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Isovaleric acidemiat leucine metabolism ZojZ
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AL AA: JYPA Lx A HAE HET
4800/mm®, M4 98 g/dL, HIEIHE 290%, I

&% 622000/mm’l AsHA AAY Na 143
mmol/L, K 46 mmol/L, Cl 106 mmol/L, total Ca 9.2
mg/dLelSl e, dutslst HAME GOT 4 IU/L, GPT
25 TU/L, 9 6.6 g/dL, albumin 3.9 g/dL, glucose
48 mg/dL, BUN 6.0 mg/dL, creatinine 0.5 mg/dL,
ammonia 123 pg/dLeISet AHE 7t 24L& pH
7.404, pCO2 424 mmHg, HCO3 259 mmol/L, base
excess 09 mmol/LoZ nAHH o]z, dvt &
W AAMY Aot BE S 34t Adgg BER
ZE TR A A FAe] Bt ofniAl £4
oA 2We Aol FHFL HEo|F &AL H
gon §714F B A jsovalerylglycine, 3-hydro-
xyisovaleric acid, 3-hydroxybutyric acid 7} #*3|
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B H(Table 1).

AZ W A gol= Y F AAFE HAHHA
3 ngEYolEZoY AEZ A HolA ¥obA ¢
4 2¥d AREH Ady 20](1.0-15 g/kg/day)E Al
ety s AWoZ L-carnitine(100 mg/kg/4)& &
q3Hth e F NPT BEFEIHAALA iy
Dol o Fido]l glojxd BA}UIZ sHHeH
A 38 Y= carnitine(100 mg/kg/¥L)F} glycine(200
mg/kg/W)E& ATE TSI A 10BLA HA F
Al o] @15 g/kg/¥)T carnitine(100 mg/kg/
%), glycine(300 mg/kg/¥)& AT Fosta 3o,
FFZ g dYstEey, A Ee R ddstA
E ¥k
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F 590 30 kgo2 AARTOE FHYIIYT ZAE
#2 Fastach A% 177 A4t AWz P 2
Tl JYXFE Lok o]F HEA glo] ARk
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AAFE f8 24 dYsh §4& dofsta T
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OI&tX 2Al: AF 23 kg(3-10 WEAF), 7] 129
cm(50-75 AELNF), M EY 48 cm(3 WELSF o]
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AL 27 993 g Al wEF
5100/mm’, 844 115 g/dL, dvtEAYE 34.1%,
23 285000/mm0|n AsA HAMF Na 139.2
mmol/L, K 3.94 mmol/L, Cl 106.6 mmol/L°]3l2H,
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Aauwkstst AAMY GOT 21 IU/L, GPT 12 IU/L, 9
W 67 g/dL, albumin 4.6 g/dL, BUN 100, creatin-
ine 0.5, ammonia 160 pg/dLelith. AHE 7t~ #
Aol X pH 7454, pCO:; 36.8 mmHg, HCOs; 252
mmol/L, base excess 1.6 mmol/LeIlx, ¥t &%
AAPE Aolgltt. KEDI-WISCE &A% AF7A
A AA A% 61, Ao AT 70, TFHE A% 61
2 AsE YA obn| At A AWML glycine
9+ 819 mmol/g creatinine(34; 0.40-4.28 mmol/g.
creatinine) 2 2zt F7tH YA FFLE AN
o {74k EAA isovalerylglycerine®] @A 3]
Z7t9o] 9lo] isovaleric acidemia®l ¥3 A&
B HTable 1).

X2 ¥ Hi: ol dd F AP Ho)(1.0-
15 g/kg/day)E A &8+ L-carnitine(100 mg/kg/
A3} glycine(250 mg/kg/A)S HE3HL HY F
Aol W (1.5 g/kg/U) carnitine(100 mg/g/
), glycine(250 mg/kg/Y)E ATFFASL JoH,
gy FEZ A3 JLsidon we] SEHU
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OIEHEZAL : A% 49 kg(B0-75 WEF) 41856
cm(50-75 WEF) F9 395 cm(75-90 WEHF)
o)9lm, FFFLAN 2/6%=9 FHFVIZE]l EXRTH

Table 1. The Result of Urine Organic Acid Anal-
ysis of Case 1 & 2

Organic acids ((P:{:Ss‘:l{) (5;5;15) iif; Unit
isovalerylglycine 1,148 1,170  0-3 mmol/mol

creatinine
methylsuccinic 4 3 0-6 mmol/mol
acid creatinine
3-OH-isovaleric 6 0 2-20 mmol/mol
acid creatinine
2-OH-isovaleric 1 2 0-1 mmol/mol
acid creatinine
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HAIAA : 99 A 2P AAAE BETF 12,200/
mm® Y& 96 g/dL, HAMEITYE 282%, FAH
670,000/mm’° o] YutsskAAME GOT 36 IU/L,
GPT 28 IU/L %tk AWEAAME PH 7.386 PCO;
31.6 mmHg PO; 473 mmHg HCO; 185 mmol/L

Rolm=t EAZEFHE

o, By R AA &
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base excess 5.3 mmol/L,
Aol
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Isovaleric acidemia® leucine metabolism &ofjZ
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A2 A F FALAA 3 ool TE, 7|E, 4
B3, 7Pt BgAew 24Ent?, 47 2ol
U ol 439 Frbh ddste 4ot gt e
71 WelME 27kA gEzb 2% deg & g
ERMor FEY A= uva] AddFo] Ay, 1
oA 3uss AgS Bol? isovaleric acid?)

Z7PF s waa e At i d Yels)

3-methylcrotonic
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isovaleric acid, 4-hydroxyisovaleric acid, methyl-
succinic acid, methylfumaric acid, isovalerylglu-
curonide, isovalerylglutamic acid, isovalerylalanine,
isovalerylsarcosine, isovalerlycarnitine 5)¢ B34
2 742 FHste RQU'Y, 32AA isovaleric
acid o= 8]32AQ isovalerylglycines A3t
Zol o AP, IR HFRAZGA TLZ
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= Abstract =

3 Case of Isovaleric Acidemia
Dong Hwan Lee, M.D., Kyung Soo Cheon, M.D. and Young Min Ahn, M.D.

Department of Pediatrics, College of Medicine, Soonchunhyang University, Seoul, Korea

Isovaleric acidemia is an inbormn error in metabolism due to a defect in isovaleryl-
CoA dehydrogenase. Accumulation of serum isovaleric acid causes poor feeding, vo-
miting, lethargy, hypothermia, convulsion, mental retardation, etc. It is inherited as an
autosomal recessive trait. Since the first reports of isovaleric acidemia by Tanaka et al
in 1966, more than 60 cases have been reported. There are two clinically different pre-
sentations of isovaleric acidemia, with about half the patients presenting with an acute
severe neonatal form and about half with a chronic intermittent form. The difference in
clinical presentation may not be a consequence of differing severities of the causative
mutation, but a result of the timing of application of catabolic stress or the ability to
form isovalerylglycine. We described here clinical and organic acid analytical findings of
in 3 cases isovaleric acidemia.

Key Words : Isovaleric acidemia, Organic acid analysis
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