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Late Onset Glutaric Acidemia Type II Manifested as
Afebrile Seizure

Nam Sang Jeong, MD.,Lee.Gun Joon, M.D., Park Won II, M.D., Bae Eun Joo, M.D,
Lee Kyung Hwa, M.D. and Lee Hong Jin, M.D.
Department of Pediatrics, Hallym University College of Medicine, Chuncheon, Korea

Glutaric acidemia (GA) type II is a very rare inherited disorder that have no accruate figure on
its icidende. People with Glutaric acidemia type II have an enzyme that does not work properly. Two
specific enzymes are associated with Glutaric acidemia type II:1. Electron transfer flavoprotein (ETF),
2. ETF-ubiquinone oxidoreductase (ETF-QO). Both of these enzymes have similar functions in the
body, and children with Glutaric acidemia type II may lack one or the other of these enzymes. They
play an important role in breaking down fats and proteins, and help the body to produce energy. GA
I clinically manifested as (1) neonatal onset with congenital anomalies (2) neonatal onset without
anomalies, and (3) mild and/or later onset. The first two groups are sometimes said to have multiple
acyl CoA dehydrogenation deficiency-severe and the third to have multiple acyl CoA dehydrogenation
deficiency-mild. The course and age at presentation of later-onset glutaric acidemia type II is
extremely variable, therefore it is difficult to diagnosis. We experienced one case of late onset form

glutaric acidemia type II with afebrile status epilepticus-like convulsion.



o CHAFEE &3X M523 M1&, 2005

o

=4

z]t'c]* E“i/‘é% ”}"’ *ﬂi}qzic’ib A
ZHelectron) & Electron Transfer Flavoprotein
ETFHE Agstes &0 g3 A3td A A
B9 £4& EAozg 3 Aot UFEe
7% ETF%%= Electron Transfer Flavoprotein
ubiquinone oxidoreductase (ETF-Q0)¢] Z¥

Folu, 47 Afore Aol 43 B
A F3 g} o] A3 Wy Ao} T4
o Az Fxo wetA 3 7HA|

BEE EFetL

Atk AAAY FelE Z JOoHEA AAet]d
/o] 2d" %% (neonatal onset with

congenital anomalies), A ¥4 FNE 2A ¢x
AAgot7le]  FAe] Ld H A
onset without anomalies), 2% 3
(mild and/or late-onset) 2.2 #F
o F Aee S A% A
o] = mpx)d Al HAY F¢=
Hol tdsln Hade T4l e FHZE A
Wehrh of| Ao oste] At Zho] F7tE]
WA (hypercatabolic status) #22=FA 4g 27
A F4e] vEhg & gtk 0}7“ YA =
old] digt Hurt glok AAEL ZBd dFo=
HHE ALY A T § SFEHEAES 188
d @7 37 Huste vlolth

% (neonatal
Feje Ay
FH A WA
WREAL

- Ke]
=2 4

i

[e]

Hgh 7 g-olx

=2
o =
s

g 8l

X F00, @A, 22704

F 2 ugyAd
o N R WA AY, 0F AE A, o
el

IR U IS AAHAA APSA F A
e fofolm FA B o WHS Uo

o, W 39 A Aoh AdedA 2o A g
Aot o4 9 F4e HolA go}
W3l X8 Qo] #F Fo|gon yd 2¢d HE
g 713, 7te, 28 59 A #EeR Jid

