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BIL, &, 6 A, FRERED 1d, KHE
IRESH 10h APBt. BILABERT 1 d A,
R 38.0°C, FRIRIEID, AMERE . s,
BT, DURES . ik, s, ek, 18K
JEVE5F . ABERT 10 h 75 2 Hb B= e 2 B D) RE 7w Il R
Z A 30.2 mmol/L, IfiLALEF 225.0 pmol/L, JEIHLIE,
KSR 22, R, BEARCHE, KREREH 3~4 1K,
BOLBEFE ORI, &R 3 058 3 77, & A=,
WAEIRTE 3.5 kgo AERATLIEHR . BILSCREAASE,
AR RS, RN IO R e s . LK
HEIR . BIfesil T 6 AAEr; —fH# 2 %,
A, AL L .

ABEAE A, T382°C, P125 YK /min, R42 YK /min,
BP 96/55 mm Hg, AT 8.5 kg, KF IEH , B4,
M, KRN 2E, B RRTCE Y, KW EE
Rt o5, TR A RS R VR I, s T 1 &
KA, DEFEEOLN, Wi, Mk, Ui
ML AT A RN, AT TR, O
H I, DF 25 /min, HEFF, ORT KR M B4R
B, MEE Rl R, AT 2.0cem, BT
B, BT Ak K, BBl vk I, R i
BT, BN 3 UK /min, PUMORRYBE, XUT B
BEREAR M T R SR A T,
[RTE. FEIRAEYBAE . R Bk A . IfH AL WBC.
PLT JHECEH, k4 e e (67.8% ) .
I UL 200 M LU 451 AR (28.8% ) , Hb 104 o/L; Z&%
FR DL SH s JRW L. WBC 14/uL, RBC 81/uL,
B (++) L REME AEF >015 /L CIER: B

[ Wickis HDT ] 2016-07-30;5 [ #%52 H 1B ] 2016-09-01
[t AR, 55, AL, fEBEEEI.
LiEfErER | Rk, 2o, EAEEI,

KAz

(LFMNFTILEERREERYE, T AN
2. AMTILE A TR EIE, T A

PR Tk

450003 ;
450003 )

), BRI (=), Bk (=) , JRICEIEH . pH
{4 5.5; M53#r: pH7.095, PaCO, 12.0 mm Hg ( iE
H{H 35~45 mm Hg ), PaO, 1E%, HCO3 3.5 mmol/L.
( IEH {8 21~26 mmol/L. ) , BE —24.8 mmol/L ( 1F %
{8 -3~3 mmol/L ), IMLFLAR IEH; FFENEE | O LG 55
B me JRZEA35.2 mmol/L( IEFH 1.7~7.1 mmol/L ),
WLETF 898.0 pmol/L. ( 1E 5 {E 18~84 umol/L) , JRIR
600 umol/L ( 1F# i 134~506 pmol/L.) 5 24 h JR7E [
FEHE <35 ¢/d; MUBEIES; MM £ 6.20 mmol/L
( 1E %18 3.5~5.5 mmol/L) , %} 129.0 mmol/L ( 1E
HAH 135~150 mmol/L) , AXTIE % ; Coombs 525K
BT AR =WER; G328 PItE ESR | CRPIEH;
PCT 1.38 ng/mL. ( IE#{H <0.05 ng/mL) ; ZJFH5
PUARYEAE; W NI MERE . HIV ST BAYE;
C30.7 gL (IEF1H 0.8~2.1 g/L) . WEHRME.: JFIF
RPER, ST REANE, NS R BT
BB R, SCT el s B 5, R B it o3 AN
CDFI: RUE I 55 UL BA 5 5

2 CHIRYE

AU RAFE S 2 2L, 2k
B, DR, TR, 2E e Ak m
R EERI, RMETICE SR YN,
TCIMZS A & SR BE S5 A . DRIE W IE 55 5 305 2
e I B ATPE . HETER R o EERYE . 4l
ViR R 2 LSV B D) RE 0l R R AN B
gh A HAH 6 AL T 2k B RE s i F G
T 75 S G AL P B s A% AU s T 3
B IIRE MG AT HE, AN Alport ZES1IE . Fabry 5 .
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WEELIRIB R | SE R BN B AE . RGBSR

