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JFRRARA DI b PR BERAESE R (HMG-CoA
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2. ERHEZH
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Rik e 2 %ﬂi@ BEO BEOD ,
it il Bt I S R L T
RE - e  BRE
3 FE  ERKRER by
pH HCO3 Im# NH3 AST ALT LDH
MA 1990 F %L %E& .;:ﬂg,g?& 655% 7%’;1 108 2087
p P . WAOEE,
ST 1995 M AL %gi ﬁ“g": 7.27 23 555 794 4168 31,7% sgu 15% 158 %_5}5&;131
g IR 0EER, B
£k £k % TADA
+ ;
MS 1995 M GL S5 g (Re\;:?hke) 7.15 6 900 617 274 2206 7o 1@ 708 158 EEmg
£ BT
KY F 18 Igot, t8AE  7.28 <10 1080 e
TS EERE
KE 1996 M %L 31,7% % (Eféfﬁ) 719 108 <40 229 75 31 535 31,;'% 3[a 25 1484y (lgtk);m
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L ER Bl (F 1% 5EBL
MO 1989 F WL g TR o SRR sk e RSEE
MM 2006 M %L 3%% éi ﬁ%gﬁ 7204 186 0 >1000 231 93 458 5,% L?E ¥4 4% EEHE
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ASHRRFFEEREE Y S =/L-CoA:3-% FERCoA F T v A7 = T —EBRBIEORHFEIZE T
D5
MEHBE  KEHIAFAERESHEHRTNAESZ FHTEAEX

MEEE
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DE-OICHRBERE L, BEE T 17 FEREBEE
iTo77,

(fHEEH ~ D ELE)
FHEOHLIZEL Y HAERZEHO B L FHICo
WCHALRIEZGTERK LT,

C. HE/KR

TROEF 1 ~51FnF TICHRATHRE S
- 56T, SEF 61X 1994 FEFx NFER LT
AIOE), FEF 71X, FOWRT THARTZENC
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JEF] 6 LIER T IXFEMAE U CEER TH-o
7=, BETIToTWERY Y b EOF = v s
TIXEICBETH-7-, Ll fEF 8 Tidfkl
FER) 6 CIEF T IXFEMAE L TEERTH- 72
B, BETIToTWERT Y oo F = v s
WEERICIR YT bR EEfe L, s bk
DOHEETH 0.07~0.10 mmol/L & &< EHETH
ST Z BTN UEE IR,

[GEF 6] 1993/9/16 A F N DB IR T, EELIZE
WL, A% 5 » AICHBRICEAR LR TARR
L7, %6 » AR, fFERERT. SR,
KIEF7 /) —EBTRIEL, EEORHMET > F—
A (pH7.08, BE-22. 2, HCO35. lmmol/L) & R4 k
AR, FofthofbE, L, e
VB VT TFUoR B TUE=T, T
e LOALFIRBEIEF Thot-, MF 7+
NEEEZ 4.5 mmol/L,3 & Fo ¥ S EREE 7.7 mmol/L
Thote, TNVAVRIE T NVa— 2D EFETT
F— 224 BICK#ELEZ, LL, ¥ o
JE (7' FHEFEES 1.2 mmol/L,3 & Fu ¥ L le 1.7
mmol /L) 1XFf#E L7, JRD GOMS Tid L& kv
O EH LSRR 7o AR AE o R 1380 2
Moty TNOEDREMNS Y b AAERBREEMN
Btz SCOT {EMEDBIE 21TV 2l L 7=,
TO%LBBR R EORYETH b o ME% R

Te DN IS AR I e TafE L Z I TikE L
o TOHOBRBITNEF T, FEHICTA->THRE
7 hATEICEE Q+06 3+) T, s b
5% 0.86~1.83 (5 1.25 ) mmol/L Tdh - 7=
 ESESRICRRIE LTz, HE 16 % TEBOEK
WCHEFE LYo I —DORFL LTI 7 7EH LT
TWb, HE 175cm, {KH 56. 5kg TRROME

i roGmen 30 HES R
FERI6 2B 7k b
BEBERE R
100 B
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o N O
N

[FEF] 7] 1995/10/19 A FHh DO &LIB T, fEH 1D
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R~ (44) TH b MfE (7 4K 4 mmol/L
) EROTNEIER THHoT-, TOH LALLM
Z0@ U CHEER TR L Tz, FEHIZA-T
LIRSS b ATEICEMYE (1+226 34+) T, s
7 RS 0.79~0.95 (¥ 1.25 ) mmol/L T
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C BN, BERTRICERE 2RO, MikkE T
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TR 22 EERA BRI FMARANE @EEMKBRRMAER) 2EMAEGREE

