kAR I v 7 g shbs hn=F

(2 it ik )
WK EF —
#& T F ¥
7N K na o
it H 2 144
(BEEWIALRFNER)

FERBEH B HIE ORBEREORANEDICON TE OBEE S IRA SRS, RITi’
BT TEORMEIGH Uic & O REHISIEBEEANDHIMAEH > T35, Lk LAKATIE
ZOFERIZPIIO Bickel 5D 7 ==y b yEHEBRCREA A EHBEECEEL T
Bo CEICT I/ B, HEEE BRBENELETEC OFEREEE, S OREBENSTH
UKRELEEST L EFLBEETSH 5,

bhbORAMRLCBOTERBERBETORENKRETHZ 7o et YEEIUER S FiC A
Frwn YBRIEICBD 2 0v=7 vIREOEHWETA Lo L LEDOBEEELTHNS
NARBRE IV s BAIN=F VRZBTHECEICEI I NI, £ T T DMOBERIEE <
NITLDBTHAN=F VEBENB L ENATREEZONLDT, REAFTEEELOD
ERRRABL I L 2 T DWW THREEF 570

TOEFUVBMECHE TR AIN=FoEEoaHH

#E #l

A FRHAE 1,955 gr (348 2 H), Apgar 6 ATHIET 5, MEBRIMEHEB TR, F1F
BMET, B2 TREBSHAKAETLTLS, ARBZOES T THb. WMBRE IO
SHEREHIIR U, WIARRICTHSI6HB LD 7 3 / BB 42 T%, A4 B BCERE 7~
E = T IMEE % & 72 LEIRAEE 72 o 7o HERARR b ERPEHBHERMICERNET v
=7MAE, &7 ¥ vIE, Zi, FhEkEd, MRS EBRO N, FREEid iR
Lico MADERBAT TR 7 0 €4 vEOBMKED SN/, SHICHERD fibroblast 4 H
13T propionyl-CoA carboxylase {EMARIE L & C A, WEO 1 HBEFERL Tz UL
3-methylcrotouyl-CoA carboxylase #Ei3 L F pyruvate carboxylase JEMEIZER TH o770
propionyl-CoA carboxylase @ biotin I ARIERAONB o720 PlELDARE pro-
pionyl-CoA carboxylase RiBJE X207 Lz,

AN=F RBBOKRE
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#1 Levels of serum and urine carnitine before
and after carnitine administration

Carnitine therapy
before after
Serum carnitine (zmol/l)
free 3.3 11.5
esterified 12.4 78.9
total 15.7 90.0
Urine carnitine (xmol/!)
free 3.2 148.2
esterified 52.2 514.5
total 54.4 662.7

# 2 Propionylcarnitine levels, as
propionate in urine before and
after carnitine therapy

Propionate (mg/dl)

Carnitine therapy
Urine
before after
No hydrolyzed 0 0
Hydrolyzed 0.17 1.64

DL-# =% v (80 mg/kg/H) OBOREHA93.5» ABOLBRNESREHIRETERE
ED 1~1.3 gr/kg/ HOKITHTY, ZORBOMBESICRF OV =F v REZHEL
770 BIELER McGarry 5 @ radioenzyme 3V A —#B#W#A L, Tris-buffer [c# £ T HEPES-
buffer %%, sodium tetrathionate (€% Z T N-ethylmaleimide %3 Fi /z. £ DR, &5
HOFHEM L L =F VEIME, RESEFCETLTED, 1r=F vy RZKBERL T
Foo AN =F VEGBETH > B CHBBEEARBEENRLTLE D EEX N, &
BE%imERs v =F vER LR UER/E LN, ERE LU TERMIEECOEETHD, <
A FALBIOBEIMBERATE >0 (F1)o

WCRFR S v et =rhr=F Y CONTRERROHEEIT oo HERRE KOH T
A # Y {kL, 28°C304r incubation A3 ETFa A= b =F yEIKSIEL, Bo6N
feFa et vEBEEH R VEESITE TRIE Uiz #EIE 2RI L KABLBRIDR T
BAL=F v OREICHERILL 7o o4 YEIIBRE SH e o s, VKO BABRICE T o
4 vBBEDON, LErbESHROZNEHIIICHETIECHENL T (R2). COC
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Do vBIUERTR 7ot =1 CoA MHIA=F ¥y TEFLLS VA T 25—+
DEECLIOAN=F VERALTT o A=A S A=F v EBDFERICHERIN S ¢ & p¥)
BAL, fE-> THEBEE LTOI v =F IR EOESEMNENH X N7,

