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% BRI AE 1 %Y (glutaric aciduria type 1,
GA-1) OB A, B B4R A
i & ( glutaryl-CoA dehydrogenase, GCDH ) k[,
FHEMAR . HEBER ., ORERABERL, N
Mgl 3- 3% R (3 hydroxyglutaric, 3HG )
IR IHER 5| Ko . KZHUEILAE 6~18 A
B Z A) AT R # o K TR L 0 A
TEOCTE LI, FERINZELR, Kk RE
R BCARARAS T SO 2 WLsK D7 et . B AE LI
i 0 —MER R (CSDC ) 13 22 mT P50 ks s
PRBA LR T R BT R 3HG S R .
2w N B ER BIEBCAN 2, FLIG R R B J A
TR Z B8 LTEIR R EoRBE B I AR A2 W R iin 7
PR BE 2012 4F 2K % 2013 AERIILIA M 2 ] GA-1
BILHGEIT , IFE55 1R N SN SCIRIGE 47 34T
DS i X0 A AT

e, 2, 24 A, WABRIFIEERE 1d
kEBeatis., BILL LM, TfE, AKEE (&
H2~3W, BAZ) o BILRF LIRE 1™, £
A=, WARE 32 kg, ANTHIE, BILCH
g, AR RASS, KRR IRRMEE, W
B AL VERRR L o (A Sk 36.5 em, 1H 5.5 kg,
HEK 50cem, FIX 3x3 cem, BEEEGE, sk IER,
BINAE, IR A, #OEN, RO—k, R
KERWEZE, Aathk, &8RRI L
Mg, PPEEAR, PRI SR, BP0
o, SR, ECEER, AR 3 em, R B, DU
UK T3 IV G, RUMIRE Sz S8 70, U0 SRt sz A3 ik
555, BUN Babinski fiE (+) o SEERE KA. il AL
R: I 3.7 10°/L, 140 3.93 x 1071, M40
F 119 g/, ZL40M0)EF 0338, i/ 394 x 10771,

[ Yk HI ] 2013-05-08; [ 4252 HJ | 2013-06-26
[ Vs | X%, Lo, i, FERE,

(CGEMEHMXFWEE EILE ERIVAR LA, Iz BN 325027)

TR AT AL 1.169 x 10°/L, D F 45 545R 13 21
EH . HFIReR: AR 201 UL (355) , 4
RS 161 U/L(3E ), BHEEIRLZIE 9.6 pmol/L( IE
), MIAVHER 164.5 pmol/L (1EH ) . B4R
PO 1M Al TG YPHYE, I AZEE 47 DNA E
HRMLER N 1.5x10° (+) o 22IMA 38.9 umol/L
(BEE) , IMFLAEZ 3.8 mmol/L (B4 ) o #ilkim <,
SPMR: pH 729, ZAALERSTH 45.7 mm He, 47
J& 39.9 mm Hg, PRUEIRIREAR 19.8 mmol/L, SZPRE
T4y -5.0 mmol/L, BEVE &I 5.0 mmol/L, A kK
S 19.6 mmol/L, HURFEEEACHIMERR TEE . IRICK:
R MEFNEERT, BIEL AR S
S5 MRI 4R PRI BRAAFRGR /N, I In1 254,
DL S B = Ve T = V5N L Y= R =
DFNAR AN, BIARREIEAEAE, % R K,

It . M VAFEINGE, WIOUAT . B, IO N
BRI, heRmrh, POONAT . Wi, TOERAER T A
W) BILABEE e % 18 B AT,
THEEEERT 2 A, BEEWKE R, A2
ML B KA 42 em, AHEEAE, T
1545 3 em, MFEMZFGK 200, NEBIE, BRKRET
KI5, KA RS Kk il MR 204 S, AAEE2mT
KR i TR MR B BE (MS/MS )

