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TR I1E (isovaleric acidemia, IVA ) J&—Fifr
ST IERTE A I U (isovaleric coenzyme A dehydro-
genase, IVD) BlBE 2 A 52 2R A il 7 5 B , LR
W E R FEAZ 3 & T IR G RHIE , 7T S BUK AT
BRPASET ., i 8 A L2 W ARGyl {2 it
EHREE o ASCHGE 113 A JLIVA 8L, X Hili
PRIFAIE (216 e Sk PR 9 A8 i AT He L o3 B B
S, DUBIY IVA B2 I8 3097 8L & i A i
W ISR

I B

BIL, B ,13d 20 he 285177, Kl 39
Ji e e, AR 3800 g, TEEY ., FK JE
B PR IES . RN 22 JETE 3 d7 T 201846 J]
8 H ABE. BILHAEES 10 RIFIH H B n: KA
i, PEAHEZL VBB TR, S T b, 2l e 2
MR P2 S RN HEHEA . ABEE AR i
RN 28, T R IRGE A, BksbE 2, 208
A, A PR ES , 1 XF4, LA R AR %

[XEHS] 1007-4368(2020)12-1890-04

R RAF, S, U2 I A, A [ K BH
TR . OEA TS EEC T 2 em, Bi%K,
JILIE S A Sk B b O B A7 A o PR BB I, Jie
ARG . FEIK A - C )V R 155 mg/L; H
A4 0.6X10° N1 IfLLT 35 P FE 69 o/Ls Ifil /M
THE6X10°A/L. A=Ak T3 22 % 2 1 (ALT) 770
U/L, RI 1A R R4 =B (AST)5 400 U/L; JRZ 18.72
mmol/L, L B 126.8 wmol/L; £5 1.15 mmol/L; Ifil &
260 pmol/L(Z %18 9~30 pumol/L) , EARARfL 34 Il
# 1, AW pH7.51, PCO, 12.2 mmHg, PO, 54
mmHg , HCO;™ 9.5 mmol/L, BE-1 1.9 mmol/L, Jiiika
13 mmol/Lo =k /il CT $2 755 i 5% o 25 B2 D AIG o A 25
DAL S T i 1 S AR S B N 2 ST S
TINS5 o

BT TEP R ERA T R RPUSRY, BLE
TR, TR AR e A 2 B4 R,
UG BURsT ARG YT, LR Bk {Hm
AR N AL = R R o [ IS I ) RE AR
TR PR3 d S5 B BRI R4S, TR B K

®1 BILERMEIEERETNED

ABERE(D)  HAMI(<10/L) ML (/L) /MR (x10°4~/L) 1145 (mmol/L)  ALT/AST(U/L)  1fi 24 (pmol/L)
1 4.89 141 13 1.15 50/178 207
2 732 138 242 1.30 — 260
3 3.91 101 103 1.24 — 97
4 3.76 105 74 1.18 770/5 400 —
5 3.52 107 78 1.96 — —
6 1.33 82 15 1.51 660/1 750 —
7 1.22 69 139" 1.44 — 85
8 1.17 115° 54 1.51 — —
9 0.60 71 6 1.25 149/167 —
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BUBBGE TR B i, S ROIERUE TR 55 21 K
FET o &5 LRI 2 BL O [ R vh 25 Rk
TR, H BRI RCR KAE, 25 s AL AR Al fig
Ko

BB LA IE 4 h DL E A B R il R TR T A
BT 53 B R T ERIBE S5 AR (tandem mass spectrom-
etry, MS/MS) , FRIBA HLER /34T R AR 0 i o ik 4
A (gas chromatography mass spectrometry , GC/MS) .
S50 SR LIS 9 PR 6] 2 47 (8.26 umol/L,
EH 2% H<1.5 wmol/L) , JR AR 433 o i 40 AT
S e I H 2 T R ) S e vy e T H -1

