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Brochure of Glutaric aciduria type I
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KB IRAESE—R (Glutaric aciduria type I, GAI)
& E R e R EEAHER - FTEEHRESE
HE A M5 TR R I R R P 2 -

IZTEHBEEY®R  WNASEDNE S8
BB 9 MR R Hﬁﬁﬁéu_ WAl R R B2
MEEEHEARBE M &0 BIEERR D B
e @LWW&T%E%EW%T%%“%&E% (i
—) o WWEE—HEEROERIEEEER - HRS
Bl 1% B8 (Lysine) ~ taiZ % (Tryptophan) Jz % Bt fi%
% (Hydroxylysine ) 1 s &b - I BBl A &
& ¥ % (Glutaryl-CoA dehydrogenase, GCDH) H ¥
B s &R % — B8 (Glutaric acid, GA) ~ 3 R E Tk
—[# (3-hydroxyglutaric acid, 3-OH-GA ) ~ k& — %

( Glutaconic acid) B —FE A ( Glutarylcarnitine )
HERERT L (=)
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— AE A ¢

b & 5 i y HHEEf
&=d —> -—> 4r : GCDH 2EFT

N
paps  oempar LR
e Foo 4o 1 Llys ~ Trp be: GA

Lt YT}
T ..

i i

K mAmAY A4S

BP0 P Ao ilys~Trp 4o GA i‘ .a E J

B— RRARSERKHPEAEZT ARNOKRIERNETZE
HEEAFAEFTET wRAREAXEEFOEARE LR
TR BERIMER > R EHRRBOEL - GA KB
(Glutaric acid) ; GCDH : /X =& #8 A % &8 % (Glutaryl-CoA
dehydrogenase) °

¢ vy

Tryptophan GOOH co» CHs
~a ¢H
LRk CHz i co:
Lysine — > CHa HE = >+
i GCDH c=0 H20
. c=0 g
Hydroxylysine éoA FAD FAD2H  CoA
7o Y el
A Glutaryl- Crotonyl-
Coenzyme A Coenzyme A
S A A T i A
B = &k & 8 (Lysine) ~ & f% 8 (Tryptophan) A 78 #f Ji
& (Hydroxylysine) X ##& & % Bk — A WA X A E

( Glutaryl-CoA dehydrogenase, GCDH )
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ko OB o AL & B F (Glutaryl-CoA
dehydrogenase, GCDH ) R ¥ #f #% 1 #Y — Tl 55 A BE 37
(Flavoenzyme ) * JBARRETHAT A L& B2 (Acyl-CoA
dehydrogenases, ACDs ) 52— o FEEZRAYEL A A7
N i S AMEO PP Iea: - S S8 = $5 20N i ON=Raat & &Y% ]
Btk - FEXEAREE A - REBE R IP RRIEIY 7
TH&HEH (Homotetramer) @ F—HEEF 7T
FEIEE A= R — FAD (HZRBEREHE) -

ARBLE A A K& E (GCDH) HYE:
KT ks GCDH (: 1A - N\ FEHY GCDH E R (A Yt fig
19p13.2 AL E £ » K/ 7kb RUEG[E - 522 RIS
11 {EYMNEF (Exon) » H5EEE AT HEH » Al 2L
HORy s T2 Bk ER - TR BT A RS BERTE
HERAE BFRIMEBME - Lo B B R [H s R Y
IR - SR B R EY A iE - fIE ML A(F
R - BEEER R - M [ESEEREER -

EHEIZIR ~ CZ AR BEIL B A O ETE AN e B
i e e MRy E Y HERE R (20 R 3 AKX
TR M TRRELR TR AR ) MR E K E 5
EREHS - Frpl R ERL (Basal ganglia) 55457 » B
RISHIERNE - B 2SI p - BRI RSy
B~ BE - RIEREE SN HIRR - HREE
MRARWIEREBIERH - a2 5GF - Al
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A IR B RAE 56 — BUAYRE PRER - BAEHLAERTT
5L (Dystonia) K ERERERHE o HAEAYERPRAEIR-T2ETH
[A] - A 2L R ATER RIE AR EE i - A AT - K
ZHINRAE - EARSGEREEL I 82 R B 12 B R
HER - BIAD - ARl M SR BRI R B T 3
W AE R D SR IBRR RHH A & HEREIR - &
BEGFERTTENE K& - s - EFaEN AR
JHEN 5 &0 BB g A A H M EG2 IR H A F P
FEAE o B Y ER R PR T E Bk SR A R Y
R - S RERYEEST - B4« gk ~ e B s
SAHE AT REEER AR BR R L - E D E i
TR AT AR IR I -

