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ACC 7 2 FINV-CoA NNVARF LT —& acetyl-CoA carboxylase
AD/HD b -U N W2 IET &5 attention—deficit hyperactivity disorder
ARG-1 TNFF—EI arginase 1
AS 7 ¥ )V-CoA G HEEHR acyl-CoA synthetase
ASL TIWEF=ansgpy) 7—¥ argininosuccinate lyase
ASS TNF = TN FRE R argininosuccinate synthetase
BCAA AL T X R branched—chain amino acid
BCAT DEBRT I VBT I/ VT AT T—E branched—chain amino acid transaminase
BCKA GIREH T IR blanched—chain keto acid
BCKAD IFESH T N ERBROK KBS branched—chain keto acid dehydrogenase
BH, 7T hZe ot s s tetrahydrobiopterin
CACT ANZF VT INHNZT T A0l —F carnitine acylcarnitine translocase
CBS VAY T = BEEER cystathionine f —synthetase
CDSP EHMWH N =F VR ZHE carnitine deficiency, systemic primary
CHD FEBEINLLEAT continuous hemodialysis
CHDF FEfE MR 5 3 AT continuous hemodiafiltration
CoA A PAWN coenzyme A
CPS-1 TININIVY) VIREREEE T carbamoyl phosphate synthetase 1
CPT ANVZF VIV IPANVETFT VAT 2 T—E carnitine palmitoyltransferase
CTLN-2 B NFSE ALY S v ) & e adult-onset citrullinemia type 2
DHAP DA N = S D DY 3 dihydroxyacetone phosphate
DHPR e Fusrn Y ryRITEER dihydropteridine reductase
ETF BRET7ICE Y %7 electron-transferring flavoprotein
ETFDH B ET7IC Y 237 BikERERE electron—transferring flavoprotein dehydrogenase
FBPasa TINI Fh—=ZA-1,6-LAKRAT 745 —+¥ fructose—1, 6 bisphosphatase
FSH PR A V| v follicle stimulating hormone
FTTDCD SR U RIBIC L BRI & fai(ljl::rgcti(e) r:lg;ive and dyslipidemia coused by citrin
G6Pase TNVA—=A-6-KAT 75 —F glucose—6-phosphatase
G6PD 73— A-6-1) Y ERBKERER glucose—6-phosphate dehydrogenase deficiency
GA 7V F OVERIE glutaric acidemia
GALE VYY) VAT P AA-ZERX T~ uridine diphosphate—galactose-4-epimerase
GALK NI hxF—E galactokinase
GALT 7‘7‘; Z_]!;— ALV VBRIV TN R T AT = galactose—1-phosphate uridyl transferase
GC HAZOAR NI T T4 — gas chromatography
GCDH 7% 1) )v-CoA BKFEER glutaryl-CoA dehydrogenase




558 032 974
G-CSF PERER 2 0 = — A T glanulocyte colony-stimulating factor
GIR TV 3 — AFE G Mg glucose infusion rate
GTP VA= guanosine triphosphate
GTPCH GTP 7 uk Fus—+¥1 GTP cyclohydrolase 1
HCS FAHNVRF L T —CEKEEE holocarboxylase synthetase
HHH EANCFY - EmTYEST - REY ML VIR hyEtr}lruorrigithinemia—hyperammonemia—homocit_rul-
HHV RNV RAT AN A human herpesvirus
5-HIAA 5-b Fu¥x oA v F—UHEfR 5-hydroxyindole acetic acid
HMG-CoA 3~ FaFT-3-XAF )L 7 )L % 1) )b-CoA 3-hydroxy-3-methylglutaryl-CoA
HMGL - FOFT-3-XF )N ITINF 1) I)IL-CoAY) 7T —+ 3-hydroxy-3-methylglutaryl-CoA lyase
5-HTP sse ¥ bPYT TS 5-hydroxytryptophan
HVA RENZY) VR homovanillate
IVA AV FHEFRMAE isovaleric acidemia
IVDH A VNV )V-CoA Bk FHEER isovaleryl-CoA dehydrogenase
2KG - NIV EOVER 2-ketoglutarate
LCEH I/ ANV-CoAk F7¥—+& enoyl-CoA hydratase
LCHAD F#{3- Fu ¥ 7 2 -CoA BikEEER long—chain-3-hydroxyacyl-CoA dehydrogenase
LCKAT 3-7 b T Y V-CoA T4 77— 3-ketoacyl-CoA thiolase
LCT EgUEmim N 7)) F long—chain triglyceride
LDH-A AT e Farr—¥A lactate dehydrogenase A
MADD ~NF TN T 2 IVv-CoA BiKFEMEF KIBAE multiple acyl-CoA dehydrogenase deficiency
m-AST s ; i ; EET TANTRLRT I T LA mitochondrial aspartate aminotransferase
MAT AFF=TT /)N T AT 2T —E methionine adenosyltransferase
MC ATV T VR methylcitrate
MCAD HEET 2 L-CoA K FEER medium—chain acyl-CoA dehydrogenase
MCC 3-AF)N o0 b= )-CoA NIVEFL T —F 3-metylcrotonyl-CoA carboxylase
MCD BENIVAEF T — ¥ RIBIE multiple carboxylase deficiency
MCG AFNra b= TV RIE methylcrotonylglycinuria
MCKAT 8 3-7 N T 2 V-CoA 4 T —F medium—chain ketoacyl-CoA thiolase
MCM AFNYHZ)-CoA L5 —+H methylmalonyl-CoA mutase
MCT PERRIIER b Y Sy ) B medium-—chain triglyceride
2M3HBD 2-AF)-3-k FaF 75 L-CoA Bi/KFKREHE 2-methyl-3-hydroxybutyryl-CoA dehydrogenase
MMA AFI)~ 1 PRI methylmalonic acidemia
MRS MR 43t MR spectroscopy
MSUD A=)V ay TIRAE maple syrup urine disease
MTHFR XAFLrTr I FOEREEICESR methylene tetrahydrofolate reductase
MTR AFF = EMIEE methionine synthase
MTRR A FF = AR RO R methionine synthase reductase
NADH B =aFT7INTT=0 IR VFF R reduced nicotinamide adenine dinucleotide
NAGS N-T Y2 F VT NVE I VAR N-acetyl-glutamate synthetase
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NICCD SR U RIBIC X B A TS - B ne?izz&tcaileinnct}r]ahepatic cholestasis caused by citrin
OCTN-2 ANVZF Y bT Y AR—=F — carnitine transporter
ORNT-1 FNZF Y IV IT TR — ornithine/citrulline antiporter
OTC FANZF Y NT P ANNWINI T —F ornithine transcarbamylase
PA 7 ¥ v ERIE propionic acidemia
PAH T ZNVT T = IKERUEER phenylalanine hydroxylase
PC EVE VANV RFY I5—F pyruvate carboxylase
PCC TUEF =)V -CoA HNVERF T T—+¥ propionyl-CoA carboxylase
PCD TTFY) U-4aq-HINVE VT I L KERE pterin—4 a —carbinolamine dehydrogenase
PGK RART) &) V¥ — ¥ phosphoglycerate kinase
PGM iRART VALY —E phosphoglucomutase
Phe Tz NVTI= phenylalanine
PKU 7 =) b Y RE phenylketonuria
PLD FARY) T —LBRFTFFA ) phosphorylase-limit dextrin
PTPS 6~EVKRA VT I FaT 7)) CERER 6-pyruvoyl-tetrahydropterin synthase
gBH, ¥/ /4 e ot 77 » quinonoid dihydrobiopterin
SCAD JHEE T )V -CoA K FEESR short—chain acyl-CoA dehydrogenase
SCHAD FIEH 3- PO ¥ 7 2 b-CoA Pk ERER short-chain-3-hydroxyacyl-CoA dehydrogenase
SCKAT FEH 3~ b7 Y V-CoA T4+ 7 — ¥ short-chain-3-ketoacyl-CoA thiolase
SCOT A Z] ::_{:f}l/_COA 377 MECoA N T ¥ AT x succinyl-CoA : 3-ketoacid—CoA transferase
SIDS LA RS2 IRICAE BT sudden infant death syndrome
SPR V7 75 vmicER sepiapterin reductase
T2 A RFYT - TR MTEFIV-CoATFT—E mitochondrial acetoacetyl-CoA thiolase
TFP I hary M) 7EEREER trifunctional protein
UDP )Yy Uk uridine diphosphate
UDPG )T YY) VBRIV a— R uridine diphosphate glucose
VLCAD WRSH 7 > )V —-CoA WK FEEESR very long—chain acyl-CoA dehydrogenase
VMA INZY V= Y TIVER vanillylmandelate
XLG X AL EH PR S X-linked liver glycogenosis
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HizoTE, LV EOTETFT U 2% H D
WA FENEWRT 5 (R2). @FIEZOA
BIZEY, AL RRErOEZ T, TF
A= NHPEY 2 DiEREERINL, Zh
PEBNZ BV THERITH - 72 &\ ) ERIHRE L
NV DOFEAR AN & o THEBEED Y .- T
5. TOROIEBIHRYE, F—AT) —ATHT



ED #EE

SBEEICDOWNT

O-ODIELTFTVRCEDIHETITINEHD
LN, RENCESMEN DY, EGHTHRHY
DDERSINTEHY, 7XEBD

EGCHRISD D EHESN TS, ZRINE
ES[0)

0
(C]
@ EIEFE. REFNICHLIEHESDDRAERS
o

5550
RSIRILOEAER S5 S (CE DV TT > Tl
TRV E

VF YA, TERAN=NFEZF V2L iR
EORAIZIZZ TV AL VAT L T
AT 5.
EROTEL S ORBIHETIEMmLE LT
DIET Y AFZLWbO0, ELER, JEiE
B2 ZB VD B D DAL L, HEREIZED
A~E ¢ LCHBESTI YUy F AR TRIEK
L7z (F&3).

FOERMRBREEOTHHEEIIOVTY, £
DYFTRNED & REE A OFE, Sz b X5
ABRVEEDH D, FNUIDNTHFH27THEO
BB CRER L 72 (R 4).

5. FmiH

KHA RTA4 v OfEFIIE, BESHLRED
BEOEEIIHONTES T, T X&F)
#AHC (conflict of interest) 172\,

6. 1A BS54 2 ORRGEEESET
ZOHAFIA VI, FHRLTEVIT AW
BT v, AR £ O BF 2R

* | REBERTH2 DD

EERBELULTHEDOSNTVDY, REFRTHE
[EATEVBD
AEGEERR TRV, REZEREZE

NCHWLWBIREDHD

VT L CERESRET 200 EITH 5.
IET Y ADB WG b B35, 4%D
LD EOECIIREOME RIS, ZOkE
HESEEE S 2T AR D 5. AHFA KT A
Y OWEP—MEEIA 7k SN A I IERR A
WL I, bk LTSRN T 5.
RKAA RITAVIEIHRTH Y, SHRBEFETO
RELEZTo TV FETHL. BADOEDM
R, O HRERRHBREFZEFH R
NI E 2
k% k
BIEATA N4 2 OERIZHZD, TTLw

S, HE, MEOEMER THETA K
1 VROMERL, G, BIE, #ERmizIfToT&7:
HARTA AMNERBEBOEFTIEH L F T
FRICHMUICH 720, FAE EDITmBED T + —
~ v Mg, NEERIERZHL L TN
IRAREAEE2EER /N R O /INREL LS A & BRI
AIEAICIEB L 7.

HASERAH R A
WAL - R N T4 Y RBRES RRE
RIEmEE
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RBRELRA A RS A

1. FC®IC

FFRAHBREIED 2120, RHHEI L
W bR EEINTE. Hoh LT
iSO W T WA EE, B ORAER I
2, TOEBIZHbOEIHEEZIT) 2 LI
EoT, X OHEELHG, MEIRFETES.
L LB SZERonThuRWwIgs, FicH
TR, SRBIWT & IR IR 2 BAAG T A AL
BhoHIEbHDb, FORENLKEDS, i
B BT Y F—3 A, ST YESTIMUET
HbH. TOX)RGE, RITRAHETE A
PR E, IREV A 7 VRFER &0
MZW 2 iTwoD, WHEEFGET A LIk
L. INOOEBOFEMARZRICEL IS
1 RIA4 2ROz L.

Z T3, first line DAL & HF O H Ak
PLd T, WEEZH T TORMIZAT ) RO
ZRT.

2. BXHHMERBFELFESIRA B

(1) FwitA, BRI, E#kBEE, not doing
well.

(2) YERCH AR O 2% & B IR OEAL

(3) FREEAYEESL - FEFEPTH. - KR - JRE

(4) FRBHET > F—3 RITPED S0P, IR

(5) LARAE.

(6) HFRRBE (BUBE O 22 WATER, IR TCHERT
RO E) .

(7) Reye (FR) JEMBETE.

(8) BFAEMEDZ L WL siril F 7225 B iR,

(9) MRS 70 (5T L.

(10) JeRACHEHRE O KIEEE.

(11) FHAHOZRIE.

3. BikRE

Al Z & SRR ES D NIUL,
F 9713 first line DA Z AT . IUAE, IMUGEA A
7UEZT, BB/ EVYE VB A N R/

PR b o EBERRIEER T 5. RO Z

O ORAKERD, WEOZET L (T 2
LARNVEBRZIRFEHETH - 6L, 207
NRTOWRITH LT, BRABMEEELZSE). 2
No oL, Ee omgE R = BRv
THEMERLAERAEF v b ECTHAITIRET
HY, 1FMUNICERE A2 52 EHPEE
TH5DH. FEPT CICH R WIEGETY, (GER
@ critical sample THIZE DMAKIEL L T
(T LRPETHS.

BEND o 72 EICIE, RO BIGS
HHIIZ, second line DAL LT, A#kilL% H
Wie ¥ T A ARAE, IRBA RS,
TN ERITH). KEHLKBOREE
VX, (BRI O critical sample & L TR 1D L H I
AU, IE, RERIL, BREFLTHBLZE
WEZETH L. I O critical sample 2SHEEZWT 12
DD ENL,

4. BEROREER

BB O first line DFHFRASH 725, ZW O A
HaxFHEL, HELMGET S, DFIRHET
VR—VALET YEZTIMFED ) OMA
bexitilkd 5,

EIHE 2 300 72354, A 2 058 L2255
NV —=AEERITHN, I har N TRE
iE, ¥ MU RIEGE DAL O S RACH R EE 1B
I RIMBE 1L, RIS 7V a— A5
(GIR) 8~10mg/kg/min ® 7' )L I — X & B L



critical sample DRTE (Metabolic Autopsy H= D)

S5MY 2T AR ADHT

=>IE - E)VEVERAE

(1) &  —20CUARTHEERT [05mL ID, HAICHIFT]
=SMP7 = /8O (ETHOEE), IEY YT ANADY, MBI ~ S E/
LRSS
() R —20CLUNCEERE [3~10mL, 2~3 A]
= ROEEEBE DT

(3) AEM AFE<ED 1spot [TENUS 4spot], KLEZRIETH S —20T LU CEIERT
(8%  —20CLUN ORISR [05mL 32, HAICHIFT])

- BBt 7Z —20CLIT TSR [0.5 mL]
STV VIVADILZFUHH

— Metabolic Autopsy DIFE(F EELICHIR, FRIBERSIRC NECORTFZEITD

- A/NU M 5smL ZHRER L, BMERRL w b % —20C T CEERT
SEREMRAE, DNA it - R - EL T2

B 0E - B - BEHZE - 70C I N CRERE [5Smm ATHE]
=SEREMAIE, DNA it - R17 - ELFE2u

- JRETHNIE, BERERHESFHIBOM/IL

52 LN, BRI EE O WERRIRA
EEIERCIREZT A 2 VEREIELR ETH o T
b, B NV=F VIMPELRPES) 2 &I12E D, Kl
PEABIES 5 2 B 5. Tz, HBBIGEERT
IEE 2 R0 7 < &b, R BAA TR I ARIMAE A
SEfEfLT A2 b D, AMREIRILTEZ
o TV BIGEDL , IMAE % IEE#PR IR
THLENW)ZEDAETHL, BLEH 00
TN A—=ADTRHHIRDPEETH 5.
ZD720, DTOMHO%R2T, M2 MR
T 572D N TA— ADHGEIZIZDISHE L
TWh, {BEBER O 120~200 mg/dL
rHEE T L. 72720, FNLL Lo
A, BRI, BT I VR S OB RS
ZHICONTI bIA VY RY THEERE, P MY
v ORIBHE 72 &R 2o BRI NS & B SIS
% LIRS DG, OB 121
TCEET D VEDN DD,
OB7VEZ7ME+HRBMET7Y F—U R
(pH<L7.2, AG>20, Z7VEZ7 >
200 ug/dL)
TEBRARERIFA % 3% ST pH <7.2
OB L TERRL. Zogad, AHEREERN
WEEAE, 7N HRABREELR EESHEHICE
WCIHET 5. second line DA DOFE R AT 5
T TOBBE UTIORTY.

1) =D [ABCI
MM /7 A C BE —20 mEq/L LLF D5 7 &
F=Y 2T, M7 ¥ F=Y ZIZEDPWE
BHED, R T v F—=Y A% & HIRAMET
Y=Y AN LB L, BEFHIIRE
BaAT, L CATLRE A E AT 5,
TEBRAEDEAET A1, AMAEKE R—
TATHEEGT 5. KIFEEZ G L TV 256
X, 20% 7V a— A &G54 5.
2) MYEDHERF
B kA, Fva—ATES L% R
LEBAIET 72912, WAOMERmRIE, —#%
B2 B & fA b, 10% 7V 3 — A EFEIZ %
5 X927 5, EEROMEIIFICHERT2L O
70,
3) ZILAVRIDRS
PTEBRAN G R M AN 4 2 O3 S /T pH<T7.2
Thi, KEEAKFZEFMN) A (LIFxA 0B
~®; HCO; 833mEq/L) %##%53 5.
AA 10 BEX/KE X02mL QY& T
(half correct) .
#%%% (1 mEq/min PLF) 123%
5.
HIZfEIX pH >7.2, pCO, >20 mmHg, HCO;™ >
10mEq/L & L, BEE% 2072 5 ML IR
B — RIS A 4 0 O LB 2 AR R

—_—

DS

g

\g

CAUIZA TR

1 RBEYREZEANRS A



AL, ZOTRRLRFRITEBIC ORI OM
BlC A% 72, MBI 7 & K= A2k
D, FPHRIPWHBEEIN W ERERHENLTVS
A ERRBREREICL DT Y F— AU,
REIZHEPFELE SN DL T20, e, PHERITE
B\ ZOD, BETHIUI AL T VO DO
52 BTFHLDOTIEIR V. B, A0 0%
HSOEWERE LCOEF M) v AMGEISERT
b, TY R=YAPYEELZITIUL, DT ol
WL Z AT ) BEDD 5.

4) MEAEE FFRASENR (CHD) %%

W3 FEIn&E 283 (CHDF)]

Wl D T — & A3 @b 2 E8H R YA, Hiak
1)~3) DG % 23 KfToTd 7Y F—%
AW L R Wigs, LI, TYEZTHE
H350 pug/dL LLEARF L e WG, BAa T
LREZ 1T LED D HY . SRR R T
Y, WEBLENTIIRNIEDNS D720, Uik T
MR LRRE AT 2 R WIEE, 75~ G
VMRS LR DS T RE 2 R\ S Wt 5. ML
B EATOTFHEMGEN 2179 2 L DIFH 23
%77\/,9.

B) iR, REEE

MEHEUREOFEIC LD O, ZDL)
HESEROERZIE, PL PICC, CV 2 D%
T =T VORAPLETHL. ThoDE
HICAREN AL, SRR MR Mok d
. BT VEZTIUEDHAL, 0.5~1.0g/ke/
day (2% ¥ 37 HlIR & ATV, BALDO T D720
80 kcal/kg/day D\ L0y — &R L, +4
IRE R T & 2 W 21T . OB, &Il
B (A )8 >280 mg/dL, A VI LURE > 180
mg/dL) % BOHEE, HEEAL R v o
Flife 52 G T 5. S 512, KMV — b &k
L, BEIFLAIZ T2 L HEET .
B6) EY=VEDRS

DS, J2IRTEY IV - H o T
VS 5. KT 3 kg OHERAMWE ST
7oL ZOFIL R L TB . HERERICRBAT
TAHEIZ, W ON— A T EFEE KNS A
T AEGUERICEE T L. HiAERY v TAY

A AT ) == Y TRiATHITH o T, BAEH]
L, HEL - FUEH O 220 | 2H R RIS R &
NTnZngaEdbHd by, FE5REZTRTOE
¥ IvEEELTEL.

@ 7Y R=IZADBEVET VEZFIE (P VE
=7 400 ug/dL A LD EHBWNY)
COWGEL, REFA I NVEEREZSEICE

WTEHERT L. RHET 2 F— 2 A0SHL 0T

ETHoThH, &7 U EZTIMFEIEL L T

LA, DT OERBOBMEZEE TS, Mk

TYEZTMET 2y 7074370, 300u

o/dL ML E DA 30 52 &, 200~300 ug/dL

D EIZ 60552 &, 100~200 ug/dL DAL,

BT ET 5.

1) #=D [ABCJ
WP s 2 Pk S 97, LB H ISR SR

ATV, HEER L CATRER AR AT LS. 1

BAEDPGET 2561, KV — b &R

L, AHAEKE K= ATHRG T 5. KILE

AL TV AEEIL 20% 7V 32— A THEIE

T 5.

2) MYEDHERF
Bk X I12, ZFva— 2 kEs5 7% B

LEBAIET 729012, wAOMER L, —#k

M 72 i 2 MA DR, 10% 7V 32— A2 7%

5 X927 4, EEROMEIIFICHERTLL0

E70,

3) IR DRE
TTOWIRADPELZS5 T2 7NV EY — )L EHK

H54%, I L CED-v v = b= L%

FEERNCAE S 2. BN TR LT B BE AR %

DA Sl A

4) 771 Z—)L° EREBF®S MU D LD
=
T ZVEERF Y A (77 22— u®)250

mg/kg DREF BT &, ]/ 3 O x5 2 Ol

WAZBINT 5. ZEEEET ) 7 A OFESR)

BENEHF & L CH#F T X Tu il iud (IS

IEHEE S OKRBENLE), MELHEL T

BREEKGET). TOB, REEE>I MY

ATz Ay (TrFh) #HHL IS %



HERRBEENIREONDRBM T Y R—Y T BREDH

mﬁ@%%&wﬁﬁﬁvééiﬁwﬁ%mﬁ
FTOMIZTELZLELT, Wi, €43
HOPE, 77 1=—)L® LA EEF MY ™
LG EEIZIFLHTBLT

5) M&EHFLEE

M7 > & = 7 fED850 ug/dL < (500 umol/L
<) OWE, T YEZTHEIChDD S T REHREE
ENTRNGE, Tl 1)~4) Of#EE 2~3 I
17> T 7 v E=TEA 50 ug/dL LL KT
LZeWiify, BRI bRk 2179 BED
& BY . BN AR R (dialysis disequilibrium
syndrome) & FBEEIC X 5 EakbiE & OHRIA
BEECTHL. HENFEIT Y P A% 5
AER L.

— K& 3 kg DEBDIKSH
YRR (BRI 90 43) 35 mL/hr
10% 7)1V 3—2R 40 mL
LTEEBFT NUD L (BER&E] 2,000 mg/10 mL)
4 mL
7 I)LF U® (20 ¢/200 mL) 6mL

4
EPEY = wBEe
BT PIBRSE -
EY=VB,  FFPEZY EIXI e PUF=ZUF® 100~200 mg/day
E9=VB,: URDIIEY EZ2S—1° NA R 100~200 mg/day
EY=V B, ANSZY EIAIC INAJIN—IL® 1~10 mg/day
E9=vC; PRAIIEVE F2I)EEE® VF—=IL® 500~3,000 mg/day
e F EFF 0 EFF° 5~10 mg/day
T Y4 L QI0 JAF /0 10~50 mg/day
L-AILZ=F> TILAILFUFFEEE| TILAILF VFF® 100~150 mg/day
~ A& 3kg DERDIRSH|
TEREA (RAID 24 B5RS) 12 mL/hr TILAILF Y FF® B8E 0.75 mL X 3 OIEEE
HIERIEK 168 mL 150 mg/kg/day
50% 7 )L d—X 100mL 10% 1~ bZUEwW R® (50mL)  2mL/hr
B9 XTI e v 43.2 kcal/day = 14.4 kcal/kg/day
(F7=>100mg, EURFIY SIIVEREA >~ 2 U
100mg, ¥7 /3NS5 = 1mg) FERIEK 199 mL
EZAS—t® 5A 10mL BB ZAUY 1mL 0.3mL/hr
(URTSEY 100 mg) (100 B3fi7/1 mL)0.05 B2{i/kg/hr D SBEIA
PRIAEVEEFE (TDA)° 1A 2mL
(7 23)LEVEE 500 mg)
ExF> (Ov—)® 5A 10mL
(EFF> 5mg)
&t 290 mL
(17.2% 7' )b3—2X, 96 mL/kg/day, 66.2kcal/kg/day)
FEEITRTOE 80.6 kcal/kg/day
v, hB, ﬂ[ﬁui%/—\ﬁf— LTWAEENEL, # ERRBEENRONDIE T VE
|
OB, BEERSORE, BROERR LI ME |3 5 B Dl
HAEBLA. [ELnES B’52
ZEEBFT NUD L 200~-300 mg/kg

L-7ILFZUIgEIE (7)L+ u®)*
* T LU VIMEEDIZS 600 mg/kg

CNZHERE UT60~120 D CREE L, #&
THRIEEIUABSTER UIcDDZ 1 B & UTHR
ETD.

200~300 mg/kg

B 50 mL
HEFrER (EECHETHE) BNS T 2ml/hr
XA VDE@RIFE 2 ZSEICTD

DS

g

\g

CAUIZA TR

1 RBEYREZEANRS A



6) iR, REEIE

NR—2ADWHIITR2 DTV F—=Y A&
LU, MEELFEEOFEII PO T
Zo &) mEEROEMIZIE, P, PICC, CV
LEDEEN T =T VOFADPLETH L, =
NOOEHIIAEN Y E1%, SR RE 2% fiiix
%S 4. 0.5~1.0 g/kg/day (2% > 757 ][R
TV, BALOFEE D728, 80 kecal/kg/day LA
Foru) —BLY, toRREXHERTES
21T . OB, Sl G a >280 mg/
dL, AV LI > 180 mg/dL) %GR 72354
X, B A L ORGSR BB T 5.
S5, KV — b ERHERL, JRIFLA % A
THILELEET A,

WIET I VBRI BN 24~36 BRI LIS
ALY I, T2 EVET 2 R
G LW E AT I BiEY 3729, %
DOFE, WHET I/ BHLOT I BEFITH
5, BAREHT I BREANEFE (A7 3
21— FPFIV®) BREERFEHTL 60
T3 EREHNIET I LA &AL Tw
575, 0.5¢g/kg/day FEETHIIE, REE %5
ZEE 7w,

7) EFZVEDERS

7Y K=Y 2RI HELFE L.

RHET > F—T AHRTHESY I VHE
ANTBL LR, ZKkWEI Iy N TE
ENLRET L0 S N D, RIERED
TR D, A RM»LIY Y3 eix
L CHEI ) —EHRT 5.

5. B#H - FENDRIS

@ KRN DEHA
FIETHY), mERIWEEPSHL LT E

LALHAT L, 209 2 THERZHO L &
THBEEZITV, EaiceNE2RLTwsZ E
T, BB LIEAAS.

2OV RROREEL, BEOSZEOERK
HSIRD, BAEEDLENEH L. ZD
729, RIFEEOWHL, FIERICE 23X
TR RENSLETH D,
@ RE - BEICEIT SRR

MAr - BRI 3, B, FEE
EFHWTT) . FICRBHEICBwTE, ik
S IRBBIENOBREDLET, [HED, A&
B, NLIWPRER, Mg b, Fonsik s
T—T VRN EORBEN L FRALEE TS
Bantw. Fi, ZEEFEMF M) LALRED
FKBHEEANL DD, Z0D, Lo
PO & LR E FEESLETH S,
® BRHAEEZHEICET LIES

TR RERH O ARFZ 2155, K, 36
K% 983 2 BEIRIEIER ISR E <, Mh D) 5%
ENTTRKEDO 72O HOFEHITEETH
B, R RE TS E - 7236, TNEF
T 24T o T H IHEHLRR 09 2 A 7 720 TUEsB A
TEHP LT LW EH L, T TRENL
ToHE, O, B, EAEE, IR, BREER N RLAE
FHE VT, R L2 LD % Meta-
bolic Autopsy %179 = & C, JERFEIHIZED
ZENTEDY.

B, BRI THELNEROBHR, Hin
BT 2 EHD -0, HH KRB LT 5
PELIT 5.



5| RSk

1)

2)

3)

5)

FHH A LX) BIERD S R RF % 5
I, KRR AT, EMMRAE S
NERHERIR Y 7 2 223 Rkt 20 W RACHLE.
Tl RS, 2010 @ 74-77.

Favr&t7vry (BEIBEE—). B1E R
BB OBW &0 NI~ = 2T,
YETH 2 L. I & iGHEE, 2013 1 1-16.
Chapman KA, et al. Acute management of propionic aca-
demia. Mol Genet Metab 2012 ; 105 © 16-25.

Lokesh L, et al. A randomized controlled trial of sodium
bicarbonate in neonatal resuscitation — effect on immedi-
ate outcome. Resuscitation 2004 ; 60 : 219-223.

Iyer H, et al. Coma, hyperammonemia, metabolic acido-
sis, and mutation : lessons learned in the acute manage-

6)

ment of late onset urea cycle disorders. Hemodial Int
2012 5 16 * 95-100.

Wendell LC, et al. Successful management of refractory
intracranial hypertension from acute hyperammonemic
encephalopathy in a woman with ornithine transcarba-
mylase deficiency. Neurocrit Care 2010 ; 13 © 113-117.

Enns GM, et al. Survival after treatment with phenylace-
tate and benzoate for urea—cycle disorders. N Engl J Med
2007 : 356 : 2282-2292.

Yamamoto T, et al. Metabolic autopsy with postmortem
cultured fibroblasts in sudden unexpected death in
infancy : diagnosis of mitochondrial respiratory chain
disorders. Mol Genet Metab 2012 ; 106 : 474-477.
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JI oI N VRES KOMERES

KEBZ

TJT )L MUERAE (phenylketonuria ; PKU) [CRRERESND T T Z)ILF7 S (Phe) DIHHE
BOBEECK > CEIETRISNDEERE, RS/ BAHESED—TETHS. Phe [F4)
BPZ/BO—DOT, EBRY VINITEREEDTZOICIEENANDERT 2MEHNGD. DB
EPD Phe (39 /YT ERICEHVSN DU, BBIC Phe KEELEER (PAH) (CLWUFOVY
[CEJ|EINF OV VRBEREETHHEIND (E1). Phe KBERIEDEESNI/CIHZS, Phe I'E
B LMD Phe fEAY LR U, FROPICIE Phe DIEFNZDHEND T T ZILEILE VB KE [CHBH
ENDTENS PKU EKIENTWVD. BEID Phe & EBICINSDIHEYFIEE D H

GTP

iz

RATFUY S B mmnmmmmmmmmmmemmemmemmsemee e > XA TFUY

|[Fres]

B-EILRAILT~SerOTFUY

: BHa OBHp ==--i-=-b EFTFUY

- [PcD]

E PAH

S ! HVA

R s A 2 « UMA
: [Fovokmtms| R

' FOvY » R—)C > NNZY — JILPRLFUY
: [MUTh TP kEsERER |

L NUTNIPY —— > SEROFVNTRTFY — BORSY  PRUFUY
! : i A
N S K 5-HIAA

TJTIZI7SZUBLUT S ROEF T U U RBEHREE

GTP; J7./Y=UE, GTPCH;GTP Y70t ROS—FT1, PTPS; 6-EILIRAILT RS ROST
UGB, SPR . BE7 T U VERTER, DHPR : Vb ROTTUIVERESR, PCD: 77U V-4
a-HIE IV I UBKEREEZR, PAH: 7T 2)V7 S U KEEEESR, HVA  IRENZUVEE, VMA /N
ZUJLRVTFIVEE, 5-HIAA ; 5-E ROFV AV R—)UEEE, BH,: T hSEROEZ ST U, gBH,: F
JJARYeROETITUY, [ Bx




EU, HER - AR CIEINEERREE IC KD BEBREEFZARETIEKRIERZS ITEIT
B, BACSVTHHRLITIBHERY, BIEXA SV ADERERERSD ZENRBINTNS.
PAH (& PAH [CKY O— RSN, PAH DEBICKUBEREEDETZE/ZT. &5IC, PAH(F
AEREULTT SEROEZ T Uy (BH,) EFIET 212, BHOGHRHDWIHEER
DRBFRBOERICK>TH PAH BEREUNE T I 2. BH,E PAH DfiERE UTHIBESINS
PSS, BRROFOY VKBEERICBFIBEINSD 0, BHLOETIE, R—/\DEEETZ4E
G, RIS=v, JIWZRUFUY, PRUTUVODETZSIERIT. e bUTNT 7 KEE
tBERDEE(CEDEONZVDETHIRIDIEH, &7 T ZIVF7 S VMM (F Phe ME) (C
K2 PIRBIREEE (T TR, BREEVEDR NCKLDEEERPRERERNTHIRTS. LT
NOBLEBRSHEETHERZES.

TS

DHETHERYAAI U=V THEIBESNTH S 2011 F£EF TOR 30 F£BIC, RETH
500 ALA_EDE Phe IMYE (PKU, BH/G4S Phe [MYE, BHNEBEASO) HERBINE. HE
SEEIFH 7 AAIC 1 BICEETHER 20 AFIBRERIND. REFITIE, S8 PKU DI 9 A
(C 16, BES Phe [MAE & BHE PKU DY 16 AAIC 1 BT D. BHINES Phe MIfE(E PAH X
BAEDH 25~30% EHERAIS N D. BHAGEIEIF 170 AAIC 1 BIOFESEESHESNTWVD. B
HTIF, DHEICHRT PKU DEESEEFEL, KEDHETTEF 1 55 FAL 1 HlERESIN
TWa.

MDA

i), WAy PKU (20mg/dL PLE) 124538
ENBZENHBHY. &5\ PAH KIBEDT
& LT BHUZ ST A BHS S Phe Ifil
EAFAES 5Y.

1. Epcimiy

Phe D XHREIE AN RAYICIEE S U Phe
MAEZF SR ITEEMIZ PAHZ I — F§

N

RS GO RN 7S] T HN

5 EIEFERICHR S A PAH KIRE" & PAH
DHiEEETH 5 BHOEAD B WV IZFAESR
DEEFEBIET DL RIER Y 5 BH,KIERE?
EITRBITE S,
@ PAH Ri8%E

Il Phe fE1C & 1) #85  Phe IMAET " (B4
Fefe k= Phe IfiliE) (2 mg/dL DL E 10 mg/dL
i), 9 PKU™ Y (10 mg/dL PL_E 20 mg/dL

@ BH4RIERE
BH/AEGHRAMEDGIP Y 70k K15 —
1 (GTPCH) KIBJEE 6-E VKA VT + T
v Fasry CEREE (PTPS) KIBIE,
EZRBEoYe ru sy BILEER
(DHPR) KABJEEL 771 Y~da-HIVE /LT
I VK FEREER (PCD) KIBJE & SRS 5.

ELD CRETRIEL W) UMD NSL Z L bdo7ehs, REICAEIHRE BTG 2rba 0 MIEEORN 2 & 727

728, EIERETHETORIE L 138 % 5.

2 JIZ)LT MURES KUERES



2. TEIERS K OHRAKPRR

R~ AZ 7)) —= v I TREBENT, £
7SRO 6, ERBH~2 MEE T
BN DIEEREE & 729, /INEHIE, CTADA, E
FEDRE S EEN, 1TH) LORME R & O E
LHERART. FFEORE (AXIRE, HE
B), FE, aH, BEVALNLZ LD DD,

3. BELLLRAMR
O —RAREM R

B2 L.
@ EIRFR

AMZEHE, MRIWC CHEREZRD DL Z &)
H5b.

4. ZWOIRYLL 13 4R E

O 7= /#HH (HPLC &) *

I A Phe fif : 2 mg/dL (120 umol/L) Bl

(FL#EMH 0.7~1.8 mg/dL).
@ TFVIVDHT* *

BH,/KABJE CHEE/NY — VS A LD,
(® DHPR BESRERMT * *

DHPR /K484 T3 DHPR GO L WK T
D 5.

@ BH, - 1 EI& 7R * *

W, I Phe 74 6 mg/dL (360 umol/L)
LA fTbNS.

BH, 10mg/kg % #&1 1 [H#5-. AfTHis &
U BT 4 4, 8, 24 I OIM A Phe fili 2 I 7.
H LA PKU 3 L < 13 DHPR KIBSE TIZZAL
7 L. BH,/KIESE (DHPR RIBFEZ <L) T
M Phe IE# b, BH, G4 Phe ILAE CHi
fEEL D 20% DL EACTE.

10

® B FHRHT *

PAH 72 EOBEFHEFITBWT2 7 LV
R & R B ERPFEEINS L.

L L7Zdss, P 27 48 10 HBIFE, 1R
HELINCHEIE T & 303 2 A i ak &
LVWONEREFTH L. BE, EHIZERHFEE
N H AR BE 72 i SE b e M R Rt sk
(AR v FARARAZ ) —= ¥ TR RE
BOBENA K4 VUE], BEOERED
LizooWse REM) | L LT, AR
) — =V TG AERAHEEREIC OV T,
BT /SANVEHOCCEETERZFEELT
TAHE—FTBLVIHEEERTo TS, FEf
RIIZOWT R — L R=TTHERL TV
%72\ (http://www.jsiem.com/) .