AFITOVBRELCEITIZHIL=_F o EEOFE M

E fl

8 OLWTHETRAE2,750 gr 392 A), MEKMIBOMB LY, 20B2F& LT
T5. H1FREFBRLEN, BIFOBRSFERMRMLOE 7 v = = 7 05E, RBHET
VIFE=—YRLZTHSS HAKRHET 2. 2ORATA F Ao VEERIESHB Uicton, AR
bER 1T 6 » HORICRFE SN, €& 1Y By FiblEs F <o vBIFE 2SNz, B
REFERMIOBEARLEENBD OGN TR, BEECRESTRBL T, AH4 ,
BiCi3mgrt, HihEFREORELBOIEL, /849 » BlCidEn:, [k, WRRERE,
HEE, BRRZERELZCENE 3. L LZ0REEORENTIBELHT, B0,
BHERZEINTOED 2700 FEICDO XS KRR M T, DL-# 4 =% > (100 mg/kg/H )
3 HEROMICEEL, ®’EH], BREPBIUBRESHESHIFACEOEORERARERL,
ZDAN=FvRBEELES o= A= F VEELBRS U,
FEFCEOTHREMNORTREHE I L =F v IRHTES, 2Tz 25 EEH L=
FUTHoteo —F, BEPCIERNS = 2 7 (LB & EIRNAE Rz 28, BEd %3
HEDRTR, TN ZNBREFIEICR > Thie (E3).

RpFm e =ahr=F il OO THIFRBIEET, 2532070 g n s s,
feo UERO A Fr~avBRETCL oA VEEIEE R U BENE L C Lo u B LIt
b, nr=F BREOFHESERINS (F3),

% 3 Carnitine administration in méthylmalonic aciduria

Carnitine administration 1 2 3 4 5 6 7 day
(DL-100mg/kg/day) | | l | |
urinary carnitine } ¢ 1)

(#mol/g creatinine)

free 0 302 0
esterified 189 987 90
total 189 1289 90
urinary propionylcarnitine 4 ' 153 14

(as propionate mg/g creatinine)
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BEARINLNIPOAN=FVRE

— R Ly BX OB A OBRKEAY I 7 A OBOOBERABEICHRL, TOI v
=5 v ABERROFECHRE L.

HERE ORI, —BIEE vy hOBEMR Y L= F IBEEE2T~142 nmol/m, ¥
A= F VR 58~226 nmol/ml L35 v MR LN KIRIREB I vy, KRB S
AIRBIE—RTER I L7 LRELTHD, L-MCT &EH vy 2B BEFUMEATS -
7eo ULsLZ0MT 3 /B, B, BANERHERI Vv, BLXUOFATLAE— - HHE
RER I L7 TRV =F VEREICLAEDONT, TOREALNT AT MEET
by, BEHMIL=F VBERIZEASOBERETE D ol EETHEAINTLS 7 =
=k b VRER IV (BAREESRERE SBRRREHRTD o7

Z x

B =F vRERBRIEREO Y L =F v RBEFC L 2284, Hikrrv=7F v RZEL
Bohafl, TR E-TEALLOBLSTREINTLEY . BHTHRBE~DESL LV
ZF UERICLEY 0P, Br ORFERBAEY, LD ARBRAREICET BELI LV
=F vIES” RRATC LT TERL,

LeAThr=FvD ]l AFBREEIRLEDLCAMOH TR, TOHEROLD LLRE
EETENEND S, 1 DBREKEY L =F VT, Hi=F Y EERORKEEORERAT
# 7% y-butyrobetaine hydroxylase EMEZADFICBLTARTRIRABOHIZEY T, KK
RBR - FHERTIARES v =7 » ORI NS EBBICEI v =F VIEZEE T &
DRHISH TN B o RICBED > ORNOMENS D, EEREARBORENEI SN TS,
CHICRBIEEROFNATERRLDIEY v =F Y EBBL EOREY bHD, BALL
AT EORICHLEOENS LS H B, BrOOA L =F VHRHCOWLTA S KRR
CBWTHEN v =F v IERRE~OH L =F vHMMIEAE(RET ELD, TTE
ARNOMENREET 26D EBbN %,

AROERTIZ-BER I VPO = F VIEFRERER, Brr=F v L4~ 51F
DOEOHEEL N, BEERLEZ IV THRAE @ r=F v & L T56.0~69.8 nmol/
m)® LEPILTHEY, ZOFEICY > TRHMERICRET 2 8BNS 5. L LIERAK
BN IICONTEBLEZDIEFEAESIN=F v A2 BRI EATESLT, BERE TR
2.0 nmol/ml KR ERERETH Y, KREBMHBELBA SN,