JGEE A (B 40 2% A8 3R K52 1/30,000 ~ 1/40,000

H B2 55 300 s fI 48 - 5 o5
ER—F > EEINEE AR 1/40,000 FFE £
HdLHIAE 1/30,000 FYZE AR - HETEE TH 1R 93
10 AR RE M ER R —F - o H#EE
{ZHERR 92 SRR - BE R ZFRIRIES —1Y
BEZRDPH 12 A KESBRHERE - 5EBAR
90 4 8 HEAfAHE R E R EE T 4 SEmty - B
95 2 103 FF[E » B N BUIE 2 2 4= K0 Ry 1/150,000 ~
1/160,000 °
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H R#T A4 S Efbe 5 BE 99% DL E - FHAZE R
e REHREHEERE T A - BB ERELEFEE
i AEEERINRDEREETRINRE - @5
MR AR A RIFRITER -

T ﬁ}

= B AER

T ZBR PRE 55— U AR PRE IR R B LR R - &
BHVERIRAE - BEEE DA — ZEERE
AR 7 B & - A SE B R (Dyskinesia)
i Ay F 2 #E BE (Choreoathetosis) ~ HILIAI5R 1)
F 5 (Dystonia) iR J7 £ E0E « Fi B~ A5 Kk

(Opisthotonus * VYL AIZNEEE » HEE2 5K ) - AIGE
DU 5 B e ~ B R F % % (Encephalopathic
crisis) BGEDMEFIERRES -

fEEZE PR D ENRE KSR D
RETEEHRNEEEASE  QFEEPEFEEX
(Macrocephaly ) ~#HZE K FHIE N IR B E - AR -
B g RN — AR PR & 25
RENHREENRES - EEIERFHE 4 ~ 8 (EH -
HH R R 3% e e Rk L B o (e (E FE AR AL - REsRZ AT
A RE S it E B BE E R (HEEAMEERIER - (FF
2FZ A EFERF AR EE R A )
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SR A S 1 i 8 AR AR B SR IR (3 ~ 36
& B RRIERLN G ) - B B AR AR R - THE
PHEREBE LR  EEBYFNEERREZE &
HEGEIIET - SIFHEHRZEREG RN L
(Irritability ) ~ KEERK - g - RJMESE o FhMA]
DI B T Re A RIMPE » SME - MR E%?%
THE LR AR R BR S 55 N1 LR R A I B R
EHHY -

o Mk B9 RS A 8 o 38 2 I R AR R IR BE B ST
(Strlatal necrosis ) &1 A ATHARR 7 T i REHY 3= 22
JRIA - SUREE P S EUHE - e - B RERE)
B AR EMEIL TH A FRE - SR RAEAEANE - B
M S/ NI - AT e A R R R MR B IRIE (R R
(Reye syndrome ) BCASTERLER S - BIEEOR (T an gy
EEAEREE - EIEERERINL AR ) B S {E N -
BRI RS IENE -

geoh - B AR EE R BN - B2 95% K
BB E RIS 2 2 BEFAEEZHE (Frontotemporal
atrophy) #E #5 {L #E 32 (Delayed myelination) ~ DA
S NIE B IR % (Dentate nucleus) 5218 2 5 % Z &)
7% (High-signal intensity in the dentate nucleus) ° %H
BETEZE M - Fon I B0 & 5 B 2 A R I T~ e i 5 6
¥ (Cerebrospinal fluid, CSF) FYHEFE - 1% B8 HE 75 K
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A Ty ZE Ik I BRI N R B Rz '8 [ B A R R
( Bridging veins ) ° [Al 38 £ 88 4] 5l 25 5 A R B ES Y
Filf 8 Bk 5 B PR T S i R AR S T R HHLIL » 7 1R R B8 R
2 L R (E#F (Shaken Baby Syndrome) ° 35 E
BRI ZEAE - BEETEEEEML - ERE - S
FCRE Iy ~ EBHAREIRI o B2 RS L
LN

&k — >~ BRERK

it AIRER AR PRIER

SHEEEE (Dyskinesia )
e R F R BEFSE ( Choreoathetosis )
ALAHR SIS (Dystonia)

e

' 4= 5K (Opisthotonus)
]
BHE Bk

JEED SHE# K (Macrocephaly )

HAth R R

5 DO

\ 500 30 4 DR SR+ 1 AR I T
@ it
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TR RZ B Bl - B EE ERE
WP - HAT CRRERE SR — B BYR2 B - Al g AR
SiEfite )2 ke - FARIREE IR RER - £t
EFMACETRRIED o LN RE2E U2

17k S e

B A 5 AR A Rl e - e H SR E R MO
fAIA 73 il AR — B R N AR S g AR I A
Hr % & A W ( Glutarylcarnitine, C5DC-carnitine ) HY
& & o Q15 C5DC-carnitine > 0.3 uM HI B [5 M (k%%
EifROmE ) o (EEEE R CSDC-carnitines =&
EHEERE#AERREERERE - E RS EEE
IEHERERESR  FiLAE -T2 -
et Tt 2R kW eSS kR - Akt
Bl W REHERR M < nI BB - #r 4 M EfifRk —
FRPRIESS — MR AR T~ (E=)
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BR4f C5DC carnitine 2 7|