5. #hlz2

(1) —a 1k Phe IME, ITH Phe 5 ffiE—il k.
(2) FF%, PIIRGBIESRS ¥ >~ bRtk a7
I/BERA.

6. DMIEAE

(4. ZWIOBRI L 7 2 ¥ A ] © ) HD
23D, ErOEFERICLET IV BEEES
FETE LSO AEAFEBWGIL T 5. FEEkk
HE@OE LI HEITL, & 5IZMA Phe fHAS 6
mg/dL DL EDBE13@ % iifT. LEIS LT
® ATV, PAH RIEME, BH,/KIBIE, BHLX
JEPESS Phe MIE D\ I A FET X 72
L DEMEER L3 5. BHSUCTER Phe MUE
DFZEWOMRED =012, FHMAEGIM 2
T, BH, -+ 1 H#5-38212 Tl Phe 30% L
FOBRTAMRT LI ENETE L,



FERNARITU =V T TRRONICES

1. HEEZH

® AFvT 1 (BHs RIEFEEE PAH KIEE & D#ER!)

75 Phe IMJE (2 mg/dL, 120 umol/L LA ) & L TH#MAED 72 D3N S - &flizxt LT,
MET I 7 BT % & 77 1) 2 V40T * * B X OIS M C DHPR {G1% * * OW%E %17\
BH,KIEAE & PAH KABRE D 24T 9 .

MR 772 a5k % I2BWT, 24779y (N) L7571 (B) #°& bITEET
HY, FoZoE (N/B) DIEH THILE GTPCH KiEIE. N 5T B KED 729 N/B LA
Z L EETHIUL PTPS KAEIE, N & B A& B IZEME CTHILE DHPR KIFIED B 5\ Id iy L
I PKU, 7-Y A 77 1) Y HEaICHI S PCD KAEAE L Wi T & 5. L7245 T, DHPR
RIBIE & BT L PKU ORI, ¥ A MK DHPR (GO HIED L L 72 5 .

@ AFwv 72 (REHESR)
1) Phe $BEHIBEDEVVARE TN Phe {BH' 6 mg/dL (360 umol/L) LI EDBS

BH, - 1 MIE#HERZ1T5 Y. BH, 10 mg/kg & %% 1 M5 QMBS X O EMk4, 8, 24
FEM DI Phe I E 7' 7)) 2 V9T 2479 . H#AY PKU b L < £ DHPR KIEAE Tl & A Hi
RTEALL 2V, BHKRIESE (DHPR RIBIEZ B <) Tld 4~8 K #2121 Phe (X IEH# 1L
%, HifE XY 20% D9 555413 BHUS A S Phe IUE & 22003 4. 1 BIEAMIRASICLE
7 BH, AN HARKRZEESEL/NEE (TR LD AFTE 2.

AARR SR B NERA TBH/RZHE (BRE 7 2 =)V7 9 = VIE) FERESEER ]

T 101-8309 GUHE-T-AXH XA BRI & 1-6

tel - 03-3293-1711 fax : 03-3292-2880 e—mail :biopten.med @nihon—u.ac.jp
2) Phe EEFEIRRHDEVARECIIA Phe {EH' 6 mg/dL (360 umol/L) KEDHZE

BH, AT X BRI ROHIEANEE L 7 5 728, BH, - 1 B A% [17$ 5 LEMIE 2.
L LELAEINE, BESE L <, BHARIEIT 2700, &, 14 Phe 525 6 mg/dL
FHBATCLAZELDHLDTEENLETDH .

@ fE (BH; - 1 BRERSHER* *)

BH, US4 Phe IMUEDFZWIZE L TlX, ZMOMRED /20, F7- BH, - 1 HEAMBERCIZS
RTCOUGERIEZH VTS 2 S IIATRETH 572, BH, - 1 B 5-5U% (BH, 20 mg/
kg/day) |2 CILH Phe 75 30% DL & T CRISHEZ M3 55, 1 BEESHREICLE R BH,
WL, 1 EEmRAE S IZR D), HARERAMETH2 BAEERFHR (L) L)
AFTE LY,

KRBT SR FRAFBEE W 5e R 36 N E S N BH,EERFEHR

T 545-8585  RPRTTRTA5EF XHHAT 1-4-3

tel © 06-6645-3816 fax : 06-6636-8737 e—mail : bh4 @med.osaka—cu.ac.jp

SZHTHERE KX C DXt

TEEBW & D D —J7C, B Phe MAEIC L DT I VA P NT » AHH| & 2§ Pk s E
EFCTEXALLTRMICELET 2LEUND L. T00, MIHEEIIERE LTABLTIT).
FrA R IR HAIC Phe #5524 BYNCHIBR L €, 5 H D 9 HIZIFF Phe 75 10 mg/dL PL T 12

QORI 7S] IR | )

GBS

2 TITILT MURESKUERREER
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5 X ) EET A, £ LTI Phe fEAY 2~4 mg/dL £ T 5 X 9 12 Phe DEHLE % FHi
9 5. Phe BZAREITAERIC L V) 7 2 O TIiH Phe fiix B H Z & IZHlI%E L 22 255 Phe DIEIE
R RET D (BRI TR O PAH KIBREDGEHR XS ). PAH KIBIETH 2 Z L D HEETE
L, DUT, PAH RIJEDIGEIREHHE > CIRE X D 5. BHKIRAE & I S 7256121,
MR EWEOMTREN VL R DD THEREL T 5.

SZHTTEE R DB

O PAH KIBED;&E
1) BEHEE
Phe DIEHL % AEHEIC X ) IR LKA D Phe & ZORBEY O ERE L UHEEH T LR

42770 0.

(1) Phe I L2 BBHBHRINVY (72 VT 5=y BEI VIR TEEH)EY % H
WC, ML Phe i % & 0HIC BT B AERARIEN (R 1) 1I2RD & 9 Phe DEIEHIR T 2
Phe [ZIWET I VHETH V), WMEICIEIARTRTH L. D7D KFHIZBIT 5 Phe BHE
OH% (F2) #HEL LT, Phe DENEZFETS. LA L Phe BIEOZEIRITIE
BHC & ) R z720, FLAEHIRERA 1~2 EFEEIH Phe % #ll%E L T, Phe IBHE
DHRETEATH . EBEITT, HERHFPANIHERC X 2568 I I3FICEFREIRIMNE L L
Vo LA L, FLAEENE, BEAIE L, BFNBTLET L7000, EFEELXToTY
% BRI HE U 7211 Phe [EOHIEDLETH 5.

(2) 1 HOER A ) —RIZFAFEROBB/NLEE LTS, § 237 HORG A ER/NE X
DEPRGD, BEZ 52 TAR) —REELLRVWE T .

(3) & v 828 (BFF) OBIEIIILBHICIE 2 g/kg/day, %EHAIZ 1.5~1.8 g/kg/day, %
FHIADAIE 1.0~12 g/kg/day LFIZHR 5 BWE ST 5 (7 2787 BIEMT 0.5 g/kg/day
LAUFIC% 5 L, Phe ZBEHIBR L TH I Phe A EFT A2 DD LD TEELET
2 ) 10).

FUBHICIE, #0328, T2 bbERFEORIIT L Phe & BrE L 70BN I V7 2
SIEHLL, & 1 Ol Phe [ OFERFFIFICRD Z L AT E 2 TPhe # HA Y /57 (B

[ Phe B0 BEiEFEEE FEHF Phe BREDH L ZNDER
Fhkn (mg/dL) (mol/L) Fikn fBE! Phe 2 (mg/kg/day)

FLIRHA~ %) BRI 2~4 120~240 0~3 HhB 70~50
WIRERS -~/ NP AR 2~6 120~360 3~6 B 60~40
INFEBH 2~8 120~480 6~12 A 50~30
D% 2~10 120~600 1~2 7% 40~20
HIRAI~DIRE T 2~6 120~360 2~3 1% 35~20

Phe fBIF, BIRMTIF, MIFICHE UEBEEBZOTER 3mLLE 3515

DE. ULIIEESIEh : T NVRE (B7 1=

CENEBBIED : 72T hVRE (B7TZIL7 S 7S = MDA S E) AREs D5 2 7k
—YMED—BEST) BRSHOE 2 RWEDREE NrORBEUTHS SR (T 24 578) (c
WAL (P4 ) [coLT, WS oo CUEBEBRIEE (PR SR |
J'1E5R 2012 ; 48 : 82-84 K1)

1 2) Phe Br2: 3V 7 3 FAIGR S T 5.

12



AREHINI L) LLTHZA. MWD, HEAKR IV ICHEER EOKS
YNy R A Db ERERERTo T L.
FERED2 OB T S Phe Bk d 2237 OfffEICIE, 70 —EOABRVWT 2 =VT I
SUVERMBET I VBB E (FHA-1) b LLRET VT =0 RTF FHE (R
K MP-11) OFHPEHTS 5.
LB, RN IV ORSE0OHZIIROMY) ThHhsH. FLRW  60~100 g/day, 42
WiETE (1~2m%) : 100~120 g/day, %EHIERF: (3~5m%) © 120~150 g/day, “FEHIHIF
(6~9 %) : 150~200 g/day, FHEHI%FH L UZFNLE 1 200~250 g/day'”.

2) EMEE

- BH,SUGHE S Phe IEIZ XT3 % BH, (REARI BHEH 70 77 ) VHFRIE) #1220

T®m~mﬂr@

BH,JUG % Phe IUAE & W &N 756, T0&E0 BHEZKRGTUIIT L A LOEIZAS
E# 7 LTI Phe fED T > F O — VS EETH A, LA L, BHSUGHEE Phe IlETH - T
b, BH, % 1 H 20 mg/kg #%5- L T i+ Phe i % FHEMELLTICTIF 2 & & SRR 6 12
X, BEFRELEHPLETH L.

BARMYIIE, BH, - 1 A5 5% TV, BHUSTER Phe MIEDZWi#E (M Phe D
30% LLEDOIKTT) %7z L T 2354, sl T# S BHLOFKG =2 ZHE 312 20 mg/kg
THkBEL, HAYE A IMMH Phe HOMERHPHICT Y PO — LV TELREZELLETLW LD
LifE L RN SR A RET .

@ BH RIEEDGE

M Phe IEED T > M —VIZNZ T, MEEWBHOMIRLELITH) LEIFH L. BH,IZ
MEABI P % it L2 { Wiz ®, BHAM TP RARERE FH T2 L30Tl £
D7z, BH,;, L-Dopa, 5-t Ku*< v 7 77> (5-HTP) D3 FFZHGIALETHL. &
512 DHPR RIBFETIE, 2D 3FNIMA TEMOKS L LETH V0.

1) RAE BH,&¥ID T7OT T U VERRIBEDRS *

BH,13 8 b 12 Phe HilBRE DD 1) (Z1fiH Phe % 2 >~ b1 —)V$ % HEYT BH, 10 mg/kg/
day & HZ & LTS 5. —fi%lZ PTPS KIEJE & GTPCH KIESE Tld, BH,2~6 mg/kg/day %
3~4EI LTS T5E, EBEATLIMT Phe IBEX EWICHEOZ EDHRETH L. Lol
DHPR KIBFE Tl Z DR GETOA T2 I 2B 1), BH, 12~20 mg/kg/day D55 % #hod
LD HSH. M Phe D T > b O —)UIZ Phe HIREZPEH T 5256128V T3, BH,D
B G IMRIER DRI E TR A 7201855 2 E T LW,

2) L-Dopa®? * %, 5-HTP®4 % % + DE5

BH, X F/¥3 Y OA/BGR, £H b=V EHRICHEE L TW5AS, 5 7z BHAL MK
B2 il LIS W7z, FiRARRICB VT RN U RZ OS—F vV v =X 4), ku b=V
RZEZDERI B, 2 CHIEAE TH 5 L-Dopa B £ N 5-HTP DG LEL 4 5.

¥e5 g%, £ 2 3mg/kg, 6mg/kg, 10mg/kg & 4 H225 7 HZ L IZHE L, 10mg/kg
27> THh S 1 BEMBERT %2 A BEHTH O 77 1) 2 V498, HVA, 5-HIAA D5 & 470
O EERGEEZE L T BT HVA, 5-HIAA HOHIE D 72 O 4 [a O ik ERIUZ
BIBICLSTRAMNVATH S, ZNUICRDAIREL LT, FIRMETO /83 Y RZ% R

1 3) L-Dopa 3 KA TO5 % BT 2 BRBREZLERETH L AV E FNEDEGHIPH LIS,

H4) DHETIES-HTP OFEAE L VWOT, MEE2H2) 2 CREXEG L0, BEAFTYH T XV M LTHALN

HRLTS 59 &) HaIcHRT 2 L85 H 5.

N

RS G ORI 7y < THN
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LClF 78T 7 F U ES AT A2 ERMoNTEBY), RIMICTH HEED L-Dopa D5

BT E DR D B ok %,

5-HTP OEIER & LT, THBALNL Z LD LHH, 5KET T, MHnES)FEE #Ek
L, THAEHo TOMAETHmITSLIENET L. £RE, MATE, £3 L 5-HTP 05
ZHFRETE TR WERADLH L5, 0 b= DORZIZE NI D74 EOREMIEIRD D 2556

I21d, HEOHFACHENLEL 2D,
3) RS

BRE (5-FR V3 V-7 F Tk FOER © 10~20 mg/day) DH%5-1E, DHPR KIEHEDEEZ

WTRER T DIERE L SOV AR WA ICHER STV B,
BOBRIRALOW ) % ES 5 2 L HTE 00,

B
CDEFL, BT O A & RN

7 40—7 v J¥gst

1. PAH Xi8hiE

ANERAFE T TREIE LT 4T &Rk
S, I Phe fEZ JIES A & &b IZHAEHI
479, 3, A T LIl — e, AL
FRAE R EMRImRRIEERE QK
TITEST - B Lo ERBOME, 3%
Ditzi3Aes fiotid) 2179 . 7@ A
B L OB EREZAT) T EPET LW,

2. BH,A8AE

INFARAFFE TIREANE LC 48T &I kEE
&4, i Phe A HIET % & & 12 HRFHI
4T9 . 30 A Ll — e, AL
A (M 7assFy, h7FaI3I0%E
tr) AT, HRMEWMEOMTEEOBALIL
M A AL CUEEHli2S I EE T 0, AFHnE
BIERE, JobELR ORI ROAEY

BERT 5-HIAA & HVA DIFE(E

B o) | mol)
0~6 1B 150~800 310~1,100
6 M A~17% 114~336 295~932
2~4 1% 105~299 211~871
5~10 7% 88~178 144~801
11~16 5% 74~163 133~551
16 L E 66~141 115~488

ik 22, 23 KWJERR)

MR L2255, WME, BEh 779 2 Vo,
HVA, 5-HIAA HOMBIES 5. 5] O FiiE
HVA, 5-HIAA EOIEHE (£ 3)2 O FRLL
it oZ & # HEIZT 5. BN R AR E
A (3 E TIESTF - fRER 7% &0 %ER
oA, 3 UBRITMBEREORE) 2179.
F7EE RIS & IO BRI 21T 2 & A
Z2FLw,

B A DEREA

1. PAH Ji8HE
O BEFREDHE

CNFTTHERTE - EFFRII AP D -
THEGES 20, A BT b TREZ Y M

Phefi % 10 mg/dL AT ICHERF T2 2 & F L
b)9)24)~26>.
@ B4 PKU

PKU & D LMD 6, IR O Phe IUE
&, BRIBINHER OAE 2 CEE LR EE S



257, INEFHT 51213, PKU BEDITIR
AWMLY LY6, AT L D) Phe IR A % G
L, SR % 8 U Tt Phe 8% B4 2
YPE— LT LI ERVLETHL (R 1B,
PKU BH OMIRIZHE ) RERBENE O HER
TR O 725 OREHEFR T B, B85k 3V 7 S
TEMBRESIPER L7z [BFEETA R
Ty 7] ICRIMENTEY, INE2BEITHKE
217570, BEPBHIGHETH 254512
|, BHJEEA B PKU 12K LT b AR & i

¥ SRR

ENTWBEY,

2. BH,xi8%E
PAH RIFEICHET 5.
B, IS 7o)V A b VRER L O

PEHEUT K 27 48 7 A IR EHENG O R R E L
oz,

1) Scriver CR, Kaufman S. The hyperphenylalaninemias.
Phenylalanine hydroxylase deficiency. in - Scriver CR, et
al., eds. The Metabolic and Molecular Bases of Inherited
Disease, 8th ed. New York : McGraw—Hill, 2000 : 1667.

2) Blau N, et al. Disorders of tetrahydrobiopterin and related
biogenic amines. in - Scriver CR, et al., eds. Metabolic
and Molecular Bases of Inherited Disease, 8th ed. New
York @ McGraw—Hill, 2000 : 1725.

3) Muntau AC, et al. Tetrahydrobiopterin as an alternative
treatment for mild phenylketonuria. N Engl J Med
2002 : 347 - 2122-2132.

4) Kure S, et al. Tetrahydrobiopterin-responsive phenylala-
nine hydroxylase deficiency. J Pediatr 1999 . 135 * 375—
378.

5) MEHER. T I FaEd 7T ARk b
JENFL 2006 38 © 1326-1332

6) K2 7 hye FREE 77~ (BHY)
PSS 7 = = )b 7 7 = 2 IMUE V2§ % RKAREY
BH,HI W70 77 ) > ol IERE I B 2 Wb
$t. AA/NERHEEHMERE 2009 5 113 ¢ 649-653

7) Feillet F, et al. Challenges and pitfalls in the management
of phenylketonuria. Pediatrics 2010 ; 126 : 333-341.

8) Burgard P, et al. Rationale for the German recommenda-
tions for phenylalanine level control in phenylketonuria
1997. Eur J Pediatr 1999 ; 158 : 46-54.

9) National Institutes of Health Consensus Development
Panel. National Institutes of Health Consensus Develop-
ment Conference Statement. Pediatrics 2001 ; 108 : 972~
982.

10) MacDonald A, et al. Protein substitute dosage in PKU
how much do young patients need? Arch Dis Child
2006 ; 91 : 588-593.

1) deJBSEIF,r. 72207 P URIE (B7 220V T
7 =V IMPED—E % &) TGS O 2 KSUED

At & SUE RIS IO IR ST (P 24 4R E) 1I22oW T
Figk 3V 7 1E# 2012 : 48 © 82-84.

12) Blau N, et al. Optimizing the use of sapropterin (BH,) in
the management of phenylketonuria. Mol Genet Metab
2009 : 96 : 158-163.

13) Levy HL, et al. Efficacy of sapropterin dihydrochloride
(tetrahydrobiopterin, 6R-BH,) for reduction of phenyl-
alanine concentration in patients with phenylketonuria :
a phaselll randomised placebo—controlled study. Lancet
2007 ; 370 - 504-510.

14) Trefz FK, et al. Efficacy of sapropterin dihydrochloride in
increasing phenylalanine tolerance in children with phe-
nylketonuria : a phaselll, randomized, double-blind,
placebo—controlled study. J Pediatr 2009 : 154 * 700~
707.

15) Trefz FK, et al. Long-term follow—up of patients with
phenylketonuria receiving tetrahydrobiopterin treatment.
J Inherit Metab Dis 2010 ; 33 Suppl 3 : S163-169.

16) Lambruschini N, et al. Clinical and nutritional evaluation
of phenylketonuric patients on tetrahydrobiopterin
monotherapy. Mol Genet Metab 2005 : 86 Suppl 1 :
$54-60.

17) Hennermann JB, et al. Long-term treatment with tetrahy-
drobiopterin increases phenylalanine tolerance in chil-
dren with severe phenotype of phenylketonuria. Mol
Genet Metab 2005 ; 86 Suppl 1 - S86-90.

18) Shintaku H. Disorders of tetrahydrobiopterin metabolism
and their treatment. Curr Drug Metab 2002 : 3 : 123~
131.

19) Ogawa A, et al. A case of 6-pyruvoyl-tetrahydropterin
synthase deficiency demonstrates a more significant cor-
relation of 1-Dopa dosage with serum prolactin levels
than CSF homovanillic acid levels. Brain Dev 2008 :
30 - 82-85.
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20)

21)

22)

23)

24)

25)

26)

27)

Irons M, et al. Folinic acid therapy in treatment of dihy-
dropteridine reductase deficiency. J Pediatr 1987 : 110 :
61-67.

Woody RC, et al. Progressive intracranial calcification in
dihydropteridine reductase deficiency prior to folinic
acid therapy. Neurology 1989 ; 39 © 673-675.

Blau N, Blaskovics M. Hyperphenylalaninemia. in - Blau
N, Duran M, Blaskovics M, eds. Physician’s Guide to the
Laboratory Diagnosis of Metabolic Diseases. London :
Chapman & Hall, 1996 : 65-78.

Hyland K, et al. Disorders of neurotransmitter metabo-
lism. in : Blau N, Duran M, Blaskovics M, eds. Physi-
cian's Guide to the Laboratory Diagnosis of Metabolic
Diseases. London - Chapman & Hall, 1996 - 79-98.

Koch R, et al. Phenylketonuria in adulthood - a collab-
orative study. J Inherit Metab Dis 2002 ; 25 : 333-346.

Ten Hoedt AE, et al. High phenylalanine levels directly
affect mood and sustained attention in adults. J Inherit
Metab Dis 2011 : 34 © 165-171.

Bosch AM, et al. The course of life and quality of life of
early and continuously treated Dutch patients with phe-
nylketonuria. J Inherit Metab Dis 2007 ; 30 : 29-34.

Lenke RR, Levy HL. Maternal phenylketonuria and
hyperphenylalaninemia. An international survey of the
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X—FIL YOy FRE

KEBR

DI%EE7 = /B (BCAA) THZI/NUY, OAYY, AVOA IV EDRBEF I /B7=/ ~
SURTIT—CIRKIT7Z /EGBRIGERI T, DRET METHD a-T bV EERE,
T bV ATOVE, a7 MAFILSEBICZNZNERIND (K1), &5(T, DiE
7 B (BCKA) (3948 MR KRERESHEICK > TPV IL-CoA THB AV TFUIb-
CoA, 1Y /INLUUIL-CoA, a-AFIVTFUIJL-CoANEZMEIND. A=) Ov FPERIE
(maple syrup urine disease : MSUD) Tl&, D%#ET MEREIKERERDERICKY, DREE7 =/
BCTHZN\NUY, OAYY, AVOA Y VEEDHRHET NBORBHEEINDY. OB
RIFEla, EIB, E2, E3D 4 DDELFICK>TI—REINZESHRTHY, WTNOEBEDH
REASHOEGENZTRY. B3 FEIVEVERKRERESHE, o-T MUY VEERKSRE
FEGAREDLBEOT T Iy FTHDIcH, ZOEETIEFEABME, a-7 b7ILYI)VEED L
FORHD. FERIYRAAIU—ZVTDORRHEETH Y, AIU—_V T TREOWE7 = /8
DENZEEFEELTWVD. IV T ARABAECRMPOA Y+ VO4A Y VD EREZRET S.

a-EROFVAVEERE

A

T VEER

- QT VNTOVE
a-EROFSA VNTOVE

- AT EER
a-EROF VAT IVEER

<

v

AV IFUJL-CoA

.

e

----------------- = -::_-_-u-——- CoA ]
s

SROVRUTR

BCKAD complex & Ev71=9E>

___________ P

AV

v

JU-CoA

v

a-*F)LIFU)L-CoA

a7 ERRAHED

DEEET = BRORHHRES
BCAT ; DHE7 = /B 7=/ 52T 15—, BCKAD complex : D%l NEIKREREGHE, O Bk,

3 X=byOv FRAE
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TS

FERIARIY—ZV T DRFHEETHY, ZLDBEIFCDRAI Y-V ICK>TH
BEN3. b ETOREEFEEN S0 BAIC 1 AEZZSNTNSY.

DR

1. ERpARA

® g
BreE VRIS SES 5. Btk 1 AR CIE
M, A, BiER EOERE 729,
RS Z A7) — = 7 OFERDHS 5 5
WCHIELTWDLZ e v,
® EREY
FrAERINIERICEE L, ZokicamyE
Eait 9. JERMERNIEERTH 5.
® hgsy
M OGHESET I/ O ERIGHEETH
BN, HINBEEZ LS
@ F7=ZVRRE
FT7IVEGICEVOBEET I RITET
L, ERRIERD G ET 5.

2. FEIPREMARRR

EMH OB b ERIE, NESE, WAAR,
Mant, MERIRT, EEILH, TuhA, &
W, WHORRRETHS.

M e A > 2l & BRFERDITIE—F T
L. i u A 2 U EAH 10~20 mg/dL (760~
1,500 umol/L) TIEMHFLIIAMET L M2 H
HWI 5L, OA 2 fEA 20 mg/dL (1,500 umol/
L) D ETRERESE, HERKT, Tuh
Ao, WRREE BRERERZZ ESEBIT S, 4
B 7 I /BB X OB RO I A i B
HEATLEITY) VERDOBEER S/ L

18

ARTL S 7 AR D2 & Y RS
BEDOBENEROL, JREA—=T)N 0y 7
FROH I BV TH 5725, B
FHOLNTIEZWS LD H 5.

WA TR 1B TR, Juh
A, EER EOEIRT 725, HREIR A
BICIHTAE RN IIEIRCTH O, Bk &
ZEoMFELT, R FZEOEN
L EERED L.

3. BELILSRABMR

FEEWRDOT Y F—¥ ABMERZIZ, 724
vFx v T (AG) o¥EINE ML A#ET >
=2 A, Rpr s x5, Hidll
WIZELT LA T Y F=Y ARRPTr M0
BimE RO v, FrA RN KmEE (<45
mg/dL) %5 2 LD 5O TIEHE L
VIHTH 5.

) BT F—2 20ER
(1) FHAWEH : HCO;~ <17 mmol/L, FLIEHA
IR © HCO;™ <22 mmol/L.
(2) pH<7.3 7D AG>15.
#) AG=[Na"]-[Cl” +HCO, ] (IE%#
P 10~14).

EEORHMET > F—2 2 (pH<T2, AG
>20) OHE, FRRMBMAHREES X — TV
2y TIRAE & iR < B




4. BHIORBLE 132 457k

O A|M7 =/ BERNY VT LAY RAET

DAIE

Ofy (Lew &A4vuATr (le) &
KAl EN$ Leu+lle & L THEREIHS.

Leu +Ile>350 umol/L (>4.5mg/dL).

X1 > (Val) >250 ymol/L (>2.9 mg/dL).

B, hv M IEEE SR TR S
CEIEETA.
® M - R = BT *

DN LHOMETH L. v, 4V
uAf sy, N)rolEm 770K TE
D5 .

TuAuA T OB RIS, B
BEOMENC X7 I VB CIIAIETE %
Vi k (SEFEATFTA LA [T 3
J B H | MAEERKET AL Tu A va A Y
UHHIEEIND).

@ PRABHEEL DT *

TR 27T EBE, SN HRTEDT & L IRIRE
RIS 60 A, B 1 ANICO X
HTENZRYVEET I ENTE L.

S a7 MER, SBSHa-b FEF TR
DN % RO 5.

@ BEREMRITE * *

) VosER, B2 FERAMESF IR OB IS & B
SRR BRI K EEE R A RIEME DR E D
WHETH 5.
® BTN *

BEREZTERT ABELXI— N3 5 Ela,
EIB, E2, E3 DENENDOEETIZOWTHE
MPVETH ), HARNHFRGZLER LR
OHOLNTW\Wzd, WIZEL XV TH 5.

B, TR 274 10 ABUE, PREREEDIA
THEE TR T M3 2 AR L 2 Vo)
FEETH L. BUE, EHIERSEEANHERE
P ZE B SE R G R B Rt 33 (R IR

Y UTARAAYY) —Z Y TRRIERDLIE
WA RTA VUE], BHEOELHOL2OHD
WFge GERI | L LT, xARZ Y == 7
MRERMRBRFEIC OV, EIfET/34%
Ve HWCHIEFAERZFEELT7 0 —¢
b EVI)HFEERITH T D, EfEIRIIZOW
THR—LAR—TVTHERLTWVLLZEN
(http://www.jsiem.com/) .

5. #hlE2

(1) F =Y ARFTIVREZTHHST b
WD LA EFRD S,

(2) fRIFEIZPE> CTHBSET I VB LR %
BD 5.

(3) wIhd, M - JRFPT I ERGHT LR
FARRER ATIC & - TERIDITRETDH 5.

6. DWIEAE

OF =
1) SRR

[2. FZREIREERRATH] OEBD ) 54
B EL1DUERDY, 73 BRI (A
IR, M, R 7 3 BBONT) ok
BH7I /B Ny, uf vy, AvuaAY
V) D% RO
2) RERE FERIYRARIU—ZVTB

=3 k=—15))

7 X B (AT, Mg, JRE T
I BRGHT) THRHT I B (N v, |
L0, A0 y)DMiNERd 54
® MEEZH]

4. FBWIORIM & 72 2 F3kAs | o, @ (i
o RAPT I MO ORE) o, ® (R
RAEREERGTORY) Lk, @ (BRE
HOET) 25805 DEMEE/ LT 5.

(0%)

BN e O\ S\ —%

3 X=byOv FRAE
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MERNARIU—_V I TRONIZES

1. FEEHA

FHEWR< AR ) —= v rTakibhons b Lidasyr+A4vasyy (FUF
LY AMEDYGE) O LR % RO 7 EERGNII A ICBE L T REMENH 5. —iehfid Gk
M, —feA bERTy) (S, b MEAs A, 7', FLEE MR b ARG &
EL, MHPERBOT I BRI, RPERBROIT 21T . LEICN U CREREENEICL 2

WEEZW 21T .

SZHNHERE & CTOXI

FERDS 2 WIGE, ABEHE LAMBECERL2FOZMAMEL, BUH oGRS 5
G50, [4. ZWOBRIME 72 2 80T ] OCRTEEEESHT, OREFETGEHIE IXRE- A7)
MHIEDHY, HEEBELETL. MEhoOT A > VBELEEL LT, FLIBINESEEE T 3
JBREEINV (AT Ava Ty N YEBEEINVIEREH [FE)) ([CE#EI Vs %
RBELTHATS. CORGHIEROBEBIBEEIKFELTVLDT, PSP
filiz 150~400 umol/L (2~5mg/dL) |ZHEFF$T A2 L% HIZE T 5

I=PAN

PWIEERDEE (RFEEDSHS

O BEEE 0"

GRERT I VBRIV (AT r4vuL Ty N VEREIVZEER TFH) 12
THINVZEFZRALCHENT S, ZORGRIIBEOBREREERIKFLCWL0T, M
O A > ME% 150~400 umol/L (2~5mg/dL) |ZHEFFT A2 L 2 HIZEE T 5.

@ sick day Ot @7

JEGHEIC X SR - AR TRICIIREO ICEREEE 2 22 88, LBEIZL) 7 Va—2
E i e FEHE Y A 2 & TRAITHEZIMH L SEFAEZ B <.

SR CRA L 158 0B

AR B O WA 0 BE R RN 5E L
FAERT AR ) — =0 Z OGRS 500
WCEMRERMOERT 2T 522055, Ak
Moo s y+A4vafsrofRrHft
YE—IZMnEbhe s kb, —iER (K
Mo, —MeE b tedy), g, gy A, 7~

20

=7, FEE IR N ARG AR EIE L, I
HERBDT I BT, IR REROAT 21T
9. LB UCRERIGEIIE I X A HEEZH
279, ROA—=F oy FTEHEOHWIZBW
HHFBI T DA%, B BIIEH S 2 Tid v
CELH D,



2. SWEEE COXIL O

ABEREE L, LEISSLT [AM ok
Tl OEEERAT .

4. WO L 7% 2 5 HmA | D@, @i
WIS 2 DB Y, EHFEEZEERT .
Whow Ay vigEERiEREE LT, FLBHIZD
g7 I/ MEEIvy (a4 v -4V
427N YBRFEINVIEAE TS 1%
HWMINVIEZRAELTHEHTS. CORAIZE
ORI L T B0 T, o
A ¥ VfiE% 150~400 umol/L (2~5 mg/dL) |
MRS L2HEET S,

F7 I MAKFEDO R D H B DT, FIERE
MHREOF T I (10~1,000 mg/day) $%5-
il Db.

3. RMOBEEGE [T AHE=
B ES1 2] (0.2) H2R

S OHEFRIE R R - BESERITH
b OHEET IV BRB L OO HEEET MR B
LRy N DEALEME 2030, F bE R
H#HZ L2 BT 297, AMBESED
AL, SBET IV EBRRE I V7 ofk5Re,
NEliHE-, mAaaY) —#E, 7 F—Y A0
E#1T9.

[ 7 794 X L CTREDRELZ AT 4.
O RKEBDREL (BEELER) 0O
(1) SEWE L ATIHS (WETHND).
(2) RHEIRLV — b O

MR L D ERIR OV — N IS 2
A SEEIR R RBRE IR I 70\,
IRV — N HEORIN 3 7 3 B i gt 7 &
oYW TR 2 EIRT 5.
(3) REIC XD AR5 L CIE A M 5.
(4) LB U CABAEKEHRSG L TLW
25, BENCLLHRVWEHIZT S,
72720, ARG OO BALTTE
PSR A | LIZ L 2w,

(5) Bl |k L - BRMAEH 2 323

. FRBARIIDEETIRE T 5.

® E{bTHEDHH O
(1) #ige L, hOEIREEERD D 2, 10%

PDLbE@ 7V 3 — 2 % & Ll © 80 keal /kg/

day DLl b)) — g 2R 2. 1B

BT O A IE 120~200 mg/dL % HiZ &

5.

@) SVa—AoHFE5EIrar vy 7
FEREAC T IREE~ O AR & 7 o TEFLERIM
JEXEALZI L2 b DD, @R GIC
FEESLETSH 5.

(2) wipE (B2 >280 mg/dL, iz WEHEA L

F>180 mg/dL) % @O 7=3A1, HApH

A YA Y OFIk G2 FlGT 5. 4 v A

U Y OB CIRIAE L R AL TV

I AEGRAL LN Y 5. BHEH

BERGAFIER T REZ: &, W22 XD BAMG

LT&w,

@ KHMEE7 Y R—2 ADMFHIE O

BT > F— 2 ADEE O A Rk
TP ARG BHIEDATH . WERAER
A% S 729 2 THREBpHLT2 TH
WiE, RERAKEF M)A (X400 833
mEq/L) BEx0.1 mL/kg (= half correct) % 10
GULED G CEET 5. HEMEIX pH>T.2,
pC0O,>20 mmHg, HCO; >10mEq/L & L, &
E L T R LR 2179 LB 5
® MRHFEEEZO

DL EoiG# % 2~3 BT - THARHMHE T >
F— 3 ZAD8E L 2 WiGad, Ba gt
WEEERT HLESID L. AWML L 0H4
WE~FLA B FESET 2 B OMEREENDOEED
A7 &, FEBIMEGENT (CHD) F 7213 Fifk
MK % #5%EHT (CHDF) 2%45—#IRE %> TH
0, FERETTHE 2 IR E SRR R~ R A | kS
HTENEETH L. EEENTIRNENS D 72
O, Wk F CICHMLZET I2LEL DR %
BWEELANIIE, HESEL v, SR id
HRTH 5.

@

BN cOvSU—%

3 X=byOv FRAE
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B OETE

1. BEFA

SRBET I MBREILVY (a4 Ty Ay
04N YERF IV EAER TFE]) 12
@I NV7 2RALCHERT S, Rz
oA ¥ H% 150~400 umol/L (2~5mg/dL) |2
MFFT LI L2 HEL LTRET S 0.

oA, AR oHBAITH UL, EEH
73 BT T 4 2 Y 60~90 mg/day, A
vyuaA 3y, N 2iE 40~50 mg/day 25 H % &
%%, F72, EDOVUET I BOBREELKEE
BEICEETHY), RIFIUIINVIHLNIET
I ERBHITHITE S 5.

RN BWTH BT I/ BRI v
7, b LART I VBREANCARY 87 2
ZIEEXITCEDSS, b Ay U fEE
150~400 umol/L (2~5mg/dL) |Z#F§ % 2 &
ZHELET S,

2. FYink 0O

F7 I MK OW RSB 5 DT, FT 3
> (10~1,000 mg/day) #%5-% 45 O.
XPER IS HIESEE, fFEERSER &2 W5,
Jpi it o & L CTHEISIS U T T o5 %
19 0.

(1) FIpREE 0.5~1 mg/kg/dose & 6~12 HffH] =
L.

(2) #H5#%45 : 1fiH Na % 135 mEq/L LL 120,

(3) D-¥ ¥ =} =) 1 0.5 g/kg/dose 6~8 IF[H]
ZE b L I FEb S

3. sick day OxtiS

JEYHEIC L AR R - K TRIZIZR S
ICEBRE 22 3E, LB VT —2
% E O A FERT 5 2 & TRALTUHE & B L
AMREZD < 0.

4. Mt

LROEEE T TWT OB L L7
SUHELZG ORI LW EXFHY, H
AP EDEATIETH A MBI A — T )L
0y FRRIERE A L CQRFRAEAT 2 b T
Wz @.

Bt T A 2 EIUREAS 105128 L, 1
FuA Y VEDPRET A ENRE SN TY
L. F7o, PHAREREEOMIT IR TE S 2
EDTRIEENT WS, E52, A=)y
TIRIEREONEIE NI BHOFHE LT
FIHTHRT, A—7Viay TREBRZEORHI
FeaiEsnizL Yy MoA—F vy
TRIEFAET 2, BEOAHENTHETH 5.