HedoM XNBE Wolow o olgde
Eo] &7 gk

ECEIES

=4
24 5

Jlm

A Al Al &Y 3o A
g9 9060 mmHg, W&k 1203)/%. SH5F<
32ﬂ/v’i'—, ﬂ]ii 365C2i°“1 A7 A7 &
R0 Fe FAHA FgeH,
“”—']019\510“1 AREE BRAHA &2
AABTAQ HAA tF Tt o=
I, FF F3Y A= e, A%
fon, o2 & & Hqutgoz Fof
Fe Hyoy oY &F Jee #F
FA = AR ' BRoE &
A= At
HAL & ¢ AAE ZAALA pH 718, PCO2
43 mmHg, PO2 9% mmHg, BE -11.8 mmol/L=
thAE Hyow, ol BSTE 39
mg/dL, TxE N A A HEF 4 23400/uL,
Az 109 g/dl, 2% 773000/mm’$Lm,
AST/ALT 65/19 IU/L, Serum Glucose 8
mg/dl,, Ammonia 429 mmol/L, i-Ca @ 1.12
mmol/LZ, 8% ¢RYo} X7t A vEud
A e g 4" FEe Bt HAH Y
ZAIA pH 75, S.G 1.004, RBC 0, WBC 0,
Protein 19 mg/dL, Glucose 49 mg/dLe] A7

"ﬁ"\':
o0
=

-

©
[¢]
Al

2y

rio}l.r.&;luzlzl

S

[e]
L
E

o
=
=

y ©

[e}
5E



=

Btk o Ar|FEgel 5EE 24e
A=A &t SFANA AH °7 f
71 AALE AAEE R, olF BEdA 13
o &9 HALE Aldate], B F A 12
A 34 3 2RE AFs {1 AAE
AlgEtgon, 25 5 e Al HA 29E
ot?f =H(Table Dol AT SFAANA
A HAAE o] 43 F7lat £4(04.0830)
u]-$- A A3 ketonuria®t 7 ethylmalonic acid

L)

&
]
5

HolFa Atk dA A=
35 15 g/kg ©l3tz A3
& Adstn glon, e #AYE, 34 HF
#4, ¥ 59 hypercatabolic status7} &41€
© i AWy xxT FH2 X831

oM, 1 F AFFHA FHe ALE gl
HUE fA%2 ook 20069 390 AW

A BAe ole Ho| aWE ARt ge
ARl AAZ BT Ao Ad 3% 4

1T

9} 2- hydroxyglutaric acid % isovaleryl HE HoF3 gty 20059 49 699 HAE
glycinegl A ’&}"}‘*‘l HAFET gl Ao AR 3 FAe AY d Fo HA=R

FEHEAEZY %e A4S BEit e isovalerylglycine®] A5 Holx gou
‘?J-?l = A ﬂ]i EE%’% FolstHAa A4 ethylmalonic acid®} 2-hydroxyglutaric acid]
Wl WA, JHE We 3AE wAd A5 WA F74E moln Uk
A3 Lol HH?. AHO R OA ARG 74t
49 Ae RE f7IEY e S ANE R Fht: SFAAAM 10% E=FHe=
S B4 o] Ay Edd v 5ol Asd & uwAsReH, dd ¥ 3Y97kA &34
oz HATH04.0001). 28U 89 ¥ A4 & Aol tha A ¥4 HO mannitolE 3Y
245 A7 F9] HAY 49 A ALY 2 ARE3EA -’F‘-’Bl A8E SEAAA EF
47} H| &g AE=Z ethylmalonic, o] W H o|FHEA 5% ETrFHE AHg3}
2-hydroxyglutaric, & isovaleric acid® A<& HA wd g3 AAEEeY AA AF HY
Table 1. Sequential results of Urine Organic Acid Analysis

Acid (Z1€X]) 04.08.30. 04.09.01.  04.09.09. 05.03.25. 05.04.06.

Lactic (7-150) 145 232 132 155 174
3-OH-Butyric (0-15) 3987 21 17 23 31
3-OH-Isovaleric (2-20) 559 7 16 9 2
Ethylmalonic (1-20) 384 58 172 18 65
Acetoacetic (0-10) 2726 14 60 11 29
Glutaric (0-15) 201 3 12 3 68
Isobutyric glycine (0-1) 389 0 130 4 0
Mandelic (0-1) 8 38 96 1 0
2-OH-Glutaric (5-110) 2910 477 1431 292 935
Isovaleric glycine (0-2) 237 2 62 3 0
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