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T —FRFRIESE—A ( Glutaric aciduria type I, GAI)
e EFE RS KEEEAHER - FERHRREE
e YRV L QR B A I P B -

IZTEHERYE  WAASEDE J8EE
BHHE SRR RE R - MR — SRR - 18
e R4 KRB FH 2N o & R 5 B IR
E > S EER MG REEGE (
—) o BRI O ERER R R - R R
e R (Lysine) ~ BAJZ[8 (Tryptophan) K ¥ fff fiz
f2 (Hydroxylysine) {8 b » & = B illF A £
=, % 32 (Glutaryl-CoA dehydrogenase, GCDH) H| ¥
s E R TK % (Glutaric acid, GA) ~ 3 ¥ E 1%
—F& (3-hydroxyglutaric acid, 3-OH-GA ) ~ X% — &

( Glutaconic acid ) 9 [k — [ A/ ( Glutarylcarnitine )
HEREPTE (B ) -

22

ﬁﬁm??‘

EF AR
—nA '

W AR ‘%’ “ BE BB RE 3 o
wd| & > > Ty

%ﬁﬁi%é ‘g" 2 LYS ) Trp *un: GAlr

£ “ ““

=

#
-
%
e

"> iy
wd|

By mREAH ﬁ,%gﬁjéﬁ

HEREAE  dvilyssTrp o : GA I| J

B— REREERKMENEFT  ARNORIEREEL
MR FAETEST WwRMAEE LG oy LA #£4 R
WA EREERN > G R HARMNEL - GA KB
(Glutaric acid) ; GCDH : % =& i A % 58 % (Glutaryl-CoA
dehydrogenase ) °

&, B B

Tryptophan ok co» CHs
~a ¢H
%&%ﬁ?ﬁ__) CH: 7_%) WA _)CS:
Lysine Eii) GCDH %=0 S
Hydroxylysine éoA FAD FAD2H  CoA
Glutaryl- Crotonyl-
Coenzyme A Coenzyme A
R 5 BRA T M BE il 5RA

B — - #k /& 8% (Lysine) - @& i 8% (Tryptophan) & & df Az
B (Hydroxylysine) 4% 3 i& 42 % % & — A ok A & & ak &
(Glutaryl-CoA dehydrogenase, GCDH )

23



IR — 1

ko — B OB A X & B F (Glutaryl-CoA
dehydrogenase, GCDH ) R fifpds H iy — M E R IR
(Flavoenzyme ) * JBABEEIHIT A L& (Acyl-CoA
dehydrogenases, ACDs ) 3R%I:Z— o [hEESRAYEEAl {7
FARHAERZ A S i » AR SR 26 FA M A & TP i 32 e
e AR AR A - SRR RE Y 5
TEEGHEH (Homotetramer) - fF—ESEEH —45F
FFERS GRIE RN — FAD (SRR -

T B HHAT A £EEER (GCDH) (W
KI#5 5 GCDH 5 A - ASEIN GCDH BRI {7 4 Y o By
19p13.2 BYLE [ » K/ Tkb AY#IE - 3% 2 R L
1L {HSMET- (Exon) » HSEEEFFHICURHEEH] » AT
WOR S TRRBO RN - 1R HEH0E A EENEF
FERA G RAFAOAERAME » oS SR S (H R R E Y
B2 EE BRI A A R o B L B 4 1
A BECEERRE - T S MER -

EHENAIR ~ RN SR T AT B A R S
M EE S E A Y HER N (A1 88 - 3 ¥SEE R
TR RIS RREN RN )  HENYEEEE
TR - R BRI (Basal ganglia) 43 > B
AREHIERIE - B 2 mESHRA AR AR - BRI f ) -
e B8 - IETIBEEEE TR - HREE
AT AR R - S a2 - Al

24

& A T T R PR B — B PR E IR - SR
FH (Dystonia) B RREREIEE o JHEAIER PR IR R 3548
[A] » A LB AR PRI IR R A AR - &
LR iEIR B R A A BR VIR M B R 1 2 R
R - B AR R EE REE A A
(8 AR A NG HE B pl A B A & HH B R » BB
HEHEHETEAME  C% - g S 2 )LAE
THET  B5 BB &6 P H I s R AR i 5
FEAE o TRk B BR F el BT A B R e SR A e i Y
T MEHERYEE ST - FIA0 : R - St R mEEss
SEE PR B BURAIE IR SR R RE DI
FERAME T DAVRIZ EH, o

JEGHIE 7Y B 471 3% AR F A K 22 1/30,000 ~ 1/40,000
E A2 T 574 3R 300 (B Gl ge - 5 Ao 3¢
A R—E% - FEEINEE H AT R 1/40,000 [ME3$ 4
i EHIFE 1/30,000 (WFEAEH - HETGE S » #1293
10 H HARAYHHE RS 5 88 —= » o] S
A% 92 FRIHEET + BRI IK R E S —R
BEZRDH 2 A KOS BRTERE - 5EEHE
90 4F 8 J Brfn o F R I BT R GRS tET T3 Ak B RG » 1
95 % 103 FJiK » BN ILIE 2 3 4 R H95 1/150,000 ~
1/160,000 °
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A 2L S B S R0% 99% DA F » USSR
ek - RFSHAEEEN A - BEEREEE
5 AERAERNAREFEET RIRE - B
HOR RGP RLAFAVTATE -
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T R PRIE 88— M AT ER PRI R R B B LR A - B
FHHRPERNAR - REREENE R — > FEERE
A DT TR [ RE - 40 : SEE)RE B (Dyskinesia)
i =AY F B FEE (Choreoathetosis) ~ FLAE B
FH (Dystonia) {4k 7 F BB ~ i B~ A5 KR

( Opisthotonus » VY[ (A 7Nl » S8 2SR ) - ATRE
DASEE 50 ml By e ~ 55K S S MR MW %8 ( Encephalopathic
crisis ) BEDUERERRESE -

FEE 22 h R 8l - FE R L E MBS 5B AT DA
HEFHEERREEA SR GEEEREEE LA
(Macrocephaly ) ~ #HEEN FAEERHHIFE T H - H4:% -
DRGSR Y — e AR TR B - TR 2RI - L
REWNHENEEIRES - EWERFE 4~ 8 @A -
ST PR S e m Rk e I o R FE AR A - R R
AlRE S WO B A SRR A - (HMEAERPREIR - (55
2% HEERFINREE RS E S AE)
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RS -

SRR 8 i S AR TR SR S ARG A (3 ~ 36
(B H R8RS ) - TBH S8 LR LRSIy  vEls
RS EREER  EERTTFNEERZR% K
BAREGEINE - WS BRZERE ERTZ
(Irritability ) ~ RFEFRHK ~ EHE - 5R K o hifnay
DI B B E T RE A RIS « Sma -« M s s
FrEm ARARH R 3 » AR IR P 0 B B S =2
IERHY

= Mk Y IS A @i@%ﬂrﬁﬁfﬁtﬁﬁﬁﬂﬁkﬁgi&f
( Striatal necrosis ) 15 B A AR T TR R RE Y E 2
JRHA %&ﬂﬁﬁ%ﬁ*ﬁ‘ﬁﬁﬂﬂﬂ% A B ROEEE)
HERENTIR A EE - RERAMLSEAE &
HE B/ NRF - EL AT REHE RE R S © SRS BB ECE (R BE
(Reye syndrome ) BUASTEREE S o RO TR th g
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