7 40—7 v st

1. —AREYRHh & SREZHISH
FAEHIRIC L ) ERIRRE 3820 &
IEET 5.
(1) && - REHE
(2) Mgt (Ffk 3~4 W CHRImL)

AR A L ELE, RREER

22

ET USRI 3 AH I 1 134T O,
MR AT A5, W0, 7 b AR, TVT 32,
MHE7 WA, M7 VIV =F-2 53T,
FMMEE, — ez Mg A b A As I E.
AR T I ERAGAT e A Y U fEE
150~400 umol/L (2~5mg/dL) |ZHEFE§
5L HELTZ 0.



(3) IR RERE AT
- MRS LB LTI @.
- BHMIEE A sE a7 MR, S FEH a- b
RS
(4) Zofth : HRBEEREL L, KRB
BT A2 EMIEHICOWT S, FHWiE - A%
B - SRFE A TR ENE - 3HES 5.

2. RS
(1) F&EmAE 1 R/AEEE @.

(2) BH# MRI (MRS) : 1 [0]/1~3 4 @.

(3) MMM (TADAGHE) 1 [/4EREE @.

(4) EEFEREREN - BREREEOH 2551, B
1 OBSEE: - (EERE - SRR
A TH 5.

3. ¢t

Wart, B % RRso 72 e, BERFEE 7 BE v
&7 X7 —+¥, )/ \—LORlEI RS NL B.

R A DEREA

1. /MR

~BR A DFRE

DOED A — T ay TRAERHA N~ X
AZN) ==y FTEAR, HRINTVWDY, i
KDTAAT ) ==V TOWNRFEERD DTl
OITHEDE L, MREFNTFED BiFLidwv
A\ A RN T A 2 2 EAT> 1,000
pmol/L (13 mg/dL) PALE & 7 2 W A3 & fi
BFWTHRIRBE D EEZSNTNSY,

NRIILIRR I, RN/ LIRS A
G, =y JREERW) O EERFET LI L
BhY, FYEELTLELTLIENHL. B
B, HHETHZ 812X, HiARow
[ APERIE 2R 5 2 & AT X AU BT 2R

¥ SRR

PHIfFE NS,

2. EKREORE

AEEOREE L, BFREZIILO, 2
A7 bedts, AR RO SCRpIREE, iy v Xy
EMOWEAZ L, AN S D7 RO
H 2RO N LR &, TD—T), ZE
L7258 THRBEAYIC LR § 5 D1d, BAE S
Lo THHRIETIERL, ARG EHv
THoGREBRIPAZRZTbNb L9, BH
DRI AR < EE 7z

DEDZELZZ 2T, PH27ETH L0 #Hi7:
HREEIR O RIRB L o 7.

1) Chuang DT, Shih VE. Maple syrup urine disease. in
Scriver CR, et al., eds. The Metabolic and Molecular
Bases of Inherited Disease. New York : McGraw—Hill,
2000 : 1971-2005.

2) = BEIEAS A—Thiuy TREOTHRES

A A7) ==y 7 NEAEE2004 36 0 1881-1886

BRIFEIZD. =7y TRE, 5B, b

TR FERERE SR O FImBL . ALY 1992

64 : 67-82.

Ny

3

4) Mitsubuchi H, et al. Markers associated with inborn
errors of metabolism of branched—chain amino acids and
their relevance to upper levels of intake in healthy peo-

ple - an implication from clinical and molecular investi-
gations on maple syrup urine disease. J Nutr 2005 ;
135 © 1565S-1570S.

5) ZH EIEA A—Thuy TIRIEOBET R
AT ERPRIEEE 1993 1 41 © 484-491

6) Tsuruta M, et al. Molecular basis of intermittent maple
syrup urine disease : novel mutations in the E2 gene of
the branched—chain alpha—keto acid dehydrogenase com-
plex. J Hum Genet 1998 ; 43 © 91-100.

7) Morton DH, et al. Diagnosis and treatment of Maple
syrup disease. A study of 36 patients. Pediatrics 2002 ;
109 : 999-1008.

(¢8)

BN cOvSU—%

3 X=byOv FRAE
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8)

Mazariegos GV, et al. Liver transplantation for classical
maple syrup urine disease - long-term follow—up in 37
patients and comparative United Network for Organ
Sharing experience. J Pediatr 2012 : 160 - 116-121.

Matsunami M, et al. Successful living domino liver trans-
plantation in a child with protein C deficiency. Pediar

SER

10)

Transplant 2015 ; 19  E70-74.

Hilliges C, Awiszus D, Wendel U. Intellectual perfor-
mance of children with maple syrup urine disease. Eur J
Pediatr 1993 © 152 : 144-147.

FARYE, KEIET. BT RICBT 2 a0ME
OF%E (2) A =T Ny TRIEOHIRIZONWT :
SERE 2 AR BRI AE O B R [CHE R - i
FEHREDT A - A7) —= 7, #ATRHIE R O EY
BRI AWF7E]. 1990 © 10-12.

KHHE 3 A= nviay FRIELEREY AF

24

JRAE. /NBEES: 1989 ;22 : 278-296

=W A= v gy TR B B ARk
FAEI N ERERE > ) — A No.19  Jo KA B i
OS2 BB, HAREEWAL, 2012 1 257-261.



MERYARTY —Z Y THRREBEFLZEAC RS54 2015

4 MEYAF VERAE
(VAT FHZY [ ERERRISIE)

KEBIR

MEVAFVRERERET = /BRHEREO—TECHY, XFF_VORHEYTHS
MEVATAVHMPICEREITDCEICKO>THRIETD. MEVATAVDEGHRHIRET X
FUTHD. MEVRATAVEFA—IEENL, EERDRBLDI VNI LBEETD. ZD
BRETERINDZA—/N—FFFA RBEICL > TNBENRBREESGEEERTEEZISN
TWa.

PERDINREYRAFVRIE (homocystinuria) (3 XY FF = BEREESR (cystathionine G-
synthetase ; CBS) WIBEZIET" . CBS FIREVRTA VD SYRAF VEEHT DREOAO
[CRIEB L, CBS DEMHETICKIREVRTAVHERETSD (B 1). FREVATAKH
DHS—DDREIFEXAFINLICKDAFAZVERTHY, FERITARII—=2VITTlF
AFAZVEBIRE LT CBS BIEZ AT U——2 T LTW3.

CBS [FEY XY BZMEERE T D. CBS RIBEICIFAREBDEY Y BARS(ICKUMPAFTH
ZYU, REVRATAVHERIDIATHESNTVND (E9ZY B, BATIRESY=
Y BSUNENEME D DN, BEATEENTHDY. BREFLMECHEAEED.

S-PT/IIAFAZY
AFHAZIT T/ SEA
NoVRTT5—E

X}j:y4mmmm .... NYA >
: AF )AL B
REYRTA S-FT/VIINEVRTAY
HS*CHeCHe*(IDHfCOOH
NHz
SAEFA=Y A REVRFY
éﬁjﬁgﬁ_ HOOC—(IZH—CHeCHg—S—S—CHeCHg—CI)H—COOH
NHa NH2
VRIFAZY
YRTAY

XFF Z R BRI
[ % =7 SEETITDOBRUBRERBEY, X | ABEEm

4 MEVAFURE (VAIFTH Y BERBERRIEE)
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TS

DETOEFELEREEIIN 1/80 1L S s,

SHDEAE

1. ERpARA

@ EMHETE
EEOEE, BEXUay Fa—VARD

AU, ORISR A AR S R AR

W, BUER, MERBELZSBEL TL 5.

2. FEIERS L OMARPRR

MGE (BXUay Pa—VAR) OBE
2, DTFoERE 23 5.
O PRHRRER

MBEEE, CTAPA, BBHER OS—vF
V74 EE, AR, W) okE).
® B1EER
FHBESCEH SR - 7 EIRIE - HIEE - 18
Mg - M - A E (Marfan JEBERERRARRL) .
® BRAEIR
RN ER T 2 58 (BEGEOY;
AI2IX, 105 T T2 80% LU D HEF] Tk &
R Z 29 5Y), RN
® MEXREE

IR IMAEAE, FiZEle, RXIieZEieiE.
MARE S — R EE DRI ), A4
FHRERETHIRTFE LB, HFIE—
AEZE L TT) BEDD 5.

3. BELLTLHEAMR

O —RIIR - FRARE
—IRRARIZ B\ TR 2T R 2 fR0 7\,

26

@ BRRE
i AR ZERRAE 70 & DRI, BHZERT AR
WHND.

4. ZWORYLE 73 HFRTHFRE

@ MAAXFH ZVElE *
1.2 mg/dL (80 umol/L) LL_I- [FE#EAfE : 0.3~
0.6 mg/dL (20~40 umol/L)].
@ BREY AT A VMIE *
60 umol/L DL I (FEH#EfE 1 15 umol /L LLF).
@ RAMEY AF HEt *
Feefl B S N,
@ VRYFA T pamEER (CBS) /&
TEET *
MRS, V) v NERRE VS,

® BEICFEEMN *
CBS DM 7 LIVIHER E L CHRY LR
R 5.

L2 L7ahs6, PR 27 48 10 HBIfE, R0
SN C BB TR & R 43 2 Ak (3
BVONREETH . BUE, EHFZERSE
NSN30 R R R S
[HHEIRY Y FAR AR ) — =V TR G
BOBETA ¥4 Y UE], BEOEZED
L7205 (B L LT, ~AR”Y
) — = ¥ IR RERARHBEFERE SOV T,
BT84V ERHWTEGRTEAREZFZEL T
T7AU—FBEV)FERToTVD. FElt
ROV TR =L R=TTHEREL T2/
X7z (http://www.jsiem.com/) .




5. Rl

O BXAFFAZVMEZEEEITHRE
1) AFF=vT7F /)N FT VAT 2T—
£ (MAT) KIESE

M FREY AT A JIZIEHE D S RSl

(60 umol/L PLF).
Q)v%uyk%r<p%§%)
Ifll':P AFF = mfﬁ x— Ti
(3) HrERIF 55 0 fFikre
M X FF = o E il —aE
@ BIREVATAVIE (LED [RE
VAFUIRIE]) ZERITERER
(1) AFF = ARiEERRIBE
MH A F 4 = 23K,

M-@

MERNYARIU—Z

2) AFVLryF bIv FoiEEE IR
(MTHFR) KABSE
ML A 57 = 3 EAE

(3) REVAFVIRIERED A F V~u VR
e (F3F 3 ARHERERE C Rl L)
M A FF = JHEAE. R A F U~
o > ROk

6. DWIEAE

B2 DB D DI,
® HEEZHT

[4. ZWOBRIE 2 D55 © [OB
LO@] ZMEERE T 5.

F@b LLIZOTLEEZHTE 5.

VI TRODNICGE

AT = VEME [1.0~12mg/dL (67~80 umol/L): A2 V) == 7 OH v s+ 7fEIti% T
CLIWETORNDHL] 2boTAZ ) ==y TENDE,. FHEETARAS ) —= v 7 TOHA

VZAFHTR DFERIZFRD Sz,

O“ufﬁ'-

—

1>m¢7 JBEGAT IR AT = O EE
(2544 © 0.3~0.6 mg/dL (20~40 umol/L)]
(2) MHEKRES AT A > %  60umol/L ULl (FLHEAH :

—IRAEALFRAI N R, LU Ot % i L TR EO

1.2mg/dL (80 umol/L) PIE.

15 umol/L LAF).

(3) RHT I VRS HREYZAF HEI GREME BB SN wn).
WAL TCTROEATF A= VIEE X - TRELZENT 5
- MAT RABSE © AR E Y 254 VIZIEFH SBESE (60 umol/L LLTF)7Y.
C YR VRIBAE ¢ A T = Rl

TR RIFRSF OB R

B A T = B

[ 2 54 =~ &f# - 1.2mg/dL (80 umol/L) PL 1] BLU [MHEKFES AT A ¥ 160u

m@lutj%ﬁt%@,aﬁkﬁﬁk%%bfiw
H D720, MAT KIBFEZ & & ORI AN 354
'(am%ﬁwm7vw“ﬁlttf L e

® CBS {EMEE T ) & L < \dEETF2
BDOD) DEEEET S,

MAAREY AT A 25 [RREE] T
2iE, BERPWT (RMEFMINER ) » /FFERT

N

(FRTETIHRTOP A | INNINY) BRI SN\ AHS

4 REVRAFURIE (YRIFFZ BEMESRNIEE)
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SZHNHERE & T DX

FWIDHEE T 5 F TIIRIED BHHEITER L 7.

HTEER DB (RFELEDEHG

O AFA=ZUHIRE O

BEILMPRELS AT A VEDE T2 ERET 5.

BHEFELE LTAF A = VERGIRE FER L, P 254 = 2 RE% [ mg/dL (67 umol/L)
DFIE2EI1232 (R19), MPHBRKIES ZATA v 2L LmRERE LT, [20
pmol/L LUF @ B, 50 umol/L LT : RRRIF] £ 55 b0pHERENTWAEY #HialE - 5L
BN AR P OUERD AT =2 /7 - — Bl A2 L VERL, TFE5D
A — - R SIXEEIL (AT A=V BRENIL (FHES26) (FFEk I V2 FHRICHE
LTAT)] 2ot 5. SHEMLBEOMTIE [BFHBEETA N7y 2] kI v o FE%
ERBEESR, Eem. BRIV IHERICHFE L CAF) 28F127 5.

F40 TERyEEEE

AFFZY IAFY
(mg/kg/day) (mg/kg/day)
0~6 B 40 150
6 MA~17% 20 150
1 mELlE 10~15 150

FEOERXFA =Y - YRAFVEE—ROBRZE U TCBBREZRNE
L. ZEEBFMeI X F 4 =8 1.0 mg% = VU TRICR N D K SEEAF
FTZUEETEDD. HIEFEFELICKVEGRENGDDT, EERE
1 BREIFCEZRFEOCMP X FF U BEEAEL, &5ICEKRE
R, FEEN, MESV/NIE, MeREICEETD. HEMHB 1AL
%HB 1 OEENRXF 4+ ZMEZATE LR SEEERITD I EHE
F UL, BHITEERS 1~2 N BEIFEFIRIEICAR L TEER T 7L
TBRTENRETHD. IVINTRIIMEAFAZY - BYRFUHAE) %=
HERELU, REDDAFAZVIFBRI VINT (—BHF, 30 L—
REm) DN B THET 2. THNICBARFEEE, DQ - 1Q, HTHEEE,

MVRFEERE, K, REPTR OKRMARA) SFEHERUBRH SEBEZR
3.

(ZHEBHIFN. TRERHESED SRS —FERIYA - ATU—Z
VI DRRERE—. BANTRIZRMEE 1977 5 81 : 840-845 & 1)

@OL-YRFUHERO
REVATAVDOTRICH D L-Y AT V2T 5. RBikD X F 4= VErEHAL (FHDS-
26) I L-YAF UAEMENTWS, L-YAF > (FEHRGS) 2HAT2ZL8H5.
@ EYURFIVEDAERS5 0D
Uy 3V BJUBEIZBWTIZEY) Ny > D kEHRS (30~40 mg/kg/day) % B 59

# 1) 1 mg/dL (67 umol/L) %35,
H2) BAEZHWIHIB LRI V73X T+ = VRERIL (FH1S-26) DA,
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Y% I VBB TIIEY M3 5T, AEBREOBMDSTEETSH L Z L%V,
USRI G 2 OMERRIC L, RETV AT VIREOEEZHIR, FITEAFA=0 - BIAF ¥
HEHEEFEZITV, EfR 6 HARRICEEEICL 2%, ¥ ¥ Y 40 mg/kg/day % 10 HE#EH
Be5L, i AFF=r, REVAF VEORT Z2HET 5. KEad k52 % Wi L
B e/ NLEE F EOMETG T 5. ISR T EREREZ R L, AEI125kg 13
T2 2~3 MEECHEY Y F+ 3 2 500 mg/day DFE3%5-% 10 HR AL (& 272).

REYRAF VERIEDEEIEHD—EHE (REYVRATF VERIEDEBEICET3HH5 1)

FERYRARIU—ZVITHREIN, REVATF VREDHEEZH®R, FITEAFIZV -5YRF
VBEELAZETL, £% 6 DBRICARSECEBRICUILE, EU R+ 40 mg/ke/day 7 10 HREHE
O#5L, MPEXAFF Y, REIRFUEDE FZAN, KD dNFRSEZEH L, BRI
BEETEDMGEIRST . RISHRIFNEELY R+ VENSTRARIELT, BSEEAZBRT 2. (hE
' 125kg [SET D 23 BBICABRS B TEERIC Uiz, U R 500 mg/day DREORS % 10 H
Bild, ROERZEERRIS. Fie, BV RFIYVBERSDE, THNICRIEERCERER
&, R EREEDESEBANREICL > T o1 —ONF—REDFHERICRH S

(ZHBEH. REIRAFVREDBEICEATZHHMOoTE. BAR/NBRIZRMEE 1995 5 99 598 K1)

1977 SFICFR ENT2REY AF U RIEOE EIHBIGS Y T, MEEZWIEIC 500 mg/day D
PG L ) USRI G L ZHETSE I L EroTW . L LD S8k B2 v ULIBEART
FAAT o 7288 I ¥ BoRER G RICEHMHRA S, HBRIRT, SlEE, HEER COEE
AR % B L TIERIA D o 72720 BRO X ) ICEMEPZES L 2 & &k o D D
L. IR L CORORITCH > THOEEIZEMT 2 LENH 5.

F - EIRER G H TR EDOREND D, 1,000 mg/day DI (A) TIEZD) A
TIEmNE END.

@ORYALY (BALZA55°) O

FERBIZBWTENY A VDA SND I EHRLWWY Ry L CHRIZE D AEY AT
AVOFATFMEERAEL AF A= VIRBT LI LT, BRELTHEVATA VERET S
BB ENTEL (ZOHE, P AFF=VHIZEAT 720y Pa—VOREEIIREDY
2T A4 MERFHT5). H5EF 1M 1 E 3g, 11 RARIMICIE 1 E 50me/kg % 1 H
2 OG- L, MEMKT S XA VHKGORTEREVATA VfER Y a—V$52
LI3% L OHAEREETH DY, BEREE OFAPLETH L. Ny A VRERICTEEE
7 LIERARE SN TWE. BAFF = VIENEORRE L THEINTWE 2D, N
& A 5D A FF = I 15mg/dL (1,000 umol/L) MFIZF B & & ERTWEYY,
® EfE*x, £ Bx@

MHZERE, €4 3 ¥ B HAMRWEEICIE, #EEMTET 5.

IN

(FRE T AR IPTON | 1IN HNIN) RSN SN A3

4 IREVRAFVRE (VAYITFAZY BERERIISIE)
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EFEBIN DD

1. &2
BERTAAZ ) ==V JERIZ, IV DE
WHERT I THolzZ e EnbIh AT+ =
VAESIEREMEU T E ) (RARAZ ) == T
T OHTH), FE - BEHLIEIC TR OMER .
LEW S NDBID3H 5 (ZDERIZB VT E
Fp] ERBET D L0, [BEREEG] &R
ENLHDOTHD). FREHBI(DAETO
1970 SER LT O W AES, ot e &~ AR 1) —
SV T RFERL T W o AR 12D
EEDSLETH 5202,

2. KEIKEEE, Marfan SEIEE AR
HFARICTREEEEDN-IGE

DT o fetEs % 2 THENZ1T).
(1) Marfan Ji fE 22
(2) CBS KIBJE
(3) CBS KIFFELALD & E L AF ¥ IRIE
QP A EZEE 50 = 3= U (1 e A
= IR,
- MTHFR KIBJE @ [lLH A 74 = > 13 ERAE.
cREVAFVIREERE) X F v~ VR
i (289 3 o REFRFE C P 2
E) I A F A = REAE, R AT
= u r RO
Marfan JEBERE OB W HLMEIZ D 2 552 - W{EZ
Wrichnz, Ty 3 7 oA [P ERE
AFA V] [RAT 3 B TR HERR
Ml 2FERT 5.
M EZ EOREIRD H 5 B A 121d CBS K

HIE (BXUOFNLDSDOREY ZF VRSE) &
SHIZBWT, otz EfT s Z0W
G [k 274+ = & 1.2 mg/dL (80 u
mol/L) Pb] BIO [IIHEFES AT A ¥
60 umol/L PL L | %728 1L, CBS KIBJE & it
ELTIu,
ERIZOWTI [HER~Y AR ) —=v T
TEEONIZHE 3. B EROGE (RIGH
DYpE) | EFERIZFERT 5.

3. BFMRERG EICTRERB &R
bhi-izs

AR COEMENZ &), MAEHE (MR
B, EYEYH), MER, )~ IREHURER
B EofplEEIC, CBS RIBIE (W AR
V==V REL LA, EEN T ol
B1'), CBS KIBFELS DK E S A F U IREE %
mz, Tk 7 3 7 BRaHr] [HaisES AT
AV TR T X7 BT TR A BEER 5347
R EMT 5.

rkEE KSR, Marfan JE @ HFEARR
Rl 7 & OFER % 720 5 54121 CBS KIBJE (B
FOFNLSNDEREY ZAF VRE) RAFHICH
WC, AikomEErEET S ZoBad [
X T+ = U 1.2 mg/dL (80 umol/L) LL
1 BEOTIH#EAES AT A4 > 160 pmol/L
Db %572 81E, CBS RIEJE & A LT &,

WFEIZOWTE (iR~ AR ) —= 7
TEOLNIHA 13, BWIHEER DGR CRIGH
O¥E) D) L FEBRICERT 5.

7 40—7 v J¥5st

1. —xRYEH &ESREZHFHE O

R i)l = O 1 S V- -/ A B
(EIRAK 3 2 U 1 RNEAT .
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LER#EEOL—HKWHBE S, WE - &
HEMW - FHFEFIESA CEHEIET 5.

2. RS
(1) Z&5EMAT 1 [/ AERE

(2) BEEL MRI O - 1 [81/1~3 R, B
FEIER A 2 L 728 A s

(3) kA (CADAESPEE) @ 1 [ /4Efees
179 .

R A DEREA

1. BEOHKS:

(R~ AR ) —= v 7 TiRbiY
&3 BWEEROGHR CRIBEOEE) ] ©
BRIE—AEEEZ B LT LEF D L. Fhil
LD EFEMERFHEEIE DL S Z L3\,

FHAER A LBl PR 07207 A1) »
¥, VEVFE-LVxOELGNRL2ENTHS
B, BRI L CIREHMEAYE E - T
VW®.

2. Wl - HE
BT B\ THENR,  HE I MR S 0D

¥ SRR

VA7 HE. B R T AE Y L QIR % @
L 7=k E & OEIRSS 3 175 HE R 6 M
KArF~8) PH B X B e T B ok ok AYRR
X ﬂ(b\;@wzs).

3. EHREDRE

REROREE, K5 v 37 EMOBEA,
Ny A VIR, B e mEsE AL A
770 B RO A R SIS T REEATE W
NBINZB & T R ERPAL R =T
SNA LD, BHOKHHBI R EEINS.

R 27 4F 10 AR CIREER O SR E &
7> Tnin

1) Mudd SH, Levy HL, Kraus JP. Disorders of transulfura-
tion. in : Scriver CR, et al., eds. The Metabolic and
Molecular Bases of Inherited Disease, 8th ed. New
York : McGraw—Hill, 2000 : 2016-2040.

2) Mudd SH. Hypermethioninemias of genetic and non—
genetic origin - A review. Am J Med Genet C Semin Med
Genet 2011 ; 157 : 3-32.

3) Picker JD, et al. Gene Review : Homocystinuria caused
by cystathionine beta—synthase deficiency. http://www.
ncbi.nlm.nih.gov/books/NBK 1524/

4) BEEHRRITDP. HRANZBUT LY AT+ g4
IR SR AR O S AT T AT, H AN R R SRS
2005 + 109 - 1205-1210.

5) Mudd SH, et al. The natural history of homocystinuria
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Genet 1985 © 37 © 1-31.
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8) Linnebank M, et al. Methionine adenosyltransferase
(MAT) 1/III deficiency with concurrent hyperhomocys-
teinaemia - two novel cases. J Inherit Metab Dis 2005
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HERIYARITY -V THREEBEZSEHA RS 1 2015

5 PPy s

KEBIR

JRNUVIEFS MOV RUFPEICIEES D7 RINSFUEE - TIVIZ VBT v U7 THY, U
VI PRNTFUBY v NUVD—EXERTD (1), UYI8 - PRINSFVEY v i~
IWTCIREREEED NADH (BTGB OF VP RPTFZUIRXIUFFR) FBEINT
NAD'[CRRW, S hIVRUFPIYNJwWI D NADHIETTSN T NADH Z4ER T2 & T, 1
BB TE Ul NADH BTTEEND= b IV RUPADEXICE5T 2" . {fIREESD NAD"
FERERICK>TRHLLNS.

VN DOBEER TIC K 2 HBREEA NADH DEBREN'Y U U RIBEDREDIRECH D &
Z5NTWNS. BEIGIEETE LY HED NADH BE| - NAD 15 BIRAEICIE BTz, FEaAEE
SBREFINERITZIODECHERINEEZ S5NEY.

Y NUYEI—RY BEGFIE SLC25A13 THBY. ¥ M URIBEIFELBHEDIHETIEE
BTHD. VNI VRIBEDHETEZHISBLTFEMICKDEIANAEL, BRABETEAE

s-AST

.

.

TASF U <

FF OO 7Y OB
A v
NADH NADH
NAD* NAD"
< = ) O
U8 - Q

> U
a-o hﬁ‘)b@)b@g—)a—ﬂ\ﬁ“) VeIV

<
<

m-AST
24
AV @7‘) VY=g
P AINSF L
fmAiRE =NIVRUY

U8 - PRISSEVEY v MU
NADH ; BTl Z OF V7P RFPFZUIRIUFF R, m-AST: S ~IVRUF
JNSVRTIT—E, §F  BEITHDD

FRANSF VBT

1

5 Y hUVRIBE
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TS

873 11 BOER CTERIBED 95% Z56H 2507,

BPITHSEE7 IV THENG L, MHBHNSIHKNSDHREDHD. DHETOHRRERE
SBEEIE 1/65 TH Y, ER_EDBREF 1/17,000 &350, BAFE TR MUY VIME (adult-
onset citrullinemia type 2 ; CTLN-2) DFMESEEI(F 1/10 5 TH Y, ¥ U VRISEDK 20% DE
BN CTLN-2 ZFIEFT DT EEFD. CTLN-2 ZHEELSIEZFRERICOWVTI(E, B-HNERE &
BHICEEREDERENEROBESMMESNTLDHDD, WFHEIEBEETIEZL.

1. ERpARE

¥ MY RABE IR AR R KA A 12 =D DR Y
EHRT LN TS (R2). #ik
WS FLIRDFFEITH 5 NICCD (neonatal
intrahepatic cholestasis caused by citrin defi-
ciency ; ¥ bV Y/RIEIZ X B HrAE R AARLT
9 o lmiE), B I OHABOCTLN-2 T
58)~10).

OB TR B @G - AUED
Db, ORI ONNEE - #§% % FTTDCD

(failure to thrive and dyslipidemia caused by

citrin deficiency) & L 3HE L H %Y.

2. BWEAE

O BIGTFERMT * *
SLC25AI3 DT T L IVIZIRINZE R 220D 5 .
ARNEE CIIRENZ 1L HOERTE

FAHED 95% % 50 5.

@ FBMTOODIRYYTOY bx* %
VNI AP N {11 B ¥ R/

OB LLIZO%RDL bDOEMHER LT 5.

———— [AhT LR ————>
SR~ IR 11~79%
98, B 57 HRIAR saEE
B, BT SEEFD s
BEEE, Cit | e E FERRIELR, BRASAT
5> NHs 1., it 1
SRR AR —— I FASSTERIET
(Gal, Met) s
FrSiE

Y MU U RISEDERIKIFED — DDIRAE

NICCD : ¥ hU U RIBIC K DHERFARET S o MfE, CTLN-2 ; B AFEAE M ALY N)UU VIMAE, Gal @ A
TOR—=2R, Met: XFFZ, ASS: PIVFZ/ INTBEREESR, Cit: ¥ MLUY
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RAZADY——_2 &5 HERMICEDON-15E& (NICCD) D2
1 =~ (6) a7x b7UTA sk i
- Dol (7) MEHREE DR 5 G CT* : R
Z OB B R R ) — = T Wi~ A A2 1) — = 3 FEETIEZ ORI

RIS E b0 (U, #HERY A
A7) ==y 7)) DAL ST, BV
ZHOBRELDLLO (LT, BEMEHEE)
WL, AR ) —= v JHE L B EE
DHIZBLZF4: 6 THLW.

HER~< AA ) —= v ZFEETIRER O T
TIME (MW, FRYY, TZT
Gy, AFFZr, ALFZ U E) Rl
o7 b—AD—BUEDOLRERET S ENS
WD SERE R EE BE IR D oW [RE
T F5A (100 nmol/mL VL &), E#EE ) V¥~
R O, IHEFRBEECH A BT & O
HASEE L 2519,

Zof, LT OREMEHFE
(1) ﬁ@i@ﬁbw Bo
(2) Frikse
(3) &EfH TE&T s v 87 jE
(4)

(5)

OOENDLIED DD,

4) a7z bhTaTA UEEDS
5) FBRREAT (REHHEE
7&‘&)15)

Wk As, JEIE CT, Frdms

2. 2

O BELLEDREMER
LREOIEMEICHE T AL LT, DN A E

5.

(1) M7 /v hV)y, Fayy,
T WVT 5=, ALF=fED A,
AVt =v/v) o R

(2) MHHT 27 b—A %%

(3) B, NHIEAMA =  FJHEE_E 5 (100 nmol/
mL LB, BEYYLE SRR T
AT I F—¥ LA

(4) BEMEAMA + © BEREKT

(5) My vy %, TLTIvx*
HLSE.

BRI AR/

AEIR - AT — & 2% 21X, NICCD %% < %
b b, BHEMHEECE, i~z s
V== Y FRICH L T R I R - 7
O, M7 I BT I 7 —AD RO
FHLTWALIEHNLIELIEDH D, NICCD D
WrICZE 2 F TICHRER D222 2 255 5.
® #RlEER

BB E LCUTOERENH DS

1) FERBICEBEZECITEER

(1) NHEFASEIE

(2) kBT %

2) FERHICEHSO M—RMEZEIHEE
(1) #9927 b—RIME : [21 #HF 27— Al
fE] (p.174) %S,

(2) MIRMAEMEERS ¥ >~ b 21
el (p.174) %S,

3) YMUVUVERZEZETERE
(1) ¥V CMFETR 6
WHE] (p4l1) &M,

(2) 7TNVF= ansBiRE: JIET6 REY

A7 IVEFERE] (p4l) &S

AT b—=2A

JREFET A 7V E

WMEEZ W ILEE TR Z ERT 5.

3. Ak

- HEEIREE ) ) Y K (MCT) 4% 2
v (B 721 95k IV 7 FB R ICHRE L
TAF) &Ll O
B9 o#Eaid > THWIA K L, FRlifg B
LR D T AN F—%EATE S MCT =l
M3 5.
® AU b—AHIR
BT 7 b — AMES IR FE R 5B E L C
WA T b — AR HIRT 511020,
Bl1: & 27 kS E MCT 7L (%7K ML-3)

(6]

BRI\ =7\

5 Y hUVRIBE
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BRIV 7 FHRICHE L TAT
CMCTSRIEN, T 7 b—RidEpEsh
TWh.

< IR 0D B IOE | B F PR

B2 0 FLBERRZ: I v (ilGi) 100 mL +MCT

A (HA) 2mL.
@ EA%EY=Z RS0
JHt 9 o #ANEBIET 2 HEIEUT O ¥ 3

BHIZNIRT 5 2 L 2H 52,

(1) €% 3 A(F337A% :100~5001U/kg/
day.

(2) E%3vD (7L 77a—)1% 10.01~0.1
ug/kg/day.

(3) ¥% 3V E(NT® A BE 5~10 mg/
kg/day, WERIE 20~50 mg/kg/day, FEIE
50~100 mg/kg/day.

4) e¥y3IryK (F4v="vuv7) 2mg/

$EHILIEICE DN -GS

week~5 mg/day.

@ FIRER O

JEIT D o EASBIET 560, vV T4 F
o — Vg (v ® k) (5~15 mg/kg/day) >
G55,

@ FhEEFREmE (FFP) O

FZ 2 BEE R T D D BIEBNC LI L 7 b
GWH 5.
® FHiztE

FEGI DL BRI 225, —HBOEBITIHFAA
DHEFTOT- DN B+ 285055 5 17>1s)23)24).
® SH0U & O EROER
JERAPOIFAE, B OSEE FE 7% &T
NICCD 258 Z AT o 7235 A1, BEEIC X %
EA O —EEOMHIIEZRTH L (ST
AL 5% fFHT5).

GElp - fUEHD) D25

1 E ]

Z ORIz TR LR & S b s,
TRED L) RIFRNLIEREET A2 0%
V.

ABMERTREES ) FFIER
CREMIIAR, KR
DI

- AR

- BRI

- BREE

AFWVWilA

S

OB bND TR (EE 2
B, &8 87 - EIRE R ITD) ] OB
TR L) BHNETH L.

(1) kK 8 (F7— x>, 21X, SA%, )
EASE) HTE N ERLNR .

(2) W, fa, 5, F—X, HEIF.

(3) W-ATH-oThH, AYAZETHMNITLE
b (BHBEXZE) TR,
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(4) HRE LCTHEZ ) — 2 20Fh, HAZHD
FIETLIFF 72,

(5) kA LCHI, Baids, Ya—A0)
YAV a—ARE) FE R,

2. 2
FESERS I |2 1585 T & S S %

3

3. Bk

O =hER - BRKIEME O

RO X910 PR 0] X, Bed [iF
S TlERL, HOM#RIETH D LE R
LILhlzw, TNaBIEL VD, JEFIFNTC
X, COHBEOBWA T —iEy v 1 E
BB =15-25140-50 1 30-40 £ 2 B 2 kA8
MHENTWE (HRADEFEO—FEFEIIT 15:
25:60)7% B A 7V 3 — VB REEEC
»50.



@MCTA1IL@®
COBHICIBWTH MCT A A VASER) & D
WD 50,
@ EIEVEEF NUDL*x xx @
ML E D NADH % NAD " IC 245 2 &
#HMIZEIVE VERF MY Ak % £0.1~03
g/kg/day DFLG-H A S, R OTEER Ak
DEALHHE ENT VB,

@ {Km¥E, IEH TFRED E TRBEDNEL
BRI
AR, MR THE 70 & C RSB R BRI
W&, RHEREE O (V3 — AR 5%)
FHT20. ZOBETYEENTREIZR 72
5, FOIZEEN - BRI EE T 5 X
T 5.

BEMLEFICREDNZI5E (CTLN-2) D28

1. %
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WRZT B ERZTA 7 VORBIOSIZVE 2
FTNV=ZFUDRZL, TVEZTOBRENES
IR 22 B, 72, TOVFZ 8 o870
ERICLEDOT I JBTHL-D, RZ2T5E
5 OFRALHTUHES L. DD, RFEY
47» VEIEDRICIE, FTTVF= ol
ERAOZG %175 . ¥ VY Yk OTC K
E,a&qkﬁﬁ ERTHY, TAF= K
NHTVEZTBRECHT MR E N EZ L
LTV, E7IVF=ZVIMETIE, 7IvF=r
EER OB E T VE = o513 &5,

3. Jx g cUD L

71L»%@%FUWA'(77;:—w®
200~300 mg/kg/day FEEED 4 12
&5WZBmm%§@+buvA***mm~
250 mg/kg/day FEHIRIKS BN T @
SREFZOPERZ B LTHA SR LYY,

e,

SRR IEMHHDEE

L-7)LF = * (PI)LFZ VI CIFER L)

100~250 mg/kg/day 100~250 mg/kg/day

L-Y MUY s % %
(OTC RIBJE, CPS-1 RIBAEICHE)

100~250 mg/kg/day 100~250 mg/kg/day

ZRBBS MUD Lok *
(MRAAEZRAFEE L CAHLD)

100~250 mg/kg/day 100~250 mg/kg/day

T Z)UBSEE S b U D Lk
(TT7z=—)L® ELTHRSINTLD)

200~300 mg/kg/day 200~300 mg/kg/day

L-AILZ=F 2V =*

20~50 mg/kg/day

W1 ¥ by VEEERE LTERY bR TR wo T, 71 2 b,

2R LRI 5 5.

H2) 7o VEEEEF MY A 20134E1HICT 72 =
600 mg/kg & ENTW57S,
LDV LWMEEWET 2 GEIEMERERZE SIK).

HAERRHRE ER»b0LMmE LTOMAR Y

=V LCEMNBGED BB S TV, IR SCE TR 5813 450~
FERRIIIAA S L1354 ) w5t 2 200~300 mg/kg/day FEEE & L, Ah24 & EIVEH 2 )

A 3) REERT MU 2T Z BN L CHERA L LTS Twa. 100~250 mg/kg/day BEM»SHG S, #hE
LEIVE 2 % L 72255 500~600 mg/kg/day ¥ CTOHH 24 5.
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4. Mm&AbEE

EEBERTT VEZTIMET LT A28,
gL aWwiEE (k7 >~ =7 600 ug/dL Lk
P27 2 ENFEENDIGE, F23FN
% bR L, OB EMIR S ZE) 133
RLDNFFGIMLENT (CHD), ¥ 7213 R A
WEHT (CHFD) %4790, BTG OB
W, MEEk, BPEIC X o TR AR D B,
B ClEH A BT > T MTLENT R %
119 S EDHRETH 5. BN TIIT v E=T
DERERZITE @, MELENT, F7213ME» 8
FENDHEETHIULHR DR BELS LT L.