> 0.22uM (R fifg U OBUE )

» C5DC/C16 carnitine ¥ =)

> HAMEEEAER (acylcarnitine ) JEERIY S

TLHIE S S R

SRS RE (WD @ BHEECR - fLiES

FSETRAREIEIR (V) © AR

TRIGA RS ST (W) © Glutaric acid, 3-hydroxyglutaric acid, Glutaconic acid
ERRRE S (TR (0B @ CSDC #& H. /2K, carnitine [F(E

=
| —_— |
[
A — .
A pemEEsn | | e |
T
SEHEHSAE

BN EfEE REE MRSk - RIEARE B T A (e

B =~ # A L ARR ZBRRIE B — A RELSRAR

B RIAEREGRER  THRENA LR
HMEABEFTRY BEREFTER > TE—-SHEIDE
B GRTCeFECF TR ELE AN B #igs
H P EATHED -
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R E L e B R R SR IEIR I - TREEC
iR R A bR BT THERS - FRAS B ARG 2 e B g
A DU S B RN TT ~ JLABRTTEH
TR © BAEEORHY I SR DRI AR RAEAR - %5
P R EE 2 B ERZ L RIETT f Al i e ikt & - &
Fep=aeR sl FIESDETE Qi VU DRI & DSV E SN
WCETE = - SR B EE EA LD
[T > S AR R R 2 5 T 7 4 T 4 R R L A R i B
REMRRE T A RN RS B RO 28 B B R A
FEfsE — AR N ERE AR 3 3H -

Blowa k=B RESR - HEEE R LR R FHER
2 B, 3 M ¥ X % (Frontotemporal atrophy) ° ( 4 & Inborn
Metabolic Disease Diagnosis and Treatment 4" ed. 2006 )
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B =TI B a BUE AR IR ~ PRI

DUR Fe FE e R - DUETTREN B = 2E

1. SEBFFEEE (Tandem mass, MS/MS ) 6l FHIME
HhE] LSRR T g A ( Glutarylcarnitine, C5SDC-
carnitine ) HJ& = LT -

2. IRk - MM EREE (GCMS) HIER
TR AHRE B BEEE  (3-hydroxyglutaric acid » Glutaric
acid B Glutaconic acid ) & &EELG A NEFH LA -
AR AR A TR - BT E Ry I BRPRIE S — U IR
= ILFERGIAREE - IREFHEE R RE— P T RER
CAKIN ) EE N

3. BERiEME A« el R R R R e R T
iy A & #3%  (Glutaryl-CoA dehydrogenase ) {5
MDA E -

4. FERAT  fgll MR GCDH 2= IRIHY 41 m] DLH
EREBHIREE -

H TS i Bl 2 B o A A - mIEE T R A A

HIELAL « SAERRAEEDE « Fla ohim A L A TR A4
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FRLIE IR A] AR B A% 07 4 A 6% EB 85% [ 2
35% 4 50% B AR R A S T EHYER - I
il o SBEAEE IR AT 2B S SR R G T IA R R A DABGE TR
Y o JRRCHEEL R R BT R ETT - BRI AE 0 =
TEFEAE - SVEREIERTREEEULT - EE G TR
EHE - BLEIF KD EERE REE - E Rk
REERR P RS - RIEAGR BRI F
R G Y M7 - MEPENSRERER
FIE IR -

TR R PRE 26 — B B TR 7 Ry R IUTA
B IERA R - KA MiE AR R HI L Y
TR AT  BEFEAA R REVRSG - E
St e R R B T EE o SR E R
e THPG AR - DU o0 i R T TR Y RGEE - F
fR RS WO RS RE AR S TE 38 BE 1R 24~72 /NRF Y IR
EX SRR AR R A 2 i o AL TR - THPG R
AR IR DT
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FG#

1. BREIARE

B R PRI B AR P R o1 e M e Bl €0 g B 1Y)
AL > AU EEYE (e 3 RE )
HIHERR o WF TR (R B AL I ER B T m] DA ek 587
A i AR S MRS AR (Kolker et al. 2006) -«
ETEREIRS - BRFE TR 2 EEED
EERL - 8 RIRRE S &S AR KB - R FE E
B S B ATAE YIRS - SEE R - DUAREH RIFHVAE
R o WRIBZE REIRITE S EEY R e TR BTEE 6k - B
AT A mE A S B R R E R A SRR E S — A
FHAIR R (GA1 Anamix 3¢ Glutarex®-1 ~ 2) fit&
B - EEEEUT ¢