SRSy N RREREE (HMG-CoA & REEFE KIBE, HMG-CoA U 7 —EXRIBE. B-7 b
FF+ 5 —FREFE., SCOT KIBE) OREFRE & BEKOMIE, ZWrEEEHHZIET A8F%E

ASHRFFEIREE - SCOT RIBIEN LR AL DS SCOT JEMED O B E SNTEFIZE T S5
MESEE B BF FEBEEFEEI— AR HHEED

MREE

SCOT KHBMEIX., FAERMD L IAMEMI, ELWS FT U F—URE& L, SR, BEHE
ETRET D, Fx TBREE X ORIERREA S SCOT KBE %238 < BV, {EMAIE %17 - 7223, SCOT
RIBJE I E EHY R AE G % 8Bk U7o, SCOT RIBAEITEE > THERZWI 21TOR W LB TE 2V, HER
FRT Y R—=VRAERE L, BEFFTRD LT AELXER IEMIZBW T, EHAE THERZEES]

BoHBILBRbNY, SLIZAKRORABLELERbNT,

A. BIXEM

SCOT KRIBAEIX. ARG L XA EHI
%Lw&%?vk~yz%%tb\§ww\ﬁﬁ
BETRET D, X ITEESE L ORIE/RRR
m 5 SCOT RIBEZ M BV, EHREZIT o7
P, SCOT RIBIEILEEWRIER ZRB LT, £Z
THEEBIZOWTHEMIZHRET 5,

B. fEHI

UEF] 118 BRE

[EFHR] FEEAHED, <omh LTS, 37CH
e D FEER

[RFRE] BRI THY, RILT DL BHE
DL B0, 5 A8 BRERMNOETA L, £
BIIBEDOAERL TV =,5 A9 BElIZI 1,
BiZS EA, FbheAdA~n, A—ua, ®iTY
FOMDOEs, NAFERENTZ, WOLIVITER
NREPEFDRVCEIRTH -7, 5 8 10 BEARE
2. oD LTV, Bk 2 OR720s,
2 [E@Ent L7z, Bd@E 56 37.5CORMHY . B

ZIIERA TV, 15 B BV HIERASEL 72 0 |

RESS Ui, <% Y VIRAT S G EER TR
L, UBRANKBAZZ L, THRRZL, A
R L, HARTID TORTH -1, EAIRE
oY — KL,

[ERESE] B AR, MR EICRE 23D

72\, 40 ¥ 4 B, Wt 2498g. Ht 50cm, HC 33cm CC
29cm, apgar 9/10 (2 CHA L7, R¥ELZR L, F|E
2L FIAERMSER Thot, T+ AV LEEAR
LA L= T 5 ETIIBANRETH T,
[BEMEFE] ficz L, LIRRBICTRICRE 2
Bahdt, ABERL,

[#ER] EE3 » H. BARFET » A, WA 11
s A, BE#E11 7 A

[EERE] 7L X—72 L, FHEREIX BCG, &K
U108 '
[FREE] sh D BsDZERFEDFIERE 2 L

[& kR

RR 80/min, HR 160-180/min, Sp02 100% (room), BT
38.2°C, BP 100/mmHg EiiEH, MaiZepk7z L
[HREFTR]

5H 11 B kKA

pH 7.074, PCOZ 13.0 mmHg, HCO3 6.5 mEq/L, BE
-25.4 mEq/L, AG 20.8 mEq/L

WBC 12400 (Seg 60.0%)/ul, AST 50 IU/L ALT 18
IU/L,LDH 331 IU/L BUN 14.6 mg/dl,

K 4.7 mEq/L, CPK 106 IU/L CRP <0.2 mg/dl,
NH3 77ug/dL, Lac 7.8mg/dL Pyr 0.28mg/dL

FFA  2115pEq/L, ACAC  2456umol/L  3-HB
9044umol/L, TKB 11500pcmol/L
(i8] 5 A 11 B, BMESNRZBRIZERLRT
F— 2R, W8, 8RS A VRER. K

Cre 0.25
mg/dl, UA 16.5 mg/dl, Na 134 mEq/L, C1 103 mEq/L, -



iR A HERR L. B Sk L. ICU
IZTCAA 2 RERRERAT LT, 2D% A2
ik, SAZEATHLT V F—V 2AOEKRER
7o, 5 A I3 HICHKRE L=, 5 A 16 BIZ ICU
DOFRHA~BE Lz, IV, BLEREL, &
BNORERNA~BITCTE o, BALRE. SIfL. &7
HEACER A EI 2o, BRBTIIRY b
T _CRETH T,