5. 2NN HIR
T yEZTHIET LB REIC 2N

X, 7 oIl (5H1S-23) THEL %
BOWAET I BEA * F23AKSY VX
(NI REFLR L) 2 E 2 ICHET 20, B4
DN Y Bz, B vy LWIET 3
JERERITTH Y~ 2827 1.0~1.2 g/kg/day T2 %

A4+ 20. &5 >3 OBIEO BEITAE
BIZT LR DD, VbV Y, TUFZ Y,
T VISR D) A, REERERF ) A
GERBH LRSS, TXL72045 87
OHIBEAERTE L L) IIBD D,

HHH fEBERETIE Y 7 OfIR, 7L ¥=
Y o¥5., 7 vua—A0WIRE: & CIHRERAT
Vv, PRIEEWEFE SKTwpY,

—MZEm T Y EZTIMYEDHEEE LT [
ST ERMOBRR] BLO HEICXAE IO
V=W AR ENBEH, VM) YRIBEEICE
WTIIEBTHLZ EICHETSD.

BHHOER

1. 1EMHHERE

B ORI EFHREEEY - 7 I B
WEEDHEARICR S (FF2). OTC KBJE, CPS-1
RIBIETIX, &8y (73 VBEA L&
t) & 1.25~1.75g/kg/day FZ % HiZE LD,
MV VIEE TIVF = aNT BRIREE T
175 g/kg/day BB A H%2 L 3560, BHEOELT
BERIGMEIC L VRS LETH Y, EHEREDS
AR THLETVEZTET VY I VD EE
L, B e L AN ELRD
L3, By 2y oEEo BIEITERNZ
EIWCERRDH, YNV Y, TRV, Tx
ZOVEEEEF M) T A, REFHEF M) LAY
R LADS, TEL20% 237 B
RAEECTEDL L) ICHEDL. ¥ M) VIIE
I8, 7IVF= VIMED EFHBFEFIITET v E
ZTMUE - ¥ VY VIET 4 — 3 25 (B
7925-A), TIVEF=VIMEH 7 +—3 25 (W
% 8103) DBFHAPZENZENAHAHTH 5.

SVERERCE [AMRIECRELZBED

S| LT, VIV o — AEME R % B

GL, TyE=ZTOLEAOEREICL-T, Bt
WNCHE U7 WiEE 217 0. BESHRED L L
TED L, EEREE ERHE BEERER LN
Hohb, ¥ NI HIRETH & &2, WH
73V BROYS R HHETIT).

7 N ENORIREAT) ANV =F Y RZ
EERTIENDH LD, MR Vv=F &l
EL, RZEBOIUIMA H IV =F > 50 umol/
LEZHECL-IV=F 521750,

PRI L A7 v = TEEOHIHI O 72
W, FrYHU—A, AbO=F =) (10~20
mg/kg/day, THPER IR D729 4 HAREE/3
HAKSE, 1 EMIRIE/3 ARKIER LT 5) @
WIkRZITH@. Aty —)v (Fiht: 7
5V — VORREE) 1X, SHETE M) IEF X
FEASEICE CTd o 7243, 2012 4R 12 G 95 70
EWEINEI E o TV D,

NSNS TTPINON

\|
/1

Rk

6 IRRUATIVEBE
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2. OTC XIBED LM BHE Dk

=7 =T MUER R S TR R E N
OTC RIED LUMEBEBEDFRIIAERTH L Z
b DD, FEE L7 B ISR (G
2110, HEMO#EED ZEET20. o772
CHEFEIRD AN T OISR EAT ) 2 &) D
ERPEOSN TS, SRR RmEE -
LA 7% &b 1 MIREEO— AL,
M7 yEe=7, MH7T I BAINEEE1T)
CENEFE L,

3. Blzho>tU2T

CPS-1 RIBHE - ¥ bV VIEE T - 7V F
=7 NI BRIRIE - NAGS KIBJE - B 7 V¥ =
VIMEEE, WAL EIEX CHEiaT 5. OTC
RABELL X N CHEIRT 5. MEEDIIAIC
WEEEH T o) VT ERTH) ZEDEFE L,
KAWREEEE BT 205 K T2 R A I
LCwWild, o FEfmnsdic k2 LA

Wi RECTH 5.

4. Mt

T FRACHEFAIE I L CIFRREA T b D £
N2l o 7219 REHA Z O VEEEEICB T A
o, MEELFRED SEEH T & 2 WIER], &
PR A ) RIIEFIAE 2 51560, bAE
BV TIERIFRBAEA T DL, BIFRERE
BCTwb, bPETIEMEENS N F—E% b2
ENFEAETH D20, FRBHOFIIZI3E
A BE SN ETH L. OTC KIBEDNT O
7D FIERITIFBAOEIG & Z 2 5150

WEEEOET =7 MUEIC & 5 S % i)
ARIZE EDT, TOROZEHEEOFNI A
WBAEAIT) 2 EHEF L\,

TIVF= ) anyBIRETIE, WEEEITH
LEHDPED DO, B S MR
PHETT 256050, FREO®EIGICITEE
LEBPLETH 0.

7 40—7 v Jigst

HEDEOHEIZE, HE - KRN 28
o IR =T ME, 7T B GRSV
IV, 7TNF=ZY, YWYy, FYv Y F
OMDOWIET I /), MNT VAT IF—¥E,
BUN, EMExEMNICF 7L, & &I
I CEHEB O ERZ W 24T 5. @E, HIZ 1\
W25 & MRS EECH DA, 1ih T~
EZTHEDPEE L T AHEIILEEZZOM
R CTE 5.

OTC KIBJER CPS-1 KIBHE T, Ifih 7 > €
= 71X 90 umol/L (150 ug/dL) LUK, 7'V %

2 ¥ 1,000 umol/L LL'F, 7IVF =2 80~150 u
mol/L VLT 2 GHFEMRHEDIREL 5. ZH
FRIZZ) Y G EVHEREN S 20, fE
HEFIZIZ277) ¥ 228 100~150 umol/L 127 % X
INZBET L. T VEET ) A O
FRZABEE T I VOKT 28 S CTn b0
T, ST I VOG- L EET S, M A
VA 25 umol/L Pl EEIRIEE 45
TR IREIICAT) C DT E L,
WHEEHRED A IV oW, KER &b
T5HEHIZEND 5.

DY GOF ]

JRET A 7 VEREEBRZEO TR, Dniicit
RTYFHELTWBO EHMETIC BT 5 EE
R AL E DR AIZAT DN TS Z &8
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BEO—D2>ThtEEZLNSL. L2L, Ik
IBHAZEAE O OTC KA4HS5E, CPS-1 KIBHE TIXFELE
B 7 v, OTC KABFEDOANT U2 B



WY, BIIMICIIEMMELREL, Al
Wb bEIENH L. ETHRILEE L KRB
ERER ORI 7 >~ & = T ER Z OFHi
MEBE L T, BEROKSINTT €=
7 il 360 umol/L (600 ug/dL) %8z % ERFIT
(&, FECHIRTREE 2 5% 3B % D3, DI
KRB MNP R GH L TE 297, —
B ST Y B TIEY 2L Ch, &
JRIZE o THERPICIEFELSEL 2 ENTEN
X, TPERPBHLRIEND S 5.
WAMICBW L7 VF=, v v,
FREEBFT M)A, 72 ZVESERF B Y Y A
HEDFY R, v Uy BRImEL, Ky o5y

¥ SRR

B COBFHEVPLETH LH. AMEHELIC
WEARE L, REEIR I 7 3P4 5- R0 ML g Lo i
BTN D, S HITFRBIOBEIG & 7 HER b
H5bH. TOO, EHEOERE, HEEEOH
[RASLEEE 70 B BEDV R v, 7 = =)Vl
BEF N AR - IWV=F OG5 % ki L
TWRIGEICE, FICHEERSEEIC D L%
AbNh. Tl REHA 7 IVEFEREDLED
TR L 723 a i, BRSSO S EL X
72 DB N EEIPLETH L.

BB, FH27T4ETH L7 EERR O
KB Lo,

1) Brusilow SW, Horwich AL. Urea cycle enzymes. in :
Scriver CR, et al., eds. The Metabolic and Molecular
Bases of Inherited Disease, 8th ed. New York : McGraw—
Hill, 2000 : 1909-1963.

2) Wilcken B : Problems in the management of urea cycle
disorders. Mol Genet Metab 2004 ; 81 (Suppl 1) : S86-
S91.

3) WK, 7 ¥ 7 L~ ZEQFFA 2 38A L7 L
WHIERT AR ) — = 2 SRR OMESLIZ T 5
g, SRS @F AR B A S (R B RS
A BT e 3) T3 23 AR BE S5 2012,

4) Nagata N, Matsuda I, Oyanagi K : Estimated frequency
of urea cycle enzymopathies in Japan. Am J Med Genet
1991 ; 39 © 228-229.

5) Bachmann C : Outcome and survival of 88 patients with
urea cycle disorders : a retrospective evaluation. Eur J
Pediatr 2003 ; 162 : 410-416.

6) Nassogne MC, et al. Urea cycle defects : management
and outcome. J Inherit Metab Dis 2005 : 28 : 407-414.

7) Ausems MG, et al. Asymptomatic and late-onset ornithi-
netranscarbamylase deficiency caused by a A208T muta-
tion : clinical, biochemical and DNA analyses in a four—
generation family. Am J Med Genet 1997 ; 68 - 236-239.

8) Crombez EA, Cederbaum SD : Hyperargininemia due to
liver arginase deficiency. Mol Genet Metab 2005 : 84 -
243-251.

9) Salvi S, et al. Clinical and molecular findings in hyperor-

nithinemia—hyperammonemia— homocitrullinuria syn-
drome. Neurology 2001 : 57 - 911-914.

10) =3 3, mEESCR. WKEY A 7 IVEREE. RN
FE 2009 5 41 (BT © 359-3064.

11) Endo F, et al. Clinical manifestation of inborn errors of
urea cycle and related metabolic disorders during child-
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12) Haeberle J, et al. Suggested guidelines for the diagnosis
and management of urea cycle disorders. Orphanet J
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13) Enns GM, et al. Survival after treatment with phenylace-
tate and benzoate for urea—cycle disorders. N Engl J Med
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14) Rodes M, et al. A new family affected by the syndrome of
hyperornithinaemia, hyperammonaemia and homocitrul-
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15) Morioka D, et al. Current role of liver transplantation for
the treatment of urea cycle disorder - a review of the
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HERIARIY -V ITWMREKBEZEHA RS1 2 2015

AF)UY O VEEINGE

KEBZ

XF)LYOVEEIAE (methylmalonic acidemia ; MMA) (&, XF)LYOZ)L-CoA LI —T
MCM) DSEHETICELST, XAFILXOVEZFUSHET2ERBNBREL, B R—
VRAICHESERBDERZE T DHEETHD. AFIVNOZIL-CoA DRFICEEZZLITRERE
UTIE, (1) MCM IEE (MIM #251000) &, (2) £9 = B,,(DEEL - [FETOIRIY - HixxH
5, MCM OEHEIGEER 7T/ VIVINSZY (ONTY I R) B E COEERMBICBITBES,
RSN TWVD (F1). INS= URHHERIFBRIEEFNTN S CblA~CbIG [CHFBEIN, CbhiA,
CbB (F7 7/ VIIVINTZVERIEIFICEEZETZUT MCM KIEIEEBEDERZET 5D
[CHU, XFFZVERBRICHERXAFIVINSZVOERICHLET 2RBEDEETH D

AR e i
MFRCASTREAN CbIF:LMBRD1
oy /\TRIUY EYrSIICE CbIC:MMACHC
bomug,, ————— NBDSRIR S4AYY—L | CbID:MMADHC
=Bz HEF IVRYAM—=VRICED CblB:MMAB
RPN DERDAT l CbIA:MMAA
. CbIE:MTRR
HRENIRE | opiG:MTR
LMBRD]1
(ERaVRUT)
MMACHC l VUL DR TRE
(TCA EIF&~N)
BIRBEDIRD (S
I MMADHC P
253=)L-CoA MTRR
MAB AT | [MTR
AFIVROVE w mom| | ZF/Vb INSG=Y
TS~ V=2 MMAA WEVATAY
JOCTZIAIL=F Y T~ XFLXOZIL-CoA
(C3)
JOEF=L e
FUvY
3-bROEy W e—e———= JOE#=)L-CoA a- hNERER 4—/
JOES Vg
AFIIT B / / \ \ |
JLRFO-L  FREEEE  BEEEs WUy AV YATAY
BISRR B JOCAVE  AVOAYY

INSZURBEETOET VEE, XF)U~ 0OV BERMEDHHREE

MTR ; XF# ZVEREESR, MTRR | MTR ZEITESR, MCM : XF)UNOZ)L-CoA L9 —1, PCC; FOEF Z)U—CoA
DIVRFVZ—C, [ ] Bk &7 BERHEY, > GEBONTOME, —>  ZYVIVAILZF UDDRER
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CbIC, CbIF [FIREV AT A ENIZHV, BRIREZREICT D (kCbIE, CblG [FAF)LYOVEEIE
HOMREVAFVREZET D). CbID (F, HEDTF MMADHC 7' CbiIC DEESHF MMACHC
([CKBEMZEZIFTICINS I VRBPBEOMIEASE (X I RUPEHCFHRE) OikY
PDFEESTHY, BLTFEEDMUBICLD>T, AFILNOVEBIMEEME/ REY RF VIR
BRI SRERICHNNDY . AHA RSA U TlF, MCM RIESE, CblA, CbIB, BKU CbID D
SHEREVRT A VENZEFEDBVLREZRNRE UTRUIRD. WINDRRBARS ISR
BTHD.

ERIR(CIEHAEIRE, IR EEDICRBEF Y R—VREBFVEZFZIMENER LT
SMNEZRET 20, HEFREEEPRERIELRETREINSERANDHDS. FERTA
ATU—=ZV T D—RB/REETHS.

TS

IUTF AR AECRDHERT AR I U —Z T DHERAZE (1997~2012 F, #WAEER 195 7
AN) [CKBDERNTOEEF 1/11 BATHD. CNEOEA VEIMIED 1/5 BAICRSEET
B2, BELCIRUBENZLLEHFEND [BEER] DM <SEND. KL

D2ERFETIF, AFILVOVBIENENRLDERBABESESRSSINTVLEY.

1. ERARR

O FAERIEY

HHERS AR ) ==V I THEREIND
FERG & 389, Hr A RN o R AT
FO(pE - 20072 &) % —#\iicoRs 2
Ebd 5.
® S2MFAER

MPRRESE - 00 - PV ILA - EGkREE 70
ETEMICHEEL, REETY F—22 -7
M= A BT VEZTIE - BRI - B
PRIME 7% & OMAERE & BT 22187
HFLIC & 2 & o7 AR DIX U F %3k R
&, B - BOEIARRZ B E 2 ) %
FTWIY BN EDO Y — 7 23 5.
@ 1BMETE

FLAVEII A & AR - RAEMEOEM: 7 &

DAL, FRIEE R MEEFEE | RIE )
HNBREBIZ T, A ITET L, R
% & ZRITERDOBEALR A S NS,
WCEMFEMOERZET LI L H 5.

2. FEIERS K OMRAKPRR

ST L2 A VEEA A S FLIBEHIC 2 T
FEYTYR=VR BT VESTIEZR ED
HEL, WAAR - M - FpREE - 5EaR
KT 22 & & FEHR ~ Rl 7 & 2R INAE D EIR
~HERET L. WIEELDED MO SMEE L
MR LT <, FRICRRYE R 7 &) 32 E%
LD T e, Oy bo— VIREERI T
REITHERAR S, GRBEIELET 5.
O MEIRfEE

SEWRBERMTASN, BLICLHITH - 5

N

FIER\ OIS WY

7 AFILYOVEEIMIE
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WA 25, EITREZROLIELH D,
@ X pRfEE
DSR2 LTI O SRR IS
EMEER T VWNANALNS. EMRITIE
fEIRME I 2SI FSIEIR & LT L, BlEE 25
Webdsb BHNEEZHENSGZLbH 5.
SR A e0%EES LT, b L I3t
R DS AR R KA T B AT D 5
BIZX o C, i EB) R 2N
T ENL W,
SMEEEL IR, HLHVIEHL 2 RFER
7 <, RPN ZE AL RS & 4 U AR &
NI L0 H 5.
@ BEMK - IEH
SEFSET - BT L b, AEAIRR
WEm: L R4 W E[a 2 R BE DD 7% e,
&G 7 &R BRI VIR RIEE 235 2
EbLun,
@ BEE
PRANE MR ERS 402 & A BB T A3 AT
L, KEBEARLEIZED ) 5.
® Zfth
DE - BER 7 EOE D & 528, HEIX
(ENR

3. BELLLEAMA

O —HRIR - FRIRE (BBEIFE 4 ICK
3)
SEIICE, AG RO T > F—

VAERFLD, Fh—=T A (80%), BT v

=7 ME (70%), NImERED (50%), K

B (40%) 7 EDFRO SN D, EFLERIIAE R

MmiE73I /b5 2A7 x5 —+% (AST,

ALT) - CK D EA7A%E) T &b 5w

ME0) BEEOER L BEET

1) R#HET> F= 2

- JrAEVEH C HCO;™ <17 mmol/L, FL)E
HILLRE - HCO;~ <22 mmol/L.
- pH<7.3 7*2 AG>15.

52

##) AG=[Na®]-[Cl™ +HCO;"]
(EF#iPH 10~14).

EEORHMET > F—2 A2 (pH<T72, AG
>20) DG, BRERRAH SR E 2 R B .
(2) &7 v E=TIE

- A VR - NH,>200 wg/dL (120 gmol/L).
- FLYBHHLIRE : NH;>100 g/dL (60 mol/L).
1,000 ug/dL % ¥ 2 5% L WEE % £
FT5Z LR
(3) ARIHE © FAefH <45 mg/dL.

I haY ) THTORERRBERR S
V=F YRZIZEY, ZRBICI Par FY
TEEENAE SR

CET vESTIE (REVA 7 VEE)

- EFLERIMAE (TCA [RIE - FFIREH DR E)

ARIEE (EVECBANVEFS T—E -

) IEEY X MVOREEIZ X BHEHED
i)

MHBT 5.

® HRFHIRROERIRE

RIEBIT A DD DG REER T H E L2
@ 2R E LT, MRLICTIREERE F.l
&9 B KRIRERAE O BF 5% WM ERo %
LD T, MRS TIZIRZERAL O
FLEEDSHEIN L T\ 5. Zoft, BNEILK - K
W2 - = PR R T O A - IR
DIEHAL - FERLEBLE - DN &SRR
BEFEPHRE SN TV,

4. ZWOIRYLLE 13 H4FHIRE

O MmAB7VIVABIV=ZFURH* (FUT
LY AE)
SERL2TAEBIIE, TS DN T E B IRR

BEIRPEBE ICARIE L 72354 1S8R D, B 1 AL

DEANRIOAREET LI ENTEL.
TRYFZ VA N=F > (C3) OBEIMAER

HHEND. FFFRMENTRNT & E2RTAT

ReLTa/Qlto b7 %E). Zhbofr

RIZ7o s VEEMAEE B L TALN, R



SR TIREERTE o,

HHER~ AR ) == Dy b+ 71l
(FL#EMH) X C3>3.5 umol/L, C3/C2 . >0.25
EENBYD, T OREEHEIZK SRR TR
AT EIIEETA.
®@ PRABHEEL DT *

W27 EBAE, NS DMRENTE IR
EAEPRB KR L 723580 2BR Y, BB 1 AU
DEHAIBOARETSHIENTE L.

AF~avfiE-3-vrafFyrat v
B - 2 F )7 T U EEOBEERE A # C,
{LEZWDTRETH L. TNHDIH, AT
= VEEDAME 7O Y L BRILE & 3580
FiRTH 5.

@ MEEYZ B, MEBHRKREIRT

AVBROAXAFAZVEE *

R & 7 2 ARSI O, M
EY I VB RZERBEY AT A VIMFED
i 2475 BEFH LTV, ¥¥ IV BKRE
(R D D\ VITIIL - HkREE) PEE S
N, MFERFEIATAVBIPAT =V
IEREEDSIEE CTH AL, MCM KIEJE, CbIA,
CblB, CbID DWFhhtEZ b b, IMAERE
REVATA VMl - AF = REEED
¥4, CblC, CbID, CbIF IZ X% X F <1
CEEEIMEE 2 .

@ BEREMRITE * *

RAGIL ) > 7 SERR K22 5 8 M AE M % A

W BRI E I TR T A% S g,

MUT 512 X %5 MCM KABSE L 2 &
b BUSRICIET T/ 2V aNsg 3 U5
&% 728, CblA, CbIB, CbID % &ir /N
I3 VREEER Y Y I VB RZTIZIER
L &%&2, 8>~10).
® ECTFERMT *

AT~ VRN 25 5 ERG 1134
1247227280, #EIn TR LB - 8
FEZWIC Lo THEZRDAAL ) 2 TOR
HFEFE L LTIT). MCM KIBJEICDWTIE
MUT, CblA i MMAA, CbIB | MMAB, CbID
\¥ MMADHC D% 85T % AT 3 5,

L2 L7Zads s, PR 27 48 10 AETE, R
BN CHEIE T 2 324t 9 2 Atk id
BVONERETH L. BE, EHIZERFE
N H AR BE ST 70 B S i e v 1k R R T
(RS VFARAAZ ) — = TRERIE
BOBIRTA P4 VUE], BHEOEZED
B0 ()| L LT, AR
) — = Y IR R R BEEEICOWTIE,
HET ANV EHCCHEETERELZFZEL T
TAU—F2EV)FHELTo TS, Elfs
RN DOV T AR — L R= I THEF L Tz
& 72\ (http://www.jsiem.com/) .

5. #hlE2

AG FIREDORHMET > F—= 2 - 7 b —
VAR TR, BT RS TIGE - {KLEE

W) IEWHEED MR AR TS X7 A VEE<15 umol/L, %Y % I ¥ Bj,>200 pmol/L
W 2) A DREFDOE & I ¥ BpUntkicow i, BEREENERE RS X OB SMH ORI ARSI RoZt (BH2) %

bR THWS 2 LEDH 5.
11 3) HANEHE TOBRTFERICH S 5 Wi
MUT

46 SEGIDLRICHT 22 T Lo b L, 557 LV (60%) #¥349G>T (E117X), IVS2+5G>A, 1106G>A (R369H),

1481T>A (L494X), 2179C>T (R727X) &9 SHFIOZRTHO LN, BAERIRICL ZEBELRTHL 2 Ls

NTTa YA TIHR SRS T2,
MMAA

LRNPFE SN HANTEBO D B 568 7 L VA3 503delC THo 7= Lt ShTwns?.

MMAB

HANEFIZ E RSN Tnen?,
MMADHC

AAR NG 2013 4E 125 1 BIASB I S et

|

FIER\ OIS WY

7 AFILYOVEEIMIE
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fE - BFLIEME 70 &2k 4 &b - 2
THEIN) B RS, THEOSHEET I
J W~ AERBRAHMREE (7o ¥t CERIl
JE - EEDNVERF T T —BREIE - AF N2
O h= VT Y UREE - A VR ERRILE -
A=TNiuy TIRIERE)ZIILHE LT,
RFEA 7V - 7 b ARRE - A - )
=7 URE - I Ty ) TIFRSER ED
FHEAMEFEIEINIREZRD S 555, R
IR AT - 7 YV V= F Ui E
7213, BEOREHIIHAICEHTE 5.

Yy IYB,RZR, BREVATA VI
iE & ) MR 28T 3 R FEE O $i B
I21%, MiEE s 2V B, MEBLORST T
I RO - MEEERE Y AT A VEEEE
BUETHD.

6. DWIEIAE

OF =
1) SRR - BMhETR
(1) 2. EERERSB X OCHETR] oEEO
IBEA%RLLEL 1 2DUERDHD,
(2) T4. ZWOWRIME 72 2HEHHAE ] D) B
MR V)V =F ¥ A SBEtED%4 .
2) FEAE GFFERIYRARIVU—ZVJE
la=1:5)]
[4. BWIORI L 7 2455 MAE] O b,
M7 VB =F ¥ skt D4
® HEEZHR
DIz T, T4 ZWORIE % 2 55
1D 9 L@ THREMAT A S g,
AF =0 VERIEDEEZH L 5.
#50) FHE 2> TwAREIESE (MCM K
{HJE, CblA, CblB, CblD) DREFEIZIE, B
FGHHE & BE TR ASUETH 5.

NERNARI U=V I TRONIZES

1. FEEHA

HHERB<TAAZ ) —= 2 7 TAHRKIMN C3 - C3/C2 b LA %R - M IREIE, A Fv~n v
FRIMJE F 7213 70 ¥ VBRIE DO W REMEDSH 5. —fdt CGRAGIN, —Afb#igt) 12z,
MyE, MyEH A, 7rE=7, ALK, P77 b oE5HE, BIOMELE Y I ¥ B - Mm%
WAREZATA Y BEIUAT = BERNEL, RAPGHERRSIT - BERIEME L SR T

L BHMEEBWZAT) .

ZHTHEE X C DX

MR OMERAHH CRBREORE RS RERAPHIUL, AREREH L L THEEmRE

DTV FEEZRDRVIGEE, Sk
AR - AR T R I3 5 6 |2 SR % -
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MMA
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=
AU
ce4
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=
®

10 15 20 25 30 35 40 45 50
@AFIVYOVEEINE : E9=Y B, (CblA)

MMA 619.0uM/mmol Cre
MC 73.1

MMA 222.5uM/mmol Cre
MC 46.2

MMA 3320.6uM/mmol Cre
MC 433.7

MMA 24.1 M/mmol Cre
MC 28.8
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SHEERDEE CRFELEDEBG

O EYEE
1) E¥=2 B oAk

RAPEHEBR ST TILFEZW SN, O E Y IV BREVHESHIUL, EF 3 ¥ B Ut
AFNVYE VBIEOWREMAEREL T, e FOFVIaNIIv% -7 /aANF3I 0% - 3
NT IR (B A anN—=L® 7)) oOwFnroOWk (10mg/day) ZFET 420. ¥
5 3V BOBERIUZ IR T OMBRICL LRANDH 0, #5558 L 725 R0 s
PESNLEDLITTRIEVWI L ICEET 5.

BGRIRDMAR T 2 VA IV =F 25587 - IREERERGITHTRIC L o T, IROFEL HET
% (F2). %8, SHFERHEOHEILH 14 ISFELVOTSEIZSNZ, BRERIE - &
RFRCTang I VREEETH L 2 LDMHELZERTD, EERL NV TEREIEON
BWIBEELH LI LPHMESINTBY, EEYET .

BEFMEMERE - IRPARBEON CTE Y 2 ¥ Bl S 2 TidRVEAEDL, 28 (12
mg/day) TOMNRMHEIZAATD L O.

2) L-AIL=F VHER
“L—- A1 Vv=F Pk (50~150 mg/kg/day 53 3)

(T VF >~ FRPHATEL0% * £721 3TV /v > FF®%E ) O

Mg (F 7213 AHIM) HEEE S V=5 % 50 umol/L DL 12 R,
@ BEEE

CBEOHRY 87 HIR  1.5~2.0g/kg/day O

Y% IV Bk 5 L BIEEAEAE S N WIEEIE, RIEET IV BOBAM BT 5720,
BAR—HERABILIA VAL Sy - N v - AFF = - ALF = - 7Y T VBRERTL
(BHIS-22) 2B LT, BED Y /X7 BEHIR A AT 5. MERITEEICIE Ui R w
L ks ToE 6 B 0 A 2 B E AT )
® sick day DX O

EPIEZ LI X AEAAR - AR TEICIZRO ICEREE2 22 88, LEIZL) 7L
I — AR A FERT A5 2 & T, BALTTEE HIH L 2 REAE L B <

SR CRA L 1258 0BK

1. BESH O EBTLLEN D L. P T V7
W= F T - IR EER T & O RIS
REBOMIFNE, PR~ AR 7)) —= Wiz e 058, DN D X9 HiBER G 5.
T OERHNCBEFREMOERT 23 5. —
5, FLURHILIRE B SE 5 4 B R RERFIC D
WL, iR~ 2AZAZ ) == ST TLY 2. RIHOBRSA
FRTEBWEEZLNTRY, HERTAA 3D DA FEBRAHIREE & Ffk, Bk
)=V TTREDR L oRTY, REE TEHOFHHIZOWTHAEEZIT .




(1) ifeksts CEMEImN, —#eAE bsm).

(2) ke, MEH A, 7TEZT, FLEE - €
YR, BERERRREEE, B b AR - b
[N

(3) ARt - 7 b 1K, pH.

(4) Wi{EIEA  BHES CT - MRL

3. RMOBEEGE (1 AH=
RIS (0.2) B3R

T2 942 LT, Trooilkz mia

5.

O KEBOREL (EELER) O

(1) &EHE L ANTHRA (BETHND)

(2) FAYEIRL — b DR

MR LR L DB IR OV — N IS % 7%
A SHERIR R RBRE IR 12D 70\,
FEIROV — b REIR DSR2 35 6 2B Bls 72 &
B OHIWr CREE 2 EIRT 5.
(3) WENZ LD AL S UIMEZ MRS 5.
(4) LEIB U CTAEBARKEZRS L TLw
A, BRSO RVENICT A,
7oL, ABAENAKES O DI BT
PR 2 HE LIZ L 2w
(5) TZWroIAE 1R L 72 B RASTE B % 321
T 5. BRI TRET 5.

@ ELTTEDFH O
HAGI T, FHZAHET > F—2 A1

AL ARNVOET v EZTIMEEEEED 7260

& o8y BEE % 0.5~1.0 g/kg/day IZHIFR L,

ks w8 BAGICE 57 3 BB B O JTiE %

T a720tT5%00) —HRPLETH .

(1) #ife L, FOEIRELERO D 2, 10%

PLED 7 v a— 2 % & el T 80 keal /kg/
day UL b b)) —ifa 2 ffERe 3 5. 169
BfG 2 O 1A% 1L 120~200 mg/dL % HiZE &
T5.

R0 VI —RAOH5IEI b3y Y TR
T IREEANDOEMT & 7% > T FLERIMAE % FEAL
SHLIELHY, BEHGIIIEESLE
ThH5b.

(2) mIfpE (HreE)2 >280 mg/dL, iz EHA L
FE>180 mg/dL) % FAH A, HEYH
A YA Y OFFi G R HGET 5. 4 2 A
) v OB TRILEE & R A1, S
I—-AHEGRAR LN T 5. EHEH
BRBFALFIDSER T REZ: &, I XY BtG
LT&w,

@ RKHMEE7 Y F—2 ADMFHIE O

BT ¥ F— 2 ADEEOY A (L REE T
MU AEEICEBMIEL TS . MEERA LR
WA G % Y #ESE729) 2 ThB pH<I2 THI
X, REEARFET M)A (A48 0% 833mEq/
L) BEX0.1 mL/kg (=half correct) % 10 432l
P CHENET 5. HAEfEIX pH>7.2, pCO,>20
mmHg, HCO;” >10mEq/L & L, &% o7z
LRI 4. gGE L R Uit
WEEAT ) LED D 5.
@L-AL=FoE50

HHEEEOPEIMEEICEER L-7 v =F (=
VA1 VF v FROEHE 1,000 mg ) 50~ 100 mg/
kg/[Al x 3 [Al/day & 53 5.

R BRI S EMH IS N W AR WS, ATET
WHRH L-# Vv =5 > (T v F >~ FE® N
10% * £ 7213V )V F >~ FE®$E ) 100~150
mg/kg/day 53 %,
®KBEEEY=Z VRS0

ZFOMOEFEAEMEY ¥ 3 2 H D B Wik ER
Po¥G e G T A ¢
CFTIV (B RV wEE, TUFI

F® = PIAlk) 100~200 mg/day
R TITEY (EAT—E® w#E NAFK

>® % NHR) 100~200 mg/day

B IV C(TAINE VFE® sk EE, S —

L@ s NAR) 500~3,000 mg/day
CEEF Y (BT s EHET IR 5~

10 mg/day
ST VAL L QIO A F O PR 10~
50 mg/day
-¥¥IYBp Fid

Y5 3 BpIGtE A F v~ v ERIE O]
REMEICH LT, e FafxvansIysxf/

|
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37/ anNs3Ivsk (EZ AT 0% %) [~
10 mg/day % FHET 5.

AFN=O Y RIEDZWPHE LS, ©
¥ IV BT d 5. Y I 2B,
SUGTEZ BE 5 5EMfi 12 25D TRk -tk 2 )
W4 5.
® MBRHFLEEO

VLo % 2~3 K47 o T O AT ¥
F=Y ADUE L WIS, HANIEET v E
=7 MYEDCGEEMEMANZ L (T 2% 50 ug/dL

Ko &% %) HBa1d, BETMERLEE
*ERT HLEND L. HREB X OiE R~
LA RN FE T 2 B OIGERBIEE~ O B DA 72
EH5, FREIMGENT (CHD) F 72 FEheIig
A #ENT (CHDF) A E—@ERE 2 ->TED,
FEHE T RE 75 125 IR R S Mt e~ R0 A L% 97 % &
ENEETH L, JEEENT RIS B 720,
Wk FE CIEMZET a0 0L 2 15%
WA DA, HESEL Ao, S I IS XD
Thb.

B OEE

1. BBFA

O BAY VINODHIRE O

(1) 2P AATTE L C& 725, HEBMLG
5 24~36 B LLNIC 7 3/ MR HLH] o B
% 0.5 g/kg/day > HFIEL, 0.8~1.0 g/kg/
day % HAZ 45,

(2) FECHEEL - RS RAEDTTREIC R AUTHRERL -
FHMEAGIL AR E~EHLC, HkY ~
87 {8 0.5 g/kg/day 2 H B L, 1.0~
1.5 g/kg/day F Cilfitd3 2.

(3) 4Ffhi & AAKIIE U7 B A 1) — OELR-IC
BohL, ha)—BLOY X7 BEORE
g, AvafL Ty N Y AFF =
YAV F DY - Z) v U BEERIL (A
S-22), ¥ v 87 BEFIL (FHIS-23), %
IEHE BRI ) ) &) K (MCT)
& THID .

(4) HERY vy b S0 2 fbEfy v8
7 HENEO BRE, LB 2.0 g/kg/day,
BB 1.5~1.8 g/kg/day, FEILIFE 1.0~
1.5g/kg/day TH 5. WHT I /WK Z,
oA voAd v VBEOT (<25 umol/
L) ICEET 5.

(5) MBHEROBIC) 1) — AR ITITRE R
ABETO 7V 3 — AW 2TV, LD
U L e WIGAIE, B a0 — A B
T5.
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@ BEExR0

HIEOA M X 5 FROEMIIEZ ST
WRWAH, I OSSR EE TILABE R Eik
BRRT EDFRO LN T B, FRIZHLEEIT
(IR I B R e E TS,

2. FhEk

@ L-AIL=F VR
s L-# )V =F PR 1 50~150 mg/kg/day 430
(B4 - TV A VT~ FRCRHIE 10% * %
72lZ TV A VT~ FEO5E )
ME (F721EAHKIM) Bl V=T V=%
50 umol/L Pl FIZERD.
@ BERFROTOEA > EEOHNH
PR 3 T, BEWFRE P O S PR O 5
W&o, BElE - 7o S VER - BEERE IZ LD
&L EMEOEBRGESEAE S NS, b
D) HTaEF YERITEFEIFEAE IR, (13
T RO T 71 EF = V-CoA— X F )L
< H = )V-CoA— A7 ¥ = )V-CoA % # T TCA
FIEE~AD, o O EEER A O BT A R R~
ATTNVI—Abnd, FEZZTOVF VEEE
HERE N7 704 TRAET, KATZHEA MY
TV NBRRWERNE S T AGTEEREEE (T A
ML hav A RERE) BHITHNR, AREE
OPFEL LT, BETOTO S VA
B WIXOHHISEHTH 5.



1) XhO=Z4Y—ILABR

A=Y= VAR (Fsg 77 Y= L®

72 ) 10 mg/keg/day 77 3 O

i BB Ik oo 720 4 HARSE/3 HAKEE, 1
W IREE /3 EMARE: &85 R E
e EORWERIMBLICER L TS 5.

DYETORBEAIZES (BN IEF A
JEZIR H LTV 7223, 2012 4R ISEISAE BN O A
HIHEEDTHN, KOS HEEASEN D%
GAKRENT V5,

2) S7vO—AAER

T rvua— ANk (Bms: E=7v 7% %

7 &) 0.5~2mL/kg/day 573 @

AT S & o TR S U CTHIBR A VR VPR
AU pH MR T 9 2465, Toed ViR
AW - T BT EAROREIH S NG,

FEHy - REICRA 78T, BARA ST
IQVN
® E¥=XY B ANlk

Y% 32 B O RUBTEDFRO & 7 FEBIIZ
DWTIE, E¥ I UBLEAE LT, v RFoF

VANT I Yk - T ANT I Uk - ONT
IR (B4 A anN—L® x4 L) ong
2 10~40 mg/day = AR X & 5 0.

Yy 3V BN ERRE SN TV WiE
b, 1~2mg/day TG L TATH LvD.

3. it - BB

BLIZEE D FEAEG] % O 2 AR R AR S 1)
DR TS L ofI TR E, AW
ERfl, $Ex - ABROKRIEZ A 7% & QOL
DAL 225, BAER O ZPEAEHA 4% T
TERLHEAT 72 EOIEBIH B 510

BB T X RIAEFFIC BT R ERZ
FED—2T, R & o Tafkm A8
YO =V HEEE L b BRI AT L
KIEAREIZED 9 5. BT A
SRR TH Y, B HMHE X 72 IR R
B #IRES N L. FHMBHEIERERIZIE 0O
BREREIR D F L Yk LAEHIOWED D 517

7 #0—7 vy Tiat

1. — i & REZNHL O

FREGRICL VAEREREIARZ 228w E

IEET 5.

