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[HZE ] 163 % B LR A T IRER R 5 N H ABE. BILLRE . 942, #ESeIk, KA
HIEHR, FERICHA, S5k Ar b Bt A i 8 KT (35 mg/L) WIRREAR, JHARmg s B 4k sE . EB
SRR IR o UG RS , OB | 2 S AR 2 (B8, B S e U AR I o 22D AT IRBHG A7 K-F SR FPE,
24 h JRAIZKF 0.56 pmol/L (1E# ) o XFEIL. HBILACERE R LRI T ATP7B SEREAGI,  BHHM LA Rk BAT
WA & PRAS X FE788 , l ExonT ¢4 57% ¢.2075T>C, p.L692P Hl Exonl3 24 587F ¢.3044T>C, p.L1015P, %3k [
SRR, AR EAIARA, RIS YE (Wilson ) JAEAT . HULEZIHBRIAHTIZ Wilson J% )5 bl U8
TR, BILG T B MUK TR YT SRR S BT M, FLRBR PR i TCI RAEAR , SR TRy T . LA T
WIBST 3 H I E A FUIRe e . [ PESARILRISRE, 2015, 17 (7) : 741-743]
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A young boy with elevated aminotransferases in physical examination
—Two novel missense mutations associated with Wilson's disease were found

ZHU Yu, DENG Si-Yan, WAN Chao-Min. Department of Pediatrics, West China Second Hospital of Sichuan University,
Chengdu 610041, China (Wan C-M, Email: wem0220@126.com)

Abstract: A 3-year-old boy had abnormal liver function, which was found in physical examination, for 5
months before admission. He had no symptoms such as anorexia, poor appetite, and jaundice, had normal growth and
development, and showed no hepatosplenomegaly. Laboratory examination revealed significantly reduced ceruloplasmin
(35 mg/L), as well as negative hepatotropic virus, cytomegalovirus, and Epstein-Barr virus. There were normal muscle
enzymes, blood glucose, and blood ammonia and negative liver-specific autoantibodies. The boy had negative K-F ring
and normal 24-hour urine copper (0.56 pmol/L). The ATP7B gene testing for the boy, his sister, and their parents detected
two novel missense mutations in the boy and his sister, i.e., compound heterozygous mutations in exon 7 (c.2075T>C,
p-L692P) and exon 13 (¢.3044T>C, p.L1015P), which were inherited from their father and mother, respectively. Wilson's
disease was confirmed by genetic diagnosis in the boy and his sister. The boy and his sister were given a low-copper diet.
The boy was administered with penicillamine for decoppering and zinc supplement against copper uptake. His sister
received zinc supplement alone because no clinical symptoms were observed. The boy showed normal liver function in
the reexamination after 3 months of treatment. [Chin J Contemp Pediatr, 2015, 17(7): 741-743]
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, RERRAE, 4 B R R LR TC B gy E P
M, RUIEREF PRI TK, 24, . A il
Koy Rl el B RUR BTeAK s O il B
ZRGRET TR . LELA: MH A WBC
11.17x 10°/L ( 1IE % {4 4.0~10.0x 10’/L) , HGB
141 o/L ( iE % {8 110~150 ¢/L.) , PLT 356 x 10°/L.
( IE {8 100~450 x 10°/1L) 5 FFIIGE/R: THA MR
RIS (ALT ) 51U/L (IEH{H <49 U/L) .
14 SR AL BB (AST) 162 UL ( IE % {8
<40 U/L) . BPERERR A (ALP) 265 U/L ( 1E# {4
45~129 U/L) . A& MFL Ik (GGT) 51 UL (1E
HAH <38 U/L ), IBLLE MR /K BELEIRE
TIN5 AN TR W11 =R < b UV o Sy
FmPrli (HBsAg) (=) . WHRFK (HCV) T
(=) . HRIAF4 (HAV) FifkIgM (-) . Ik
RFR (HEV) $itik 1gM (=) 5 EBGHEPUIA IgM
(=) . B4l (CMV) Fidk 1gM (=) | $i
CMV IgG (-) ; H#E#HEH (CPN) 35 mg/L (1E%
{H 220~580 mg/L ) ; H BHURRSNFM (Brazdilk
PUERARGTIAR . Prdebifk M2 WA G Hiik . $i°F
WA BUF /S RokiibiiR ) g5 10, 18
TR ARG R O S0 . IRBHRG A BRAT
T B K-F ( Kayser-Fleischer ) PRFHPE, fLiE—
AT, PR IS AT R UL 5% . 24 h IR
R 285 54 0.56 pmol/L ( JR 1.5 L, 24 h JRA1E
HAH 0.64~1.6 pmol ) . S ILACEEFIR IR 34T CPN
il , kiR CPN 134 mg/L, FIhEEIE ; HA
BEFFDIREIE ], CPN 435124 198 mg/L. 203 mg/L,
KT IER FRR.