Alport ZEAESR R UL B, AN
SR MLV R IR A G, Il PR S SR B I
PR Wy RERS . MRS R TR D BB R 45
WA N FEE R X ER R EEL (294 85%) ,
AR MRAFE SRR . 2058 35 LA BRI R
FRM. IREHL. B IRESER A A BT TR
Sy SRR LR T W o 5 A A B MR RS AG: A i
S IR S A AR SR A IR
R Ji] Pl PR AR PO JER A8 45, AT B T2 W BRI B
1 COL4AS RASA B FHfii2. Fabry fij&—FPili IR
PR AV B E T, R IR EEA D o
FUBE T BEGR = 1S, PR RURPAEPE B2 Rk s (ot
R ) | RS N DR o R,
R LB, B R R s, otk
A 1Y Fabry SRl RR I BEAL BRI, X
TN PR B R S AR T REGR #, B
J& Fabry 5 7] B8, o-GalA 3% . GLA J [H £
IR B VA AT B T2 W, T O T AT I
IREWGRL, FERW TR BRI,

364C>T p.R122X

Gc e ca G T G C (=)

cCC CAGG Gre clie G

G TGC (o ap ol

i BAF, (HABIER G2, APk R 2 s,
SRR, AL 24 h JREEHER <3.5 g/d,
M A 33.0 g/L, MARIEH, AR RS
LA TR WHRERGAE T A Z L, R A +5H
KEAR., BBEKEARIAKRT . AAFEES
Uiesz 29, B JLIEH MEEEIEE, KT
T8 S B SR, ASCRAZOA

3 H—TKwE

AW R, 5EE LR IR REE .
PREFL, BUReSER A, WIS, BN T
Wi, RIS TR BILSCEIR KK
A TC SR RPN 4 R D M v R R PROAE
( primary hyperoxaluria, PH ) KK AGXT ££7E
¢.364C>T ( p.R122X ) Fll ¢.815_816insGA ( p.1.272fs )
WAk 7 & R AR KR UE s HACHE A ¢.364C>T

(p.R122X) G RAE, HAHEHT ¢.815_816insGA

(p.L272fs) Z+5 587, LK 1,

¢.815_816insGA p.L.272fs

GC € T G G G G G

cC TG E (o
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G C C TG G

B
JAVAVAYAYAVAVAZNAVATAVIY NA
B1 BIREXBERMNFER  #ILAGXT EFIFLA c.364C>T (pR122X) Fl ¢.815_816insGA (p.L1272fs) F
IbIR 57 s HALHERY ¢.364C>T 2875, HAFHETT ¢.815_816insGA 2878, ZASMBAL ANk s o

4 SRR

Sh4 BOL s R PSSR, W Rk
PEESFIRRIRAE 15 (PHL) o (1) B 20k
T, PERP; (2) RBICNDIR, LR, 2tk
Uinews . R TR (3) A2MEIREE
WRES;  (4) L PHI BYFHEIER AGXT fE4E
.364C>T Fil ¢.815_816insGA Wi kb HUw TE R 4%, /¢

BIAEFACH,, FFa W de ORI

5 IgKREE

ARG T BRI AR A . 2 IR TP AEdERR N
WEfaE, PUBRYIHEIRYY, LR SHE SR
HALIEYY 8he APEEE 2 H, R <20 mL/24 h,
JRZ A, 6.1 mmol/L, HLEF 110 pmol/L; ABE)5 ZESE
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3d R <10 mL/24 h, MULEF 6.1~23.2 mmol/L, Ifil
JRZ & 110~317 mmol/L, T4 2 YR 3% 25 I i v 1k
BT . BILREA <10 mL24 h, APBEE 10 RFEK
AT, B 1 d JRAET
6 1Tt
PHI J& — P il PR 55 00 119 % Y € A e 3 1%
Wi, EEIENAMR MR EIL B (alanine-
glyoxylate aminotransferase, AGT ) 1] % i J&
AGXT 2745, SIEMIER M AGT TigEE kL, &
HARNFERRIE N, FRRER DO SN, R
TR PRAE AN [RIFR BE Y B D) e 400 5 RN R A2 R B 4
A", PH %44 PHI, PH2 1 PH3 =FpilpAl
PHI1 1 AGXT P 2848 S804 /L 3 B, MK I IE
Fi 5 AGT T REH R B %, PH2 i GRHPR [
RAF T CERR | FHFE N B R A )R ( GR/HPR )
REBLZE , PH3 HY HOG AL % [F 5878 S B4 b ik 4-
PRI - W% T RRIE4EEE (HOGA ) IR ", PH
(1 3 FEAILL PH SR W, 2447 PH (1) 80%'",