() FEMREFR A BERTFREE  LAEKER
IEYEEMETENE  IFEEEITFXK -
Q) FEKBMFRIITEMTNENERE  DIFeE

BHITEK -
(3) PR HI Bl L B % AL CE AT /N 6 BRAY L) 5L -
TP N M B % 8 (Lysine-free ) K (0 % F&
( Tryptophan-reduced ) HYEFZRIG Ky » [F] R e B
IRFIBE G BBt R E OB EEE - &
(R RBERL I & O fZ BRI TR L N IREIA] -
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% wﬁﬁﬁzﬁ%—m e %

(4) Ry ey ek 2 TR A — LS BRI (ALZRHR - S o 8 A R HR A A S T R
PR MRE  BARRGRS) o RILEEF A5 A AN - EIERER DR -
MEEuixi (Tryptophan-free) HYRFFANIHI T/ M0 (3) 6 AL I TACS (R ) (ANHUREMIEE D) - B
B A PR AT E - LEI%) R BT ERFRTEN R - B

(5) EFFRAPI 0 IR S £ {5k 60 W 44 1 5 AR -

B DI 5 T e A R PR -

(6) B T MG BR AL TATR IO GF FHAE + A/ BIER I 2 3. ENBEHEHE
RAMPAECRR (FRE 3T R - BRI FE B B £ R B P U B

(7) sEER iR R A (FEREE 45 H) - SLSLILA BT RS ELE R B AS R o

o (1) 7 B 20 E 25 /0 55/ G250 1 1 SR B

2. RS S P B RS BT - ELAAD < /N

YL E AR R e R RTS8 1R 55 AR AT~ /NSRBI - A R E D

M FER KRB ARELE - DR B R R SE I - HERFAMT ZINARE - 55 Bo
BT g2 BT 70 P R BE 7T LUK IR R R 28 PHERE S (RSB S H) -
R EIEAT (2) S5 (1 BRAT) FEZE D15 B AT — e IR -

(1) 75 P41 i 7T 7 25 5 35 1) CSDC-carnitine > 3 #f 1~6 BRI R 3 [HH—K -~ it 6 pRAIR 6 {H
7 500 B P A B P i - B B A i 2 H— - B EZ R R R I Ein a2 A -
100mg/kg/day B4 + AT HE (I (F F /046 1 5 2 (3) 4 (LB E AT T ¢ A A
Bk - {HG R BREENE A RS - A EIE BB RS A (FERE M ERS)
FFY LI 7 A 2 2 4 9 B T 9 R B I i P B L 57 24 2 R 4 S
3 6 pELA AR E - AT DU R S A R T BREH - I BIEIZER (Prealbumin) 45 -
30~50mg/kg/day ° B FThRES: o

(2) Ki#3 (Riboflavin) I A28 B4 1655
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% xjmﬁ%ﬁ%—‘ﬂ

(4) TSR B U EKETE - IR - BE
Fr LA K RIRESR - EE S ELE
fFmgam R AR - DU S EERK
i - (HE R E BEREEREREI A -
IR TR BT AT - PRIFGA H R i e BB AL
HIRIE - AN BUEHE RS B -

(5) BE R ER AT R ER R BELE
R AR T HH I - 528 R R R R R R
Tl K Bk S PR T/ -

(6) fEfE rE R A - RIRALE T R il EqL
WA R SR B R AT 2 ik 5 (Rotavirus) %
P HRE A - DA b IR Jgk 2 i A 97 2 11 (5678 (o 5
fb e 54 - ERG 5[ RERAEER - TN
% 1~2 38 » FFRIIEE /K BERE R B AT -

4. 1RIRIGHE

FE 8290 S IR S FE PR RS PR - RN R 2 15
FEGHE - RS RIEEER G S EER
Eitk > THPT AIRER R MERRRE - A R IREEE &

=

S

BEARE TS T AEAR IR BB AR A - EZLAEN(E
RS £ B BRI T Re Bt A (R A S - B
(G2 3Ry i3 - NE RIS 3 EIESE N
JIEH (Dystonia) - fEfLAEIRENERE - B ~ 45
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FORFAFSERE > gRHEZEETHS - 81T
Apih ~ 7B B H AR TS H HAE

fERENSEEERES > FTEREHZITNEHEANA
HEEIE - EEEEEFIET KT A - RERATES
PRSI EAE - A A H & M58 R R HOTBRE -

() VIEIGHE « EREARIEEOREE - i
HEGZR  BERDFLARRHEZ  FE
L B Al BT B B ZE BR UG I > DAMER BRI R TS B
FE G RS (B R - 53 F AN [ 1Y 30 Bk B i B
At BB EH - BANVBEIE - BRESBRE
8 ~ WAL~ SPETTIRESRIA -

(2) BiEein - st HCIZI > FREAYFAELE
i HELRE T I CAGNBR - TEE AR FIIRE S
B AR & i o 5l S A 5 U B s 2L Bl
BRIEIOE - WERERAE L E BT -

3) FE S i - HINTHENEIR R - GBS AR
L 5300 AT DA 3B A (e R i e 52 Bl g I e
& =R e R - 2 TRESH - AT
EEhfEFIR - e S R s -
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% w&ﬁzﬁ%—m

