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£l v i1vBEKEEAFAL=e YEBIMAERAL 1980 1983 1984
7 Ao ABR#E R BL(198045 3 A) Mar Dec Rl M
Age 11m 1y8m 4yam 5y Sy4m
CBC Urine - b
Vomiting 2
RBC  512X10*/mm?® Ketone body (#) @ 2 @ 2
WBC 14300 /mm® | Arterial Blood Gas Byspnea 17723 2
Hb 12.5g/dl QH 6.979 Consciousness
Ht 41.0% Po, 131.9 mmHg disturbance ) @ a 2
Biochemistry Pco, 14.8 mmHg A';ﬂ‘a‘ Blood Gas ) g 979 7.202 7.299 7.370 7.340
Na 146 mEq/! HCO, —3.2m mol/! Heo
2
K 4.8 mEq/! BE ~28.1mEq/! m mol/8 32 8.0 131
Cl 113 mEq// | CSF S1EEg/2 —28.1 —11.1 —153 -55 —10
TP, 7.4g/dl cC. 4/3
BUN 28 mg/dl Protein 30 mg/dl Blood S ucose 15 90 81 62 56
Glucose 15mg/dl | Uritest negative Pyruvate 168 28 ‘1 153 160
GOT 221U Amino acid analysis (0.3-0.8) mg/dt
GPT 1210 of plasma & urine ‘L:F:g')emg/de 18.2 36.0 10.3 13.9 22.9
LDH 331U W.N.L N
CPK nu mg/de & 84
Lactate 18.2 mg/dl ‘ DQ or IQ DQ 89 DQ 74 Q112
Pyruvate  1.68 mg/dl
: Bl €21 vBARES A+ ~<a vBBNEROR
UEBREECS BEIREAR L YO FER & FE
R2 YR IVBLREHEAFAL e VEEIE A AR
RomEsr=5E
1st admission(11 months old) o Lactate , Pyruvate
m mg/dl
Free Total % ,
Patient 18.0 63.5 20
Control 34.4—61.4 56.1-89.1
15 5
4th admission(4 years 11 months old)
10
Free Total "
Patient 23.6 30.9 R) 77
Control 50.9+6.7 53.8£6.0 . ' —
Values are expressed as mol// 0 30 5'0 90 120 150 min 0 30 60 90 120 150 min
u “
K " normal range
Ll
BEDLNE T &L, ZoBHEIEER M2 v&:ivBuEEEAFL~ e VEBIER (4

nie, BPAR21RTI S5, MEFOBEI A=
7 EE, 110 BBRCRIEETH 505, 451lH
RRFCMEER R L TR Y, HEEH L =5 VE
2EOBETHTRHEMBETSH -7,

oW, S@4r AETCic4mE, S, BEN
slEgeinh, HERHCEE 2EBESE, R
W7o F—o 2, BABME SBveivvBAasE
D AREXEILAR LA, RlkthZh
DABRRICR T BIERE L OBRERKREL R L,
19835 6 A (44 » A), 3EBDREETAR
L7z, pyruvate dehydrogenase complex (Ll
T PDH complex &3 RIBEOTEEL L E

BarAD) o7 F=vART A+ (100mg/kg 1)

Z, ROABWAZ Y —=v 7l vbib7 5=
vARRER BAMRRVEER LA 77=VEA
WREE (M2) T, viArvEe FBROZR
bR, EamRKR (K3) T, vaey
BROEM s LR L ABMOBE I ERARRDI, &
Lk b PDH complex RIBFE DB M O FHEM: %
270, JMEko PDH complex i&E#130.5
nmol/h/mg protein (control 0.4~5.0) & E#T
HY, BBUELEDLR T,

1984427 A(5 3% 4 # A), S5EBOHKIELEC
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n/dl Lactate ne/dl Pyruvate
25}
3
20
135 4 2
104
Yz,
54
i,

0 60 120 180 min 0 60 120 180 min
77777775
cuectl

“ normal range

B3 vz ivBEkEEsFAr<r VEBEER (45
41 B) oEART A+ (1.75g/kg &0)