(1) && - kEE

(2) Mgty (Ffk 3~4 K CHRIM)
CARATRIRE IR 1 RPLL, KREDZE
ETIUIRAL 3 2 FI12 1 3T .
AT A5 Ar, IfAE, b Uk, TV
=7, TIVT IV, T I EBROT
M T 3 VAV =5 ¥ 450, KM LT
%, — 7% M AL AR A TH E
S TIIVT I Y REOYEIE Y Vs IR
B ZEZET 5.
T UEZT EEOEEE Y 37
B ZZET 5.

CIEET I VAT A v a4y - AT
F=v - ALt =r N YOERELE
HiEE§ 5.
AvuaA T YOERTISEET S,
ST VAT U TaEF 2L
HN=F > (C3) DHBEZITMT L L
L2, RSNV ZF U REZDOEEIZD
W, EEE V=T > (C0) TEHIYT 5.
(3) FRHA BEER AT
AR LIS U TT Y .
CFHEE  AF VI T UEE - AF VYT
~ R,
(4) Zofh
BB IR 2 &, SEEINRE IR T B
BHHHIZOWTYH, HEE - AFEI- 5
RESE 1A CEERIE - 5T 5.
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2. S

(3) MBARAE (TADAGOREE) 1 1 [/ 4EAEREE
(4) EBFRAERTAN - Mg EOH HYAd, F

(1) Z&#EMA - 1 ml/4EAE0E W2 b OB - VESEIRE - SREEEL
(2) BHIFMRI (MRS) : 1 [l/1~3 4F, EDORADLIETH 5.
PYN:[DE

1. BERAOM:

JFRHE % 2\ - BE TR AEROSER ¥ /8
7 B AEEO R ESBIESNTW B0, 20
L) REBRO—ERIZT ¥ F— ¥ A5E1ER KMk
ERREDOHBEIRE SN WD, Zok)%
B S, FFRBMEERS D &, RAM L &H
BEOHEEE SN,

2. BUA
TN —=EELE L5 SRl E BT

FRELDRT VI s, KB ORESIC
Lo TIFAMEDfERE ).

3. &)

W OEINIAFFELDOFHH & %2 h 5 <
O WHIPHIZ L DL LEND L.

4. W - HE

THEZOIAR - HEOMEENL, PN
SIRAICHEZTEY, REDLE2—"¥|2kh

W SRR

X, R 17 B 13 BT HEEICE > TW A, fF
ROBERZERIZRESNTBLT, Mok
FELBUCRBIFEENTEY, EELEHD
TTHEEEZELZLETREEZONS.

5. BA%

R BITEBUEAETEOFRELE) 720, K
WALEBITIIEAREICED 9 2 BRI 255
A7 E 72 5.

6. EEREDRE

REBOREBE L, ZEON V=T AR
HEIE Lo, EHamd, FRARREOIF
B, ARy Ny EROBALRE, A
Db BEOL R R RN L,. —T, KE
L 7R CREfERICEEZE T 5 01E, REHIC
EoTHES BRI ETIER L, ARIIZT &k
THARBEREIAZ RS ZToNE L9, B
DA A E S EE Nz,

D EOBEE 2T, 27T R L) 7
WZHREHER O GRE L o7z,

1) Coelho D, et al. Gene identification for the cblD defect of
vitamin B, metabolism. N Engl J Med 2008 : 358 :
1454-1464.

2) IR, & ¥ T LAY ASOFHM2EA L7 L
WHTER~Y AR ) — = 2 SRHIOELICE T 5
Wioe. [EAT R AR EHiB S OLE Rk
WA BT SE J036) P 24 4F FEHUE . 2013,

3) EMINER. AREERAHREEOSERE. Pk 1
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AEEIZ R AR ZE . 2000.

4) Tanpalboon P. Methylmalonic acidemia (MMA). Mol
Genet Metab 2005 : 85 : 2-6.

5) Radmanesh A, et al. Methylmalonic acidemia : brain
imaging findings in 52 children and a review of the liter-
ature. Pediatr Radiol 2008 : 38 - 1054-1061.

6) Figk I vy R EMIEERE (). ¥ 7o~
AT E D 2 ) LW SR OGRS, Rk



7)

9)

10)

12)

IOV 7 15 2006 ;42 (B1) : 31.

Refsum H, et al. Facts and recommendations about total
homocysteine determinations -
Chem 2004 ; 50 : 3-32.

an expert opinion. Clin

Kikuchi M, et al. Assay of methylmalonyl CoA mutase
with high—performance liquid chromatography. Clin
Chim Acta 1989 ; 184 : 307-314.

Marinero B, et al. Methylmalonic acidaemia - examina-
tion of genotype and biochemical data in 32 patients
belonging to mut, cblA or cblB complementation group.
J Inherit Metab Dis 2008 ; 31 : 55-66.

Parini R, et al. Severe neonatal metabolic decompensa-
tion in methylmalonic acidemia caused by cblD defect.
JIMD Rep 2013 & 11 : 133-137.

Sakamoto O, et al. Mutation and haplotype analyses of
the MUT gene in Japanese patients with methylmalonic
acidemia. ] Hum Genet 2007 © 52 : 48-55.

Yang X, et al. Mutation analysis of the MMAA and
MMAB genes in Japanese patients with vitamin B12-
responsive methylmalonic acidemia - identification of a
prevalent MMAA mutation. Mol Genet Metab 2004 ;

SEX

18)

82 1 329-333.

Hara K, et al. An infantile case of vitamin B ,~responsive
methylmalonic acidemia missed in newborn scereening
and diagnosed after presenting metabolic crisis. J Inherit
Metab Dis 2013 ; 36 - S173.

Fowler B1, Leonard JV, Baumgartner MR. Causes of and
diagnostic approach to methylmalonic acidurias. J Inherit
Metab Dis 2008 : 31 - 350-360.

Morioka D, et al. Efficacy of living donor liver transplan-
tation for patients with methylmalonic acidemia. Am J
Transplant 2007 ; 7 © 2782-2787.

Kasahara M, et al. Current role of liver transplantation for
methylmalonic acidemia : a review of the literature.
Pediatr Transplant 2006 : 10 - 943-947.

Morath MA, Horster F, Sauer SW. Renal dysfunction in
methylmalonic acidurias : review for the pediatric

nephrologist. Pediatr Nephrol 2013 : 28 : 227-235.

Raval DB, et al. Methylmalonic acidemia (MMA) in
pregnancy - a case series and literature review. J Inherit
Metab Dis 2015 + 38 : 839-846.

BRI ENIZ OV TR, DIFOE SR L 7.

CHRBR I OV RRRERERAR

(). ¥ vFax
AN E D T ) F LK SR B o E RS, Bk
IV 1EHL 2006 ;42 1 28-53.

- Chapman KA, et al. Acute management of propionic aci-

demia. Mol Genet Metab 2012 ; 105 : 16-25.

+ Sutton VR, et al. Chronic management and health super-

vision of individuals with propionic acidemia. Mol Genet
Metab 2012 : 105 - 26-33.
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of patients with isolated methylmalonic acidurias in
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MERIYZAZRIU—ZY TRRIRBEFLZEAA RS 1> 2015

g FOES VR

KEBZ

BREDIERZET 2ERBULMETHERTHSD (K1).
FOEZ Z)L-CoA DHFICESZEEICTREE LTI,

(2) PCC DHBERTHDEFF OREIES,

7O VBEIMAE (propionic acidemia ; PA) (&, ’OEZA Z)L-CoA ALRFIZ—T (PCC)
DEHETICK-T, TOEFT VBZFUDHET HEREBNIEREL,

KBTS R— 2 (S

(1) PCC RIBAE (OMIM #606054),
(3) EAF & pcCc DFRYIVINT DHBES

-_—
———
—

| ZOr#=)L-CoA

~
-~
-
-—

-
-~

EIME T 2R CHDRONIRF Y S—PEmMEEER (HCS) NEBEND 2D, EFFH{#H
B, HCS MIBEIFEGNIVRFYS—EREE (p.97388) EUTHRETDH, AZHE
#TIF PCC RABIEICDWVWTEII IR S.
HAVY(C(F, AR, FIMBESBICREM 7Y R—YXEF7 VEZPMENETLUR
N
T SEARARES AVOAYY B ERD
A=Y JOCT Vg
AFFZY
3;2\ 50% /45%
f | / . Eﬁfﬁ}@f% AFIOT VB

cr>y EREEED)
JOEA=ILAIL=F(C3)
AN
[ XF)L~O=)L-CoA |----ji”1j<fjfﬁi———-> XFROVE
FF /YNNG
CbIA I »( TCA
KCblB 253 =)L-CoA | B2 J
CbID
xF)aNs=yv CblE CbIC | poy=>mBie
AFAFZVERICES) cpig cbiF | (QN\S=Y)

AFIVROVEME, OEF »ERMEDHRHEHRE

PCC : ’OEA Z)L-CoA NILIRF VT —T, MCM : XF)LNOZ)L-CoA L
RHBEY, > BEBOITOMRE, —»  P7YVIVAHILZF VDR DIE

g—8, [ ]:Bx 5788
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MERERREIRZEFRIE T 21, RFEELEPREMELGRE THEESN D ERADEFETD. I
IBYARITY =2V T D—RERKETHD.

TS

FHERVYRARIU—ZVJHEBIE (1997~2012 F, #i8EE 195 AA) [CLKBDERTORE
EBBERT (S 45,000 AIC 1 A&, BHEECEBINGEY. LHLIORNMICE, mHEENZLL
EEZOSNTVD [BREET| NS <SFENTBY, I b7V R—=Y ARIED K DIREEIRAER
BEFIET D PA DFESAE(E 40 AAIC 1 AESNTVEY . RERZHBHDOLERETIE, B

BAHEBECEIAFILIOVBIENROEEENSL,

INTLBY.

RNTTOEF VEMENT L&

MDA

1. ERARR

O FAERIEY

HHERST AR ) ==V I THEREIND i
FERG & 389, HrA RN o JRRE R AT
R (RIAE - M7 &) % —lmPEIloRd 2
Lbd 5.
® 2MFAER

IR - 0P - Bk E e & CTakic
SEL, 7Y F—Y 2 -7 b= 2 -
&7 vE=TME - RIS - S FLERIAE 7 &
DOMERE* 2T HEA T, WAL
N AMOIE L HHAER e, K-
R R 22 EAEE L 20 ) T WAL R
HICBIEDE— 7 23d 5.
@ 1BMETE

FLA IR D & O BB - FAEMHNE: 7 &
RBDH SN, FRREE I ERFHE IR T
PHNDIEB 25T, HaITETL, R
Yelp &% TR IEIRDEALS A SN D . R
HFICAMSERDOERTETL2 b5 5.
@ REERY
UTOEMEOWTNPIELT L 0%ET

(1) PCCOpY T2y b2a—-FT5
PCCB @ Y435C R D R EHAE

(2) RSO 70 ¥ v BRILAE B E T, B
ARV =F U RZD R WIREE (G
BE7 )V =F > >20 umol/L) T, I (I
) Tut VA N=F VIRED6
umol/L LT TH A4, 7272L, b
PaRBEET S PV AERELL L
Wb, HHWE, KIE &7 E=
7 IMAE 7% & DERIRIA R % 7O T
LA, TO&MEEE LR

REERNL, B AT MEE)5E D R

HERADT, BEELT Y K- ARIER BIE

LaWwWEEZLNTWED, EMTHRICEAL

TRIZETYADPATHTHY, AHTH .

2. FERERS LOWHKARRY

MRV AE R 2 & ZLR I 225 C
EEORBET Y F—V A - w7 BT
FEZR S L, WAAR - MR, g
EHEERIK T 2 S S IR~ BER &AM
JINAE DIEIR~HEIR 3~ 5. WIFEHELLRE B A

(o)

EERVNrOY

8 FOEZF VBEME
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SPEMEAZR DR LT, FFICRIYERE
RENEEE D EDS . oy ba— )L
RS TITREITIEIR RS &, S IERFEE D
BIES 2. DL ISR LR O SSAESEEE 13,
AR~ ARAZ ) == I THEIENFE L
7270 SV BRIE S OSSR TdH 5.
@ FIRfEE

SUBERMTEOLN, BHIZLTR
(35%) - B x 2T 5. EIFHZFRD 5
TELH B,
@ HRRER

SEFER R, BMEAEITE O SRR
BEHEECTVRANRD NS, ST
AR (35%) 2SWIESAERE LT <,
BFiE (12%) L2556 55. TWILA
(12%) FIERIFRET 2 Bk Er o, 2k
BIE L B SN B L b H 5.

¥, ABREAEOBEEL LT, b L
AT R DYBMER I PR R R 13T
REIZ L 5T, i AEHnEE) %R %
ET5Z 0% Q5 RLEDORERTT,
1Q<70 D5 72 381 EEE DT 76%, 1Q 70~
84 DR—5"—F 4 v DFEREN 16%) .
SVEMEL I, B D VIZEHS 2 RFER
7 <, MR EALRZE (BEMRZE) %
EUTAMEES VST L2 030 5.
@ BEARR - Bt

SEFER, BEETRE S, SETRR
(59%) Wam: L9 \WE\ (47%) %nd8E
B\, YT & R EE L WIS E R
B335,
@ EE

BOICEEETICED 5N, OHE
(6%) RN FEHET 5. LA IEIRE]
FERTIT )7 OFESBD SNDH, £ Ik
RELOHE S L CHRIET 5. ANERIE, QTR
BoOMER (QT ERIEMEE 17%), TIHERIR 2
ENRRD NG,
® BNl
GRS X 2 PLmERED (6%), &5\
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ZIFHREREA (11%), &l (89%), /IR
WY (22%) #BODLENHD.

® fRiRER
FEMZSEDEN, &5\ I3 EEEAEREED

ISR <, HMERMESET L2 &
5.

@ Z At
BEROMED H DA, HEIIEY (6%).

3. BELESHRAMR

O —fRIMR - RIEE
S, T2 Fry THAEOK
T R=2RAFIFLD, FE—V R, &
7 UEZTUSE (93%Y), FImEkigd, AR
Bz EARRD NG, FEILERIE R ML 7 2
J N7 AT7x25—F (AST, ALT)- 7 L7
ForvFF—EoLHEEZEHIZ LN
ME0) BEEOER L BERT
(1) R#ET> F— 2
- HAERE  HCO;” <17 mmol/L, $L)2
HILIBE © HCO; ™ <22 mmol/L.
- pH<7.3 %*2 AG>15.
#) AG=[Na*]-[Cl” +HCO; ] (IE
HHIHE 10~14).
EEOR#MMET Y F—2 2 (pH<T2, AG
>20) DYh, AHEERAHREEL R B .
() B7 vE=TIE
- A JEHA : NH;>200 g/dL(120 umol /L) .
- FLYBHALIEE - NH;>100 ug/dL(60 tmol/L).
© 1,000 ug/dL % #8 2 5% LW EE % £
SRR s R A
(3) MK : FLHEE <45 mg/dL.
I by N THTOREEREEERR
HIV=F VRZICED, ZRMIZI b
YR TEEENE U SR
CET VEZTIME(RFEY A 7 IVEE)
- FFLERIMAE (TCA 118 - MPIR SR D BiE )
ARIAE (VYU BALEREFY T —
) TR ¥ MVOBEEIZ X DR



HrA: o)

AT 5.
@ HPIEHERDERIZEY

RIRUI DV DD HBEERCH B E IS
B¢ B R E LT, MRILICCTHREERZ duls
& T B RMBEERZDORT G (FHERRE) »
TEIPEICERD SN L. F O, BRI LD IRIE,
WS, KINZEHE, MEFPHSCEE TOH
B, WMEOIFEE, DRI R &% %
B ASEE X N TWwWD . MRS TIIRZELS
MOFLEEREN, WK TOTI VY IV, T
¥ I VEROMINDROLN5.

4. ZHORLL 13 5 RE

O mEBP7VIVAIV=ZF % (FUT

L ZE)

W27 SEBAE, T OSBRAEDTE B IRRE
RERI ISR L 7235 81CR Y, B 1 Ao
EH1HOARET L ENTES.

T F VA NV=F > (C3) OLAIE
HDHND. FFFRME TRV & EZRIHT
RelLTa/QQio LA . Znb o
g A F v ~u YRR & el L TA S 1,
ARGHT 72T TR T & 2w,
fisd) R~ AR ) == sy M

7ME (FE¥EfE) (X C3>3.5 umol/L, C3/C2

H>025 £ 592, ZOREEMHEIZE A

7)==V IR CETRRL I LICER

5.
® PRABHEEL DT *

SR 27 AEBAE, SNHRAEDTTE SRR
FERERIIAE L 723581 R D, BB 1 A2
SHIBOARET LI ENTE S,

AFINVI TV 3-e Fuddrus v
g, Juvt=)r) vk EOPREEmA
BT, (LB TH L. I nH0
BRI A )V~ 0 v BRINSE & @O R T
HDHH, TUEF VERIFETIEAFV~H ~
OB IR ey (R1).

@ BEREMRIE * *

KAGIMY) > 7 SERR0HE 22 B2 I8 Hi e Al D 8
I & B PCC EESEG PEI E TIRT 25728
LI 7o ¥t VRIE L ES NG, 7
0 ok v ERIE O B E i, Ml PCC i
IXIEH D 5% K AT T2 DA TH 5.
@ EICTFHRMT *

PCClE, S ba»NY7~ MYy o ALK
ETAHHET, 2200722y (a¥ 7
2=y b, BHTI=V ) oL EEEL
THb. ZD0, PADENEETZa Y7
2=y FEa— K35 PccA (MIM 232000)
YTy N2 a2— K35 PCCB (MIM
232050) THY, Z02 ODBEET VT
DREFIZL Y 7O LRI % 5SS 5.
PCCA 1% 13q32 12, PCCB 1% 3q13.3-q22 125
T 5.

L2 LS, R 27 4F 10 B BAE, PRI S

1) HARANEHE TOBRFERICHS 2 Wi
PCCA

HAN G EROZERICHT 2mE2 T LD L, &30 7LD B 923-924insT Z#AH330% (9/30), R339Q ZEH#AHT17%

(5/30), IVSI8-6C>G ZEREAT10% (3/30) THL &b,

PCCB

HANISHEFMOERICH T 2HEE2 L0 L, 4230 7TLIVO ) H RAIOW Z520530% (9/30), T4281 Z5#0527% (8/

30), A153P ZE#A313% (4/30) TH L % 7210,

—7)i T, HAANZ 1/865 ADHIET PCCB O YA35C AR ZH L T2 L MG ENTEY, Y435C BRO K EHAHITH R

F#91/30,000 AOHESRTROLND L ENTWV 5.

COIERS, HRATODY Y FARA A7) —= Y 7Ol TTa

Yok VRRIMAEDS 45 7T AIC T AEABENCH L TIER IS WEE TRD SN L HEIE, Y435C ZRVPL Vb EZ LN Tw
29, ZHUFEEVT LVEIEIC b 2 0b 53, A 2 B PESAE B2 Y435C R B HARIZAM ST v, F72, Y435C
ERLEDOWENLRE S OBENT T GHROBRINEREE IOV TIEIANTH L. CNOLOHEH,S, Y435C L5

13, BELEBICHEL T2 0EEILND.

EERNMOY | @
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BN C B (R & 1R 9 2 ARk 1 2
WODEFETH L. BE, ENHIEREEA
H AR [ 5 10T 7% B S R v M e R Bt 3k
[HERY O F AR AR ) — =V TR G5
BOBERTA ¥4 VUE], BHEOE 2 ED
2005 (REH)] L LT, ~AZ
) — = Y ISR R EREICOWTIE,
BET SRV W CHEETERYFEZEL T
THU—=FLEV)FERToTD. Elf
RIIZOWT R =L R=T THERL TV
%72\ (http://www.jsiem.com/) .

5. shlZHn

(1) AF N ~u v ERIE
(2) ¥4 F U RZHE
(3) BEHINKF Y T — B RIBRE

6. DWIEIAE

OF =
1) SEFAED, 1BMhETE
(1) T2, FEFERB X OHFEFRR] omEE®
AL L 12U ERHD,
(2) T4, BWIOWIE 72 25 HGAE] DI 5
MHET 2V IV =F 2 Dbt D4
2) REE (FERIYARIU—ZVIfE
BlZZ0)
[4. BWIORIME 7 25585 MA] 09 5,
M7 2N AV =F RGO EE .
® HEEZHR
DI AT, REPERERERAT CHREERIFT R
MAESNIUE, TH Y v BRI DM EZ W
5. RPEEERS T CHREEET A+
IR, BERIGN, BT CREE
WP LELLELH 5.

NERNARIU—_V I TRONIZES

1. HEEZHT

FHERY AR ) == FTAHRIMF O C3 B LU C3/C2 Lo L7 %2 B /- EiEikplix, 2
Fovxua YERIE, 78 Y4 CBRIGED TS 5. — ekt (R, —#A bs i)
Wz, Mg, mEA A, 7rE=7, FLEE s b oRSEEEIE L, IREPEEERGT E
119, LEIS U TEFRGEHNE, BEFHITIC X 5MHEZH 21T .

SZHNHEE K T OXI

M E O MEIREHE TREEEORE LR TREMAFH UL, AREHE L THERE

ZHEDO TV, BEFTAPRO SN2V,

BIFHE T TO—RIEE L LT, BidEk

EWEBEHFAAR - AERETRICIIESL > ICEREE 22235 L) IHERLTB0.

PHEERDEE (RFEEDS

O EWiaE

- L-# )V =F ~ Wk 50~150 mg/kg/day %3 3)
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(T)VH)VF » FFPHIBE 10% %, 7213V h V7~ FR%e+) O
M (F720EAHRM) BHEH L =F ~EE % 50 umol/L L 2R
@ BEELZO

CBEOHRS X7 HIBE ¢ 1.5~2.0 g/kg/day

HIERT X/ OB 2R T 5700, HARL—BKFRAHILICA vaf>y - N) v - 25
F=v AV F =Y 7)Y UBEERL (FHIS22) 2O LT, BEDOS 287 BHGHIR %
FAtGT 5. DARIIESEICIS U723 20 v Lk B E O FEE il & 8 E5AT ) .
® sick day O3t O

EYSEZ I X AEHAR - EFRETHICIREO ICEREE 22 8¢, LEICLY 7L

O— AW EFERT S 2 & T, BALTTHEZ N L SIEZ B <

SMRIECRIELI-BADBRE"

1. HEESM

REBOMAIBNE, FERYARAZ ) —=v
FOEBRTICAMEMOEIRZ 245, —
b7, BEREFNIZOWT, #2271 —
VT TERTLOBATERWIEEEDLD 5.
M7 2V h N =F V50 - IR A SRR T %
HULIZEENZ T2 D DD, LT D X 9 ZiRE
ZHMGT 5.

2. [IMHOKRE

I O FRERACH S HE & AR, BaFZIE
TEROERIZOWTHELIT.

(1) Mgty GEMM, —RE LER) .

(2) Ikl MEAT A, 7TrEZT, FEE - €

YWk, BEBERRIIER, PR b AR -
T

(3) JR#AE : 7 b 1K, pH.
(4) W{§HeAs : BEED CT - MRL

3. ROBEREAE 1 AEHRE
SEHAAES12] 02 £B1R
(k#7943 2] & LT, FRROW#RERf
¥%.

O KEOLZEL (BEELEE) O
(1) SEWE L AT (BETHID).
(2) RHEFIRV — b DRl
M L R OB IR Y — N IS 2 2
B EEIR R RBRERIR (A 72\,
FHIROV — M RECRASREE 22 3 & 25 g 7 &
B oM CREE 2 EIRT 5.
(3) MBI X Y AL G L2 MR 5.
(4) LEIL U CTAEBARKERS LTl
25, BENZL LWL HIZT S,
7e72L, ABAENAKEG OO 7T
PRI &t L2 L2\,
(5) TZWroHHE R L 7-ERMRASIE H % 2
T4, BRKIIHESTRET S,
® E(LTTEDIE O
WA T, FHAHET 2 F—2 A1
Bea e LANVOET Y EZTIMUEZED 720,
& 87 BIE % 0.5~1.0 g/kg/day [ ZHIR L,
Ry oy BAIZE 7 3 BREVE O T % )
H$ 5720 5%000) —HWEPLETH .
() MEL L, HOEIRELHERD D 2, 10%
PLEo 7 v a— 2 % & i T 80 keal /kg/
day UL b oo b ) —ifa 2R 5. 69
BAAG 2 O I 1X 120~200 mg/dL % HAE &
5.
) SV a— 205133 a3y Y THRE

O
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KT IREAN OB & 72 o TR FLIRRIE % AL
SELZ %) HY, BEERTIEED L
TdH5.

(2) g Gk JE >280 mg/dL, HiA: VEHALL
FE>180 mg/dL) % RO 7-85613, HEhH
A YA L ORHAR G E FET A, 4 VA
V) v OB TRILEE & R A, v
I AHGREAMR L CHINT 5. EHEH
HaRhFLAIAME R REZ: &, LT X ) B4R
LT&w,
@ K7 RF—Y ADHIE D
REET > = ADEEOL AR EK S
F M) ARSI L BHIELATH . BERAER
AN 4 % 38 S 729 2 ThB pH<T2 TH
L, KEEKFEF ML (A4 029,833 mEq/
L) BEX0.1 mL/kg (=half correct) % 10 43-LL I~
P CENET A, HIEMEIL pH>T7.2, pCO,>20
mmHg, HCO;™ >10mEq/L & L, g LRI
(XML 217 ) LWEDP D 5.
@ L-AIL=F 50
AHEBEOPHIMEAE S FEER - v =F > (=
V71 VF v FESEHEH 1000 mg ) 50~ 100 mg/
kg/[Al x 3 [Al/day 53 5.

P oG EHGT 5.
-E¥3IUB, (FT73IV) 100~200 mg/day
- E% 3 VB, (VA7 7 EY) 100~200 mg/day

-EF IV C 500~3,000 mg/day
cEFTF 5~10 mg/day

- O HA L QI0 10~50 mg/day

- E¥ IV B, FRL

Yy 3V BN A F IV~ 0 v ERIIE O |
REMEAZ 2, aNT v VEEl (e Fafdyan
SIVEHFNETT S ANT Ik %k)1~10
mg/day ZHET 5.

70k YRRIEOZRIAHEE L7256, ik
5.
® MRFMEEELZOD

Db oG % 2~3 KEAT o T AREHE T >
F=Y AR L WG, H5WEET v &
=7 MEDCEEEINASZ L (T A% 50 ug/dL
FKiflce &% 5) BAEE, BETIEELEDL
R ET HUEND L. FREB X O~
FLIEICE G 2 B OIEERENE~ OB DL 7%
D5, FERMEGENT (CHD) F 72 13 FRfeiiii
2% (CHDF) 3% —#iRE %2> THBY
FENE T 7 70 1= IR IE X~ A Ik $ 5 &

FHEBAIDER I N Cw AR VS, ATET ENEETH L. ERLENTIRZENE 5720
MR L-A V=5 (=N 5 )VF >~ FEOW Wk T T 2T 280 Lot 2 Bk
10% * F 7213V H VF ~ FF®$E %) 100~150 WIGAEDAMZIE, HESEL v, MRS %)
mg/kg/day %55 %. Thb.
® KBEEY=Z VRS5O

ZFOMOFFERBLEY ¥ 3 2 b S Wik Ew

'E’Eﬁﬂo)ﬁiﬂw) 12)
. 287 B 0.5 g/kg/day S BEAE L, 1.0~

-I ) ﬁ%g& H B g/Kg/aay 7S AT

O BAY VINODHIRE O

(1) Z2EHIET AAE L CE 26, RS,
5 24~36 BRI LA 7 3/ B HLH] O Bk
% 0.5g/kg/day BRI, 0.8~1.0g/ke/
day % HAZIZHE§ 2.

(2) RECHEEL - RS RAEDSTTREIC R AUTHRERL -
BIRHFARAIL 2 E~NEHELC, HkY ~

68

1.5 g/kg/day F T34 5.

(3) 4EHE - MK U2 B 1) — ORERIZ
BHL, 0 =BT 37 mORE
S, AvaA Ty Ny AFF =
YAV =Z Y ) v s EERIL (FED
S-22) - ¥ 3 BpEMIL (FE1S-23) - &
FEHE - REIRRGEE MY ) ) B (MCT)
T ETHID .



(4) BRY v 87 L S22 5 bEfy v s
7B O B2 0%, FLBH 2.0 g/kg/day
BRI 1.5~1.8 g/kg/day, LI 1.0~
1.5 g/kg/day TH 5. WHT I JEERZ,
FRloA va Ay VBEOMT (<25 umol/
L) I2iEET 5.

(5) BYEHOBIY 1) — REIITRERES
ABETO 7V 3 — R & 17\, eIl
W L W EIEE A ) — i 2 BG5S,

® BEEHE

HIEOHHEIZ X 2 FHOEZRIE 2 ST

W \WAS, 3 H DS RAH T E TR RE [ B0

AR EDSERD STV S, FRIZILLIR BT

(LRSI SR A R T 5.

2. FYink

® L-AIL=F Wik

L= )V =F Y WAk © 50~150 mg/kg/day 573 3
(ZVHVF v FEPN I 10% * F 7213 T v
BT FRO%E+) O

ME (F721EAHU0) Bl V=T L iRE %
50 umol/L L IR,
@ BEBRROTOEA > EEOHNH

WM R 3 T, EW5RE b O S PR O 5
W&o, BEE - oS VR - BT X DO
&L EMOFBRESEAE S NS, b
D) HTa YA VERITEFREIFEAEZ, (2
ITTNTHAVHFET 7T ¥ F = )V-CoA— A F )V
<o = )V-CoA— A 7 ¥ = )V-CoA % # T TCA

FEE~NAD o 5 O EEERA & BT A R~
ATTNVa—=RERD, FEL TS VHBE
HERENZ 784 TABT, RATIZOA MY
T NSRRI T AR (T A
FLT hav A RERE) BHIToN, RES
OHiBEE L LT, BETOTu Yt L EREE
IO EH TH 5.

1) X hO=4Y—)LWAR

A ba=yY = VNR (Bt 77— ®

7 &) 10mg/kg/day 53 @

T PER B -0 720 4 HIREE/3 HIKE, 1
JARIAREE /3 AR &85 5. KGR E
% EORWEHHBBICESE L CHEET 5

HOETORBERIZES CERN) aEF 2
FEVZBRE S LT 7225, 2012 4E IS EISAE B IO 25
HIHFEDTT DO, SHOERNE R EGE~N DO
GAVKRENT 5,

2) TovO—ANR

g rva—AWR (Fnk: E=7 v 7%

£) 0.5~2mL/kg/day 47 3

Wy - REICRA - ETHEHRHESETX
V.

3. HtizhE

BIFEE O FEAEG] 2 O 2 AR R AR SR B
DHZ T2 Lol TaRYE, &
FREERRAN, W2 - ABROKIE A 7% &
QOL A%[H1_E§ % %%, BAlZD S 20
WAL AEAT 72 E DA B S B 5.

7 #0—7 v Tiat

1. — i & REZNH O

(1) &E - kEE
FREGIRIC L VEREIARE 2728 %
WEIHEETD.

(2) Mty (Ffk 3~4 Wi CHRIM)
CARATRIRE IR 1 L, RREDSEE
ETIUIRAL 3 212 1 3479 .

- MR AT AT, I, kAR, T U E
=7, TIVT Iy, IMEET I BRSO
M7 VA= F 2o, FRIME
%, —M 7% Mg AR LA AR AT IE B

S TNT IV AMEDYE R Y 87 HIER
WA EET D,

ST UERDT EEOBEL Y v 7 BEL
WA EET S,

(o)

EERVNrOY

8 FOEZF VBEME

69



CIfEET I VAT A vaL Ty - AT
F=rv - ALF=v - N YOIERELE
HiEE§ 2.
AvuAf O T (<25 umol/L) 1271
BT b,
T IIVH N ZF T T =
VAN=F v (C3) DR % FFT 5 &
EHI, TRV ZF U REZDE S
DWW, RS )V =F > (CO) TEFT§ 5.
(3) RHHBEERAT
CARASRIRE MBS U TAT Y .
- FHEE 0 AF VY T U
(4) Zoft : FABBETREZ &, KA
MRT 2 BMIEB ICOWT Y, R - A
I - B IRSEE A CHEIE - FHid 5.

2. PSR

3. DAEPHEDFHEN O

B B 1EIZ oL T —iE (O
FEFSIE DA IE, (OASFIEDF HEOFH), L&
Mg (QT K DIER O A MO FFAM) AHELE
END. RINFEVEZ RO 72861, FEmAYIZ QT
MERSEFERE DO SIE % 58\, 12 FFELER, R
7 — LEBEXTOFMEEITS .

4. BBEEEEED N O

A EH LIS, MEREE T, 1F
HERA OF M E T 5 2 LSRR S LS.
TR ERAME DS Fi e S 258, & 5 WIdifFrhEk
WA & B M G E & B8 E L 723 & 1E G-
CSF#%5%%ET 5

5. IREHOFHED O

(1) Z&EMAS 1 [l /4ERR R,
(2) BEZBMRI (MRS) :© 1 [8]/1~3 4E. 1~34E12 1 MOIRFIRSEIC & 2 AR ZEH O
(3) WMemAr (TADASPHE) 1 B /AEFREE. HIOFEAMAHEIE SN D, HEREL RO
(4) TEEPFFERAN : BFEEEE O D 61, A, RIS %17 .
7 & OB - (R - SEERER
EDNANLETH 5. .
! 6. tOtO
WEH:, JEoe % R 7o and, ERISE & Bt
ME7 37—+, UV X—EOMEIfERING.
BRERERIN DX
REERI O FEMNE T2 WL 1. BRI

| =2l

AR CIXEE 2L T o F— v A58k
ERELGZVWEEZOLNTEY, FiE%s 2%
7 HIRZEAT DR W R EEPLETH L EE
AoND. 2721, RBEMOEMTFHRIZOW
TRETET Y APA 5 THY), HET T
F=Y AR S WHPRANTH .

W
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1. BEEA

RN 257 HIRIZ B L e, 7272
L, 837> F—Y AFELRR S L7-FlIo
WL, U HIRE EET 5.

2. L-hVZF 85

WeBE A v = F VIEREESHS 50 umol /L L Lk 72 5
A2, L-v=F > (VI VT~ FF® 50~
150 mg/kg/day) DOWk% 179 @.



3. I a— ik

JEYE 7 & CRECHBIS— 2R (24 R L
F) WS4 (sick day) TlE, FERRIIZ 7V
T— AR AT . COA, UHEE, b7
YEZTHE, hABELIELE=5—320.

4, 7+0—7v T

o T 11 7 O A N 111 Vs ety i
HEnV=F v, M7 INVANVZF VN, R
A BERR AT OE 24T ) @.

KR O BT, FRIOTE, KNS
FHZE D FEIE DO A FEMENZ D W TR 7 O T,
I~34EIC 1 HOR—ATLER, LTa—#H
7, BHEE MRIMEZ 1750

RE A DEREA

1. BREFRAORS:

FRhE % 2 - BB TR AROESER 7 8
7 B O R EABE SN TV 505, 20
&9 BIEBIO—ERIZT ¥ K — 2 AFER KL
ERREDOHB IS HE SN D, Z0X)%
REERD S, FFRMEERE D &0, WAL &F
e AN

2. A
TN I VEELE b2 bF % SRR AT

FREZDRL TV DL, KEBOREEIC
Lo TIdAMMED R v, BT 5.

3. &

WEEOEIIFFELOFR & 20§ <,
WO LWHPHIZ L DL ULENPD L.

¥ SRR

4. W - HE

F R G B E O AN B O R -
FEICRIT 2 HEBIHC & T A28, o
BUIZOWTRAEBNCE EF o T B 008K
Thb. BRIIEREEF—2AD—H/T, &
BRBAZICLZHTHLRESINTEY, M
OTHEELRNSVPLETH 5.

5. EHREDRBE

RELOREE L, ZEON V=T AR
MEIE Lo, BN, FHARKEOE
ik, Ry N BROBALRE, BABICY
D O RO & AL T RETEAN
W, FD—T5, 5 L7 TR T
LD, BEZICESTHESRIETIERL,
NBINCB & f T R EREPAL 7 =
END LY, BHOAWMMA R EE NI,

P LEOBEE 2T, Fi 277 X 07
IIREHR O RIER &L o 7z,

1) Fenton WA, et al. Disorders of propionate and methyl-
malonate metabolism. in @ Scriver CR, et al., eds. The
Metabolic and Molecular Bases of Inherited Disease, 8th
ed. New York : McGraw—Hill, 2000 : 2165-2193.

2) IIMER. ¥ ¥ F A ASOFHM#EA L7258 L
WHHER~ A7) — = v ZERI OIS 5

Wige. EEZ@F M S (LB RE RS
KA IR 78 F556) Pl 23 EAGE . 2012
3) Yorifuji T, et al. Unexpectedly high prevalence of the mild
form of propionic acidemia in Japan - presence of a com-

mon mutation and possible clinical implications. Hum
Genet 2002 ; 111 - 161-165.
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4)

5)

6)

9)

10)

IR, A ARERAUE AL RE O & EF A PR 1
AR R AR TR . 2000.

Deodato F, et al. Methylmalonic and propionic aciduria.
Am J Med Genet C Semin Med Genet 2006 ; 142C -
104-112.

