SRR 8 EEEE RS EENTT
VNRDDLHEE - EOTFH LiBRICBT 255

EXMT b ERBMREEORELAZHELCRT MR
(SMBRFS : SRETE/NEN YRS BRI B ORI BT T HFIZ)

WEHAE wOEK
HEHAE  AREE". BE"

BE: 7y Y A2ERETREOPIBNTWIARRHMERELZRMZET22D0 I X 5 LZRA
L. ROERBREGCMS THHRL., TOF—F2HBLE - BBIZKT 23 a—5—70 75
LEBFELE. E5ICGC/MSTEHTERLS N EMREELZH TS 20, KM /¥
ERAWEEEREREYT FOARMEEEOBRRSWIRERIILE. Y ONREPF I OTRELT
BOUL. A FYNVESEFNHRSEICHTT. 7 AERHEEERETHL 7 T 2F L
CoAFH 55—, 3 +F 27 & A I-CoAFFT—EBEUIY T 2 Z)-CoA: 3- bRCoA LT 2R T
55— VZ2BELE DEDHROTEEHOSET, BREHRAEZT >R LIS, MRERTFS T —
FOREAERTA MINERICEED., S PRI THRFFI—EDOEEAENTINVHRITEDIC
BFok. ZOFRIERAC L/ TORTHEMTIENE. FMFEICL ST, INETHERZHORLEL

Mo CTRIBIEEDEE BRZH O AIREIC /L > /=,

RBUSE : ARBAMERE. 7 b HIABMESE. GCMS, B2

MR N

INBHD I b - ABEWT TERPHEE &
LTHMTSNBZ &A% 0. £ oRICHERE
RERFELREOERRBRBENGENTY
52E0HD. AHBAHREEIIGOMSK
SHERPERBEIIFICL -T2 IN 3. &
b RRH REETAHRBRAHREEICSEN
2. GCMSK K-> TZHORER Z &5
5. XM POBABREESLL THES-

FyhFFs—¥ (R haRUY -7 E
FI-CoA) FFH5—EREE (L TFT2RIESE) .
MpERF A S—EREE (IFCTRBE) .
Y273 Z)-CoA:Co ARSI AT 5 —ER
#85E (LLFSCORMEAE) D3 DAH 5N TS
PINSERICRE L TRIEEZ T TEN
W, BETBHICIORMND. T T—HRZEDE
TIHHATES L OGC/MSERWZRPA#E
BOHI AT LE, KREY D NEKERNWZEX

* : BRE ALK NER
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o N ARRBEE FEOMELEE BRI ke

L7

MR Ak

1) GC/MSF— 5 4LEH gk

R B #BE RO R TGC/MSHHT L.
F—FEEEMITL T, BOLWREAZET U H
T NTBEVATLAVERL L. FEBE, <
AT T4 —EAFL Iy MER
SaaEREL. FRIIMA = NERE I
THHEMEEETEDLE. I6RERESL
WL TERELEWEREL . SIEDDERE
{tEYMORBAEDLENSE., BALNLGKEETY
A NN S R

2) U EkER WS b A RHE EEE
BlE ¥EDHEL

AR S KU NBRESBEL T,
EB-7 4 JV X + b 52 AFK—L1Y 2NEk (EB-

UINER) “ERELE. JONRKEIDF
CTHRELT, Y1 MIVESEI RO RY
T ESFUAIAR SEH I BREN
A PV IIVEZICRET SMRERF A5 —
¥ (CT) &, S FaCRUTEBETH D)
Rar RUZFF S5 (T2) °, by o=
JV-CoA: CoOAr S A7 x 5—H (8COT) 7
ERIE L. EgERERERNTDZD. ¥
1 hV—IVREEER QLR KZER (LDH |
ShAYFUTREBROV L BRKEER
(CS) DFEHEBRELK.

MR ER

1) GC/MSF— S HEMEITT A T I

M1 B-7 bFF I —ERBEOHTITERT
YhFy hoflERLE. REMEAELT2-
methyl-3-OH-butyrate. & titiglylglycine-
mono TMS, - d TMSZR ¥ L HFE L x A1 & D

VALUE

D Compound
51

i Lactic-2 0

4 Glycolic-2 1.63
9 Pyruvic-0X-2 5.00
11 3-OH-butyric-2 0.17
12 3-OH-isobutyric-2 2,12
14 2-Methyl-3-OH-butyric-1-2 23.75
19 Ethylhydracrylic-2 1.29
20 Urea-2 144,11
71 5-Oxoproline-2(pyroglutamic) 1.58
72 3-methyladipic 0.64
76 5-OH-methyl-2-furoic-1 2.03
77 Tiglylglycine-2 277.85
79 Tiglylglycine-1 37.35
81 2-0H-glutaric-3 0.61

86 3-OH-phenylacetic-2 0.35

87 2-Ketoglutaric-0X-2(1) 3.75
88 4-0OH-benzoic-2 3.54
89 4-OH-phenylacetic 17.88
131 3,S—Epoxytetradecanedidic~2. 0.39
132 Tetracosane(024) 58.10

NORMAL RANGE FACTOR
0.80 0.00 - 4,70 0.63
0.70 0.00 - 2,20 2.32
4,50 0.00 - 24.10 1.11
0.70 0.00 -  3.70 0.24
2.50 0.00 -  9.00 0.85
0.00 0.00 -  0.30 ?
.00 0.00 - _2.90 ?