2 SEERY%

3% FEL LIRS & B ALT 18 PET1 s, Toms
BOH . EACH IR AL TERE R, OB R A A
fiE, I HZeat QRIFRERRA YT TOak . XAl “TordE”
) ALT Fhisy, 55 e e IR v 2 LA
Pk, N S A U , HEBRILE T2 RS NLS
A T DRI R B, RARIRENE +
JUAFEJLE Vg e #  R U R T R, (B8 T
WA DI RE SR R A T EBV., CMV Z&4ERE iR
BEBCYL I Y AT A IR U A5 v R S A
N B AR I S PR iR s bR B AR

Pz B LA R R A I 25 5, HEBR D F i B e g
Jo YR AR . AR R LAE I B
afi ALT Fhisy, WY S 200N . R
P (Wilson ) $ 5 SR T 5L 2 E 2245 W i 1) JH- i
K, RIOMHEAK, o] 68 B AR i bE A& AE Y
SEAR o WA MU . 10T S FLER T AR
ZERPLR LRFE PR B . AR s LA A 1
CPN 35 mg/L, FEARAE® B &, 413K CPN KT
200 mg/L s} 5 22 2% & Wilson #%5, T AIK T 100 mg/L
I Je T ] S AT, e BE A BE Wilson . A 471
BILIAT T Wilson i Y HABIEGE RS 2, A24E IR K-F
W, REIKAT . 4L Wilson 55 P 8 DTRR K7
FERISZ AT PR, R bl 2 AR S AR R AARAE «
R K-F 3, JREATHEARR, ez iz mgikm !,
MG H AT Wilson R 2 Wid6 8 *, B ILOCA 13K
CPN [, AI9F 245, FEPRI— B & A Rk
PERZEAE, I3t 4 43, KBNS hRfE. BRI
R B LE TR 4. ATk, 5o,
6 R X T BEMLL Wilson 5 9 UL, @ISO H:[m] g 2t
FIHFTIfE ) CPN ik oy, LI RFIEMERE
WORILT BILA R IR IR CPN REAIT.
3 #H—TRE

T 2W A, BILRIES] Wilson 12 WG
PR B, B R L e K UEAT ATPTB RS
FEIEF CBIL) SRESMNAMEEH DNA, K5 #E1T
T ATP7B J:H 4 fis 4340 1) PCR 4738 &y
R, AR 5 AT HRGE R Z BN Exon2
afi 4 98 1% ¢.1216T>G, p.S406A . Exon3 4% 4 58 75
c.1366G>C, p.V456L., Exonl0 Z& 5 575 ¢.2495A>G,
p.K823R . Exonl2 7% 5E7% ¢.2855G>A, p.R952K
Exonl6 224 875 ¢.3419T>C, p.V1140A, 7 A6 ]
#| Exon7 2% & & 4% ¢.2075T>C, p-L692P 1 Exonl13
ZRAE AL ¢3044T>C, p.L1015P, X 1 &b 58 75 g 4l
WA K RILHE (http://www.wilsondisease.med.
ualberta.ca/database.asp; http://www.hgmd.org/ ) , iX
PR 57 R AR I 5 R 57 . T L AR 58
YRR R B A G R, HORBE B ILACEE . IRk
AR E M EEEL DNA, #E17 T Exon7 Fl Exon13 3 H 1)
P 1G S PRI, e IR ALSEARAE S B LA R Y