Griinert SC, et al. Propionic acidemia - neonatal versus
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| TENEE o om) ) 8- ROFVERE

b 3-t ROFT-3-XFILIILY )V

3 ROFY-3-XF LTIV S LBEIEOR SIS

HMG-CoA ; 3-E ROFV-3-XF)LF LT UJL-CoA, HMGL ; HMG-CoA U7 —¥, X ; (KHE=LAL [ ;

B 57 EBNHED, > BRBOTOMR, —>  7YIVAILZF UOHOMR

TS

HRT 100 FIIREDREN DY, UOITSETRARUTFEBCHEFHNZ VY. hHE
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TOREEIFHN 197 AAZENRE UEI VT ANR - AT U—Z—0T0D/) A4 0w MAETHERBEEIN

FABATHDN, 2013 FFTIC 9 BIDHEN D S.

SHDEAE

1. ERpARA

O FAERIEY
FHER<TARAZ ) — =0 I THERLEND I
JERBIZ T8, ABEATIE, @EYWRRIEA R
SN IUZEBI D ILL) RN IET 5 &%
AoNb.
® 2MEFAER
KRS B, BRI 1A F TS,
ZOMDOFER BT L A LD % T TR
FMER &L THBYY, 2mE B COSRE
BT H S, AR I B LIRE T,
FORIIEEREY:, & N AR &R
B2 Reye FRIEBERE & L CHIET 5.

2. FEIERS KL OMAPRR

@ {RIMAEFE

Mk, EEEE, SRR EERDL. £
MRIZARHIET > F— v AORMEHELEE 2 S
ns.
@ FFEEX

FRERRE 2D 2 & b S,
@ FHHERAEIR

R X B REFEE LT, TADPARH
WEEOEIZ &7

3. BELLTLHEAMR

O —MRIA - FRIRE
BHHHOIET b PRI R b BETH
B, ERBHET Y F— Y ARET Y E=T

82

ME, FFRfiEZO LA 23805 2 L% n
fHE0) TRLOET
(1) RFE7T> F=2 2
<A EH  HCO;” <17 mmol/L, FLIE
HALIRE - HCO,™ <22 mmol/L.
- pH<7.3 7D AG>15.
#)AG=[Na"] - [Cl” +HCO, ] (IEH
P 10~14).
EEORBET o F—3 A TAG>20 D
G, AREERAHREREZ R R .
() &7 v E= 7 Mk
- Jr2E R NH;>200 ug/dL(120 umol/L).
- FLYBHALIRE - NH;>100 g/dL(60 umol/L).
(3) fRifpE : B <45 mg/dL.
@ HIFHRROERIGE
RIMHEIC & 2 KRINREH B R E % A4 U,
MRI & T2 5F M TEES 2T, EENR
EIGTIlE W,

4. ZWOIRYLE 13 HHFHRE

O Mp7ZVIVAIVZF IR * (FUT

LK)

TR 27 SEHAE, TN HMADTTE L RRE
FEREBIICARIE L 72355 1R Y, 1 Aico
EH1HOAEEST LI LNTE S,

C5-OH (3- Fu ¥ A v /)NL Y LAh=
F ) O LADEEMIITH D HIEREZIC L -
THETERENPH D). 72721, C5-OH T4
BOENATFLVZE = V7)) S VR,
BEHNIVRF Y I —ERIEE, -7 b FF
T —VRBRER ETHEfEER L, HAlCH




HIEHEETH L. Co (HEREA NV =F ) DK
TLREDENDL Z EHNL .
@ FRPBEREEE DT *

R 27 AEBAE, SN HMRTAEDTT & LRI E
R AR L 2 AR Y, BE 1 Aico
EHIBORFEET S ENTE L.

- RO F T -3-XF)VI7 )7 IVER 3-X
FIVTINE T W, 3-AF VT IV IVEE 3-
AFra b yEE 3k FaXd A ULy
VR ED EABA LN, [LEBRIDSITRET
HbH. BFIZ3-L FEFT3-XF VTV T
B TH 5.

@ BEREMRIE * *

1) SERRBE AR FE MMM e & & v
BRI E I L DB W RECTH 5.
@ EICTFHRMT *

JHNEfaTTH A HMGCL DFFFTIZ X 5.
BTV TIETEANY TEBETIEENR
ZI, R41Q, E37X A3 87%, 94% DIERITHE
DHNED, HARNEG TIEEETFERZIIR
RTEIEL B,

T CTlE, AREEICB T % genotype-
phenotype DHHRAIE, IS Tld %, &L A
BRI IR IMAE R EO RN, ki E2vK &
5T EEZONTYS. HARNED 6
BITHE SN TV EBIETFERIIFART LIS
B ), BRIIFRERISFREL 2W0WIY,
L2 L, D2ENZBIT S genotype, B L UZ

L5 & phenotype D ZMETTE 5 £ 912
ERTRITAEROBENTLENS.

LALADS, TR 27 4 10 BBIE, KR
RV T R i & f2 it 9 2 Atk &
HWONEEFTH L. BUE, EHIZERTS
N H ARSI 78 B SE s v e 8 Ze it S o
[HAERS VT AT ARZ ) — =V TRRIE
BOBEITA F T4 v WE], SHEOEEED
B0 (BB L LT, YAR”Y
) — = ¥ IR SRR EEREIC OV T,
BIZF AN EHCCERTEREZFEEL T
TAR—FBHEV)HELTo T 5. Elf
ROV THR =L R= TV THERL TW7272
%72\ (http://www.jsiem.com/) .

5. #hlz2

T b o RIAE A RS 720, IRIGERCH
HEE L OBHNPUEE 7D, 727210, R
HEEER AT R M 7 2V V= F VTS
Lo TENIESTH S,

6. DWIEAE

M7 > Ivh v =F »45H T C5-0H @ I
ANH Y, RPEREER AT TR BRR 2R
WEY 2RO DR EESH & T 5.

FERNARITU =V T TRRONICES

1. HEEZM

T 572 CRMAREATIC & 5 LB 217

EHIIZBEED.

FIZ C5-OH 2385 B E D A1

BRI —N= >0 O-OZ T EB
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SZHNHERE & T DX

ABBTIIH AR (B 1B T) ISHPRDRIET 2720, KERIZT TIZZHR
EmEERE2 2L TOL WL H 5. JRVEREROAT LSNIIME, @y 2, 7 €=
7, FLMR, EEENRNGER, ifurho b ARDE, PTUAT IS —EERBRET S INhHOMAIC
TARIEE, RBHET ¥ F—=Y X, @7 Y E= 7 MER EREFT RS, ABRED ) 2 6H (R

Hezl) LEhead

HEER DB (RFELEDEHG

AREBOFRMBRIFEETHIC LY, IEFREF - BEZERTLILETHL. FFIZET b

YPRRIMAEAE (2 & 2 iR E 2R 5 2 EPEETH 5.

By 5 (EEHOERH] 25H).

CD7HZE 2 BT, FFMHEICE

SMFAE CHRIAE L T35 5 DEHE

1. HEEZM

AP BTIR R AN LB T ET 5
e, A7) — = v FEBRRE RIS
IR R ikfEE, FERZ 22T 26005H
L. BT N ERIEE, &7 o= T IE, R
HET ¥ K= A E RO AT BRI AR
T YNHI =T LT, IRPERRATIC L B
LFZWEAT .

2. [ORE

(1) Mg - g, Iy 2, 7rE=7,
AST, ALT, LDH, Na, K, Cl, BUN, Cre,
UA, R, FLE, YL o B, dEsEie;
MR, #&7 &K, (MERA).

(2) WR#EA - b oAk, ORERAE).

3. 2N OBEL RIERIZ I &
20 [1 HB2ZEH R
1421 (p.2) £

R L ZM SN TR B TR

84

IZoWwWTiE, 1 REEZHEIA P14 V]
(p2) 2&WoZ L.
¥ BALR B E, u A 2 o REEEY

OFRMA 5 AL, PRI B MRALR % 5E 423

Hg 208 S5, REBIIBTLIET N 1k

RIMBEHEIL, H~OREZANVF—TH LT b

VELELRETH S Z EhS, MRS

ZLEBIWML, T VvaI—-A0EEND

B & 0 B IR IR IE 217

® JIA—RES5ICKDTHREHOYU—FH
20

(1) EHI220% 7 V3 —AD 1 mL/kg DT %
179.

(2) 7V a— RFEE10% LL - % &Ll %,
GIR 8~10 mg/kg/min & HZ & L CH#H5-F
L. BIEEZ RO GEE, A v A U
H(0.025~0.05 HA7/kg/hr 22 5 BG) %%
BT 20.

@L-AIL=F 50

L-# )V =F &, MIEPICER L -k

P CEE Ch 5. FIERIIIFERL-7 V=

F v (VA IV F YFE® §E 1000 mg* ) 50~

100 mg/kg/[Fl X 3 [A]/day % #1535,



HIEEKISER I N TR WES, AFFET
WIRH L-# Vv =F > (Z )V )V F »FE® NI
10% * ¥ 7213 =)L % V5 ~FF® £ 100 mg * )
100~150 mg/kg/day 53 5.

@ KHEr Y RF—Y ADHIED

BT ¥ F— 2 AWEEOR A LR ERKE
F MUY AL AHIEL BET S, MR
RARICE ED D, BARNZGHIEO—FILILIT
DEY TH 5.

TEERA L, WA ST R SH2) 2T, %
BpH<I2 DA, JREEKEF M) 7 A (R
4 1% %833 mEq/L) BEXO0.1 mL/kg (= half
correct) W o < Y & 10 LL B TEHET
5. TORFHEIIRERKES M) 7 A iE
T 4. HiZEfEIX pH>7.2, pCO,>20, HCO; >
102 L, BEEx o7z 5 L Tw L.
@ M EEO

BT VESTME, 7Y R—YADa Y b
U—)VICEHTH A, AEEIZBITLAET V€

ST IME T KRYETH B A5, FEMERE 1,000 ug/
dLZHZ 52 b HDH. ZOLGEITERLHPIH
LB EXIT) LEN D LH. FNEB L U4
W ~FLL BN FEN T 2 B OIEBREIE~N O D
D EH S, FERIMTGENT (CHD) F 7213
MK % #EHNT (CHDF) A —#ERE %o Th
D, TGO DSFERETBE 7 B K R R R A
WA T A EDEETH L. Pk T CTIIEER
RUT LA, BESNOERLTEET 5.
® ANIHREEEEOD
SVEEBIC N TIPS 2 LB L $ 52 L
NdH5b.
® ZDfth

M7 2V A1)V =F & 5387 T C5-0H L57-0
BB Po TVILYE, EEIVEFT -+
RABIE DA BIASSETI O REME D H % 720,

B OER

TP —AEEE L TR IS 2 L8
VETHLH. AFEMEO BRI
FEICHES B VAT R RIS R % & 72 &
BWHPHPEET, 1 HOFRETH HREREZEL
)BTl OEEEET L, RERETIIFEHE LD
WCHEEEZ X7 LI K %2500, N THIK
MAESSVER 29 M TlE L O TR L 756 b
EENTBEYY, DAETY 15 W I
REX7L7L B D709, FRICED VI
EHPWLETH S,

1. BEFA

@ ZE7=EHT D
HFREZELELRWTHEITESELZ LIF, %2
AR SE 2 TR Ta s, B LTAHER
TV a—ADEWEAT) LEND L. HR DR
KMEFFHIZOWTIE«R 1 22

MEZMICES T TIEY LT >~ 10~40 mg/day 10
AR5 5. H
M
G
C
(o]
A
D)
. . 7
@ BRYVINIDHIRE @ .
UA L ORMRBRT A0, BEOH &
WRg o7 HIR (1.5~2.0 g/kg/day) %179 E
P ha) —x s ooy BREmIl (5 S-
23) bLguA v rBEEr7r—325 (G
8003) 12X > THID.
W) HRY v BIEOE
B 100mL H720 & > /87 1.1g, E#EI L
BERFEER L REEICH T ZBSBRBDE
z0
Hrh RS
IR 3 B5R
6 BET 4 58 4 B
1 RET 4 B5RS 6 5
4 AR 4 B5R 8~10 B5RE
4 wmLLE 7 A 4 5/ 10 B5RS
TEHDELZTHY, BERBEPEEDINRICLIE
EHNERIEEDHS.
|
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2 100mL »H7-0 ¥ 787 1.5~1.6g & LTHE
WY b, Lz EAKRSY V37 % 1.5 ¢/kg/
day MINTHIZ 5 & 525 L 6kg BIETIZog/
day T TOHKY Y37 DA SNS. #3L
800 mL % fik{r & 8.8 ¢/6kg=1.47 g/kg/day T
COFMEANTH L., Il Eoro) —izs
VBT LAk Y UBE T+ —
327 THID.

—77, @I )7 800mL TlE 12g/6kg=2.0
g/kg/day £ o CHIEL T HHKY V87
F—N—=F5H. ZORE mLziX15y
kg/day X 6kg=9g/day DHR Y V7 % L %
WZIFEEI V7 % 600mL & L, ¥ 200 mL
Wy s BEERAL LEE AL Y URE
TA—=325TLLIEIILD.

2. YA

®L-NWIlL=F¥50
HNV=F Y OZRRZETFHT 5720 L-7
)V =F » 30~100 mg/kg/day DI G- %17 .

3. sick day OxtiS

RG22 V2D S, BB BT
FEEFIZWDC S ER E SR WA RO EET
HDH. AHhELI0ESHWTE TR, 2Lt
WEEEINDL L EE, 159 BEDOS V- %
LW (73— A5 ®9°6~8 mg/kg/
min) #4179 2 EAHER I NS,

- F oy ZIHHE I, IWETA, T EZT,

AST, ALT, LDH, Na, K, Cl, BUN, Cre,

UA, RigiM, #EElginmg, #7 b 1F

7 40—7 v Jigst

ZELTWTDH 3NAIC 1 RRREOSZZIE)
HHEND. RERIT 1 RHORETHIEND %
WITEEORBELZEITHELLVOT, LF
LTV DA TH IREESF I T % 3l % 4
DRSTZEDNEETH .

1. —REFHE & SREARFHED O

SFARHIIRIC & ) AREIIIA R 2 385 L 7\ &
IEET .
(1) &&, EEE
(2) Mty (Ffk 3~4 R CHRIM)
BA I A 1 EDE, REDZET R
X3 AFI 1 EIEFTH.
M AT A5, M, 7 ok, 7 v E=
T, TNT Iy, MEET I BN, KK
Mg, — R 2 M A b2 | A
(3) FM : LRSS0 ETA L AR T
LERBEEOL—KNWEE L, WHE - &
HER - BEREEICEATCEEIET 5.
(4) MHT VA IV =T V550 - &I

86

AT S VAV=F > O, BEUTkE
BV =T v REDHEIZONTOEM,. 7
I AT L RO IR T

(5) RHVERBLSHT : LTS LR,

2. AR

(1) FSEMAT - 1 Bl/4ERLRE.

(2) BHZBMRI (MRS) © 1 [A]/1~3 4F.
S MRI (KRS TV EREE 24 U, T2 5
BaWmELd)
FZWRFIC—E MRIME 2 ToTHB 2 &
BEFE LW, FLBEVNEETH- GG
ZFDHBDOZELE MRITT + 0 —1 5.
REBI BT 2 HEWEL, FIEREE L
LTELDLEEZONSLD, FBEE &L
TWRWEFITHERIY ) 21RBESHT
7\, MRI, MRS FrfIZDWTIEICHR 7 12
M 2 5B B .

(3) MMMt (T ADAADERE) 1 [l /4EFREE.

(4) EBFERERHM  HEREREE O & 213 1



NCYOF: 2 3 [ S e
ADBRETH B,

SR EOIT

3. DI d—M%

KRBT UOEOHREDH D, 4FE 1 BTkt
THLIENLET L,

4. EEhHIEROA

REETIIEBIHERIIEINTHY, 0%
71 0) =BT UL E OEFEOHIRIIA
BEEZOLND.

RE A DEREA

1. BEFAZSHIAROMS

A 56 % WO BT AR (2 2 U 7281 ks
ENTHBYYO, BRIk L TT ) LEDD 5.

2. KA
TN I VLR b2 b Y SR AT

FHREZDRT VI DL, REEDOREEHEIC
Lo TREMEDfEmE ML) 720, #iT5.

3. &)

BEEOEIIFFELDOFR L 2 0§ <,
IO LZWHPHIZ L ED L 0EPD L.

¥ SIAE

4. Wk - HPE

TR AL TCHE I X D AR Ex & 72 L
FETC L7ZHER], IRIEET % X 72 L 72 JEB A3
ENTBY, NYRAZTHBY.

5. EKHREDRBE

REBOREZ L, ZEOI V=T VIR
ML, BN, FRARKOZE
L, Ry N BEROBALRE, BABIZY
Lo RO EE SN D RN
V. FO—, ZE LRI TR T
LHOE, BEEICES>THESRIETIEIRL,
NRINCB & fe T R ERPAL 7% =T
LN L9, BHOANNHBMITRCEENS.

R 27 4F 10 HR I CHZEER O SR E &
1372 > TV,

1) Mitchell GA, Fukao T. Chapter102 Inborn errors of
ketone body metabolism. in : Scriver CR, et al., eds., The
Metabolic and Molecular Bases of Inherited Disease, 8th
ed. NewYork : McGraw—Hill, 2000 : 2327-2356.

2) PiéJ, et al. Molecular genetics of HMG-CoA lyase defi-
ciency. Mol Genet Metab 2007 ; 92 : 198-2009.

3) Muroi J, et al. Molecular and clinical analysis of Japanese
patients with 3-hydroxy—-3-methylglutaryl CoA lyase
(HL) deficiency. Hum Genet 107 : 2000 : 320-326.

4) WET I, A3 r HTHIELZ3-e Fu ¥
Y3 AFITINE Y I-CoA ) T — ERBIED |
Bl HA/NERESMERS 2008 5 112 1 1249-1254

5) Reimio S, et al. 3-Hydroxy-3-methylglutaryl-coen-
zyme A lyase deficiency - Initial presentation in a young
adult. J Inherit Metab Dis 2009 DOI 10.1007/s10545-
009-1048-5

6) RBHEEII. HAANHMG-CoA ) 7 — ERIVED
BEPRI% - WIGEHEIC BT 2 7 v 7 — MR R .
AR T XM 2011 527 ¢ 151

7) Yalcinkaya C, et al. MRI and MRS in HMG-CoA lyase
deficiency. Pediatr Neurol 1999 : 20 : 375-380.

8) Fukao T, et al. Ketone body metabolism and its defects. J
Inherit Metab Dis 2014 ; 37 : 541-551.
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HERIYARIU—Z Y TRFIRBFDEAC RS 1 2015

XFILTO RIS VRE

KEBZ

XFIL7ONZIVT UV VERAE (methylerotonylglycinuria ; MCG) [0 3 > DHHRE{LHHETE
TEIK 3-XF)L70O S Z)L-CoA DILIRF TS —E (MCC) DEZICK>TEUD, BREHRS
METDEEZECTHD (F1). 7Y R—UR, Reye BEREFETRERIE LY, BEE
BFHEEFCRIETDFNBREZEEEIONTERLN, MERNYAR T UV IHBEBIN
THOSEERDBROEEBHEIN U, TSICNARTU—ZVIBHROBERIEERDS
ECTHIBEHREINTLS.

AEEBF LED L S ICREREDODBERN SV ENBESHERE SN, FROEHEE ST
MP7VIVAIVZF U TRENGIEN D &, RPEEZHICK Y RETHEBELRHE
HRIAFNDZEND, FERYARIT - TD—RHREBEBLH>TWD.

1BS, MCC REFF U ZMBERE TN, ARICESF U ERMBERETZINILRFYS—E
B (OEFZIL-CoA AILRFIS—E, EILEVEBAILRFYS—E, 7E&FIL-CoA AL
RFYS—T) &2, EFFUAHER - KZDIFE, MCG TRB<EGNIVIRFY S —
CRIBES KENDBIDEE LS.

4—

2-ThAVAHTOVE

A V)\UUJL-CoA

3-ErROF>A4VI\UIJILAILZF>
l / (Co-0r
3-XF)LZORZ)L-CoA €Gr==mmmmnmn-- » 3-XF)Loab=)LIdUT

Y
.

(/0]

] A BROFYAVEER
3-%F L)L IL-CoA

3-ERO+2-3-XF)LT)LFU)L-CoA

XF)L70ORZILTU Y Y REDKEHRIE

MCC ; 3-AF)LTORIZ)L-CoA DILRFIS—C, [ ] BHK 57 EERHEY, > GBI
DR, —»  PVIVAIZF DR
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TS

WK COFESEEF 36,000~85,000 AT 1 AV, BIEREBF2EDH 10% 2EYY, I5(C
BEREEF 1~2% DHEEZZSNTVBY. ARUVRICKZBIETTEDOEERENREDZE T
FRLNEEINDY. EEREDIZF VMENREEDTEMDH 2. DAETIEFN 15 5

H(C1 ANEHTFSINTNSY.

SR A

1. ERARR

@ FEAEFIEY

ERS AR ) == 7R, FEAIZE
FEE SN B G OREMRER 7 ECTREAEINS
ESEIRG] 2 f5 5.

@ 24FAER

WEECIHFLAN R, ERkBEE, 5h3%RET,
TWILAZ ECTEAMICEIET 5. HirA RS
FECEIEH 2 BRI R0, FLL) I g%
& N OEFEI A Rk & L TROERRIZEE
FES B BIAH BV,
@ B TR

FEEREE R T VILA, HEIRIK T 2 & C°%
JET 5 DDT, HIERBIDH b/ 2/3 % 5o
T AEHELH DY, B LR EKICA
MEEROEREEL T, ERIENLT S
Lidhb.

2. FEIERS K OMAKPIR

© PR AEIR
BMREROYE, & 37 OBRERR
G EDA N L ARSI, HILARRIE
MASHEL L, ERkbEE, MEOpIR, iSRRI,
WA ETHRIET 5. Reye FRAEMHE 18
FEMERE 7 & & L CHAE L 7201 8 5 V910
B AEATH CIERIT R BB S E R E, VA b
=7 - VAR AV T e EORBEEES) (HEE

AMESREIR) 2SRRI, EITT 5. EEX
W/ % Bt E (AD/HD) OGS H 5010,
® BHEEAREIR
RN, R EZRAL I DD 5.
® FEORAEIR

SWERITASN, BLIZLEIEN - B
W% 295, WIFROEELH 5.
@ ID\BHEE

BRI OER 272 L7z 8w ) g as
575 12)'

3. 2ELL51EAMR

@ —RIMAK - FRIRE
W LRI BT 20 v, A
BET =T R, KILEE, BIXOET VE
T MAEX D L. BF, BT b= A%
D DD, WIS b R E RS &
bdHbH. ZHNTLITULIRES IV =F v EZ
X220l EZSNTWDS, IFREEEZED
FRAEBRDLGAELD L.
fHi0) TRLOESR
(1) KRBT F=2 2
- P4 B HCO;” <17 mmol/L, L2
HILLRE © HCO; ™ <22 mmol/L.
- pH<7.3 7*2 AG>15.
#)AG=[Na*] - [Cl” +HCO; ] (E#
HPA 10~14).
EEOHET v K= AT AG>20 D

—
—_—

BRI\ SN S| 17O S

11 AFILo7ONZIVT UV VR
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&, ARRRAHETREL B .
(2) B7 &= 7 M
- FrAE VR - NH;>200 pg/dL(120 gmol/L).
- FLIBHALIE : NH5>100 1g/dL(60 umol/L).
(3) MK : FEHEfE <45 mg/dL.

4. ZWORYLE 13 DRTHFRE

O mAE7ZVIVAILV=ZFUaHh* (FUT

LY ZE)

SR 27 EBE, TNHMRAEDNTTE L RMRE
FERRBRIE L 723581 RY, B 1 Aico
EH1IHOARET S ENTES.

- FOF A IYNLY VANV TV
(C5-OH) O EHR%*WAH L. Zhud3-k Fu
X3 -3-AF VTV Y IVERILE, HED IR
X7 — BB, 3-AFINTINE T 2B
FECH EAT 5720, RoH721T TIEERT
Ewv, F22-AF)-3-k FuFxy 75
VIV =F 2 C5-0H &£ Rl SN b 720,
B v F A 7 — LRI L ORI b REET
HbH. ESITHENMCG OEEICL, Bk
W< AR ) == TC50H SEZRT
NPl YA

e V=5 (CO) DX, FERDH
HIZHDLET, LIFLITRED LN,
#0) RS AR - T DAy b

TEIE, 1.0 umol/L & ENDH A, Z DIk

il GEHEME) 3B A7) — =V Tk T

TR EIEETS.
® FRPBEHEERI T *

SERL2TEBE, SNHMAEDNTTE L RRE
FERPRBICARHE L 7235 AR Y, B 1 Aico
EH1IHOARET L ENTES.

WE3-AFVr7u b= Vv YTy, 3=’
O* 4 VEEROEE SR LAPALN, 1L
FZWATRETH L. FFlIZ3-xF o b=
W) 2y QPRI IMARE B I TH
D, REMICHEDONG.

Bk DIFAS, AF Vs T UEER3-k o

90

Frut Vg AEEO LA R RFICRO
B EIIIEE I VAR F Y 5 — BRIBE L H
Wrshzds, BEMPLETFIRZDTLA)
MIiZohosz@Boenw b, EELN
PVETH D,

® BEREMRIE * *

1) Y OSERREE MR & v 2B T
HWEIC L 2B RETH L. B, Vo8
HROBRHESEEOHETL, BRIIIAK
PR BE D A\ B e SR TR
B EDEIDONEY.

@ EBICFHRMT *

HEEETTH D MCCCl (MCCA) B LV
MCCC2 (MCCB) DR AW TH 5
Mcccl (MCCA) & 3q25-27 12, MCCC2
(MCCB) & 5q12-13.1 I2ZF NN aT—FSh
TW5, BB EEREE OMBIZEED 5
Nz, kTl MCccc2 (MCCB) DZERMDS
MCCCI (MCCA) OZERLY b 1.7H% 0o
72 OGN D HHY, EEEERIMSH
TV, DOAEOHRE T EHEER T,
WY EET E R EEE O D AEIC B
JBEBOBEREPVLETH Y, BInTZHi%E
179 T ENLEF L.

L Ledss, PR 27 48 10 ABITE, 11k
HELIN CHEE TR 2 IR0 2 A iiak &
BVONREFTH L. HIE, ESLUSEE S
N H AR e 7e B S i e e B Rt 3k
(RS v FARAAZ ) — =¥ Tt REE
BOBENA FT4 VUE], BEOEXFD
B0 (B L LT, YARZ
) — = ¥ IR RERRFEFIEICOWTI,
BET /SR E AW THEETERZFEEL T
T7AU—FBEN)FHERToTWD. FEli
RIIZDOWT R — AR— T THEZE L TV 7272
& 720> (http://www.jsiem.com/) .

5. #hlz2

M7 VA IV =F » 54T C5-OH 5.k



AT LPBIITRDOL ) R LD LA, IR
A TR AT CEERI AT RE TS 5.

(1) 3-& RO & 2-3-XF ) 7 )V & )VERIILAE
() BEHANVEXY 5 — Y RIBE

(3) 3=-AF VT INVEF I VERINAE

4) p-7 v FF T — B RIBE

6. SWIEAE

OF

1) SRR - SMhETR

2. EERERB X CHEHRR] oEED S
LR ED 1DOUENDHY, [4. ZHOR
Wk 7 WA @) bih T VAV =
F VRO A

2) RERE (FERIYARIU—ZVIE

BlZZE0)

[4. BWIOBRIM L 7 2455 MAE] 09 5,
M7 VIV =F AT D DB
® HETEZHR

DTNz T, REPAEEERGHTIC TRERIAT
R on-borifEsiis 34, —#KiC
RN SHC3-AF V7 a b= V)
k3 Fu¥ Y4 RO
ERO, AFNVI TR 3- Fudd Tn
E ot VR EDEZ D ORBEW DS WA
WEZW LT 5. &b, FEUECELTFORZ
DM & OB R EE 2 = L5 505, FiEk
IV HHOFEICOWTRED ST 5.

MERNARI U=V I TRONICES
1. HEEZHA

HHEWRTAZA ) == 7 TC5-OH D LA THMEE o 256121E, AFvrza b= )7
)Y UREE, BENIVARF YT —ERIBIE, 3-8 FOF T -3-X F )V 7V ¥ VERIRIE %% & DT RE
YA 5. — Mg CRAEIM, —MA b2 As) (2mA, b, Mm@y A, 7vE=7, 7L,
M b AR E A EE L, RPEREROIT 21TV, ZEPenC & 2 ERET 5.

BV EN S| 7 ONS WX ﬂ

SZHAHERE X T ORI »

MB RO MEIRAEEH TREEEOFE RS REMAr S L, ARG E L THlERE
zHEOTVL, BERAPROON WIS, MESHE TO—RMNRERLE LT, BIE
% SN X BETARRRIHIL - I TRHIITEC P I EHREEE 2 22T 5 L) RS 5.

ZHIEER DGR RFEDSG

EROmMENIEIFIEEZ P L, EHAEE - BEZEEGTLILTHS.

727 LB TIRS SRR D 720, IWROVLEEIC OV TIEH#R S S0,
O EYEE

“L-# )V =F YWk (50~100 mg/kg/day 4 3)

(Z)V A VF > FF® WA 10%, F72idT VL7 FFP %) O
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KEBCTREHEIN =TV OETA2 X7 LT 25 2 ENS\, JRIEBICHEFE & [k
HEEEORMIERC A EREFEDR K & 7 5 720, HHEH IV =F > OfE %2 2o 7254121
WRZITV, Mg (F7213 AN BEEED V= F V% 50 umol/L LA E 124D,

@REBEE
- HIRY V87 IR 0 1.0~1.5 g/kg/day @

HIBRT I VBROBEMERE B E Lica A ¥ VHIREOEMEIIHLL 72 DTIE %<,
FRICHERERBICN L TSR STz, Figplo BEERZOBENAE I L, #F%

N EEZ D EILETHD.
(®sick day DXt O

FERRAE RN BRI IIEALITHE L L ) SEDEIRMED S 5. FERDE < H & 1213 2
ICHMEZ %D Y, LRonREGT 5 L) RIRICIEET 5.

SR CRA L 155 OBK

1. HEEZM

FWENCFIE L7234, 7272512l 7 v
BV =F VTR IR A REER T L B2
Wr 2479 .

2. [ ORE

VI OB PR B E & R B AR

TROERIZOWTHRELIT .

(1) ity CRMEIM, —#A bm).

(2) IMpE, Mo A, TrEZT, FEE- ¥
YU BR, BEHERRRGER, AR b Ak - s
N ARG

(3) JR#AE : 7 b 1K, pH.

(4) Wi{§HRA : BHES CT - MRL

3. SMoBEENE 1 A=
RIS 2] (p2) &3

\EH D FRERACH R HE & MR T 4
VAL LCTROERE BiET 5919,
O REBOZEL (BEEFEE) O

(1) RJERHE L NTHRR (BETHID).
(2) #IRV— b ORELR

92

MR LR L O IR L — N IS 2 2%
SHFRIR R RBRERIR (LA 22\,

BRIV — b HEDRIR S 7230 612 B g 7 & B

B ORI TR & IR

(3) LB & 0 FESEEZ G L CIE % HEFE 5
5.

(4) LB U CABAEKEHRSG LTLW
25, BENCL LWL HIZT S,

7272, ABMANRAKEG O FALTUHE
PIHISE &t LIZ L 72w,

(5) Wit R L2 BRI B 2 f2 i 5
L. FRERIIBEETIRE T 5.

® E(LTTEDINE O
AT RTO Y oS ERE I L

ks w8 BAGIZE 27 2 BEEIE O TTHEZE

W p7200 50000 —MEEiT) 2L

VETH 5.

(1) Mfe L, HOEIREZERD D 2, 10% i
FELLED 7V 3 — R % & T B E R ¢ 80
kcal/kg/day P I- (& %\ GIR 6~8 mg/
kg/min) OG- % MEEET 5.

R VI — A5 b3y MY T HERE
KT IRBEE~DERT & 72 > TE LR IE % AL
SELIELH), FEISLETHL.

(2) FHIHE % 72D 72356 BRI S S 37,



A v 21) Y BER (0.05 BAL/kg/hr 7 & BAG)

BEBT D, A A 2O TR &

YA, FVa— AR LT

XSS 5. EHERREFLAMER R 5,

PN &Y 2~3 g/kg/day THMHE L T L\,
@ KHE7 Y RF—Y ADHIED

BT ¥ F— 2 AWEEOR AL RERKE
F MUY AL AHIELIT). ROT VA
VAL A REROPEI 2 5123 5.

WIEIC BT BIRANROTA K54 v & LTIE
DTOL)ThHD., BERAERIIALEELE
EH729 2 ThBpH<TI2 THIUL, REEKE
FhUw L (A48 2%;833mEq/L) BEXO0.1
mL/kg (=half correct) % 10 53 PL 20 0F CHiE
T4, ZOH%, FRICKBKEF M) Yo%
B5¥%.

HAEMEIX pH>7.2, pCO,>>20, HCO; >10 &
L, dEEROLHRL,IIHE - FIET 5.
@ L-AIL=ZF %5+ 0

AHEBROPEIEEICEER L-2 v =F v (=
VA1 VT FR® EiE 1000 mg * ) 50~100 mg/kg/
[l x 3 [l /day % 4% 59 4.

EHEBR S EH SN TW AR nEES, ATET
NIRHE L-# V=9~ (Z)Vv# VI~ FE® N
10% * F 7213 =V /1 )V F ~ FE® §E 100 mg * )
100~150 mg/kg/day %53 %.
® KBEEYZ RS0

ZOMOFFEARELEYE 5 3 VA S BB W Hi
Mo G T 5
- E¥ 3B, (5773 ) 100~200mg/day

- E% 3B, (VAKR7TE YY) 100~300 mg/day

-E¥FIrC 120 mg/kg/day
st F 5~20 mg/day
Y% 3V B, TR

Y5 32 BpGtE A F v~ v ERE O W]
FEMEx &z, a/nNg I V8] (e Fofy an
FIVRkRFLNFTT /S ANT IV k) 1 ~2
mg/day ZH{ET 5.

WP D REEZRIC EIUSESL IR L T
v,
® B7 VEZ7MEICHTHEEG

KSBWBIOET > =7 MUEICH LT, %@
HEBF M) v L7237 c ZVEEERF ) v
LADO¥ G % FEERT D, HEIIRETA 7 VEE
EDHEIZHEL L.

AFNrua b= vr) Y UIRIE BT S i
EHGHIET 5.

@ MRHFEEEZO

VL oiGHFRGE D AEHHET > F— 2 AR
7 VST IMEOCEENAZ L WAL,
RIS LR L2 EfT 2 LEBH L.
BB & OHFHE R ~FLAB I3 5 B OTEER
BIRENDOZEO D S0 6, B i & At
(CHD) F 7213 FEBEINE A #:EHT (CHDF) 7355
—EIRE o TBY, FEWTT 68 7% = K E i
NERPIGET A I EDNEETH L. S
BRZDOWTIE, Wk T CICHM 2 B4 25674
EOROGEGRVIGEDAMNIIE, HERL 2V,
FoHAERENE ) L U AEDRI R O
fLL3 <, BOEA %K 5.

BHHoER

1. BEFA

CHBR S V7 OFIE @
AREBNIT T B a4 2 2 BIHIR O A R
FRE. STV, T A T HIRA R 13
FEIETERATE R L\ o TR O U R
DB S S PTIE RV, Ok e Sk
BEREDFERIE A IV = F VAR RE & b %

ZHNTBY, HEREIZOWTIIERNICK

o7 R G L 2 S SRR AT

HRERBIT S > 7827 HIRZ4T ) a1,

- BT AATE T IUE, WET S R
HIPx 5% 0.5 g/kg/day 2> SEME L, 0.8~1.0
g/kg/day & BEEIZIR 2 (IR T 5.

R - BREEIDSTRETHIUIRERL - I
AR, HkY VS BIER 05/

—_
—

BRI\ SN S| 17O S

11 XF)IL7ONZIVITYU Y VEREE
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kg/day 7> 5 B%G L,
WET 5.

AR - SO e —B XY YNy
BEOARESIZOA Y U BEETF—3I2T
(H135 8003) + % » /787 Brdpsl, (A1 S-
23) - BIHELR & THIV, IR a A Y I
EE#HPENTI Y Pa— LT 5.

1.0~1.5g/kg/day ¥ T

2. YA

- L=/ Vv=F YR (50~150 mg/kg/day 43 3) @
(Wan% - )V VF >~ FE® WA 10% *
7Z TV A VT FR® 4 %)
M (72 d A BEEEs v =7V gE%
50 umol/L P2 .

7 #0—7 v J¥gst

REZD ) LIIET 2DI1E 10% HELEZ
SNAD, BEEETIRED L) LRV EET S
MOV TORHIRIE R <, BB DWW TIEE
JEIRTL 74— L TWL S ENNIELEERZ S
ns.

T x0—=T v TOHMIHEEOR) R E &,
EPHERCRWEH OB TH D, FETFHRIREY
Ete. ANRTIFMER) 5 E & R DR b 2
GLEhS, B CREBRO PR BET H~—
7 —E 7\,

1. — RIS &SREARFHED O

AR & 0 REIEIIAN R 2 385 L 2\ &

IEET D,

(1) &&, #EEE

(2) Mgy (Ffk 3~4 R CHRIM)
NI H 1R, RESDE T IUSR
K3 212 1 AT .
M AT A AT, kg, ok oAk, T U E
=7, TIVT Iy, IMEET I BT
FAGULEAR,  — Y 72 M AR A L 2R A TE
B 7T I UPMRCEILSY v 737

BLEE, 7 =7 SEOREIES o8
7 EBILER ZHE R 5.
MM¥E7 I 7 BT ClE, uA T ofins
EHHEEICHL L HiEE T 5.
IR T YOV V= F 25T L C5-OH DO
ETRMAN =T P REZDFRIIOWT
DOFHM. 7 3 WS & RO T .
(3) IRHAEERGAT @ LEIZIR L TITY .
(4) Zofh : EREUSOENREE G- sET
BRI RAFR S 2 — I E &, Wi - &
HEW - FARFHFIHEATHEIET 5.