1 % LIRS R PHI L, DAMCEHTE R
G B DR R0 o R BLI RFRAE, A, R
TEXI, FET 365 ¥, PH1 28RN HRe 26 1 o
WEHE . AWFSTIRGE, BRI G SEHbIX PHI (94
RIHEA 0.1~0.2/100 J7, FERA 1~3/100 J7 P 3
FUST R L R AR AL X, InRbeids . BTr
1A, RIEWIE LR A 5.5100 J7 B R, 26
. HAZRE/R, JLEZLARDENE (end stage
renal disease, ESRD ) 1Y 19%~2% &1 PH1 5|# ¥,
I H 8 T8 PHI R85 8 S & R i . 53 4h,
IR E T Y R Rk, B R AT IR
T YA 25% 1 B KU B2 50% 57 & rTRE,
A3 3 7 i R A A s W P

PH1 A] AR TARTAR IS AR, B TE 1~25 %
ZIH, PH1 IR LR 2Z SRR, A 0 TALIE IR
SR, ARERIUCH IR . B, A RS ik
J& K ESRD", PH1 3= Hilfs PRAFAE 25 R JRAE
RAEPRBEES A . B R DUEUE, Z28EA HER
Jes o1 A RS U R 1 ) PHIL, 3 A,
FRICHRIRMIR . REZ Kk A (FOKFERES ) |
TAE W HE R AR I B . 4 PHL HU G
I ARIEAR , (UORFERRERHE B, R B,

MR PR AT 2R 5 . FEIR R UUARAE B B IE 1 ah
A, SIEBRERE, SO TR S RS,
1A 10% i PH1 5 Bk R AR B =0,
WL AR 1Y PHI 5 Bl BRI IRAEAR , 2 Wt
FFAAEE R A ERSD, HiR#2, Jellouli 55 ¥ XF
144 CpAEss 2 A~ H ) 22LIER B PHL L
AT I 3, AR LI A Y PHI R &
MRS, IHNUEE R ESRD, JET 85,

PHI I PRI 0L, 2 W R R, J
RNV B A, HEA A MRS 5
B e 2 5w AR B A A B O A BCE A
KRKGEL Y LW EEL K, PHI W 2K
P 0L (1) PREEFRACEE >1 mmol/ (L - 1.73 m* ) [ 1E
A <045 mmol/ (L - 1.73m*) ]; (2) PHI &
I R ACTATIER 24 GFRAE T 3045 min- 1.73m’ ),
I R e B FF AR 3 i, I B RV >50 pmoll /L 1Y)
N % PHI ATRE;  (3) PH1 A ML £1 95% M
TGS, IO PHI AURRIETERLAS , XA 2 Wit
R (4) AGXT B F B H 35 U1 Xy 212
Wr PH1 Y 8 %2 )7 ik, 29 80% HY PH1 fB34 7 & )
AGXT BEH RS, ik MBURTEAIG R E S AER
RAT LAf2 PHL;  (5) JFERDE PHI 2Wi9 4
PR, X2 W RIEE s B ALY PH G R BN
FEPIRIN A K PSR 0, ARG RS 2 AGT 16 1
K AGXT £ [H mRNA 35, 41 AGT % ¥ 2 AGXT
FER mRNA RIBEAR, "T2WiA

F 1990 4= AGXT &K AY cDNA 1 K 8 7 e,
AW PHL Y Il PR A 98 F0 95 ) 4 18 . AGXT %
R T 0 Yk 2q37.3, &F 11NN E T, 1
Al kA Ay, HETEDEH 178 P EURMER AR
KB, H o c508G>A. ¢.731T>C, c.454T>A Fll
c.33_34insC J& PH1 [ 4 D WEUR MR, &R
AR R EAFE T LR, 55 LR, B RAR
YY) g AE 1T AR L AGXT R LA #
AbgRAR . Hirp ¢.364C>T o7 5 5878 0 B BUk 2
s U4 T 530 AGT (19 cDNA 45 122 (A5 &R &k A=
i fih 2 1k (p.R122X) o 77 — R AB i #i AGXT %
K 8 5 4M . F cDNA 55 815 37 1) il Ji ma e 4% 4,
.815_816insGA S50 AGXT J [H 55 272 v 5% 42 IR
KRR (p.L272fs) o A il IR ¢.815T>C
(p.L272P) Ry B oA W A B LB 5 K
AL 238 (¢.815_816insGA ) 330 AGXT HE[H

205



FIOEFE2M
2017 4F2 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.19 No.2
Feb. 2017