FEIL=F vy O IRBICESENRBOI 2 FY THTO B-BILCATIROAIES
4, 7 CoA FHEMEKD buffering effect, & 21213 CoA-SH Otk s L TORENEE
XhT3. COAREE LTSEDbhDRIZI ba v FY TRICSa €4 = CoA &R
XN 7oA vEBUEBLXU Frea Y BRECHLTAIV=F v E2RELIL LTS, K
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x4 BBAIICEIZNL=FUVEE
o HiN=F v n mol/m
i % 2% | REARS BE TZF| :‘747’"J BOm EY
() PR ) ¥ LER

v 7 +#—F FM-K | 8§ i 14 27 | 31 58 | 53

L—YZRINZ60 | F O E 13 29 42 71 59

AAINY g Ef 13 | 81 90 | 171 53

SMA S-26 AT 4 % 12.6 | 142 84 226 | 37

34 Iy PM = F 16 23 26 | 49 | 53 |KHA

Fring Mok A 17 | 66 | 93 |159 | 58 |FK#RE

RV 57 b Mmook = 15 | ND»| 16 16 | 100 |&F7 vax— - IR
TRHE

55 h—2 7 — oo 15 | ND | 16 | 16 | 100 |FHERRHE

HEFLIER L E | GL 13 | ND 3 3 [ 100 |#35o b —RIMEE - BR
PR E

L-MCT Oy % 15 51 89 | 140 64 | NEBFBBURA

B+ ) o a3 g Fl | LNA 13 |ND | 13 13 | 100 |0 - BES

=T N % = FI | LCA 13 28 | 28 | 56 50 |#FEEE L 4 oy A M

07 x3IAsS g F 15 6 15 21 N |\ Zz=n#F VRE

T 2=NT 5=V -0|E EJ | S-1 15 2 | ND 2 0 | FavriifE

1 v rBREBIL

BHBEI LS ==t FI | S-23 15 |ND | 11 i1 1100 |®7 vr=e==7I8E, > r
) VIE, T
anyBERE, S440=
FYIME (§TvE=7
MIEEES & D)

BT vESTIE- & | BB # 1 7925-A| 15 | ND | 14 14 | 8 |B7 ve=TMmE, ¥+

P ) VIEEZ # — 3 Y VIR, TaF=s

=7 I~y BRRE, G4 =
F Y (7 v E=7
MEEES D)

af4vve4vaqv| Bl # | 8001 15 2 | 12 | 14 | 100 |EBEBREERE

VoY U A FF =

Ve RbvF=UgEET

—3x7

4vaq4vy-afyv| B # | 815 15 | ND 9 9 | 100 | AEFEIRIE

voexy ‘/[iﬁij F —

127

ERFUVRET+—| B % | 725 15 | ND 10 10 [ 100 | &2 FY VIME

N4

BERAEER7+— | B # | 8005 14 |ND | 14 | 14 | 100 |HFEUBERE

125 (BRA)

Maxamine XP Scientific 15 | ND 4 4 [100 | Z7z=na4 F VREE

Hospital
Supplies

a) FEEEORTLLS
b) ND i3 2.0nmol/ml RiELEKT 3
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MICEEDO Tt = =F Y PEHEINZ CEERI Uice COCERERL TS
mEA=n CoA MBI Pa v ) THRECEETEIN=F Y - THFA T VR T 27 —4
DEXICED, BEINLZAIL=F v EEEL T ot r=F 213D, KIOT I
A F YV THEDOHL=F Y - TYNAN=F /S 20 —EOBSICEID I T v FY
THIEZESR URBA~NERZINACEEB®RLTEY, o T toxic W7 ad =1 CoA
FAn=F VEBCIDEANREIN S C EBRREINZ. L LT DBA LI RBRRR
1oz (AAH8001, FH S-23) WHCORBELEHEIEHIN LIV =F VT EAEES
NTWIEP o,
CNOERETRFERHEH L O EBWERSBON B 10w, EEER, WG, KSR
EREGIREEEGSEBNINEELEL, SLICABEHAER L TR, SHEREHMNC
FOBEBICENT B, TOBBEEBO TH LWL, cOL) RBRICHERMEH» SRE
DORFFRIER I v 7 ZROIIES, ARES v =F Y EBIEGED T, AREY v =F v A5k
Hrcad, BEEARBICLZ22 v =F YREOBE L ST lNnb 2138, EnbER
WARFNCE S ¢ it AU B EBBEIN=F VIEAR L, BRIV E2KREELT
BELDERMRBEFELCOLTINRIZCETH B, TAERBLERRILEN TRV
=F YORZLE LB LHTORIEOBMEECE S EZENEIING.
LEDE»roRAEEEINTOLAINOREHE I v 7 OBERICHD, MShDHETH L
=FUERMTACENEBTHLLEEZLNG. COBAERT I V=T v IEMFENE
BEFTALETRINERS B, BESHEOENTESOECS DL Bk AFETE
30, MEEIEMERICAEELS DR OFER L, BENBIEROH LE S v =7 v OB
H~DOR QAL ZHEST S WP, F-BEORUMICHE TS EEZ SN S HEIIERIER
R EHRCTREORENH B LY THL, DL BTRLACE~MSE XCHZGR v =
FUYBEOLRIZELY, FLHRETIDEERORERASTSELSONS.
AMFRTHASHICIE 572 LD ITESHET v CoA FBEEOERT 24 ORBDIREED
1DELTHr=F VIREREHEINEZBD, 11r=2FryOEERLBIICENTEIN
b0 ZDRHICb—HSEOLES v =F v ORRNEEN 5,
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