PRI IR

e e 2 5 I R R E 2 — B SR e g
T R £ i M TR R A T P = R A 2 Y
FA o SRR AR R R L 2 i AR G - TH
b e A AR St IR T

IR _BRIRIE S — T B R R AR~ 86
R T AR R REEEHSRIRE
(BT 0~6 REHEINER) 5 FrilEEEEHE
[ s I8 (HEEamE R ) Bhinss
B EEAIHASEAR (20 JLABR DR HER S A EH
FPHRERICR ) 5 o WA Ry B 2 H SR
TR R aEIE -

ek G R A TR R

1. DAEEUR AL &Y K AERGE e R AR - THFAEGH
B AL PE R (catabolism ) © iR 15 i A 5 FH
JE =S R AR I bE -

2. 24~48 /N A B EE B R AR E B IR A DU
TR R 3 B R EE -

3. WHFCIANR o nam Ak PR AR R S TEBS AR A B =
TRl ©

4. FEONReAIRE e rE R B gk~ B8 K
AR ER T
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1. SRR ZE DA ik sl 85 R 7 5 10% e 7 BV R g
B4R (Intralipid) DAMERF SRS REEHEAG - LB A]
TN R 53 AR SEE R R L A A

2. VARG (5 1E B AL R B i BRI - A 1~2
Ko HEMERESY) (FFRUK ) Ay BRI wT
FF{E 0.8~1.3g/kg/day -

3. AR IEEE] 100~200mg/kg/day - FHEFIRE ST
¥ o

4. TEMGRE - 3818 S5 B8 H Ibuprofen (10~15mg/kg
per dose, 3~4 dose per day) °

5. Acetaminophen (Paracetamol ) 7] fE & Z{ %% Bt H
X (Glutathione ) #E15 - 5 FAl I AR &3
A ER R 5 — OB BEEE G ) - S s
Panadol®, Panamax®, Paramol”, Scanol”

6. THIGREME - [MRERIE{E N SRk Kl - 1A
2o R TLUBIE -

S
BALHIRNESIEE - AlDUEREREEHILREE
7 Baclofen ° N A Benzodiazepines °

2. BEEMBUER - &d/ R T2 16T

X
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% : mﬂ:ﬁzﬁ%—m P %

% — MR i FHPUEE R 22 Y) - .35 Phenytonin k=  RAREHAER
AerbamﬂazeplneL Toplramatf Hil Lamotrigine 55 - H S R A AT -
TSI J 38 PR (T A BE ) U SR BR £ - {HJZ Valproate A 22 T — 18 0 25— U G BB S 2 (IS e i
L® . e 2g= % (Lysine) Hi 8 I B8 (Tryptophan) HY B8R & K £ 6 6 FH A
(Depaklr‘li( Depiklne Chrono 75U ) & i %& A i (Carnmne) R K {1 22 88 N B9 & 3 ¥ & (Glutaric acid i
i IR S B R SR BE THRE - AR - IS A 3-hydroxyglutaric acid) HHEFE - EHU{lrﬁ']ﬁﬂEWﬁ‘é%ﬁﬁEﬁr
Phenobarbital ° ik o TR B PRI VY T ZE B AR THIA B B A2 A7 (Acute
encephalopathic crisis) PARE T ZE 17 AR A H RS EL G TH HY 1% 8
3. AR EEERE AR EEEA - s JiE » DRI PE (B 5 2R 075 8 Johes SR R PR - G AE SRV -
T HIL - — ELE A - I R A R
R AIRSEET = e e A o 75 HITRE Ja i /) bd i 1 i @M B BN BB RSB BEa T
PRABRHB DIt 0o B TS R T e TR RIS AR RO (SIS
PR - =
i-;’ S n.I .
= pore e o 1. —HEfERE s R Q?‘Jﬁﬂﬁfﬁkﬂ%ﬁ ar O LENRERR Y
RS RG] R PR RS R (ERREATETED 60 A
2SS J:E' fi@,ﬁ Ugﬁiﬁ £y Qﬁ—‘f%%'? Er Eﬁﬂ@%% X IE = ) o R FRV BTG s © Taita No 5 (or 10% dextrose water)
7% B - APE run at least | cc/hr  (1.5x maintains fluid)
‘lﬁ/ﬁﬂg’*i ﬁt%?ﬁ?hf ”“%E %E’J Efﬁjﬁmj H ?ji 3. Fﬂﬁ’]ﬁéfi@xm{“ﬁﬁ_f it
:4\ EQIKJ'D 'm-:‘jgb J?]\ E EJ%E%EZ}EH o 4, %ﬁ?%%@ﬁ" carnitine B’ﬂﬁ% ’Eﬂ;‘EﬁHDHEE’JW@fE (?%@EFH)E@J%