55272 RS AR Kk AR R AR, BIMERS 2 AE il
H DNA 70T H30 A BB 2848 5 30 1 B A e
(BRI I DNA 540548 p S8 A8 o ok 2
HOA L AGXT HE[H ¢.815 v 15 & A IR S 58 7%
(¢.815_816insGA ) AIFEMEUMEZAR . AL
K AL 278 43 3l S 2 1k 28 A RS RG22 A8, X
AGT B INREF M3 o0 =, B2 LIRS, I
PRAEIR D 20 B T g sty oy 222 3R 80

PHI W6 YT LSRR 06T o £, 46
VD B RRAG AL A AN | D/ R R AR Y P K T
(1) XFFIRMHBIREREA . B YRR IE R S R
WEE, FIRKEYOK, AR 1 RS i
PARES IR ", (2) #hFudErE R B PHI %
JE AGT B FrEt, AGT MR LM BEMHiEE, #b
TR B, 0 LI/ PRE R i, 4 2 B X T
o33k REEUEAL ) PHL B3 (W01 C.G170A . C.P1521,
C.1244T 55 ) IRIT7 BOR B, A0 3 00 IR BT R
O (3) R FRER, G EEACK AT BER N
Ji 8 X BERR A s, PH BB IR P S 300 7T 45 45 W
ENERR, BBERRERE. (4) R
HEFF IR pH (HTE 6.2~6.8, A B T34 hin 5 R 45 il 1
FRARANEE , IR RS UL, 45 G TR ™,
(5) FRHESHREYREA, M. KH.

AR, Wk, MR IS, (6) BT
25 P L 948 325 A AR RS A o (R P e 22 9 TR
Brf —Erg s = (7) SE B, PR
PEAGT B 5 R S RS DURAE B E, S 20kt
(P D REAS T, DRI ML 0325 B sl M08 17 14 AN i
AROFERAR N SR B R BRI, 1% TR B
H o TR B AL A Y PHI SRE A B R E R R,
JIT AR I A R A AR e 1 1 gy LA
BB/ PHI BBL, ANRENR 32 I R I A2 AR 1 T
ARATde, AT R eIa M (SefrIFpetE, Jefr
R ) BB ARTIR P

7 %R

PHI J&— il RGeS R AR B
45y, HEOO IR o8 D RE 3 e 1
BEiA, BSR4 AR R R
%18 PH1. WM AN I EEF-Br. X
THLRG, FIHIF UGB B SRR AR IR . N
R DIRE R W HEZ R RUIRE, W%
FIEFBBREGAIRIT . B4 LRI PHI,
JREGES AT/ I, DIAR . TBIR . ORE S o8
BURRE, TS MR T RCREE

[(WE] BIL, &, 6 Ak, avkidy, RIREWD . BIReSwE Abt. 5k s ™ S et
B, MAEFRRZEZH B . TRENEAR . SlEmRM . S8R e L a6T 10d, BILHRREOR,
HEERITIRAET . BJLIHAH T 6 A3 T2tk T ohne s . B LA R R INIIE SE TR 2 IR £ I R 2 BE 5% A4 Tt
(AGT) ZRf%3ER AGXT 28755 e iy I & 1 i SR IRAE 1 80 (PHL ) , HACKE M A4 288 & . PHI & —F
G R WP, AT IR s S, stk @ kR4, UKAERDRGRREE, N Es PH1 il EE,
AGXT FEH /M7 PH1 2 WAy F 8T [ hELARILRIEE, 2017, 19 (2) : 203-207 ]
(oA ] AN SRR ; 2 W0 ; AGXT 2l ; JLaE

Oliguria and acute renal dysfunction in a six-month-old infant

CUI Ya-Jie, SONG Chun-Lan, CHENG Yi-Bing. Department of ICU, Zhengzhou Children's Hospital, Zhengzhou 450003,
China (Cheng Y-B, Email: chengyibing002@163.com)

Abstract: The infant (a girl aged 6 months) was admitted to the hospital because of oliguria and acute renal
dysfunction. The laboratory examination results showed serious metabolic acidosis and increased blood urea nitrogen and
serum creatinine levels. The patient continued to be anuric after 10 days of treatment with continuous renal replacement
therapy (CRRT). she died a day later. The family history showed that the patient's sister died of acute renal failure 6
months after birth. The genomic sequencing results showed AGXT mutation in the patient and confirmed the diagnosis
of primary hyperoxaluria type 1 (PH1). Her parents were heterozygous carriers. PH1 should be considered when the
children have abnormal renal function or recurrent renal calculi or have a family history of these symptoms. AGXT gene
analysis is an important method for PH1 diagnosis. [Chin J Contemp Pediatr, 2017, 19(2): 203-207]

Key words: Primary hyperoxaluria; Acute renal failure; AGXT gene; Child
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