LA LIRS, RO GCMS A2 ) —=v 75
A MET, AFA<=w vERI90ug/mg creatinine,
A F 7 = #E110ug/mg creatinine 23 H X
H, 27V vix10.5umol/mg creatinine (IE# B
0.72~2.74) & ER %S, MFKLWTEH 25
N VEE2 80ug/ml B X h, A FLwa v
BRI & WS htc, €4 3 v By, 1,000ug/A D
5 AME AR T, RFEOAFLxr VBED
A F 7 =V BOPHEOEE LTI, HiE
BHtGES, AFn<w VvER AT = vEROPER
EREFCET Uicss, HERBE X Y 4 AR
— I 2 O R B E O BN ERs b hic,

VitaminB,. 1000ug/day .M.

wl 00 00O

18/mg creatinine
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UL L& E b & e s § v BfiEic X » T A
Flr=w VB, AFrz=VvBOPHEIETL
TWhHZ LI, v&x 3 VvBLMEEEAFL=R
VERIAE & JIKF L7z, LI % 3+ v By, 10mg/H
ORKBHRORYS L EAHIE (1.75g/kg/ H) 24T -
Feds, ERBRI D 1F%, €% 1 v BLRAOR
BEMIZH »Tofod, EHERBELEETL L E
bz, T 1LEBEDERF A 51 ~r VR,
AFAy =V BOBREOER Y Lo, AFL2
= VEROBEHEIIBEINL TV A, AFi<r Yy
B OB LT (K4,
PEoEBI DR v B oiENEE L,
B2V B, KEROERES EEEHIBOBEY K
MUBZEL 52, TE10» BB TR
b ITIERCEBTL TS, FBERA A+
v VERIMEE & BH X 7219844 7 A DR AT
FAROMIERILTRDOGCMS 227 ) —=v 75
ANBIBIRGEE NI EXER L Lol
REEHER L LTRREON, TOmER LT,
AU VAT AN, HMBBEFREERTEEL T
o\,
z £

A F v = v v M AE 319674 Oberholzer 2
XD ERINABMBERETH S, BETLIL

:ﬁ protein 1.75g/kg/day VitaminB,, 10mg/day P.O.

T ¥ Y t T T T
9 10 11 12 13 14 15
*—e AFNLTOVEE
O--=0 AFLNI LB

4 10 17 date

K4 v2:vBRE®EAFr~r vBIGER (5847 A) DX 3 v BLR5E
DRpAFAL < VERE, AF127 =/ BECKES
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g3 A FA~w VBIIRE SEUREBO FEHIRLE
i Reve PDH Systemic
MMA s ndy e complex carnitine | Our case
yndro: deficiency | deficiency
vomiting + + + +
consciousness
disturbance + + * +
convulsion - + + + —
fever up - + — - -
dyspnea + + + + +
ataxia & _ _ + _ —
athetosis
hypotonia + - =+ + +
hepatomegaly + + - + -
growth _
disturbance + - * +
hypoglycemia + + - + +
hyperammonemia + + - +
CPK t - + - + — -t
liver _ _ _
dysfunction + * =+
methylmalonyl CoA #» % succinyl CoA & ¢ o Glucose
RBFEHK I DH b, apoenzyme KB & %, @ Glvcolysls
o (GPT) (LDH) TC
methymalonyl CoA racemase K}Ey @ meth}’l' Alanine Pyruvate Lactate l
malonyl CoA mutase RIEOE &, v& 31 v By,

REEE L %5, @Y -deoxyadenosyl cobalamin
DHEERESE, @320 2T methylcobalamin @
EEBREEDE NS S, O, @D apoenzyme KIB
BHize g 3 v B, REHTHD, @, Do s 3 v
B RAHEENTIIE % ¢ v BLiRkEHTH D, &
[B], 4 DEFITIL, FOEENR L & 3 vV Bp&K
D EDOIELICH B DAL T inus,

DA F A< w BRIV ORASEE MO A
BARBEFIEICH L TEWD, €4 3 By RG
BT, €& 3 v BuKGFRIBTH D, WF
R, B#EE RETRLELETHS
2, BEohu—BIERTHD Z LD, o
BRI T2 L 3RETHD, HAnBEH/RL
Fo ZOMEM S, BWIT b E TIREL DERIE
BOET SR,

F3AF A< VBINESE, BxOEMCE
WTENZMNC 2T b o EO T EER, #E
FiRONE S & LD dbDTHD, TRHLOER
EoThb EREE, Wk, EREBEEOLFEE
ROFED LR T 5,

Reye SEERLIIF s P2 v F Y 7OEBRE T

(PDH complex) FFA

Acetyl-Co A — ]
Ketone bodies

Gluconeogenesis

Oxaloacetate

TCA cycle Citrate

CO;, H.0
Pi+ADP

ATP

GPT : Glutamic-pyruvic transaminase, LDH : Lactate dehydrogenase,
PC: Pyruvate carboxylase, PDH complex : Pyruvate dehydrogenase complex
TG : Triglyceride, FFA: Free fatty acid.