2. PRSI

REBITEIERD L VL SNTWEY, 5%
REEL EIETHICEET 5.

1) F&EMA 1 Bl /4EFERE.

AP RRAT (CTADAEDERE) 11 [/ 4EAREE.
TEBIFERERTAN - ABEREE D D 35 G 12
h o QMR D, SREREON
ADEETH 5.

(4) PLZZIS L CHEES MRI (MRS) %179 .

(
(2
(

)
3)

B A DEREA

REENLBEEED V= F VKT & & 723720,
HEEICD o TERREAV=F VIIFEIC & 5
EE LML RN S 5. KL
= F VRIS & B DS & v o 72 G BHE & 4R
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1. FIERBI AR -2 %308k
[CER SN I-BHAEI

BB~ AAZ ) —= v FIHEHENS, RERE
DR B S B R ED AR RICRAT L2
N Nl e ) i R 1 RV s G A R/
EMhEhoTnD, RAAZ Y — = 7Bk
IR AT TR 72 A8,
B h o 728502, BEROREEIR L Tt
ETDODIIONWTR TSR A 7+ —LRar
L N PRETH L. MEELTLGEICIE, B
RO C5-OH BEB X OIR A #E IR 5 #T %
179.

FHENOERO BLIETREO L ) I23R s
/sz)m.

(1) ABEEICERRNT L EEZZSNLEREAS
nz%4 0
MR DBEEES IV =F VIR b 5T,
ANWZF VRIS D,

(2) HEEIR7Z2S, HEHEH LV =F ETAA SN
2540
DFREE R EOAPHER £ L5 REMD S
0D, BIV=F SHEDEID NG,

(3) HEFEIRT, WHED IV =F > DILTF A%y
50
BHIZEDENAT 4 PRIRT AT T4 1%
%, BTG 2oL a vy

JBIZEH

W SIAE

AL 70,

R CRT LI, RERICBEL TV LEE
HRIEENTIERVITREER D S0, WEZICE
HIGIZHIRB SN TV, BZF 5 ZIEF 2 iE
IR - HEDT R Bbh b8, FWREL V=
FUMEZ & 72 LT A BA I BHMED EEE 7
IR ARt ), tokE=%1) >~
TIINETH S,

2. #h - EH)

— IS RRER AU R T, BRI
DIEEIEFEALOFR &2 ) 2§ <, FRITEK
EIIEMEDfERE ) 7208 5.

3. EHREORE

REB LB SNIGE, Hv=F Y#H O
IR ZIZ T, EMN 2L, FRARRKEOL
FEEIE R 9, A D D75 h 5 st
TRV ON LIRS D L. NBEIE] & e
THABRBEREAZ RS ZToNE L9, BH
DRI AR L END.

SR 27 4F 10 AR S CIRE R OXT SR L
X7 > Ty,

1) Griinert SC, et al. 3-Methylcrotonyl-CoA carboxylase
deficiency - clinical, biochemical, enzymatic and molec-
ular studies in 88 individuals. Orphanet J Rare Dis
2012 ¢ 7 - 31-54.

2) Koeberl DD, et al. Evaluation of 3-methylcrotonyl-CoA
carboxylase deficiency detected by tandem mass spec-
trometry newborn screening. J Inherit Metab Dis 2003
26 - 25-35.

3) Stadler SC, et al. Newborn screening for 3-methylcroto-
nyl-CoA carboxylase deficiency : population heteroge-
neity of MCCA and MCCB mutations and impact on risk
assessment. Hum Mutat 2006 : 27 © 748-759.

4) Morscher RJ, et al. A single mutation in MCCC1 or

MCCC?2 as a potential cause of positive screening for 3—
methylcrotonyl-CoA carboxylase deficiency. Mol Genet
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5) Ficicioglu C, Payan I. 3-Methylcrotonyl-CoA carboxyl-
ase deficiency - metabolic decompensation in a noncom-
pliant child detected through newborn screening. Pediat-
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MERYARTY —Z Y THRREBEFLZEAC RS54 2015

VA E5HILRFYS—ERIEE

KEBIR

ENCEF4BEOAIRFY S—COEENISNTWVD. POEA Z)L-CoA HILIRF
Z—1% (PCC), 3-XFI)LTOBZ)L-CoA DILRFTS—E MCC) 37 = /BEAH, EILE
VEBAILRFTS—T (PC) [3¥EFLE, 7 F)L-CoA AILIRFIS—E (ACC) IFHERHEESHL
DEBRERTHD. INBRFKBEEIZ U THIEFTF U Z@EERETS. AREETF
KRB TR INSDFEENBRICKE N 2BEHIVRFY S—BRIEE (RILF LILAILRE
VS —TRIBME, multiple carboxylase deficiency ; MCD) &FEN2fREEESET 502,

ERUECTFURBERER, (1) ROADLRFYS—CEmEER HeSs) KEEYE ) B

FF I —CRIBAEYY D 2 BIEICKBIENS. HCS (& PCC, MCC, PC, ACC D7 HfEICES
FrEHEREIEIRIGZMEL, PREEROFK ROADILKRFIS—T, EHER) &2
BRTHD. EFFZI—BREFTFUMMREULTWVWRI VNI SESTF Ukt 5
RCHY, EFFI—CRBERIEATF UV OBFRADEEZZEEY (K1).

fER(F MCD ZERARNICHERERI AN TEFKEI(CKRI L, SHITHIEHN HCS KIBLE,
BENPCE T F I —CRIBIEICHIcD ESNIED, HCS EETHIAMBRESBHY, RER
SREVDFE S RADFEFNT UBH—E UL,

WINDEREDEREARSEECERZEY, FBEDOEAF 2 (10~100 mg/day) DRI

EPZA% == i BEREtEA T

o]
FHILRFDS—ED
TR

0 o
HCS

C
u

0

N/"\N
_ BFHILKEFSS—ED
[SL/\AE TROHE CEHEAE)

o]

ROADILRFYS—1)

EFFoREEHIVREYS—E EDBIF
HCS ; ROAIRFYS—UEmEER [ B
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SICRVERRE, EEZFHICOERT D, 3

TS

RBNYRAZAITU—=ZV T D—RNREETH 2.

DHETO HCS IBEDFASEE(F 1/100 5 THBY. B4 F 5 —BRIBEFRK Tl 1/6
FOSEE TH 2N, bHETIFINE TCICER S NIzDEEAIDHFTH DY, HHED MCD
Tl& HCS RIBFEDZMINEIHLIND. SSICHHED HCS RIEBEICBVTITSHEEZRE (p.
L237P, c.780delG) HWTFET Bch, TORENZEHICHERTH SO,

SO

1. ERpARA

O FAERIEY
BEW~ARA 7 ) —= 0 TR EN D
FERBI % 359
® 2MEFAER

IR SE - S0P - IFWILA - BB E 7
ETRMICEEL, REETY F—2 A -7
=Y A - BT DT - BRI - S5
FRIME 72 & OMAERYE % B9 262187
WA L 28 2237 AT OIL U F 2 %4 R
&, B - BRIOEIRR 2 EREEE 20 R
FTVALEIICREOE -7 2d 5.
® 1BMETE

FEANR - KEEOWEN: 2 & 05& S, FF
G 7 &R TR IEIRDBALR AL NS,
HEMEOWRIE DS LI LIS 5D, falh
WCEAMREMOERYET AL 5.

2. FEIERS K OMARPRR

S ORERIIIFFF R 2720, FAERKG
FER I DA IR EHR - JRETFA 7 VR
WIEZ EEOERZET 5.

@ MHIREE
BLICEMRETAHALN, ZIFRLEI

98

W, MM AE S5,

® iR HRES

SR R, IR, B ERERACT,
TWNALEZRDOLZ DL, T2, A
HARHAEOHEESE LT, L I3
HABMERN AR RIS R T EIC L -
T, e iMmEEREREG T E T L
AN
® HEAR - IRt

SN FLAS BRI 2 7R3 B .
@ BHAMDEE

esis, EEHEORBERET S,

3. BELEHRAEMR

O —fZIR - FRI&E
SUEENCIE, B3O RERIIE (A FL~

O ERIME, 7Yt CERIME) & FARICA
HET Y F—V A - NV BT UES
T MAE - AT - ERLERINE 72 & O AT Sy
*ET5.
#HE0) TRLOETR
(1) R#EET Y F— A

- @A R HCO,” <17 mmol /L, FLE

HALIBE © HCO5;~ <22 mmol /L.
- pH<7.3 7*D AG>15.




) AG= [Na"]-[cCl” +HCO;"] (iE
WHEIPH 10~14).
BEEORHMET ¥ K= ATAG>20 D
Yy, ARERRACH FHE & iR < 58 .
(2) B7 v E=TIAE
- A VR - NH;>200 1g/dL(120 gmol/L).
- FLIBHALIRE : NH5>100 1g/dL(60 tzmol/L).
(3) fRCIfiHE @ AiefH <45 mg/dL.
@ HIRHHRRDEIRIRE
Jaleil & 0 MEIR, BRI ERD S
LN DY,

4. ZHOERYLL 13 D5 RE

O mMA7ZVIVABIVZ=ZF % (§UT

LR ZE)

R 27 AEBAE, TN HMRAEDTT X L IRIRE
FERRBIKIE L 2358 1CR D, B 1 Aico
EH1HOARET L ENTES.

-t FOF T A YNV Y VANV F
(C5-OH) D LAMREDLNG.

72720, ZoOFtREAFVsa s Lvs)
¥ URIER B~ N F A T — BRIERE T b Hil
LTALN, TNZTTIEENZREETH 5
) R~ AR ) —= v T0h Y b

TEIL 1.0 umol/L & ENAHH, A7) —=

VUM CETRRDL I LICERET 5.

@ PRAOBHEEE DT *

R 27 EBAE, TN HMAEDNTTE L RRE
PSR L 723541 Ry, BE 1 AI2o
EH1HOARETLENTES.

b RaFy7Fult vk XFLr Ty
M 3-b Foxi o VUFEHEEE 3-2F1ru
M=) vy, LR EOHEIEDSEIRE I A
5%, MCD IZH 285 — v &2 L, 1L
FZWATRETH L. FFIZ3-2F o b=
VT Yy e ATV I ORI
ROSNDLZENEETH L.

@ BTN *
DHE D HCS RIBEIZ B\ TIEE ML

F(p.L237P, c.780delG) AFEFET 57280,
CORMABMICEMNTH A0 EHO
80% 7% p. L237P 7> c. 780delG DV FNh D%
FALH, p.L237P & c. 780delG DA b1
TH 7 LIVASIIET B HRITHESID 30% TH 5.

L L7 s, PR 27 48 10 HBITE, 4k
HEDAN CHEIETIRE & 383 2 A sk 13
RVONPEETH L. BUE, EHIZERRDL
N H AR SRR 5E b SE A e v Ve B AT g 3
[BEWRS VT LARAAT ) — =V TR
BOBWHA FI4 VY UE], BEOBEEED
Lz (REWE)] L LT, vARY
) — = 2 IR BRERAHBEEEICOWTI,
EET SRV EHCCEGTEREZHZEL T
74O —F5L V) FHELToTWV 5.
RO NWTHR— L R=T THERL T2/
Z 72\ (http://www.jsiem.com/) .
@ BERTEMRIE * *

Yt F = — BiEMHRELS T RS 7
BRCEMINT NS,

5. #hlE2

(1) Z DA HEIE BT IE
(2) MDJEREIZ & 5 HER RS

6. DWIEAE

OF =
1) 248! - BMhETEY

(2. EERERB X UCHRERR] omEED

HAREDL 12U EDRH D,
<[4, ZWOMMPE 2 287 0 LI T

DIVH I =F T A
2) REERE FERYRARIU—ZVTIE

BlZ=2E0)

(4. ZUWIOMRI L 7 2 ¥ 5| D) b,
M T NV H V=T DDA,
® MEEZH]

DIZMZ T, RAPEHEEEHT THIZ 3- 2 F

BRI — I A S S IR | )

12 BEAIRFYS—ERIBE
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Vo h= )7 ) s R AF IV T UEEOHE & 5 IZHCS KABJE, YA F =% — Y /KIBSE
MBS % [FIERIC3RD, DORERE FF UK DWEEZWNIEZNEN BT D L <1
ZIE(RIR) 2 BB CEX LY A EESH L 37 5. BRI E 2 BT 5.

HERIY AT U -V T THRONICES

FEWN~Y AA 2 ) —= 0 7 CC5-OH DEE % R0 72354, DT OWREN:Z % 2 TR %247
(1) BEH VKXY T —VRIBRE
(2) AFNvza b= V7)Y U RE (MCC RIBAE)
(3) B FOF T XF )7V & VERIIGE (HMG-CoA V) 7 — B /RIBSE)

—fEiAs CRFSIM, —MRE LFAr) oz, I, Mgy A, 7oE=7, FLEE, M
N RS EERRIE L, RPAEEEST AT

MCD ® 9 %, HCS RIBIEA YA F =5 — ERIBE» OMEEZ ML, B THED L I3E
FIEHEHEIC L VAT

SZHNHERE & T DX

MR OMERAHH CREREEORE RS RERAPH UL, ARERH L L THEERE
2O T FIZREOLRWEEE, HEBHA 2 I TOME, BFkk SRIHEDREE
ML - AT _E_% L, FEEHEN, WK T2AAONHEICIIED ICEREN %2
5 L)RET 5.

PWEERDEE (RFEEDSHS

@ EAF x+xAEER50

HCS KIBJE, 4 F =% —ERIEMEL QHEHEEO L F o OROHKG 12 L 0 R, £k

WO 5. JRPETEERHT T MCD IR %88 — > 3-k FuF o Tu it Vg,

X?")l/?l/ﬁx, -k Fofi A VEREEE 3-XF)bra b=y vy, LR & odEtE
) 22 L2EACE X F U #5 (10mg/day 20 5) 2479, MUHEERG L L TRRS
NTWLEFF #ANL0.1% HH) (1ghE4+F > 1mg) b LLIL02% BH (1ghetF v
2mg) THh.

%BMCD D9 5, DAED HCS KIBMEIZITERER (p. L237P & c. 780delG DA~ T 1 #
BB E) LY, 3L =D 100mg ICRAEKEOY L F 2 2 EHT LB
b, ZOBICIREFF VEER*x k(DSM o2 — ) v a yIxSrhE)OMHEERT 5.
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SMRFCRAELIHE02

1. WE2

HCS KIFEDMEIBITIE, AEBEH 2 5 FFK
AR, W, SHERET, BIR, TuhAzs
THRET LI EHH BV ZOWEIZITHE
WS AZAZ ) == 0 T OERBE TR WnWT &
b4, ZDOARBEIE (7' 0 € v BRIME,
AF)v~u BRI &) d&FICANT, M
BT NI =T TR IR REIR AT &
DRI 2 O D5, HEEIT .

2. [N ORE

I OF PR B EAE & Rk, BRAEC

TROEHIZOWTHELZIT.

(1) inekets CRMEIN, —#eAE bsmt).

(2) ke, MEHA, 7oEZT, FLEE - €
Yl ERERREREE, A b AR -
[N

(3) ARt 7 b 1K, pH.

(4) Wi{EIEA  BHE CT - MRL

PR BB 34T CHIR 0 MCD 2% % — ¥ 7574

B HNIUE, HEE T U REFERIZY ) B

25,

3. ROBEELE (1 A=
I LES12] (0.2) LB

O KEBODZRZEL (BEELTESR) O
(1) &EHE & AT
VD o MTERERE 21T\, $H5 L TA
TIPS A B AT 5.
(2) #IRV— b DR
MR LR D ERIR OV — N IS 2
A5 SEEIR R RBREIR I 70\,
IRV — N ORIN 3 7 3 B i gt 7 &
oYW TR 2 EIRT 5.
(3) MBI XY ARG LIME % MRS 5.
(4) LEIS U CABARKEHRSG LTLW

B, BWENCR SRV )T A,
7272, ABAENAKEG 07D BT
PIHIE & Rl LIS L2,

(5) Wik 2R L7 BR MR H 2 J2 5
%, FRMARIREEETIRE T 5.

® E{bLTHEDHH O
AP T RTOY 87 BHE il L

ks vy BALCE BT I BEIBOTUER I

W a7z00 0000 Mgz 2 Eh

VETH D,

(1) #ifge L, HOEIRE RO 2, 10%
PLEoD 7 v a— R % & il T 80 keal /kg/
day PLED 0 ) —Hlifs 2 A3 5. 16
BIAG 2 O I 1X 120~200 mg/dL % HAZ &
5.

) VI —AD5EI M3y B TR
KT IRREANDER & 7% > TEFLRRIAE % AL
SELIELHY, BREBGIIERESLE
Thb.

(2) W IMHE % FR8 72356 (B e >280 mg/dL,
P VR LLRE > 180 mg/dL) © BEJEFE 1338, &
&9, A2 B (0.05 HiAL/kg/hr 2
LB #EETAH A VA YOBFHT
I & % 2340, Fva—Akh5aE%
WL CTRIET 5.

(3) EEHBRIFALFISERTREZ: &, LEIC X
P LTLw,

@ KHME7 Y R—2 ADMFHIE O

TEERAN R MG AN 4 % 2038 ST pH<T.2
ThHhE, KEEKEZEF M) 7L (UTFAAS DO
v®) %#¥%59 4% [BEx0.1 mL/kg (=half cor-
rect) © 10 73 PLE 20 CTHERED.

HIZfEIX pH>7.2, pCO,>20 mmHg, HCO;™ >
10mEq/L & L, 3% o7z 5l 21k
T5.

@ L-AL=FoE50
BEHL-V=F > () )VF >~ FF® &

7 1000 mg * ) 50 mg/kg/[A] X 3 [A]/day

FHERAIPER S AT awigs, ATET

S e N TEESINED vl O

12 BEHIVIRFY S —ERIBAE
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WIRFH L-1 v =F > (=)L VT~ FF® WA
W 10% * F 7213 )V 51 )V F >~ FF® §E 100 mg * )
150 mg/kg/day % #%5-9 % .

® KBAMEEYZ VRS0

- E¥ 3V B, (F73Y) 100~200 mg/day

- %32 B,(ART7TE)100~200 mg/day

-y IvC 500~3,000 mg/day
Bt T 5~10 mg/day

- O A A QL0 10~50 mg/day

- E¥3IVB)p !

Yy 3V BpUnlExF v~ v ERIIED W]
RetEa £z, anNg I VB (e FoFxyan
FIVREFILFIT S ANT Ik k) 1~2
mg/day % HET 5.

MEZSWICEIUTEFF  DAMIHRIE L T X
VW, FERTIRT Y Pa— b d72©, 100mg 12

BABREOECF T V2 BT b a0H 5",
® 57 VEZ7MEDEYEL G
KWl O T =7 MAEICH LTIE, %
BHEBF M) AT T 7 o2 VERERF M)
LB EEZEET L. HEIIREYA 7 VR
FEDBAICHEL 5.

MCD OZ WAL 726, %5 %h1k§ 5
@ mMAE#EED

D EoinERaHR O RBET > F—v 205
T VST MUEDOUCEMEMAZ L WAL, #
RN E L & S 5.
FEREENT (CHD) F 72 13RI A 855
# (CHDF) H8—@#IRE - THBY, Ehin]
BE 7 T R EE R R~ R 0 % 5 (@), B
BT OWCIE, Mk FE CICHM 2 3 285
G EDRCEELVEEDAMIL, HEBEL v,

B OEE

1. ok

O EFF/ESO

SR AL L 7ot BT LS R kT
% (5~10mg/day). FRERTIZT > Pa—1LD
729 100mg IZKSBEREOEF T2 2ET 5
Wanid 5.

F - HCS RIBJE, ¥AF =¥ —BRIBEL D
VLRI R TEORE L L CRET 5 b 0
bHLH. WL EFF U RGIC L D ERSY
WThb.

HEETED BB OZWIC BT, RAPG RS
MU 7 2V AV = F 45387 T MCD & 2
ENGE, REWC T U REEE O Z
B4 2, bAEICBWTCREmILIc YA T
DRMABBED SN TV, EW7 L
F—7% EOWHRDO - DITNMKGRAR T X/
FeMH L726IT, KEERE S T ¥ RZE
%:éﬂfw%m%m_

VA F OB HZE AT 50 ug (THA
AN BEHBIFELE (2010 4EHR) |) TH D, Ha&
PEE I 7 Y RZAE &R E T R
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OEHN DIz, ¥ F 100 ug/day TP
247w, ERITROUGEB LR 3-k b
FUAVERBOW LY Z /-1, FEECS
FURZIEEZEZOND,

B, BARNBT LVE—2E0513 [1E5%E
WREBRIYIZ E A F ~ I mg/day] 2SESR S LT
B2 AR E A v LEE R HCS KiE
fiE - E A F =5 — B & ol (k) %
EZEL, BHAFIA4 2 TIIELF > 100 pug/
day ZHEFES 2.

R 3-b RO X 4V ERERBEOH LN
YA 121E, HCS KIBIE - U4 F =¥ — ¥ RIBE
2EZUEAT 2 10mg/day (28 L, WEOH
MNEATH .

@ L-AIb=F Wik

- -1 V= F ¥ 50~150 mg/kg/day * (53 3) O

(ZV A )VvF » FF® W 10% * F 7213 v

H VT~ FF® §E )

miE (F7odA8Mm) BT V=7 VigEx
50 umol/L P12 fRD.



2. 5 2INTHIBRDBEER

EOFERBRIE L 20, (Z& A LD

TEFF UHRGIC L ) BEETOEHITEE
5.

7 40—7 v Jgst

1. — i & REZNH O
FHEIAENCIZH 1 HPLE, RENRET R
IR 3 2 IS 1 ENEAT .
(1) &&, A&:EEE
(2) IMuipitsds (Ffk 3~4 K CTHRIM)
S RAGIEAS, A 72 M AR LA A T

(4) Zoft
iR LIS o S22 1 A L 2 B AR 3 % B A
R EO— NI S, R - EFIRIL -
BRBEEIEACHEEIET 5.

2. PRSI

H, M7 A58, b, FLEE 7~ > (1) Z&EMAE - 1 [B/4EREEE.
, TrEZT. (2) BEZEEMRI (MRS) : 1 [A1/1~3 4£.
Y YOV )V = F 243K C5-OH, C3 (3) MaPeRAs (CTADABDER) 1 Bl/4ERERE
LREDEHN LT VANV F L DOEB (4) EEHFERERFAN
OB N =T REZOFEIZOWN WREREED H 2541, Bl 6 0Bk
T DA B, Ve, SREREONANLETH
(3) PRI BEER T %.
VB UTT).
DYNOF + ]
1. EAF > AR O#ksE 4. Wik - HeE

GRS 5 LB H Y, EFTF 2N
Mz B 5 EBMATE 7 ¥ F—2 ZFEMED S
B 2WREDD 5.

2. #n
TVI=)VITELE LT Sl T
FRELRDRT VW EDS, REROEREEI
Lo TTEAMHEDGBREMN ) 720, #iT5 X
T 5.

3. &)

WEEOEIIFFELOFR & 20 2§ <,
B DR WHIPRIZ L EO L LEDNDH S,

\E 2 DA FEER A B R E O A B O
I - BT A2 IREFASITE TR DAY, i
MOEBIZOWTIIVEBE EEF-STVRDED
PHKTH2. EBH - £EAERETEL T~
AR EEZ 722 5 2 & QBEES N L2, i)
THELZEALETDH 5.

5. EHREDRBE

HAN=F CEFBAZ IO, EHH 2K
1, FIRARROIRHRE R &, A4
7 RO & IR 5 IS T REMEATE V.
FO—F, TE LK THREIIHET 50
FREEICESTES R ETIERL, ANEH
WH EFN TR RERIAL L 2T b5

S e N TEESINED vl O

12 BEHIVIRFY S —ERIBAE
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L9, BHORMHBIAM S E I he.

U EOBELE 2T, FR27ETH L D7

WZHREHR ORI L o7z,

BELLHRENRE

HAERTER & L CREANO A F 245519192

5| RSk

PHRALND Z DD L.

1) Wolf B. Disorders of biotin metabolism. in : Scriver CR,

et al., eds. The Metabolic and Molecular Bases of Inher-
ited Disease, 8th ed. New York : McGraw—Hill, 2000 :
3935-3962.

2) Pacheco-Alvarez D, Solérzano—Vargas RS, Leén-Del-

3) AR

4) FARE—

Rio. Biotin in metabolism and its relationship to human
disease. Arch Med Res 2002 : 33 : 439-447.
FUHIWVERF VT —BEMEEREKIEE
(BB (AR < Vv F T HNEFL T —F
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8] B-7 N FAS—CRIBIE

KEBIR

ShAVRUZ - PERZEFIV-CoA FAS—F (T2) OXRIBET, REHDEERT 7
VR—VRZEZITEHEERTCHD. BRBUESHELERZES. A VOA Y OPRBELHDA
Ty FET N UEORFESMEB TORNBR T v PHEEENS (H1). HRT 100 FILLE, b
HET I RZDHRENG D" . £BHHBDS 2 REBEFXTICHM, FH, BRREDA MU
BEEHEC, ZEUVWT MNP Y R—VRATRIET DT ENZV. 4 VOA Y VIEREOBEED SR
hEEEDTIC TELZEHISNDD, BiEEME OERAE T DR CIFHEINRRTR
TIRWESHG RN NECTH DY,

REETIE, ZBIEERITDE, BEDIV/STEHR, HIL-F RS TEEREDFHNT
BECHY, 10 REBR D EBERREEELESRLBDIDY, ERRENPREFTES. TDE
DIFERY AR U—Z VI THERBICZHTENDE, BEERREETHT D ENTEET
HB. PAUN, F—ZARSUPRETIFFERTY AR U—Z V7 CEIER TEENZH SN
THY, ERICEERREETHNIEINTNDS. ULh U, BRUBIDTZAUATHRSESN?, &
RTDBEEFERYARAIU—ZV T THVWE T DIFRERzD, ZRHREREBZRO>TVS.

=PV
S =P,
FEMERTO : .
& MU HRIRR F5U)-CoA——b o)y VT
- :
I FHULT IS
_________ 7e MR 2-XF)L-3- > 2 XF)L-G-t ROFY
« I EROFVEBE®-CoA “  JFULAL=F
7 R Y «  (C5-0H)
3-ErOFvmm ZEhTETL- 2-XFIL-3-t ROF
(& ) 0
2-AXFILT & P EFIL-Cohcd 2- AT LT HEFE:
7 F)L-CoA JOPA=)L-CoR > 7 1FIL-CoA

B- N FF S —CIEREDEHR

2M3HBD ; 2-XF)U-3-t ROF T TF U JL-CoA BikZREESR, SCOT ; ATV Z)L-CoA : 3~ NEE-CoA KT
2T7I5—€, T2 SFIVRUZ - PERZEFIL-CoATFAS—E, [ BR, X RBBELAL, S
T EENHEY, > BERBONOMRE, — . PYIVAILZFUHTDOMR
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TS

#9196 FAERRE UIEFERTY AR I ==V )840y MFETIERESNTH ST, 48
ERFTRETHZD, INETIRRDBENHS. PAUADY VT LARAICKBDHERTRAR
JU—ZVI T2 AN ADEELEORSEDH D7D, BROKLSICIVFLYAICLD AT
U—ZV I TIRTCDEAIFAETERV, FRBEEIIRETHS.

DR

1. ERpcRAY

O FAERIEY
B~ AR ) == 7R, FIRMIZE
FEEDVV LG DORFEMRER L ETRELEINS
HEREIR B % F5 9.
® 2MEFAER
WEEGBA 2D 2 M, HUEk, Y
(2, WER:, SR, EREREEAZES S b TV
F—3 A%E% &7-9 . IERMERTEEAER T
H5.

2. FEIERS L OMARPRR

T ATV R AFEE LR e % 22
(ZWEE:, I, EAREEL & 70T

3. BELLEHRIGE -

O KHEHEr7Y R—2 X

REBTIEIEMERICE LW P T P
A% &2y, Lo TTr=FrFv v 7H
KEORBUET > V=2 AL %5, HRIFIT
I3 pH<7.2, HCO; <10 mmol/L % 7R .
) RHT > F—2 20ER

pH<7.3 7> AG>15.

##)AG=[Na*] - [Cl~ +HCO; ] (GE# #ipH

10~14).

5P R

106

@@L k=R

(1) #7 + > E>7mM (bASET umol/L T
IREND Z EHZ DT 7,000 umol/L LL
)

HFIBITIE 10mM 282 5.

(2) LEBENGIHIGE < <#or b K
TEBENRIIEE /#r b R IZ03 2805 2
LML,

® 57 VEZ_7IMIE

BEORT v EZTIE (200~400 ug/dL

) 229752 L0H 5.

W) BT v ETIEDES

- A B - NH;>200 ug/dL (120 umol/L).

FLYBHH IR - NH;> 100 ug/dL (60 umol/L).

@ {KIm4E

FEHEME <45 mg/dL, AHEHE CTILEIMAE ~K

MpEF CThEA 2fER 2L 9 5745, 3 LKL

HxENTH 5.

® —fRMBRIEE

BRSO _EA-Rm CK UE 2 720 5 2
Li3ENTH 5.
® FEEF MR ?ﬂ%%

ZEEF£Z MR
ENH D,

JEAZIRA % 780 B C




4. ZHORLL 13 455 RE

O mEB7ZVIVAIV=ZF % (FUT
L ZE)

TR 27 EBUE, SNHRED T & L RIRE
FEREBIRIE L 235 A 1CR Y, B 1 Aico
EH1HOARET L ENTES.

C5:1 72 C5-OH O _EFA-DIEHATH 5
Lo LA, A7) —=0 TETh b
FHICHEEPLETH L. FARETIFMmA
W T SNV NVZTF v EHNY — RRE
VIEBI A\

HEE) Y UTARA AT —Z VT DH Y
b A+ 7 {H1X C5:1>0.2 umol/L, C5-OH>
1.0 umol/L & ENB 75, T DIEMEEIZZ A
)=V TR TCETRER LI LITEER
5 (R I Vv 7 LRI &R T E S (W) .
5T AR AEAIE) Fr LW SERO
EHRIREE. B I OV 2 R 20065 42(51)).

@ PRABHEEL DT *

TR 27T EBE, SN HRTEDT & L IRIRE
FERRBIKIE L 23 A 1CR Y, B 1 Aico
EH1HOARETHENTES.

WEIB)CTIZFZINTY) >, 2= F -
3-b Na ¥ VEEEE, 2-X F V7 & MEEEEOHE
MEEINASAR SN B, 2-AF LT+ FEEERIZA
TETHRHEENLVWI EbH D,

@ BEREMRIE * *

1) 2 XBRR Rz FE ARSI, BRER & VT
BEEEHET, I Ya vy FY 7 -7 T
£ FIV-CoA T4 77—+ (T2) OFLWKT
(IEH D 20% LLF) 25588 b N AUSHEEZ T &
5.

@ BTN * *

ACATI 2 7 L IVIZTIRIA & 7 52223 5E
N5,

5. #hlz2

D AU ZJU-CoA : 3-7 MEE-CoA ~
SVAT7x5—T (SCOT) KIEfE
KB LMD b T Y F— A%z &

ToTHRBTH L, RPEEERSH, h 7 >

WAV =T 2T IR R TH 5. B

T, BT TR 5.

@2-XFI)L-3-ErOFTTFUI-
CoA Bii7kFREEz= (2M3HBD, HSD10)
RIETE
FTIUNTY Y, 2 AF)-3-k FaF

iglk D BEPEMAZRO SN, 2-AF V7 &k

FERE I C X 2o & v ) IR AT T R %

Ly, SERSLEE L. 26 LITHAIRT

TR AT B R, BB REORIT, 1

WA, BB, ETHORE A RS X Gefulk

SHBEERETHY, -7 M F T —ER

BIEL R ) FHRAROEBRTH L. KM

RN DY), BAT R & OMESEIRATH & 2

THRWIER S FAET 5. DA ETILARIMLHE R

FENTY =Y A% &L CRTAHEREICT

B~ & F & T — BRI & FE DAL IES] A

OARBEEDREESN TS, BEHNIEEERE

%, BETHRITEIT).

>

6. Bz
OF
1) SRR

2. FEERB L OCBRFTR] OBEHD )
LR EL 12UENRD Y, T4 ZHOR
Wk 7 4RI ] O bIE T VL=
F VOB A
2) RAEERE FHERIYRARIU—ZUTIE

BlZ=ZE0)

(4. BUWTOMRI L 7 2 ¥ D) b,
M7 VA =F 25Dt 4 .
® MEEZH]

DIZMZ T, RAAEEERSHTIC TR RIET

=1l
N
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Z

j=1011
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RO on-boriEEsiis 345, —#Kic HENTBY, -7 M F 47— B RIBEDE
IR ERBR AT CF 7)) v v, 2-AF {LFEZWTITIZ 2- A F V7 & b EER O R HE
V=3-t N O F SEEEEOREIEMAFED 51 WOMERBRDSULELEZ bNDL. RPGHEEES
E, REBLALFEBWINS. Lo Lk W CRERFT ROA T 2 mE121%, BRI
DAETE 2-2F V-3- Faxs 75 %, BT COMEZHDLETH S

JV-CoA Wik FEEEZE (2M3HBD) KIEJED TR

FERNARITU—Z_V T TRONIZGS

1. HEEHA

O HERIYARIYU——_VFJTCH:1 hDC5-OH hEETRERDONIEIES

— AT CRAHIN, —ME LSA) 2Nz, A, Mgy A, 7rEe=7, JLEE dEHENR
FAlg, I b RS EARIE L, S SIRPERBROIT 2T WHEESKT 5. RAEEERSHT
“C 2M3HBD KIBIE & OFERIDE L WIGEND 5.

PRAGHEEE AT CORFBIIFT RO+ 2 541E, SBT3 L 2EEZH 21T, BR
TEHEIEIC X DHEEZMTEE Lwds, BAEOWEE TIERETD 5~10mL ~/%) Y iidsdh
FCThbHI L, BMOZETHEENRERENEON RV L s, BERDMNIERD A DR
PHEWTH D, ZOROFERT AR ) —= v 7 Thitbh, JRTPEBREOIICBWTHIF
BT A+ 55 72 REG OREE B W LB F R BIEN TH 5.
® C5:1 OHHEL, FEEDRWVLHH D ESNES

G5 1 DAPEVHETHRREZBETE 2\, M7 2V H IV =F i OFR & R
HHBROHT 21T .
® C5-OH OH#HEL, KEBZZSHICARBRAHEREDRWVLD DD ESNES

EDOEEEND-O, I8 MET A, 7rE=7, AE: WEEERGEE My s o g
[, AST, ALT, LDH, CK Z###L, JREAGHEERGHT 21T

OOHE, -7 N FA TV RBEL D OEE I VEF T 7 —EBRIBIE, HMG-CoA V) 7 —
ERIBE (e FOXF I X F VTV T IVERIGE), 2 F V7 b=V 7)Y VIRE (3-MCC K15
JE) ZEZLLEDRDY, RPAGEESTICEVENTED. HEIVRF T T —ERIBIE,
HMG-CoA V) 7 — ¥ /RIBME (v FEF T A F V7V ¥ IVERINAE) Tl e B 553 2 R
BHY, LER—BRETT =4 F vy THAMEORBET ¥ F— Y AEORE 2R THE1X
D DOFEEDOTREEDTE N,

ZHTHEE X C DX

bR AR A TRIAE, REBET VP =3 R, BT YRS TIMER EDORE 2 ROIGE
&, ABEDH R TEHEANVAF T T —ERIBE, HMG-CoA V) 7 —ERIBEZ LM L THE
R ED L. —RIRETRE;EO SNLVgE, Il L CHFLMEZR1 0L H 12
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L, T RERMIS S IUL, BRSBTS 5. ANEL, KD 5,
B 72 EOLGEITERPIIZZTHI L LT 5.

PHEERDEE (RFELEDES

(1) ZEEREHI~OXIIS.

(2) RIFERDIZEL A EITERS~6AH 5 2REAICKIYERCHUER I > CTEELR Y b7 Y F—
VATHEIET B, FHERSYAZZ ) —= v FTHEOBHE, MESHODOMELZIT
LB, —HREE L LTEE LT LS ENETH D,

ZefE R LR R EREOFANCHE Y R 1D 0. BIYE, FICBHRIRELFET

LDT, BMlozgL sV a— At T 0.

%

BERF R L R EEICH T 2EERRNER D

B BEBRES
HERH 3 b5
6 "AFT 4 B 4 558
1®&E T 4 55 6 B
4 A 4 B 8~10 B
4L 7 mARE 4 B 10 B
LREHDERTHY, BARREPEEORRICKIEENNERESD

&H3.