ST, SRR CSDC N 125 uM (TEH S %R
0~02puM ) , C5DC/C8 LUIE A 25.63 (IEHZSE{EN
0~2.5) , HHETE, fF4 GA-1, JRAAEIE /i
W (GCMS) irds s, fERPRH KRER =
iz (22458, JEME(E 0.001) F13HG (25.53, JEuE(E
0.001) , 2R GA-1 (E2) o 4T EJLRRHE A
R, #hFe4ErE % B, 200~300 mg/d, 4 H A FEACHE
A% 50~100 mg/ke, [IETE AR BRI T ISR SR
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Wl 2, B, 1340A, HIEE 44, REHRK
HRABERIT . BILAHIEE 10 3k, BRE6OE
ikt |2/ %, JoRM . Mk, JoHERE,
HEfER TOTH (KLl . WFES, ABETikf K,
FIRPEATE . IIREE . R ERsl . N
SREL, RREAJLTRIANGE, W AT, s
H, JTCHREEY, TCHEA KM, JormiEk,
ToRH, RBRATF RS PR, RIS 2E, BRI
SRANEEOK , Tl BT U B sh B, TERoKMenZ,
BILRSE LIRS 17, BE (G287, Kok
iE, BN ), HHAERE 3.0kg, FEFLRFE, &
JUAC BRI A, AR RS 0S, RIGh B,
W ICH A e s o kAT Sk 47.5 em, {4
& 11.5ke, K 75em, AKX 1 x 1 em, 5KITIEH,
TR, JORRIRIA, MR, BU R L AR
R, XOERST R, WICTL, mEMATCI,
O HBAYE, B3, TSR K, g e,
VURCHLI V&, WUk IIIER , RS (+) , SR,
Kernig fiE (=) , Brudzinski fF (-) , Babinski {iF
(=), Chaddock fif (-) . LI Ar: MG
KAr R oo, WM, FgiiEiE 4.0 x 1071, 40
AMEITEL 4 x 1070, EERIRE (=) , #Pem
>2.28 mmol/L, & [ & & <02 ¢/L, A (-) ,
DL b g5 SR BB K A IE . R B R
BRI, A5 M. pH 7.33, % fL ik 43
JE 37.4 mm Hg, % 4> JE 543 mm Hg, Bk B2 S AR
19.1 mmol/L, #5 #E ik 2 & AR 19.6 mmol/L, 5% Br

Bl ) 4% 5.6 mmol/L, #7554 B 1R HH BF . T D1 AE
AN ARG 32 UL, 45 55 & 37 UL, B
P BRI 126 UL, 4 2 B K 10 UL, F&E A
419 gL, ERKEH 208 ¢/l., HIEAHLIZ 2.6 pmol/L, [H]
FEMHLI 2R 10.9 pmol/L, LA 25 B3R DIREIEAS IEH o
I3 FLER 1.40 mmol/L ( 1IE% ) o MK 2 14.1 pmol/L

(IEH ) o MFM/R: HAI 59 % 1071, £L410
512x 10701, ML 82¢/L, I/ 234 x 1071,
eh PR 40 B 1.021 x 10°/L,  F Py 200 i A %o
0.173, DL EZSREERIMEMIES o Sl MRI 427K :
PSR X BRI 25550, 76 TIWL A ALes
5. T2WL AR S5, P E it WS S 55
55 DRI Z T IR/, PO B AR, wif
02 S A B AT DLBE RS K T2 (5555 PRI =
PR, WIS K S St o v] WL R S8 15
5, BRTUKT2A55; PO Rk X 5T s 35 ah
PEMESE, WA A7 AR S R AT DL SIOE S8
555, TIWLATEEES; PRI X A i 5
WiES (K3) . BILABGHIE “IRIEH . fifE
i, ARJLLA MRI AR, S & it
S Al e, T LTI MS/MS 08T, 455 R C5DC
9048 uM, C5DC/C8 LLfE A 1091, ¥R E, 4F
4 GA-1, IR GC/MS W45 R . AEPR TR K i
R (313 M, IEHSHEE 06~59uM) , izl
GA-1 (E4) o hTHRILIRHEARE, gt
% B, 200~300 mg/d, 4 HANTAERITK 50~100 mg/kg
i, BILFEER B,

B 1 &6 1 kA MRIZER  A: BB DW 541 LU R XS FRIE S 555 (kR )

B U R BT D Bt s S5 (Fik R )
57 T2WT XU R FRME SR S5 (Fisk PR ) .

