRIE
HIPFIC 1848 JLERSFIRYT JE IRy ARt R 221%, 1
PFIC 27 i L7 38 ) L5 HA R0 B0 808, e B ¢
BRI LR, Te ARATITRHEIGY, BN
FEE YL, SRS TR R T AT . A ST A
JUIPR973 17 12 PR A TR Sk i

PRI B R R A2 — P B RA BB 3
TR RN B AR E FER . H AT AR R 51 5 i
FERIHLAE] AR IR RS AR AP 258 B 1M R K
Boed, MIREFEREZ T4~5ARE R, EHkE
FEREPFIC LI R IR RAFE 2 — . PanasitiZ5! 74
TE1BIPFIC 2R )L, T127AH Bl SR, ThE
TR ZNIRYT BRI R OGE . (HATA R
7N, PFICE L2 RIUAME MR osre,  HRZia
JrAMEAZERR™ . By PRIC ) LAT 0 AHIE IR AR S
FEPEREIR AT P53 0 5 o™, BERASEHRGE 145110 7
WSPFIC 18455 LT F Rk Ae £ EMHREIT fa 10 A ™ %
PE, ATHHEELE VA W AR JE R B ETE R 3
S¥PFIC 5 ) L 25 DRI ] 1k 2 SR FE AT RS A 02 A
WPFIC 1Y) LTS HRWIE KRB IUR, THIE
T 38 B2 S A P S A 8 16 e 17 I8 93 3R 0 3% 7 A
B, BTREEAIRIR. FIE-FIRIT ERIELT .

GGTREMEHT R EE b, HAEJLGGT
KPR NIE® ERIS~74, LLEZH T
W, ANESCERMIKGGTI A AR RE, — ik
NGGT < 100 U/LNIEGGTH MR, A i
SRR TE AR G G T RH WA AR L - 35 8t A% A 1
P 7, PFIC 124 FI2 8 34 R B AR GG TAH 717
L, ATRE RO BRiEME4EAE R Z %, AH
PFICKRIFIG R R IAA . 2t A W 7~PFIC 27
B LR B e AFPTF i 1 280 i 2 22202 Davit-
Spraul Z P4 16416 PFIC 8 )L, 15124,
271294, 274 )LALT L AFPE E T, 1% &
JLALT®RE T+, AFPHIEY, HIANALTKTIE
WAE FRSAR UL b RIS AFPT &, BEA %P
febr, XIPFIC 1741 BH 1 HUAE J9100%, 1fi X PFIC
2R PRI BH P FRIAE N92% . Bt 5" Rk iE 235 PFIC i
JL, HA1®op, 2774, PFIC 174 & JLALT N
(53 +36) U/L, PFIC 2% ) (128 +68) U/L,
B2 & TPFIC 12, MO\ NALTT & A BT PFIC
128 52 R PR 4 BURNYE 97 T ik Bk $ . A SCPFIC
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27U B )| Bl M AFPRRPFIC 18U T s N B3, %
R e IR SR — 5

ATP8B1E K 4atBHIFIC1 2 A fE 2 88 B KIA,
ALFERFAE . BEAR. 'BRERUNg, PFIC 18UH (6 b
T, PIUERR K . BETE . BE MR i
B VEZ a2 FORIRIIAEIE T4, InesS " HRiE
IBIPFIC 1818 JL, T4.5%5 I EE, JPHESFR
AR, HES NisshlEtg, BT 7T, BARGE
I AR WS . H AT 2 B0 SO CNPRIC 228 JERFAMR
B, {EPfisterZ P8 15PFIC 27 28 )L L L2 Fp T oM 36
B, WomEE T U EEAE KR BIRES.
ASCPFIC 1R LHBIERFANRIL, 5 SCHfoE A —
#, "REE B LERBUNE R, (HIET—P Mg,
PFIC 2704 £ ) LU AT 583, AR R IUFoMRIL.

WHRIRIEPFIC 28 iF e & 4 R ik 15% s
KniselyZ5® 4 18 1 HIPFIC 2725 FFFF 40 1) B,
HodsBIsE T R4 i, 63T FF A A IS 148 T 3F
JRIE . ScheimannZEP\ Y4l N AR BR T T K
o fodeE, BRAT4nfasE, PFIC 2848 )b v & JFE
B, ScheimannZE P HE2PFIC 27 5 ) LAE TR
gt . Lee5PHIGHE 191 186 PFIC 2R i, k4T T HVT
SR FAI: R e Z A MHBR SR TT, IR 8% T
RS, (HiZ% 8% T36 % 0 SR, HEmd
Z N B BFaFT45 BT AR A s . 14
AU AR . 2N BB S i . AMEAR B T .
VEH N AZ B R AR nT R A e 2 N R g
FIZE, HAKHARH TR 55 5 1] Ae B2 S B0Z B 5 R
JEJRA,  [FIERHACABSEPH] e &g LN, HymtE
BEARR U 56 55 1 SBUMRT . AHXHTPFIC 274 88 )L, PFIC
1Y L R AR R, B RTAR WWPFIC 184 LA
FE I RS . Pawlikowskas 4R 186145 PFIC 1%
B)L, YIRRIEIIES . AXPFIC 2R E JLAK
DU, nTRe SRR R RD OB LR R INE K.

JF RS R 2 2 22 I AR AR U Ik P8 P B 4R e %, %)
FPFIC 18! K27 &)Lt 47 AF R 48 75 A T P Al S5 1E
HikP. WFICIEAWEZANRERIE, Wik,
B BRIRSE, TR A B ok g v oAt 2 B 1 2
DRI R 1) R, 5 2 WF S0 N HF RS ARG FEAS B G T
SR, BIEPFIC 1BUAE AT A2 A", Horid™”
HIE 1 U432 52 IF RS M (I PFIC 1A 58 )L, Hodb 3454k
T2, SR AE 5 o B MG iy VeI s, 49 B Al s IR
JFREAL . PfisterZEPHRIE 4241 PFIC 18 8 JLE4T T
FFetE, RE81%MIE JLHBIAETE, 40%&E LKA
AR %, HAANPFIC 18 & LA Bt B AT B2
f. MPFIC 28V tE R th, & BT M,
SoubraneZ: PR IE ) 144 PFIC 28 AT RS 8 )L,
1360 B ) LAE3G, PRV, EEREIEY .
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A SCHkdRIE, 8%[MPFIC 27 & LT B4t J5 7
U B ™ A TR AR Y, B G AT AT RS
FEP, AR G PFIC 88 )L HEAT T RS M I 32 34T
ATV . A CPFIC 1B LA K WIRE YT, B R
IR 3 ORE, T PFIC 274 R M S 3 & ™ B %
e, ZIEERIIAETEE, BAIET.

2% LTk, PFIC 2RI RS IR, SRk
AR REE, AHTRGGTRE A TR M 9 B B 58 3
AHSCEE ARG, f2) B2 . BT IETT, M
T4 o i) LI AR A7 o B M e U

AHFFET20224E 11 H 29 H 20U ) 1145 tE S 451 B
BB FRZS L2 bl (20221129-218) , FF3RBHJL
REHME R . FrE1EE S P ARTEER 2 5.
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