H5 v vBoRERE

Lo, R &7 vE = 7IEYSL SR, B

CERRENELET D, AT~ e VERIUVEE T

RABEIC L VEET S 7 = vt =1 CoA A,
S havFY 7 OB L Ctoxic i EAL
pyruvate carboxylase 7o &K DEZR Y HET 5 -
DICEREDIERPE T, Reye fERFELELIL T
WBDDD, EFERERT RO b,
M5 wwrT X oween e vRoRERER L 42
HD, TDHHAF < r VEEIREL, pyruvate
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carboxylase DVEMEIREIC X v, EHFLRER
EE X WEMEER 23 %, PDH complex X
BIETI7 254 CoA CELT B BRBOEED
o, BEHERIELN TRV EMEY RS2 &
g,

F o, A FLw e VERMIEI BT A RBE
B et =rCoAlBEEE I V=5 L EE
LT, Fered=rhr=9Fk7hRrcgi
ENTVBE I ERDo 0 Z D78 HD
AN=FURRB SR, TR AN = F VRS
JEE 70D, Bx OREFIBIEH V= 5 v 3 IEHH
TH o Tn, HHES L= F VIMRELRRL T,
CDZEET AR F Y OBEMPERL, L
BEBEIMLCWAT AL =F Vit T et
Nh=FvEELZONE,

B = v RZIEICE VT CPK B E
WL E CEXD S, 2 F A~ e VEBIET
2 CPK EIIEH & ST\ 50, FIER, Bk
HOBLEALH D, ZOEANLRETTREINNLT
E o,

Rk X D BRI, 2FA~e YBROFBRYET
BHHA)V, AFF=v, fVaefvy, ALF
=vOBREXHBIL I LeH Y, vxr v
BoREEHENciiy 2 3 v B kElRE L ESS
RAB b Tnb, LLER v By Rk
RIS T 3 B s (FH S-22) &l
ELBTEEOLT, RRITE L  REREEY
BITHINE I e LThr=FvREZ
RELZWEST DIV =F VIFERRL S
Tb, ZOBERICY ORELYH LD Z &AW
L, TOFFHEREDLR TV SHEL D
5,

Fox OB LI 1 G, F O FIEN ERE
Drote b, 4D ORSEIC RV TRFER
B, ZOEESEN- T &, SHICHEIRE
o7 i VBOTTCECTEERNRD bR
fez kb, BECER LA, ERERBERE
W ERO X 5 IERA—BITH H 70w, BET
HOES L EEVCEL, BEALS, Ll
BEHoBUREECI W REREEREXCIL
DETEETH HHI S B &, ZDOREIZHK,

235

LR T TOHENBEONEETH 5.
KA 5 B H O AR, RO GC-MS F#1ic
IThrgr~uwvBLEEZH SR, GC-MS
SR EXERBBETED A2 ) —= v /7ELL
T, EWCHERAETFELELZLRS, BbLWE
B O TIRHEES R RE TS 1S
F L,
F & ®

117 AR L o, FEEE, ROBEORIELY
KEL, ZHOEBEXEINCELL, 54
AEfic GC-MS 0#ric X b, v & 3 v BpkEH
A F L= w VIBINHE & W L1571 1 BIEAIA &5
Lic, ©% 3 v B AERELEARIRECLD,
D#BREL R BEFARERZRDEL,

xR swhHich, R EHERELFERKSNE
B ERLUEEMENAE YA LT, B, &'
SERBECET T

FFElEEBOo I = v REELTCHEELL
GE B ARENER MILEELE A, Ginskeo PDH
complex IEMEZEIE L TCHE X ¥ L-BEBAEEED
MR B EE R IR R E BN, MEFT
EAECEHBL T,

ks, R OBEEIRI85E10H, H 1 EEAFE
ETHRBMBEFE AL ) — =V /2B THELE,

X ik
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