G BT T2WT XUV BN I 58 (R kB )

B: Wi DW ¥
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4 9%% 2 FR GC/MS Eit

11HE: Goodman T 1975 4EHRIRIE T GA-1,
Fog A T YL fk 19p13.2 |, i GCDH Btz 5]
B AR, AR, OARMACHELL, Bl
A 200 4B M GCDH LR g8 1) g ]
BB & B AA CINSE IS ) FIFE A2 1A,
SURRAR PR & 2P LK B is . 7 R 280 Bl
T, SRR AR K, MR AT & SO AR
IR, WA AT, ik A

AR, AT REURE RN R R EAET

[ Ji5 [ P SCRR, GA-1 IR KA REE, &
Hl AR, A R E AR e S . Y
JHE RS PR ALK A 456 P 70% HL2s i
PRSI R P X 5 AT 2 Bl RS FAR— 2L
o B LIE A I . PR R LR
SEHR RS, B R PT B s . R AR
TR 2 v i e MRE A EAC R L. A
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G2 RPN EY R . AR 2= 45 |
FEIC A | TS AR A P I 2 R kA ek
AR, AT 2 Bl A — 3 PR HLER A G
BATAE RN 3HG J & R AT HIS A

R 1 ELIG RSER B AT R e, RPN
Sk, SLRmHE, WA RMIK AT
R iR . %As, W ICHH e i A s LR K.
UK R D RE S5 ABE, #1512 0 B4 M 55
R, BT R IFPIREIREZ IE 5 5 (R 2 Ak
Rl R, FEA7E HIR, BRI A K3k 5 MRI
VISR, ZRSZREEAT, TREAERILS
AT I RACE T A #6128 R GA-1. Jkfil 2 L
A5 A5 TCW R BARAE, 26 13 A A B R IE TS
JEE R IR, RIRE 1Tk MRI, 4588
71N A G 224, R B A 2R 5t 1 1T LA
B R iEes, ST RES, PR
X el AR TR, SRR T RE S
I JRAC G AE 5612 0 GA-1, 1T L GA-1 212
Wi R e, 2 L3S Bk B K, Sk 5 MR 42
NI EY R, 456 B A SCER iR
ZAR S GA-1 IR ILREL P, R, I AR 3 A
IR IRIE . & 8 sh & B e DL AR R
BLA N 2% st A AR v BB A i H ALl
SO, E. MFLARAERA, AR KR 5
W, PR GA-1 B2 MiRi2 . KEFUEILTE 2~
370H CE 1441 ) e, B ik 1875
TSR R BRI R A& IR, F5IR GC/MS 43
WIS A . AN B Az LI A nT P i 12
A, HTA LA AT ARSI GA-1 gL (BR
TR B R HE s a2 s A2 LAk ) Y A
[ GA-1 BRI RN 1:54000 7577 5)LY, A
TR EEFRUFSE : B LI KB 2 i FR YT GA-1
HSE&MMMA R ERMEILALL, LS E
WS R G RIER R A kgl i — S
g Az LA () E B, ST, AT DAMGE S
G AN R DI RE AT, £ AR LI AEAE
Fiht, TEIRIE H AT A 7E 4 P T e 04
A, BT R BE LR LIS T IR HLIR 4> A1,
AUE NIRRT A LA, i GA-1 1531740
BIT, WD RGUIRE RS I K

FEIE 2 30 4F B S E R 1R g Ak
GA-13597, (A Tok= LA .0, REEMN

T GA-1 #R12 L BUAE M iiRd7 . —Basyr el
FEZe e B B H 100 mg/kg A LI R ARE FHIRE,
FEBI R0 1 R A R R A, BT R
#FEIVE IS A RARIE A . X PR YT R m e 1
2 B 2R R /D S ki 1) A FE A B
TR, i, GA-1 8= BUEBOA N & —F ] ia)y
IOE Y AW - R Y S U N (IR I B N A
TR 9 1 2 A RS S AN AT 386 g P 47+ A
it A FRALHE T (1) B S AR AMHLIA
I TARACHDIR A (2) 24~48 h Py o BRI 85 (1
BTk W/ 3HG B4R (3) BGhnA: g egdL
ST AE T PR S 14k A v R A g s (4) dl
T VR TR AR AP O R K T SR T A, S
Z, GA-1 2 —Fi Qe o IR Bk st e, 5 8
JLBESRR R M B R Pl 25% . itk 1E
—DFEBEP AR — DL TS W A PP,
BTG HAT P RS Wk e 242, R AT JoaE IR
ML as iR, ABAMAINGZAT GA-1 Ty, 25 PHE
)55 S AT S IR YT, IR S I Bk 1) &
A XU IR UE S 3 4 A A B
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