AR ) B F S TR B AT PAT R

R BB A EE IR B AR BE 1% 24 ~ 72 /NRFAHER -
B R A B AN I el 2 S AE S v - 215 DA B iR JHER
SR (R E R - M 77 IR » MR RS BRI & -

HEE W B
xxxx B2l &

Tel: XXXXXXXXXX
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% w&ﬁzﬁ%—m

RE R ARREEFTSHME (RRREARRT)

MEHE R IM ARz Bl TR & (pmol/L)
25 BN

Bl % 117~344 160~383

LR 50~95 46~100

2f o 2B fERE Bk 70 L TEH B EE 50 ZIEE R (FEESTE 16-39 582 )
HIBEATEEST. -

1%

A S B Re HYR CRRPRE SR — B - 5 TE9R
fTE  —MRERRIEE AR  EBE g R BRI T H
W - (H2 B RVAREE ABIsES B 1% - B
B Al iR E AR - FEEE AR ARk 8L
NIRRT B FERIRGL - 25 HIR IR S - AIFHRE (i
WuhnsssE B B - TRBATREAL - DLETEE iR RER

./ DD N

( TEREMFAEER(Z)REFREFTFHRE
F oA TERERBRE A TIHERLE > FER®
B
- RETH (RREHRER)

. B
. u@pi
o AT % AR B
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T ﬁ}

CH - pE

J5 W RHE B — Ty I HI 2 AR B e el s
F o BEFTIRFEEAL R K CUZ BRAURREL > 4 &S
EEARBOEETHEDERARESRE > NEIER
I IEsE IR - R AR IS & 55 Bl
AR - P DARE B 0 e T L o e B FR B - Bl
TR e BEMEYE S > A eEfdlRd s H O
BTt o

1. BR R

R EE SE A o DAL R MEL N B0 T A S 5 e 8 14
M ARSI EELR - ([E{EH R E
EEEN - fIA0: RYER K EEFRE - BRYE
R S U NH I B R RE T F - PP R VIR
NS IR BB~ REFR BB AR
et =R =B 0BV LR - DUER RN
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3

S T

2. RAFETIE

EAEERREEDERE - [ T P
s mEOEY (Fl: e HA - A A
AR fed o R BFORE) EELER - e
IR BNERE - KGR hFEEEEERE
HEBEREAEZET - TR LFEIGEE ZIE 5
BIEY > WIFTEGRE - KERERTEEE (K
B kb~ KMAKEHSE) - ERASIREIEHER
AT » FE MR A Z - BOR T e HA
TR ER: - TG EAmREGE: - REOZBR R
RIS - DIHERF B RERY R BDEF - BEfEHER
mE (2REN) - HRKERARBYHNEHE
(natural protein) JE&{5 0.5 ~2.0 A%/ N7~ Gk &
HE (synthetic protein) J&{L 0.5 ~ 2.0 A%/ AT °
EE R EIEER 2 B ERIREIL - 1F RS AN PR
T EEHHEERDN - DUERERIRZ KEENY
B ELE -

EREE RN AERINER - EBFEERARAESE

BVERRIUER I 1.5 (5% 0 HEEERE MG T Ehk
IKAEE VIR TE ©
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v R_BRE S - RARRERER

e | ORI
(total protein) (;ZEIZTSC BE
dn | BamentT e )
oFk B2 ST VA= Egum =1 E%i_

NG/ IVEN DIRTIR | RRIDTIR

0~ 61 H 23 0.8~1.3 80~115
7~ 121 H 2.1 0.8~1.0 80~95
1~3j5% 1.5 0.8 80~95
4~6J5% 1.5 0.8 80~90

JERERIRGE 2 K E RARYMERE (natural
Sepp  |protein)  EHEBAKNEIRGLEHATAL - K

P | AR R B A - TR AR
SR B 1 e DAGR BB e A

BffeE -
a. WEHEBENESFZHBE N EEEEEZSHHENEEITE LR
( Dietary Reference Intakes * DRIs )

b. HAMERIACE © Diagnosis and management of glutaric aciduria type
I— revised recommendations. J Inherit Metab Dis; 34:677-694
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3. Wifelfi 7 2 B B 22 BWAEROHRLHEERAY  (F—FA
() B AL &) © Mk 386 - DB - S - )
R - A BRI At | Gl | Glitarex”2
@ EEELL 28 - wAK - BIE B
i i Sutarex—2

e Acid-Modified
00d

(3) YR AE « BT ~ FRAEH - FOR I 2
T~ fEAETHE

-~ 0 B R 0 B R A B R
: ‘ 100 i 100 i 0 PR
/- ODHO WS | 0~ By | EIRERA
| Wt EEERA AN E G T WBRR  Hknh s
BHEEGHWEIRAR  HASHRRAANEGY -
FRGEHRIFOERTRAL - RAARER I ERF RRRAR) B 3 ¥
T S
JiE M7 (A 5E) 23 21.7 13
AR (A ) 495 53 35
B (KR) 457 480 410
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4. ARG

