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FELBWishiz. RIEREAFVEBRETRRULY, BEIERSINWTTLI LT EATFY
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THREONINE
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1. Metabolic pathway involved in the carboxylase deficiencies

38-MCC: 3-methylcrotonyl CoA carboxylase PC: pyruvate carboxylase
PCC: propionyl CoA carboxylase ACC: acetyl CoA carboxylase
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253D IM IV Y THRIEET %, %
N5 OBROERET IGER T 5 e R AR H
REE & LT multiple carboxylaée RIBE
BEISN TV S, multiple carboxylase /X
BEE, BRANICHERFAER (neonatal
form) EEHEA (late-onset form) @ 2 BIFH
v, HiZ&E 3 holocarboxylase synthetase @
BETH B, REPEAF =5 —EDORIE
LAFASNTHED, EOEARRAMRTEZD
ZY Y == Y SIOOVTHE LY, SER
BRI ISH & RFIER 2 HloZ Wik ORIE
RIEZDWTHRET 5.

1 (228, BRE): £l 4058, HAE
RE 3124 g, FrER<2 22 ) — =V /T
to4rvosfEriefsh, £% 2281
BEEBNTTERYWNEMEZZ L. 20

B OMAE TP o 4 ¥ > 476 mg/dl (1.67+

0.70), 41 v o4 < 2.61 mg/dl (0.93%=0.39),
2¥1) v 4,78 mg/dl (2.69+0.78) 3:2~3{%®.
SfEER Ui, Thmdnv=F v O{EHE,
TYNANZF VDOESEERL DR EE
Bl A i T Lo & 2 5 3-methylerotonyl-
glycinuria L¥BH L7, €4 F V&5 LD
REBBBRIBD Uk, %1 7 BRI
Rty —~EbE L, 4t 6 7 BB
IEMRTIC X B BERIER ARITE L 7o, LBIE
EAF= 45— EiEHIEIERE TS - 1.

ik (K 2): EEREFEIRE 25cm® 7
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i, 20ug/l1 5B ENTW 5, confluent I
ELIE AT BBem® 77223 1KH L1,
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FCS ZMMA v A F VEE% 200 ug/l, 20 ug/
L 0pg/l & Tnen 3 WEAER LAY, £h

77 cm?

"THBIK trypsinization, freeze-thawing,

B Mt (25 em?)

A7k4 — 2w MEM biotin 20 ug/1
{Code 05900) 10% FCS &6

Gibco MEM Eagle (Cat No. 410-1100)
10% FCS

Biotin 200, 20 or 0 ug/1

2 [Bl/ BEEE A 2SI

7 HBIT subculture

EEELRIUHR
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tion LT carboxylase /&% HIE

2. Multiple carboxylase RIBAEIC BT B
SRR MR R

Fhizgdiks 1808 2@ L 12, subcu-
lture #%, FEIBED T & %474 confluent ic 3%
L1z TATHY Y VL, freeze-thaw-
ing, sonication & T\ Atkin & DH BT L
72D 3FED carboxylase TEHER HIE L 725,

HR (ED: R1DLICEFTF YDA
TOWIIWRERR TR L A REREFRRO
&, 320D carboxylase iEHEDS 6~22% &K
TLTWi,

fEFI2 6 1A, LR): HERKLOEEM
KZUAWARBRTH- 1o £%2BELD
HEM L A% 16 0 BioipkiEs, £is
B, TOELEofiphT vE=T13 400
ug/dl TH - Foo ALK ICT—ARIREE AR
ELY, BAEMCIVEY T vE=T{E
BERL, &7 v E=TIECHENTET
v TMER I vy (BIET925-A) L%
BE®S M) 9 L0542 ZF0 TV, [Kd
HEBOF T o o4 YERMED{LED
BlsEnte, LinLEke # A, FRRMEE,
REHERRINAE, BilEked, o 2%
LFET Lz,

Bk #R (R AP TRREREMEETF
MENAEOLNE L T CIKERELTH-
B AFIC T 83 2@ carboxylase {E#:2HIE

—154—



% 1. Enzyme Activities of Biotin-Dependent Carboxylase in Fibroblasts with
Addition of Biotin to Culture Medium (pmol/min/mg protein)

Addition of Biotin Patient 1 Control
to culture medium
Pyruvate carboxylase 0 34 163 106+35 (n=6)
(PC) 20 ug/l 456 -
200 ug/1 . 283 194
Propionyl CoA carboxy- 0 14 65 7025 (n=6)
lase (PCC) 20 ug/l 126 —
20 ug/1 107 79
3-methylcrotonyl CoA 0 0.5 8.9
carboxylase (3MCC) 20 ug/1 6.8 —
200 g/l 16.5 6.5
% 2. Enzymic Activities of Biotin-Dependent Carboxylase
and Ornithine Transcarbamylase in Liver
Patient 2 PCC def. Control
Pyruvate carboxylase 0.035 3.28 2.44+1.58 (n=5)
(PC)
Propionyl CoA carboxylase 0.003 0.028 2.94+0.79 (n=4)
(PCC)
3methylcrotonyl CoA 0.017 0.038+0.074 (n=3)
carboxylase (3MCC)
Ornithine transcarbamylase 274 371+118 (n=6)

(0OTC)

Uto BIRTIZ3 DD carboxylase & &iE
HEMET LTV, —4, RARIKBEELT
ot 7Tur yBIOERERONTE pro-
pi;)nyl CoA carboxylase {EHDOAET LT
Wi, FroI AV FYTRICHFERET S orni-
thine transcarbamylase &M, TEFIE &
EETH- T

EE: H1HF, FIERECTRY) —RE
Do 4 v VEETROH D REE R T
IR Th - T FESTED N, HEDS
(3RS B TIT - 1o AIE OREEZ W
AIF 5L, €A F V-free DEBHETHE
EHEF M A IEE L 3 DD carboxylase &
HAMET 2HEDD - foo —MITERAT S
MEM £Hicid e 4 F 55 20 pg/l 8B SN

nmol/min/mg protein

TWB Iz HAFED carboxylase 7&HEHIE
REET I HELD 5.

#H2 FRRPERBITTE oA v B
MIAE & BT S Tchs, IFOBRIEHRIE T
multiple carboxylase RIBE S5 BHIRI -
fro HBEE D carboxylase R EHREIC
K DIETT 355, Aot TRBERE S
nfruEx vEBIAE B RO T, propio-
nyl CoA carboxylase EYED HET Lithd 2
> D carboxylase {EH: L, EEL -7 &
X D AFE T multiple carboxylase RIBRED
AR ASE W, 0 U VERIMAE &AL RS ET
XN T3d multiple carboxylase RIBFEDER
NTWBEZELHVE/AOT, HEAT0E
4 YRRIMAE W s hicBa b et 5 v ok
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