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Ethylmalonic Encephalopathy (EE)+ 19943 Bru-
lina 5ol 93] HuEPR @] XA, Adste g
AAFTH AL 2E, Y 949 HAL B 98 &
4 B HAA lactic acid®] F7F 2 &WAA
ethylmalonic acid (EMA)$} methylsuccinic acid
(MSA)9] wide] dA3A Z7te A3ty 2728 &
Aoz 3wl =F giAle|dA@o = EEY A
T 99 2 71de digtE AR LA A e
&ejolrt.
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FTHY 82271 BAsteE Aoz <#A glew), short-
chain acylcoenzyme A dehydrogenase (SCAD)$} 2-
methyl-branched chain acylcoenzyme A dehydro-
genase CM-BCAD)7} itk 28y, o] & F 84E
EMAS] 4437 A= gloy EESAY] MfolHE
(skin fibroblast)& ©]&3 o] F &4 in vitro &
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HAh Fols FAd ez 24T AR ololz
48 #4714 A it 24 A FRE B4
£ den, A% 2-3d ARH HAP F&
2 Boka At Tge] HAFe] ot
g A8E OXE gt ¢, AF 6/ H
7R, 8l & gkE F e, 134
o] 22 4 F A FHAZ, Aol ‘dut, rohw
T F @olE ¥ e Az 9wE AdES HIAT
A FA] ol AFL 8 kg (3percentile 7T, F
$1&= 425 cm (3percentile PlghHola, el 90/60
mmHg, ek 1483)/8, 354 363/%, AL 369
CHth oldhd 444 3Fe2 AT Hen My
opofl A HEo] EXE FF FE € FUIA AEE F
gAY FITol Yo FFAHAA 7T ATE
At A FEHoIRL HAFAES HXHA &
ok BRE Fedgglon o] ¥ 32 Am wAA
ok ARA] g A% 2EF FNqF] AR HFE
2k F5Po9 gut R9o Hd &8 € Awg 2
ol AR, AR A BFAA 259 IF=T}
ZaHAUAT. YEBA T2EY AAG 88k
11.0 g/dL, sivtE=A 33%, WETF 4 23900/(L, 8
&% 411,000/ 4L, CRPE= 167 mg/LRth 4yt A3t
g Al AST/ALT 23/17 U/L, BUN/Cr 5/0.3
mg/dL, & 9% 58 g/dL, &¥% 37 g/dL, glucose
166 mg/dL, ammonia 106 gmol/L, Na/K/Cl 134/
2.54/98 mmol/L, TCO2 273 mmol/L%3, CK 163
U/L, LDH 698 U/LEch. 59W¥ 7t~ ZHAM: pH
7213, PCO2 72.1 mmHg, PO2 52.5 mmHg, HCO3
279 mmol/L, BE -1.8 mmol/LE Y&, PT 129%
(91%), aPTT 22%= AUt 71& 4# F A3
g A7]F FUE wiFHA A Streptococcus pneu-
moniaeZ} Ao, A wiFHA 2 HEHFA wjg
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HHANNAE IgG/A/M  963/135/226 mg/dL, C3/
C4 139/375 mg/dL, RA factor <10, anti-DNA Ab
24S 59T 49 F AN FES A

BF, 71A 2F, € ANAR oy 2 FHrt

AR Lol 49 1095 metabolic disease®] 7154
223t AALS APF wl pyruvate 0.27 mmol/L
(control 0.03-0.08), lactate 8.73 mmol/L (control 0.7-
2.0), lactate/pyruvate ratior 32, &% H7]4F 4
& ethylmalonic acid (255 pg/mg creatinine; refer-
ence range 05-20.2), methylsuccinic acid, isobutyl-
glycine, isovalerylglycine, gluaric acid, 2-OH glutaric
acidildo] F715lo] EEo]l @3¢ 27& uvehlth
Blood spot& ©]€% acylcamitine HAMIA C4
(butyryl- and isobutyrylcarnitine), C5 (2-methyl-
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o} fatty acid oxidation disorder @ mitochondrial
disease?] 7VsAdE& @Fol ¥ camnitine (100 mg/
kg/day), riboflavin (50 mg/kg/day), vitamine B12
(1 g/day), vitamine Bl (100 mmg/day), pyridoxine
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