[ #afl— ]

I Bl 5 22 W HH T R PR AE SR — A2 B > #8EE 3.5
N2 HTAE S

1. kg dGERE (GERE 47 H)

MEHEENE © 23 AF/NAT X350 =8.1 A%

GRREHE D13 ATINT X35 T = 4.6 N
2y 1100 KRN X350 T =350 KF

2. R
et e BHERR) BEOR)
BT 7/0NBE (35g) 4.6 163.1
E Tl 45Kk (375g) 4 191.6
BFH/NET 8.6 354.7

a. RET- R/ BB IR R 2R R e N AR BT 2 R T fp 2 - KT
BEIn7k 60 ZF - /N T EEREINIK 30 ZF o FFERE (GAl
Anamix infant ) FRER) 5 A% ©

b. FFEEIET DA Nutricia &2 GA1 Anamix infant B °

[ #ifs—]
TR E » N _RRIES—AEE - 88E 19 07
BE 112 289 e
1. EETE
(D) ZZEE - fipt (2 EEEE iR EE R
E D
BEEE 19 207 (50-85 FH4HMiL) °

50

EE 112 2253 (50-85 EH4T )

TATE 2 P2 i 0 P e e [T B A P e ] -
Q) = REREAC Sk : FTHEE » HEHE -
2. REEEE
HEHEENE @ 1.5 A%W/AT X 1987 =285 A%

GREHE D 0.8 ANFE/AT X 19T =152 /A%
BE 1 85 KR/ X194 =1615 KF
3. EREEE
B et HHERR) BEKR)
Rk 55g 16.5 2255
B S 3 3.0 75
VIC S 2 1.0 120
Fik sl 5 10.0 350
REE H R 7 490
HITERE 8 360
H&st 30.5 1620.5

a. BT AN - SERIRER AR RE P FTbT 2 R R i - KRG TRk
7k 60 ZF > /NETEREINK 30 Z2F - EEREYHEAFER
BEYRiaE

b. BRI DL Abbott 2 Glutarex®-2 5
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LA MR

HE R R OERE R - KRS TSNS
e—skba R AR R - BEADMER - (RS B
BEF—EAERE R - F—IEH 25%
SROBEILE - —iRIME - K& & 5 sa g i
B AGRERER - BATRERRE -

ExRETEAE —WEER  FEET k-
AL E R ERTRZ B T 2UB S 10 ~ 12 51T
TREE > 816 ~ 18 EIFAEIT T » B IEEEE
KA RS 2 % P HI H GCDH BEZR0E M » i 7k
CRREEHARERES  FERE - i FAEERZ
A M EL A2 -

; AT 7 K& T K 0 B A L v SRR 6 & AR
% P P10 A e R3304 5 T RATIR B AT A8

By o
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(BAX) (&) (%) (E%) (&) (#BH)

B> BE g B RY S 124 X (Autosomal Recessive )
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[ B T 5 2 AHRR A A > 5 SER RS S
KRB F AT EREY > B T $2 L IE 16 5% R R g
AR B TIRAR B BRSO EE - R
AIPAR H IR R - ZEN SRS -

© BB AR R
1. SREIATRERIME &

Organic Acidemia Association

http://www.oaanews.org

2. SR EAHRR R EEE
Children Living with Inherited Metabolic Diseases

(CLIMB)
http://www.climb.org.uk

3. BEMAERR
Metabolic Dietary Disorders Association

https://www.mdda.org.au/
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© BIPIR AL

1.

AFENE AR RBR e E

gk - AL LE R AR 20 5% 6 12

TEEE 1 (02)2521-0717

http://www.tfrd.org.tw

i B A FREE REI SR R AR RIRBR I Z K e

itk © BAETALRE 112 FHREEE B 201 57 -
B EERHEORE 8 1 8055 =

B ¢ (02)6611-5889

http://www.pku.org.tw

O© 2% AR

1.

Genetics Home Reference.

http://ghr.nlm.nih.gov/condition/glutaric-acidemia-type-i

. Kolker S, Garbade SF, Greenberg CR, et al. Natural

history, outcome, and treatment efficacy in children
and adults with glutaryl-CoA dehydrogenase
deficiency. Pediatr Res. 2006 Jun;59(6):840-7.

. Kolker S, Christensen E, Leonard JV, et al.

Guideline for the diagnosis and management of
glutaryl-CoA dehydrogenase deficiency (glutaric
aciduria type I). J Inherit Metab Dis. 2007
Feb;30(1):5-22.
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4. Kolker S, Christensen E, Leonard JV, et al.
Diagnosis and management of glutaric aciduria type
I — revised recommendations. J Inherit Metab Dis.
2011 34:677-694.