376.10  104.60 - 763.00 0.38
0.90 0.00 -  7.60 1.76 ()
4.30 0.00 - 23.30 0.15
0.00 0.00 -  0.00 ?
0.00 0.00 -  0.00 ?
0.10 0.00 -~  0.00 ) 373.49
2.30 0.60 -  5.90 0.26
0.40 0.00 -  0.90 0.83
26.10 3.00 - 102.90 0.14
3.80 0.00 - ~ 7.80 0.93
27.10 8.60 - 73.20 0.66

Gal))
0.80 0.00 - 3.90; 0,44
0.00 0,00 -  0.00 ?

No. Diseases suspected of:

3 3-ketothiolase deficiency

B1. GC/MST—S B8RO T O Ty LOF

FEH : B4 hFAT—ERIEBE. MRA, FEfE ; MEAN, E#Y{E ; RANGE, EFHOHH ; *, RE
BETH D %77 . Deases suspected of: , 2Z SNDERZT T T k.
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FTREL TW3.
51 52W% & LT 3-ketothiolase deficiency %
7Ry hLTWS. AL TZoMmokE
BT AN LR, ELLZEEZET IR0
TEERHERL =

2) o b AR BEREE R BIE Tk ORH

a) EB-U > /XERZAWT, ¥ ML EFI

7074 —Niv5EX

HE TEGINNRNICTET 254205 Lz

ZTORR., PFPBEImg/ml, b E R
19, MREERSXI0/uIOFHENRBENT &
=R

b) BHEO - AREERERELEORE
UEDEHETT, EBY IBRERANTT b
RBEEBE TN EIB, R1IKRLZED
W, Y B VESIZIILDHD88%, — A+
IWHEXZERITIICSDIO% N/ L. 7
F7EFI-CoAZ BB & LEF I —ViEH
. YT PV NESTIEKA A O TEEEE N
T+K/KEIX1.0TH o7z, FINHF SES OF
NIX+K/A-KED2.3TH D, K1+ D0 X5
{LR3RBD 5N, FEFNAXRTES IR, 3-

ThXTE A N-CoAFF T — G DI4%.

SCOTIEHE DIT %N BDH SN 7=,
3) 14 /70y MEH : CT, T2B XU
FIARYUTZHE-F IS —F (TD 2D

T, ¥4 MY —IVES EFNH R SEisy DREE
FNRTERAN. K2iEd LS. CTid

FIAFXZEHTRBBREINT. Y1 b VILE
7 R ESF— b RO L— kit
SNz X PO RUTREBETH AT
2. TI1R@YA MVIVESICERD ENT, F
WHRSES, MRFEDR—b, FIRFOL
—Y BNk

R

NREDr b= AZ R EN X < EB TR
BTHD. BYE- THRZEOEL2 DAMERIC
FlEHRNTHLNLED,. REMEBEBOERR
DRMHEEE, 50V IEr b oHEMEELRED
WEDALTHD. ERAMAEREEILT. A
BEBREE, AXMES b ARBERE.
BHAREEE. S a2 FYT7RGEREN
H5. HEEAHEREEDZHIZIIGC/MS S,
BRI RTH B8, GC/MSF—% OFEIFIC
HRAEEETS. LHrBSEGC/MST —F i
BOHHERNEBL .

RRET b AERBEEEELT, 985 b
FAIS—ERBE (S FaRUTP7ERTE
FI-CoAFF S —EREfE. T2XREBME) . b)
M EMFF 5 —F (CT) RIBESB LUSCOT
REESHMSENTN S, FHWRIZX>T. kY
M) > BRERNDBEERT N R REE
DOERZEIENHL L. U NREY T RY
»&EF:)FU?K%@LT‘CRTZ

£ 1. EB-Y UNEOHBASEEDYT b oA HBEEEENSE (%)

acetoacetyl-CoA thiolase

R KO KKy 0o SOt
BA NIVES 88 20 62 78 (1.0) 6 3
IR TES 12 80 38 22 (2.3) 94 97
EHRR 100 100 100 100 (1.9 100 100

LDH : ¥ b NVABBAKRER,. CS: I P2 RUTHI/IUBSEER. K. KOBKIAEETFTBLUE
BETOFF5—FEME, KH/K-HiE, KEERKCODOEREDOREZEDS. C8-CoA: 3-7 hF 54 /1 JI-CoA
FA 5 —EEHE; SCOT, 4272 =)L-CoA:3-4 FEE CoA+S5 > X 7 . 5 —VPHEXE.
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SCOTDEMZ ST TRIETESD TEVHERS
Nnr-.
AWEICBNT, Db (7 b o mbE
EHFEl EBEEN THWSEEREFOPIENTY
BRI D & B AR AR BAS RERE, 41
b b AR R AR O T2 Bk R
Uk, &ESIIBHFRRK Lo THRET B
BTEL. 5BEV AT LA EEBOBEKOFIC
SRR LT E J2 0,

3k
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H2. 41A/ 70y MRS

B&5E : CT, cytosolic acetoacetyl-CoA thiolase;
T2, mitochondrial acetoacetyl-CoA thiolase;

CT-

T1, mitochondrial medium-chain 3-ketoacyl-CoA thiolase;
P, pellet (organelle fraction); S, supernatant (cytosol fraction);

W, whole cell homogenate; Lv, autopsied human liver.

T2> —

T1>—

— 169 —



BEHTFX A b OCRGEEZMXTERYIMER @
BXO—8BTIH. BREOBRATEENEThIRANBYET

GC/MS
GC/MS

-CoA 3-
-CoA -CoA : 3- COA

CT