WLEF ; 5 808 H & B2 -2 : 485.75 mmol/mmol JLET, 1E
W5 (H<0.5 mmol/mmol JJLEF) o

22 BBLACRE A [l 3, BE BE R S AR B 2 R 2%
20194F5 A 10 HA#tHES , SR LAME ILZ) 2 mL,
BT PSS PRSI T -80 CHAAF . $RBUOER 4
DNA , {8 FH w57 38 J2 30 e {SGHEA T I , 435 2R /R 1% A8
JLFEAR VD JERAETE 1 PPl 58 5 B 12 540 B 7
c.1208A>G 4l G A8 5, X R FEIVD 55 403 fi 2
FETR Y- I e R B s 22 1R, DA T A% TVD T3 2 T 3
Wio FIERIESE N HACEAFAE IVD KA ¢.1208A>G
FEAR(E) . WEBILKERE, B AR A A

o JRTNVAIIN
69.56 mmol/mmol JLET, 1IE & 2 % {H<1.5 mmol/mmol REIL K
A
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1 BILEENFE

2 it

IVA 2 — o UL e R Bt A% i 5o 2
AR AFEN , & H A T 0 A0 28 A HILER IMUEE 2
—, HEURHL B2 T IVD B A8 R 3 Lok
PR IVD S RS , 5 8 AR Y 5%
AR A S S R S A B AR ) o B L
UG o D & RS0 MR R St e h 58
o HBAr E AT T AR LT A 45 SR R RN
BRI, SR E 2920 1/250 000, H [ G AR,
R 17365 000, T K i s X, 149 8k = K HABE 37 9
P, WHITAA 2017 AEHE A9 A HLRR I A 47 R i 36
2454 1/265 900",

DR H LA 5 v I B0k BB R, S SR IfLE 3T
AR 2 A7 B HE Z2 Y EE L, OC T S5 IR ILAE )1 IR
FH W IR TT S ARSI A AFF 5T R TR A
P 2008 4F B SCUR 25 YO 1B E TV A O LE
17 7RI W, 2530 55 7E 2015 4F i H MS/MS
I 2 7K A5 AL 7] Fsf 32 PRSI 2F /K 4 TVD £ 1A
MG SRR R AR

IVAIGIRFEIZHE, B AR LI K FH—
43R 3R AL B2 A (2pERLD) | B LE
A I 1R (2~6 d) H B 2R o K 5 7K
LA E RS th THZ A3, BILE 5t
T7; @ARZ SRS (18 P BRRY ) | HOLIG PR &R 51
WHFE 1 LA, N SO JE IR R it | g R
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L2 Bk TR FRAE R R R 2o IR o G Jek
Yo JER R A REASEAOBY RS LM
FAE s @TCREARAY , 22T A Lot A i % B8, I R TG
SR, JUF i LB RS R VTR ™, T
IVA BRI ARAE R A TR R 51, 11 RIS B A7 A TR ME
WHIL ARIL . 2015 47 16 P 228w 45w 4 4],
3B URR AR P B B R LB, A R A
I P A PRI " 29505 , 101 R BET fR 127 52017 45
[l 5 Sag %1 #1152 KRR R MIZ R IVA,

P H ET L PRGN R 24 51387 AR LR R I TVA
FRL70 1 LA SRy b DX R AR I 7 2 S 1)
AL 24 BB LA FER I BRE | Hrp
22 G AR IR Fh R , 20 191145 R 20 /b B 1L
JINA B AV B8 4 It 40 A U 2L, 20 1) LA RN 22 S
13 G5 I mr &UiE , 12 645 IR URE . 1291 UL
A5 10 d RS , BRI 2 MEER DI RE R, B
25 | Bk iR 4 A0 ARAS IfEE ) BE
P R EAE , B2 BRGE , B LA TG fEait
B RRIE AT, TAER 21 dJRAET, IR R R AR
T WA s R R

IVA Il REGIZ R T MS/MS . GC/MS, 1% i LIS
DU 7 i S 5 TR 66 A ek ) S8 344 v, PRV S G Ik H
T e 5 B 8 s W PRI W S I I T 3 R 4
Mol Ry itk — 25 2 1 2T B, JE e Br— R
FER 2R i E ", VD & VD 3
DR 2R, 13 R T4 15 S e ik b 4145 12 M4
W, KN 1S kb, SE4i 394 MR . B4
T O HRE A TVD JE PR 20 28 545 90 42l Chiep ://
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