5. Inborn Metabolic Disease Diagnosis and Treatment
4" eds.2006

6. EARBEHEIERIEA K BRARAE SR — U fESE T
7. BAERE N R R B MR ST

8. ZERE LR R
http://web.tfrd.org.tw/genehelp/diseaseDatabase.html
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Q: P8R "R R, ?

A R FEFRIE S —# Glutaric aciduria type I f&—

T B RS B PR B R - H R 4o A T Y PR
(Lysine ) Ed &R ( Tryptophan ) 5z F& % %
(Hydroxylysine ) (LR R & H » T Bl A

F&E 3 (Glutaryl-CoA dehydrogenase, GCDH )

HIR B &R 8 (Glutaric acid, GA)

3% B % — B (3-hydroxyglutaric acid, 3-OH-

GA) &M (Glutaconic acid) B _JENA

fi ( Glutarylcarnitine ) HEFEFTEL °

Dk IR PR B — R E B R

bt ?

B O RERE B - AR R X e RIE

RN - KBRATAERN TR BB

BRI ¥IE 14 BIBEE R K B IRIE S — LR

o 1A IS R IER 12 B B RE S —A
A -
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> O

> O

Q& A —EM%

PO TR PR o — TR AN el 22 R 2

a2l 7% R E SR (GC/MS)
HIE PRI E R (3-hydroxyglutaric acid,
Glutaric acid, Glutaconic acid) & & » FI| F & B
B EARH AT (MS/MS) LR AH B il 5 1A i

(C5DC-carnitine ) f & {HI % H [ BK 8% 57 6 ik
FMERERH RO A T A A K€ (Glutaryl-
CoA dehydrogenase ) {&1% - AIHFRFEREH BERE
Bt e Ry I IR RIE S — AU B

PR R S BRI T ?

TR B PRE 55— B Y TR R R IV
BT EHER - RETaR OISR gy g
B ik EERE A Re R R B N R EFRIEH -
NIL TR AR REAT « & E=AT - SEEFERAT AR
EYIRCE - WEimiliaR g e T E - =
MRl £ e HD S iR - DU
S ER T AT ARABHE » FE R A BRI IR
FEFERER 24 ~ T2 /NRFA R - EXSOARRITEA
IS Il A RSB > THRS A A A At
HIARDL
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%%;:ﬂﬁzﬁ%%ﬂ Q& A -m?%

o

PR TR e B — U I B2 R 7
TR A — BB TR R BUR L

AERIIEFAGIRGL - F5 IR IR S - AAHRRTE
F s e B L - S A S e RS AR TS

>

M RS T T - B o -
B TR ) HORE TR M - PO R Q ¢ JR R pRORE B — B2 5 ] DU RS
HE IR - R Bp a8 BH al B O R e 8k < 2

A  OFEAEGIKEN : ROBERESR A R EiEf
MANEZERER - HIO1FE9IH 1 HEE - &
eI I E A S 2 E R ER 2B AR R
fRRRE ARG < (RIEEE - BRARNTIRF -

OF L IEBEHmIRELENR 6 FETH 11 HE
HEREANAR - BL PR E S T SR Bl
AR 1017 5 11 HEZEEK - IREBS L
R i 5 R O P AR B (R T S R T A
A& (WHO) B8 " BB R DI REEL &
fEEReE ) JERAE (FRE ICF) | 2 T JUKEBLT)
REFEBEEER - BB LEBREERAE » 5k
HESEDL T F#H o BEEAEEHEEE
B » 7 ICF 53 BHZEf8 T e EHE 2 2 S 88 T0RE
fetes ~ VBN EE T 22 BRI ) e R E
S BT R R E R IR E AR
FEERSEARDL ~ BRRBEIRAS T oK~ FEATET K
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Q:

A

Kt & 2 BATE R F A SR T A B AR 7 oK
i ’H%Lit%é%é%d)&é@%%ﬁﬁﬁfﬁ%z@%é%@%ﬁ%*Uﬁ@
AR -

mfTeREs TR BRI ?

wAERAE E 91 4 9 A IE KA S 2 RERE
AR RERERGHREE - HiZEH 2GR0
PR A o A1 22 18 2 A 229 B L AH B VA e ik
B ARfrETEECERER - KRR T
LB REE -
H 102 8 - ZEETER2 BB ZE SR B R e P
FERRRERRERZZ %R  KRESEEERE R
EAEEE T - WEIF RS B EHER
BIF - 2B A TN E R E & sk E % 1%
EDEJE%@%N@F G0 o FHEETIZEIT ¢
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Q & A —ibWE %

2RERBEFARR P HEREERGRENAZE

B R R BT S  A
% i 77777777 @%@ﬂ%ﬁ%i?%&% Bt %
. e B E R J BERER
52 5% 5 7 L B SR 32 R
;g%;%§m * > EREH B EH B
EHBRRER DHEHHRAERENE LA R &
Bz S EE (TEHAREERTHE BroBRE R
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