Exonl3 225 %8748, {H Exon7 BEH P ¥ 1IEH , HE
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SEAFTE S FBLAAIE Y Exon7 444 %878, {H Exonl3
FERFANES . I HAEJLRIK S LA MR E &
AERAR, PIHARYE R RAEEPIE , B LAHR IR
TFEEGHETAE, LW Wilson JiAT

4 WISk

£ L Wilson 5 PR 8 2 K6 B A 28 L RN HL ok
R EA WAL S L RAS, SRAREXT, fFaEA
ZERALY, FERIZW Wilson 5 BT

5 lmK&id

FRIL IR IR T2 Wilson 5, VEARHTIRE, 4R
Yidam, RULSG T 1T BRGSO RI T
HAM e, FHIRIR N A i TG PRAEAR, R T 5
T P BJLE BRI 3 AR E AT IREE A
1EH .

it

Wilson ¥ F2& — Fft 8 A% 1 B A5 Jr 51 3 3 2 )
BAUTRRFHFRE . BFE . M AL 2R R e R B
WAL, IR EE R HER S RAE
RO IERE MR R G A AR A K-F
HEEREAR M, ATPTB JE R 45 % — Fh i 5% 32 ATP fiff
(ATP7B) , fdE 21 NMMETFHRI 20 MNE T, 4
L A B DR 9 A AT O A3 55 5 17T 4 B Wiilson
93 e Wilson S A2 BT KR B2 B TR
SRS 0] Fh T4 DR B & K-F 3R % 2
PESEWERISEAE ", L, XFif R A Y
Wilson Ji 23 BUIZT, FEDIRGIN RS R 7, ot
BIELEMZKIRIER L, SEIEE R R R
RENEREEHE W T

PadiiE, EWNANE &L 500 43F ATP7B JE A
RARLRAM, ZRREGRDE, WPEChAIGRESR
s B R SCERIR I, — N ERF R 2 SR
M GRAR sl g A AT 2 L RS W, (BT T
RO AT BRI TR CHE P ARGl L 2 445
SUBRAF I h o e IR 2EAE B AR AR 2 DU B UE
5, HMR R LIRS A — A, AR
JLMASBERU T 25 bR T — AN A8, PR3 A
235 YRR U N =E SRR 2N WIS KA T N

KHEIGIT AR, Wk — RS 2 W, JF H
95 191 F A BE XU ) CPN KSR T 16 3 R FR,
HCRT A 00 A2 B iy 485 7 %) 2 A8 S5 PR AT BT I IR
) CPN RiIEKF-FEAIG

7 Z5iE

A LR AFCRKG TG B b & B O R S
WO 250G T Josk, E s A2, [
Fisk 2L [ B ok 2ok 3 a3 PRI AS: £ 45 AAE R K i i 2
Wi, AR I8 T 4 B i e 45 A B 2T By, AT
A g . LR E T DR
AU, B HCE RN LAY K-F P, IR
ARSI B o (HL 2 A 0BT RE LT LA A W
BRI, BEAERA S IEW AR
T A iy S A i, DRI DR W A i R 5K
— Il R I B ME— A RO . Rl R BRI WY
e~ AT TR BN A . A E A L
EA) L PERTR AL | SERIZ W AR A

(& % x k]

T, B, BEE, % LRFE ML 5 8 b, dbat - AR
BAEHRAT 20131 160-162.
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