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Fig. 1. Acylcamitine profile
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2. Acylcarnitine profile
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(N: <€0.5), C10:1 carnitine: 0.80 (N: <0.5)&
2 Stk (Fig.1).
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Fig. 2. Urine acylglycines
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Fig. 3. Urine Organic Acids

1resar
TBEAT
?;25@*0?
118407
: FGHDT
SO00050
g AeG0E
6000 o
% o i
5606000 o 8 9 > Ty
« =3 L3 Ty L3
000000, o \3 o S gr
4000060 W 3 E3% b E
; ] =iy - 8 a 3 % i ‘%
3000000 3 b4 i % B oo@vee g 5 , e
U 2 A T2 %:Q?ﬁm&g&» gk i &
s BRI T S SRR b A
S TR Sy REFT W wne o i {lg S
1000000 (el I et % Ho e
i LSy g2 117, BRI U A "
£ 800 _7.00 800 900 10,00 11080, 12000 1300 1400 1500 1800 17.00 1800 19.00. 20,00 21.00. 2200, 2300 2400 2500 26,00 27.00 28.00
P P

T PEYORO368.0
4 a7
4 e F :
4 Rty

e

BEHICHIG0

B0

ATy

ROGOOGD




o
MCAD B3 Y4HQ EHol uSo|zo]
% ATANIRE T A W 4

42 A FYsol BsE Aol Fas
£3] medium chain carnitine2- ﬂ-,—oﬂ/ﬂ A 2
% MCT oilo] Z3tEo] Q= Qolg B (E3]
Hdeols) TE gagEid & 4 4
carnitine 2% FxlfAL o] AThe

= carnitine®] A4 %A &L 4 919
9RE wod 47 Wk E Y
acylglycine 402 JAIEZ 9 3Qlo] &
23t} Regina 59 B1o]” 23 =22l 3
A7k Aok sz AA AT Ho] AAEA
b et on Eetuel @749 A 9714
o] HHHE HFeEAMOIZ843A)T (R2815)%}
4-bp Z&Z =9l MCAD A 4Rl &
U Eudch S} S TMAERA R
ue 23 Pl go 474Y BMoz 2
< =AWl Bt ofFE =] EudH
MCAD ZY o7} AgtEo] Qlo] gh=of &3t
MCADE g Hole} Hej e e SAsHA & 57t
otk A&A9l dy AFRA7)E o] At
YA 22E g7 BRAYETY Rao] o|RojA
ok 3ol A BAANH B & dE Ty
(polymorphism)of Tt 2|&ZHQl AF7F EQ
shthm Az

|~4

o

(e]
a=1
o

Jd

dr 4

O~
ot pe 1o

rz 8

my

=2
[ ==

42, =, &=

ol

ofAlobAl et = M Fed

T-ofl A B3] B 4 U=985A)Ge o] FEHE
E@Rol= IUJS A>T (R281S), 4-bp A&
aga o] B T Z8 EFA T1190A9]

SOt AT2ld AME YHEMCAD 28 &X 24

novel mutation& EHch o] EHHo|7} I
of &7} H= SdRoIAE GO 2 2EHFHA
AF7F Basith x7)o AlAfor A3 Ed HA

2 A iAL deke Adshe A2 A e s
A% FHFL APt AY Hae3e B4
ojt},

ot

Sl

1) Iafolla, A. K, Thompson, R. J. Roe, C.R,
Medium~—chain acyl—coenzyme A
dehydrogenase deficiency: clinical course
in 120 affected children, J. Pediat. 124:
409-415, 1994

2) Regina MD, Wionters, Jennifer L, et

al, Genotypic differences of MCAD
deficiency in the Asian population: Novel
genotype and clinical symptoms preceding

newborn screening notification, Genetics

in Medicine, 7(5):339-343, May/June
2005,

3) C. P. Pang, L K, Law, et al, Biochemical
investigation of young  hospitalized

Chinese children: Results over a 7-year
period, Am, J, Med, Genet, 72:417-421,
1997,
4) Hong Jin Lee Inborn Errors of Metabolism
Neurol Assoc

in Korea, J Korean

22(1):1~10, 2004