ERpr T R—V A HBEEEE. ToEST
EETHY, M7 I /W, ERLICLD S

YT b AL SRR BB AT IR RAYAT R <

SCOT KABJE D gL DT,
EHROBRRTCERZR Y P T R—v R bR
ST ZENG, ALHORBEREVBEATHD A
BEMEIZEETE 2V, FRICHER & A b L ARRIC
FHIERLETHD, FEIIZAETRS b F
zvZ LTCHEE, 2+ L ofas ke <245
ol R L.
FORIIHIEARIZR LD, RERT MT VR
—AFEEL R, BIEHMXBIOr N oEDES
EFHMETH D,
AEEHEIAO ) SR BRERHEFMN 2 Mo
TARPEREIZB W T, B 57372 SCOT JEMEDIET
13 6T, SCOT RIBIEIFEERMTH D,
BIFE T2 K HEF J U SCOT RIBIE D EAE FHRA
EEO-ORITH TH D,
Cc. ¥
AREEF XL, E% 1L 2B ALDOEZOE
FRENLELWWT RT U R—v2&ERLTWH
%, R{EFOMAE pH (X 7.074, HCO3 6.5 mEq/L
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FERAORNE, FNEORAEEEORFEIZ OV
THBECHRE SN TWD L ZATEH BN, Tin
TIN=F O EBES T T tTiddie
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L, =L, C6DC A =Fr 0 LHITEH
MO THRETHY ., ZOEEOFAMEITENEE
biviz, 72, EH MO OAMERIERIIE LWED
N=F MERRDLNTEY . 20X 3 R2RRT
1% CS0H A =F AcBWTHMT L H EFEEM
CHIESNARWVWAREELRHE DT, &2
CSOH/CO ftie S A BARIEE L TERAL TRLE
B&HDHEEZ DI,

C50H #H/v=F > & CSOH/CO (b TARZY—=7
THEE, ZNbD ERTHEBIZONT, [REH
BE AT IC TESIZEBLETH LD, SEIOXE
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leucine
2-ketoisocaproic acid

islovaleryl-CoA

3-methylcrotonyl-CoA
1 ~—3-methylcrotonylglycine

E 54

AL, FERBOZ LT hTR AT ) —=y
BN ThH. CSOH HA=F v & Ef=B A7 Y —
=B L L, C6DC H/L=F & C50H/CO th
ERBIA 2 ) —= o JHRELT AL TR R T
EMTEDEEZEXLND, LT, REBEEESHTTO
{bF2Hrc L. B LOREI ThIUL, &
JERR ORI THROBENHIFEIND,

G WIEEXR 2L

H HMBAEEDOHE - #5%& 2L

—3-hydroxyisovaleric acid
—3-hydroxyisovaleryl-CoA —3-hydroxyisovalerylcarnitine (CSOH)

3-1methylglutaconyl-CoA —3-methylglutaryl-CoA —3- methylglutaryl carnitine (C6DC)

~—3-methylglutaconic acid

3-hydroxy-3-methylglutaryl-CoA —3-hydroxy-3-methylglutaric acid
<HMG-CoA lyase deficiency>

acetoacetic acid  acetyl-CA

F#&1 HMGCoAUYZ7—UEYRBEDRERR

BE S.T. M.O.
B EA AfRE| 16% | 6% ||SHRE| SMRE
EE%k | FEEE | M BiE# |85 (FE)
F 18 28 78
<BRERHE>
REBE ST (FHBE: 1 g/meCr) (ref)
3-hydroxyisovaleric <25 90.1 64.5 39.6 (++)
glutaric <4 23.1 9.7 83 (ND)*
3-methylglutaric <6 1270 110.7 124.9 (ND)*
3-methylglutaconic <4 1330 851 1172 (=)~
3-methylcrotonylglycine <6 46.4 221 322 (ND)*
3-hydroxy—3-methylglutaric <20 762 307 544 (+++)
MEZIAIL=Fo S| (T IILAILZF 2 :nmol/mi)
GO (free carnitine) 31.3+84 244 339] 08
C2 (acetylcarnitine) 6.2+2.1 8.9 18.8] (ND)*
C50H 0.06+0.03 1.45 1.19] (ND)*
C6DC 0.05+0.03 1.42 0.19] (ND)*

*ND: no data
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