O NNV

O BAY VIO DHIR

AvaA s Oz RS 572012, BEDOY 87 HIR (1.5~2.0g/kg/day) %479 0.
REBEDY X7 HIRITEE L < T5LEIE 2, BILEEIRTIEE  OBEaEEICAA CHIE
Fv, ATILREOREAIZ Y V87 BWBRO -0, & 2587 BEBIL (FF1S-23) OfFH
*ZET A0 REBIIER 6 20 H UBEOBGICHE ) PRk E Cld@EEEERTH Y, FLIE
W o 5 237 GIROLEEICOWTOILE 7 ¥ Zid ke \n
® sick day DX

HEEHE LT, K7 N lE R CREROR T b ARt E 2R L B, K
MR, AT, ZBERSOWEIE, HETRT b RlERRBRRZ TR T F v k&
Ty L, 1+%253I0V7, FIVI—AR, Ya—AnERRIE, KO ITIUIRIE,
2+ ETHNERIET 22 EORIEEZ O ARSI N 0.

SR CRA L 12558 02K

KEBITFERYARAZ ) == 7 TTRT Want, ZnPulk, RRRRESE A0k BT 2 REHET
DREFIZFRTHZLIZTELVOT, #HER VR=Y AR & LIEFICB W TIERERD
NAAYY) == TR oo b Evio TEEME X BERICANS.
TAREXTEETE v, HUK, BYEICEN
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1. HEEZM

ZWIHNISE L72GE, 7272 b ERE oK
KEHWTIF 7 VIV =F kR R A
FEERATIC L DALFB W 21T .

2. [ ORE

VIO PR EE & AR B AR I
THROEHIZOWTHELZITS .

(1) MfEies © B, 7 A, BRE, Ca,
IP, 7 E=7, AST, ALT, LDH, BUN,
Cre, CK, UA, FAM§IL, 73 /8 FLEE
YOV Y ClE, BEBERRREEE, B N UK

(2) JR¥AE : 7 b U1K, pH.

(3) WA BEER CT - MRL

MEZWIIT 2D 72012,
(), WA BE) 2179.

T =4 ¥y v TR [Na®]-[CI"+HCO;]
>14 TR S O F BB EE DG DI, FLEEH
M AR TE L vy, 22DRT b vk
ThIIT M MROFER D EDNL. KEET
X7 Y EZ7 400 ug/dL LLEDFE L W7 v
ZT7IMEFENTHY, FELWET Y EZTIL
FERH IR IID DB L EET S

L7 PR AF

3. HoBEGE [T UER=
BN 3121 (0.2) HBR

K7 I4 A& LTTREDEEEBIGT 5.
® JIA—-REBE5ICLDToEFEHOYU—E

=l B ]

o AR, BREGEE f-FRILAR 2 A H
i3T5 EDVETHY), TIUIRED 20D
TV A= A& BT VBN DD,

(1) 10% R Eo 7V 0 — A % &t B E
WT7 N a— A58 E (GIR) 8~10mg/
kg/min D 7NV 2 — A% LB L § 5 L)
%\,

070, HOEIREHR T2 Z 02 E
Ly,

(2) BIHEZ RO E  FVva— 25 E%
WoHTOTIERL, A2 YPEH (0.05
HAL/kg/hr 225 B0G) 2 EET S, A VA
VY OB TR E % 5561, 7 v
I—ABGREZHERL L CHInT 5.

® KHEME7 Y R—2 ADFIE

TN AREASER S NAUET T Y =2 AT
eI RN
W BT LRNROTA FI4 & LTlE

DToX) Thsb, EEAERINASZUE

EHTH pHLST2 THIUL, KEEKEF NI

A (UTAMBY®) 25595,

A4 8% BEX0.1 mL/kg (= half correct) T
10 53 PL B2 CTHiE

HA%fiE (X pH>7.2, pCO,>20 mmHg, HCO; >

10mEq/L & L, &zl 5® L h ks

5.

@ MRHMEEELEO

ZWAHEE L T, LEETLZEIRIE

EAE L LEBEHEE L T\ e WwWiE

BIECBWTE, KT S F=2 2ARET ~

=7 MUE DD 720 | ML LR DT b

NLYENH 5. Fnst O &C, 7

= A5G-\ b VAR OBEDSENL

TLEDLLRWIIITEEPLETH S,

® NIHIREEE O

SENERIC N TIPSR LB L $5 2

LB 5.

B OEE

10/%ZBALE, BERIEL E72L12<L
b, TNETOPICHEZH X, BEER L
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1. ZPfEOD[D)E

ZFEBTD. FEELLEVTHETHES
TLE) S b, ZEMNHPSE 2 TRBRT
bY, BILTYa—AhEsRELTHLD
LALETH L. AHRHEWIIOVTIEIRIEZ SR,

2. REIEE

AvaAf s roEfan e s72010, BE
Dy 87 HIR (1.5~2.0 g/kg/day) %479
ERRRHE D 7 b AMREAE R IET 2 DO TEIO S
e,

3. L-hIV=F 85

HNV=F v OZRRZ%FHT 5720 L-7
)V =F ~ 30~100 mg/kg/day D5 %17 .

4. KT bHEDF YD

HEEMHE L THETKT b AR5 BB
MErHWCRT P hEEZF v 7L, 1+7%
L7 WVa— A x ikt 2+ ETHITRE
THREDEA L O EDERINS, #o
BBk D L ICRE L TB L.

7 40—7 v Tkt

LTWTH 10T TR IEICEREED

179 . REETIZAREDSHS 2 ThW»
b %VoT, Z0/Kb 1S 1 HFRE O
ROIDDZLHNEE L\,

LI
%3

W
III\IU

7

N

ok

1. — i & REZNH O
FREGIRICL VAREEIARZ 2230w L

IEET 5.

(1) &E, #&:EEE

(2) Mty (Ffk 3~4 ke CTHRIM)
A, WREIZE LT 3R 1 i
79,
M AT A 534, M, o b ks, 7 >
DT, TATIV, MET I BN,
TR, — WY Ze M AR LA A T

() M7 NI IV=F 5N B R 7 >
WANV=F O, B kD IV=F

(4) JREHBEIR AT + BB CTITY).

(5) Z oAl : ERCVIAL O R IR B AR
LERHEEOL—MHEWEBE D, WE - &
FHEI - JEEHFICEA CGERNET 5.

2. fPHSH

(1) Z&EMAs - 1 [l/4ERRRE.

(2) BEEBMRI (MRS) : 1 [H]/1~3 4.
FAEWEETH - 72613 DOBMERD 72
OMRIZES>THEL I ENET L, K
B, BRI D ERE 2 SEO BRI
ELTHELDLZENHY, FENTHD
PIFEE 7 LT & FERIRE R0 5
Nz wHIMELH 5.

(3) Mt (TADAGBHEE) MBS LT
179.

(4) EEHHEREREAN - BREEREE O B 2 B A1 H

Y REOHEEOWTORE. 7 3/ B B0 OB, (FRRE, SRREO
Bt & B B TAT ) ABLFECD 5.
RRASADREA

REBTIX 0PI N7 F— 3 A%E
DIEBRMEIIET T 22251 T05Y Ly

UMREE 2 R 2 B AERI P HEE ST b, A

HoFESFHAIBEEDZDOZ L, BHTFRIC

TR — N7 -

]

(%)

13 B-T hFFS—ERXIBE
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Jran) — B S UL

ODWTIERIHTH 5.

RERAF
S I EC YN IME N 35 F 2L IS

BN

ﬁ%MTim%%VWiihT%D o7
W OEBEOH|RITA

5 IFASZHk

%=

EERZLND.

3. Wk - HhRE

PRI B TR IEHE HER A HE S hTwn
29 BERHOERNC I BACRAELC 2 S 2
WEIICEETL I EANETH L.

B, TR 27 4 10 BB CIEEEER OR 5

J;@/ué:ﬂitfcf\/‘t;‘\/‘.

D) REREEE b AR RIS

2) RBEEE. RIS

7t b ik
W I & g A4 N & H 7 3 = )U-CoA 1 3-7 Mg
CoA N T Y A7 =T —ERIEL H-IZ. HARNER
BFEAMERE 2007 5 111 : 723-739

HAE, 7N IR RE

OO, HA/NBRFESMEE 20125 116 ¢
1801-1812.

3) Mitchell GA, Fukao T. Chapter102 Inborn errors of The

ketone body metabolism. in - Scriver CR, et al., eds. The
Metabolic and Molecular Bases of Inherited Disease, 8th
ed. New York : McGraw—Hill, 2000 : 2327-2356.

4) Fukao T, et al. The mitochondrial acetoacetyl-CoA thio-

lase deficiency in Japanese patients - urinary organic acid
and blood acylcarnitine profiles under stable conditions
have subtle abnormalities in T2-deficient patients with
some residual T2 activity. J Inherit Metab Dis 2003 :
26 - 423-431.
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5)

6)

8)

Fukao T, et al. Three Japanese patients with beta— keto-
thiolase deficiency who share a mutation, ¢. 431A>C
(H144P) in ACAT1
organic acid analysis and blood acylcarnitine analysis

. subtle abnormality in urinary

using tandem mass spectrometry. JIMD reports 2012
3 107-115.

Fukao T, et al. The clinical phenotype and outcome of
mitochondrial acetoacetyl-CoA thiolase deficiency
(beta—ketothiolase or T2 deficiency) in 26 enzymatically
proved and mutation—defined patients. Mol Genet Metab
2001 : 72 : 109-114.

Sarafoglou K, et al. Siblings with mitochondrial aceto-
acetyl-CoA thiolase deficiency not identified by new-

born screening. Pediatrics 2011 : 128 © e246-250.

Sewell AC, et al. Mitochondrial acetoacetyl-CoA thio-
lase (beta— ketothiolase) deficiency and pregnancy. J
Inherit Metab Dis 1998 : 21 . 441-442.



HERIYARITY -V THREEBEZSEHA RS 1 2015

|3 7')L S )LBLZINAE 1 BY

KEBIR

EERICKONNBELNDHS.

TV JVBBIMAE 1B (glutaric acidemia type 1 ; GA1) [FUYY, EROFIVUIY, MUK
77V OPRERHBETE < TILY UJL-CoA BiKFREER (GCDH) DEZICKL>TELD, &
ZAEFASHETCDEETHD (H1). PEKHEY THSIILIIVE (GA), - ROFVT
LS )VEE (3-OH-GA) REDBBN PR, FICHREAEDRBREPERDOESZECY.

BRI IR [CR RO FRHRER & 7 LR IC 2B HBRRE T PREESR S EE
U, ZORBREEJ|ZEVIRUCETIT S, TODM, HERK Y BEEINAZ S/ I EAIPF

!

20K~=)L-CoA

I UI-CoA  mme— J)LF UJLA)L=F/(C5-DO)
.............. > )L B

GCDH * A3 L ROFVIILY LR

219 JUBEITAE T BID(LHHRES

ooy

GCDH : )L UJLU-CoA BiKFREBER, X : AHIEEMAL [ BR 57 8
SBREEY, > BEBONTORR, —» . ZVIVAIZF UOMOIR

SEEEH 10 HAIC 1 AETNY, DA E TR 21 AHEIC | ACHEESNTLZY. ZOE
MEPAUF - RYZJUNZTFMND Amish ¥, AFIDRA T 4 TP AXIAVIRE, BEN 300

14 79 JUBEINAE 1 Y
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H4E 1 AL EEIERTEEOSVHIEN SN TWVZYY . AKREBIFRPBEEEDHT PP 7 >
WAHILZF A CTRENGRREN G, FHEZHICKIFRET REGEENRAETND
», FERIYARIU—ZVTD—RUREZREBREO>TVS.

DR A

1. ERARA

® HEfEFIR

FHHERS AR ) —= 7R, FEMNIZE
JEADR N DIGEORFEIRZR R ETRARENS
MEFEIRG 2 $59. #UNIEE S e g,
BBPIZH 90% HREEEZ X 7237,
@ 2MEFRER

K% 3~36 7 H (I 6~18 22 H) ORI,
B RCREE A G, TR, &% 2
B A EE RIS E TR IE T 5V Y.
® tEMHETR

JBAT R YR EEERAME 4 12HEFTT 5 b D
T, BIEBD 10~20% % 58> 57910

2. FEIERS L OMARPRR

OF 1= VN

AR L ) BEIER 2RO S, 5\ IidF
IR DU I ZBEBER 2 /R LT 5.
@ PIRfRREES

BMFEMOSE, MARIZIE, FEHR
1~3 B L D IEASHEL L, S 5 BaRIK
THALN, FEDHEKL, TVhA, BE,
VA NZT e EOHEIMAEIRD RO 5
5. DKk, Vol AIW LR RUGER R
DBHH, YR EICFEMOREY E L 7%
DORERISETL, AAHENLRELZRT
LWL\,

BVEEITI TR T R E B TR IE, M
RIKT, YAMZT - VAFA YT REDA
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BEEER) (BEARYMRAEIR) AWRIRICHBL,
19%.

3. BELLSEAMR

O —fRMBRIEE
WEIIFICRE 2RO 2w, 2t
BT R—=3 ARHET v E=TIE, R
W, RBEREO LA RO 6 05 5.
#HEC) TRLOESR
(1) R#ET> F— 2 :
S Hr AR HCO;™ <17 mmol/L, FLJE
HILIEE : HCO;~ <22 mmol/L.
- pH<7.3 7*2 AG>15.
#)AG=[Na"] - [Cl~ +HCO; ] (%
P 10~14).
EEORBMET o F—3 A TAG>20 D
A, HRBERHREELR ).
() &7 ¥ &= T7ILE
- FTA VR - NH;>200 ug/dL(120 umol/L).
- FLYBHALIRE : NH;>100 ug/dL(60 umol/L).
(3) AEIfE @ HeHefil <45 mg/dL.
@ HIFHRRDERIGE
Sylvius 242l i =2 D IR % f£F 5 ATEEZE &
HEEFE DR EMEIREL 2 R T ODYETH 5
(B2). ZNIETFENORSEREY KWL
TBY, FEitw) XL LARERE WL
58 ZOWGHT RIIFERNMTLED 5N
5. BInTFER L HIREIRE OMBIZDWT
EWFE 2L 22Tl e,
F - BN IR, RISk (B,




MRI BHRFTE (T2 3&57)

AR OBEEL KL, ZHMEMEELE MRI
TORFEREST (T1HMFATRES, T2 M=
DW TEfE7=) Zad. RSS2 &
TR DAL L D, T2 5EFH TR 2 &
B %R Y.

ZO, FEREES, MR T IR E T
AKBE, ML A D HEH Y, EFELS
MEahasZeddbr VO THEELETS.

4. ZWORRLL iz 55k ER

O mMAR7ZVIVABIVZ=ZF % (§UT
LY ZE)

SR 27 EBAE, SN HMAEDNTTE L IRRE
FERERAIAKE L 72354 1CR Y, & 1 AI2o
EH1HOAEETLENTES.

VYA NZF > (C5-DC) D_LEFA
R Th b F72C0 GEEEI V=F ) D
KT LIFLIERRD NS,

D) M7 NVAIN=F VI L B A
V==Y DAy b A7 (FEEEME) (L,
C5-DC>0.25 umol/L & EN D5 A, Z Dk
HWAIZ R A7) — =V T CETRR D
ZLIEETA.

® PRAOBREEL DT *

SR 2T AEBE, TNHMAEDNTTE L RRE
FERRBRIE L 2358 1R . B 1 Aico
ERIROAEEST LI ENTES.

HWE3-L ORI 7V y IVEE, Ty IVEE
BLOT VY aBOEER EABAR SN,
ILEZHDTRRTH A, FIZ3-v Faxs 7
V& VIR OHEMERE AN AR B T D
b, TNVYIVEERDRFNDOHREEIZ & 5 T,
(1) EHEME (7 )V % VR =100 mmol/mol
Cre) & (2) e (277 )V % V<100 mmol/
mol Cre) (2 ENLH, T 2 DD
FEPR B9 2238V 3300 S Nz »wiY,

@ BEREMRIE * *

KA > SBRCREZE 57 [ e S Al 7 &
% FAv272 GCDH B3R IG M 72 12 & 2 i as
TRETH 5.

@ BTN *

JENE(ETCTd A GCDH DIRNT AT HE T,
98~99% DIKEEN EH 5 ' R227P X VAOOM &
5 72 mild mutation # 7% b 1ODT L
WD DA, BEHERE 2R3 & v )
EhH B

H A AJE B Cid S305L A% 12%, S139L,
R355H, R383C2%9% O7 L IVIZFED i,

E—FERERS\

~

14 79 JUBEINAE 1 Y
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PRk DHE L 13 o7 B BERE RS,
B, 27 410 ABITE, fREREEDIA
THRATHRAE LR T 2 RAER IV Oh
EETHL. HlTE, EVAIEREEANEARRE
T ZE B SRR G MR B RS [
¥ UTFARAATY) — =V TR RIEE DD
HARTA VUE], BHEOELHDOL20OD
Wige (REH) | L LT, ~ARZ ) == 7
MEERAMBEEEICOVTL, #ET/
Ve HWTHEIEFERZFEELT7+ 0 -7
5LV HFERToT0AE, ERRIIZOW
THA—LRXR=VTHERL TV Ew
(http://www.jsiem.com/) .

5. #hlE2

M7 VAV =F 2 GHICBIF 5 C5-DC
DEHR, RPBERERGHTICB T2 7 V5 v
fgk 3- Fax 7 )V VEEOHE NS —
NIREEIIFBTH Y, #BIIESTH 5.

6. DWIEIAE

O ¥z
1) 2EFAED - BMHETE

2. FEERB L OEKFR] 0HEHED 9
HARCEDL 1DULERH D, [4. B
P& 7 B O Bifih 7 v v =
F VRSB DA
2) REFE FFERNYARIU—ZVIE

il a=1:5)]

[4. ZWOBRIEL 72 255 09 5,
M7 2N IV=F VD %E .
® HEEZHR

DT 2T, FREAEFRERHTIC TR 3-
N 7 )V VERE 7V 7 VER Ok N
RO BIEMEEDME T 5. KPR O
BT, BEERGEERHE T COMEZIT
PUEELRLIELH 5.

MERNARI U=V I TRONIZES

1. HEEZHN

HHEWR<T AR ) —= 2 7T C5-DC O LEFTHIkE 7o 72356120, —fikiRd GRS,
— AR AR) AN A, B, MEA A, T UEZT, AR, MH N RS R HIE L
SR RREESAT 17T . LB U CRERTEMENE, BRI X > CTHEEZIZ17) .

ZUTHEE X C DX

MR OMERAHH CRBREORE RS RERAPHIUE, ARERE L L THEEmRE
ZHEO TV, ARBITEE, k3 5 A DRI THHEZ ZRICET 5700, lE
WO T TOMMIZER %% ERGYEDOBEARL AMRETIER L, ER2ICEHRENE T %

235 L9187 20.
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PHMEERDOER (RFEEDESE)

ERORFEENIZIER25EE - 3EXERTLZ L THY), SMUIIEMRSIE L MEREED
FENEETH L. TORDIITEEREE NIV =F VG2 A T, sick day OXFIS % Kk
DB EDEETHL., FTLHEAROBEEZ 6T TICEL LD, FNE TOEBRITE
23 BT EBUETHB.

O EYEE
(1) L-Vv=F Pk * (100~150 mg/kg/day 57 3)
(V7 VT~ FF® NE 10%, 7213V vF > FFP §%) O
FAICER L - RERHEDOPE 2 RET 2. #EHEY LV =F VIBE% 60~100 umol/L
EEODICHERT A L) ISR 5.
(2) VKR7IEUHMk* (10mg/kg/day % 3) O
GCDH OfifERTH V), HFALFN /8T A —F D E L7 & O EREE S H 5208, fifE
FHETFHRERETLEV) LTV 20,
@ BEELZ0
(1) H#kS /37 HIR © 1.0~1.5 g/kg/day.
(2) +47%H v ) —4BH : 100~ 120 kcal/kg/day.

BIER7 I VEOAM R L, H 0 -2 2o, BIe—fmilicy Yy - b T b
7 7 YBRFIHIL (B S-30) 2T 5. BT U i3 86mg/100mL & L TEET 27,

) Vv EIEMEFEEOH L 7NV IVEER - RO F L 77 VRS T 0ICEET
HDH, LIV YR M) T NT 7 ERECUET I BORZIIGHEER R ) X 4 Ok
EL o HRFENREELZTIZSEITYAZEDH L. ZOLOMF) YV iBEOB %% EW T
fR (60~90 umol/L) THEFF$ 5.

WA, WYL CIRY) D UBRE - TVF = VBB I VIR, UV UVEBREINZICHRTIY A=
7 % EOEROFEBUAE MR 2 EOBEMIEE R THESH LT, CHETLFZ R Vv
EEAL, VYV VORARY AREZRST2HEEINTEBY), VDIV/TLAXF=ridBEZ
07 BETH L. BED) Y VBREINVT ZMHH LIARRIRTIZ) 0/ 7T VF= U HidH 2
THY, TVFUCONIGEMI L ) FHEWETE LR D 5.
® sick day OxHilLE

FEENRHE BN BRI S TOHE LS X 2 BERRREIRFEIE D fEIREN D 5 7280, FadI1ZH
Exssd, SLEICL) 7V a— AR E EfiT 252 L CRALUEZ I L, SURIEY B

<O
SR CRIEL DB 5 ORE
1. W HATRERR I A L BRI I & 0 75

UTDL) REEEIT.
R~ AR 7 ) == v 7B, b LR
RZBUFFITIZ, M7 VBN =TF o HRIR

= popEReesy

14 7')L9 JUBEIMSE 1 B4
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2. [ ORE

VI OEFEERH R AE & R B ARICI
TROEHBIZOWTHRELIT) . 7272 LARE
T, MR IR RE 2RO BN b d
D, WEREIIEMTH B,

(1) iufaieds CRMEIM, —#eA bm).

(2) IpE, MEH A, 7EZT, k- €N
Y UBR, EMERRERNE, A b AR - M
TR

(3) JRIA 7 ™ 21K, pH.

(4) WA BEER CT - MRL

3. [MMDBEFESE 11 A=
SEHAAES12] (0.2) EER

VI DK PEER A SR E & FRRICAH 2 7 4

AL LCTROBRERGT 571,

O ETTEDIFH O

TNFIVEER 3~ RO X2 7V Y VRO

RS T2, —FRHIZTXTOs I8y

EWAEFIET AT, Ry ORI EILIZE ST

I VBB EOILER WIS A 20015k 0

)RR EIT) L DNETH B,

(1) HOEIREERD D 2, 10% EELL Lo 7
V3 — A % & BB R 80 keal/kg/
day DLl (& %\ 13 GIR 6~8 mg/kg/min)
DG EMERL, T % IREDE S N5
WEATS.

fEd) FNVI—A0FGIEI Far ) TR

T AREEAN D BT & 7 > T FLBRINIE % EAL
SHBEZELHY, EEVPULETHD.
(2) b % FRe 7= 854 GAE Va1 >280 mg/

dL, FrAE R LI > 180 me/dL) : AHIERE 1
WS &, 422 B (0.05 AL/ ke/
hr 225 B46) % BT 5. A 2 A1) O
FCIRINE & 7 28550, 7 v a— A5
wmEAWR L THIET 5.

(3) HHEMIEIALADSERTRE &, SHEIZ X
) 2~3 g/kg/day THIfi L T L.

@ RKHME7 Y RF—Y ADFHIED

BT ¥ F— 2 AWEEOR AL REEKE
F )Y ARGICEBMIELITH. ROT VA
VAL A B OPEI 2 55123 5.

HIEICB 2 RANROTA FF4 2L LTl
UTOmY) Thb. TEEAECIFIRAE T L8
EH7/29 2 ThBpH<T2 THIUL, REEKE
FhYU YL (X141 %;833mEq/L) BEX0.1
mL/kg (=half correct) % 10 43P 20 UF CHfE
T5. O, FEEAIREEKET M) A%
544, HiEEIZpH>7.2, pCO,>20 mmHg,
HCO; >10mEq/L & L, @&E% R 7z 5H%
Mg - kT 5.
@OL-AL=FES5*0D

HHERBROPEMEEICEER L-2 v =F v (=
V71 v~ FE® ##{E 1000 mg * ) 50~100 mg/
kg/[Al X 3 [A]/day #5535,

HESKI DS E R SN TR WS, ATET
MR L-# V=~ (Z)Vv# VI >~ FE® Nk
10% * F 7213 =)V 71 )V F ~ FE® §E 100 mg * )
100~150 mg/kg/day % ¥ 59 %.

@ HEFOMNKO

385C UL LD AICIE, BmicA 770
TR TENTI ) T rE 6~8 T
WAL, KD FREMZ 7.

B OEE

1. BEEA

@ BEARYVINIDHIE O
A s UL, MERE»S TS
5 720 24~48 BRI LI E T 3 7 BRBHI 3%
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5% 05 g/kg/day » SBIGET 5. 4T I =0,
FRIVOLLEDT I EREANILET I B
DAL EHELTWDEA, 0.5 g/kg/day FEETH
g, MEE R Z LR,

R - REERSITRECTHIUZY P v - b



T N7 7 sERIL (FHIS-30) EREFL- I
7 ERBEH L, HKRY Y87 BHE% 0.5 g/kg/
day 225 B4 L, 1.0~1.5 g/kg/day ¥ TR
b, FLTUVFUCERBHALCY Y /T =
VIR 0T REIHEOZ LD TFROUGEIIDOR
MBUEMDH 2. Ha) =%y X7 OR
JEGHE Y X7 Bkl (FED S-23) - 30k -
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16 fRESET 2 )U-CoA Bi/KZ=EES
(VLCAD) Xi8fE

KEBZ

METE” 2 )U-CoA BiKEREESR (very long—chain acyl-CoA dehydrogenase : VLCAD) [F= 3/
RUPHREORAICEFET 2BRTH Y, —HEEERE CDICRHEEMED BE{LZES (B 1).
BLERIBREFESHETHD. BRERFIBLLS, ERAS U IIIRHERN SEEDDA
FEVEMEEE/CL, ERTFROUENRE THDERN D, ILEITEIIC Reye HIEMREEPILYD
IRZCIRILIEIREE (SIDS) HRAEK CHAET SIER, $IREALIE ICHEARIFRIEZ =9 SAER, MA
HICBIT2HE HHETOIDBEDH2YY. MERVARIU—"VITIE, HICRAE
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VDRAD GD CoA FUNHIV=FY
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JWZFUNIVERAILNS YR TTS—E 1, CACT: BIVZFUFPIIIAIZFV NSV AON—T, TFP;
S MOV RUP=EEZR, VLCAD ; fiREE7 3 )L-CoA BiKSREESR, MCAD ; BSH77 2 JL-CoA BiKREER,
ETF . BFmEJ SS9 >/VJ, ETFDH : EFmZET SV /NI HKEEESR, SCAD ; &7 3/ )L-CoA
B K3REESR, SCHAD; J288 3-t ROF 772 )L-CoA BRKEREESR, MCKAT ; 388 3-7 77 )L-CoA F A 5 —
¥, SCKAT ; 588 3-7 R PV JL-CoA FAS—T, AS: 7VIL-CoA GRS, [ | B
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AL, BAREFREZBEYESTOTIER
{, BVEMTTHROD LLIZ®%FTH &
AHELES NG,

@ BTN *

ACADVL DfFHT I Z M OHF J) 7% T T
b, REBTIEMLRTFR L RBERD BN
BiF2MMEERT?Y. FERHREEN TS
VRV ABRR T L — AT T b e R
O WERNL L, BAEEEX DO I A
Y ABRIIAL B LIRS FET A 5 A D
%\, K264E IZHARANICZE K A5 N DRI
MOFEVERT, B EZ RS Z LYY

kB, PRk 27410 HBUE, RN
THEE TR % R4t d 2 AR 2V Ob
FEETHLH. B, BELNIOIZERSEN O ARE
T ZE B SRR G R B Rt 3 [ IR
Y UFARAASY) — =V TRIREROTIE
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VB BIEA v 2 Y (GLEE) b7z 5
bRV ENEETH LY O
IEDERIC DWW TSR EF Ak
% LRI WY, REREE MY 7Y ) K
(LCT) OBIHI R+ 4350 7 )V 3 — AffiFeid

REBOFREPSHEHZEELNLE. L-
WV =F v OFGIEERD T NS DS, Pl
LB B I 2 BEEIRNE G I3ER L EZ S
NTW5, IREPNZELRIE, BHRILVIR
W x e T HERYHIBT 5.

B OETE

AREBOBRFEANIAEFIRE - AEREIC X
DEATEDO T Y — FRET 5 2 &, Fi%
i, LHNOBEORAMAE#ITLZLICH D,
- V=F & G5oRxIFIcoOonwTiEFart
TFADMEH TN,

1. BETED TR

FAZZLAIBIC B W TIZALERIREE 2 [ &2 &8
EETHL, BEEMBOAZER1IIRT. L
fREF ORI 7V a0 — ARG EE L BEL D
72O EETH L0

WEEOEENIEET L. FERHITIEI AT —
RGN E 2 B T E DA, BRRE~rhs
FEOEE)IZ L > THIEROWENASNL T &
AN, B ORIEHLE T 2V

2. REFA

® MCT Z )L DfER

Al - FURBICIE, AR AEEIEED AT
i) & 2 D ERRIEIR - — B EALS AT L o 528 75 A
5NL YA, LERPEEMRALMCT 7 4 —
327 (BT 2HVLZELEET20.
WERE L & 2 b NLAEFIZOWTIE, TFP K3H
JEICHE U CREFLD L Cid@ I v 2 hik L
BHiG 721 TR EATS . 4 pHEBE S &8
Whay) —oOIRE % 25~30% & 3 4. el

B EREBLEREICHIT2REMED
BEZO
B BEAREF
e REA 3 b5
6 NAFT 4 B3R 4 B3R
II®ET 4 B 6 B
4 A 4 B 8~10 B

4Rl E 7w 4 B 10 B8

ZERADELRTHY, BRBEPESDRRTICKY
EENNERBEHHD.

i~ 1) 7)) B (MCT) %%20~25%, W7H
PeRiERAS 3~4% F2E* HIZ L 4 555, WG 721
T A IIBBURRIROMBEI % 5.
R AE IR DS LR T D B A 1L, Bl &
MCT 7+—325% 1:1I2RB& L CHEHMLE
T 52 EN% . RIHESER I MCT 7 + —
R2TOARDPLHGT A, EHS HHLURE
MCT 257 1) — D 20% FEEx B L 355,
ERICHDLE TR T 270, LiL, Bl
I F 5L MCT & LCT DIER L) 4 25w
WWE LD, BEFAZIEIMCTAH A VHBFHTE .
@ FEMRAI—VRY—FDERA D
RIS % 48 0 SR 6, FEnEka— > &
Y —F % 1~2 g/kg/ WAL 2 PR S 27, IR
BIAGRRIE, 0.25~1g/kg 225 &3 4. JEERIEN,
BOR, THICEZ L 22 6HMETS. b0
FERIE—8ED & & A%,

W2) 4 A YR001~005 Wiy /kg/hr & LT, HULERZFER LD 2 TIT).
T 3) BEINC 1RO TRIET 37 —¥OWmMAAR 1453 Th 5720, MO 3 —> 28 —F ZFLRIBECBIET 2 0).
BEILIZC W EDRZVOT, LIFLIEFI T L — =52 w5,

136



@ LCT DOHlR

i & DDFERD A SN D & S FNEE DFIRAS
VIR D, 40 ARBGOSE, #EOFALR
IvzHIk L, AROEHRI VY 2 BT S
0. 4 »HUBEIZOWTIE—H DR EEIGE»
5 25~30% =L, —HEAT) —D20% 2
FEICILE B L9129 5V,
@ L-AIL=F (TIVHILFUFF®) 50

RIEBICH T B L- IV =F Ui D EIEIC
DWW TIIERIE SN TRV, VLCAD / v
IT7I NI A EAWME TIEL- V=T
YHEHICE o TRABEOKT2AME I R Tw
2190 v MIBWT B ITUHER SIS
FEIR % BT 2 W REMEA R S LT 5. i)

TIRL-H V= F VAR STV R WY,
=7, L= Vv=F U5 X B /e % 5
W HHELH BN, ENTOR—L2ERIE
B"BoNTWRn)S, A b EflEDL-7 )V
ZF URGIEVELRWEEZ ONTWE, L-F
WoF B HRGTABIVENISHEL, R
BRWHEI IV F o, TNV TF U EEE
=5 =T 5. ZOAIEEES V=T~ (C0)
fEIFIEH T IRAEEE (20 umol/L) % B L 4 5.
SN I ARBE S L I S TV AUEEEIS
LBL-INV=F rOFGIIEEOTH L. Al
GESTYIVH IV =T ORI RE S ik
£ HEER EOWREESEE ShTw P,

7 40—7 v Jgst

(1) &, k&, HP.
(2) Z&EMAE (1 [E/4F).
(3) I (L— 5V =F > IR 3~4 I

225 %)
R MG E A MR T 7 4 v —
ERCE

FUREZ 1 2 1, DBRIZ2~3 1 H 1
| EomEILEE L.
- AST, ALT, CK.

- MUEE, EAT A, T EST.
ST YOV A IV =T T L IR A
V=F v, TIYNHNZF AE 2~3 A
WLED), 7YV H V=T UHTE AR I
HEEDIAT) ZENLTE L, —fki2I
HDIE ) PEM LA EZ T Z R T VAT,
HREDOY A IV THOEELZITRT .
(4) Lra— HSEROYEE A/ 1~ 3 FEFRE.
(5) BHEMRIARZS /MR 1 [l 1~3 R

RE A DEREA

AIED FHARIEEIZB S 2227 o T R WS
%<, ERIIELN TRV, FLAEHICE
IMHE R Reye BRAEMERE & L CIE L 72 EBIASIK
FICTRIORBRZ 25252 L ORERE NS,
AR, WAGBWIBIAYE 2 CW B h5, ZIE DFE
BIOBEEE R FIREICOWT IS 25 T
WAL AN BT b B R LA
o SR\ RERUH RMRE R X A /8 F —, FE s lE
HERELTIENRESRTWEY, F7z,
ODRER EDLEEY & 723 2 L bHiEsh

THY WY KFERFIEAEEIC D 5 RBEE
BLOEEPLETH L. IGREOFEHNL IR D &
BY, MCTH A VORRHZ E&2 L LT 5 8F
RO, B BB O [l 2 & % kT
52 ETHDD, Wi EDORERIFEHRIZL -
ThHWERZ L e ENs, ABIZBWTIX
RN, By, R, YRR R SIEEA et &
T DEHN% DT TR RiEENLETHD.

B, P27 4E 10 BRI TR ERE O R 5
BB LT R o TV,

By RIS (OBOr<) MRS >0 O-S\VRAmE

16 1REHET 2 )U-CoA BiKREESR (VLCAD) KB

137



5| FSZik

1)

2)

3

=

4)

5)

6)

7)

8)

9)

10)

11)

12)

13)

Spiekerkoetter U, et al. Management and outcome in 75
individuals with long-chain fatty acid oxidation
defects - results from a workshop. J Inherit Metab Dis
2009 ; 32 - 488-497.

Spiekerkoetter U. Mitochondrial fatty acid oxidation dis-
orders - clinical presentation of long—chain fatty acid
oxidation defects before and after newborn screening. J

Inherit Metab Dis 2010 ; 33 © 527-532.

Sahai I, et al. A near—miss - very long chain acyl-CoA
dehydrogenase deficiency with normal primary markers
in the initial well-timed newborn screening specimen. J

Pediatr 2011 7 158 © 172 ; author reply 172-173.

Ficicioglu C, et al. Very long—chain acyl-CoA dehydro-
genase deficiency in a patient with normal newborn
screening by tandem mass spectrometry. J Pediatr
2010 : 156 - 492-494.

WEER. & 2 7 A< AEOHEA 2 HEA L7 L
PR~ A7) — = 7RI OIS 2 158
JEAETHE R AR B E (B B R AL
TR e ) Pk 23 AR, 201210317,
Baruteau J, et al. Clinical and biological features at diag-
nosis in mitochondrial fatty acid beta-oxidation
defects - a French pediatric study of 187 patients. J
Inherit Metab Dis 2013 : 36 : 795-803.

Kobayashi H, et al. A retrospective ESI-MS/MS analysis
of newborn blood spots from 18 symptomatic patients
with organic acid and fatty acid oxidation disorders diag-
nosed either in infancy or in childhood. J Inherit Metab
Dis 2007 : 30 : 606.

Takusa Y, et al. Identification and characterization of tem-
perature—sensitive mild mutations in three Japanese
patients with nonsevere forms of very—long—chain acyl-
CoA dehydrogenase deficiency. Mol Genet Metab
2002 : 75 227-234.

Fukao T, et al. Myopathic form of very—long chain acyl—
coa dehydrogenase deficiency - evidence for tempera-
ture—sensitive mild mutations in both mutant alleles in a
Japanese girl. Pediatr Res 2001 49 @ 227-231.

Spiekerkoetter U, et al. Tandem mass spectrometry
screening for very long—chain acyl-CoA dehydrogenase
deficiency - the value of second-tier enzyme testing. J
Pediatr 2010 : 157 : 668-673.

Fingerhut R, et al. Stability of acylcarnitines and free
carnitine in dried blood samples : implications for retro-
spective diagnosis of inborn errors of metabolism and
neonatal screening for carnitine transporter deficiency.
Anal Chem 2009 ; 81 : 3571-3575.

AT, FEBH RS KT TH v b+ 7 E
% Tl o 72 R T 2 v —CoA K SERESR KAEAE D
260 MEST ORI HAS A - A7) —= v
TSRS 2009 519 12557259,

McGoey RR, Marble M. Positive newborn screen in a

138

14)

16)

17)

18)

19)

20)

21)

Nl

22

23)

24)

25)

normal infant of a mother with asymptomatic very long—
chain Acyl-CoA dehydrogenase deficiency. J Pediatr
2011 ; 158 : 1031-1032.

Endo M, et al. In vitro probe acylcarnitine profiling assay
using cultured fibroblasts and electrospray ionization
tandem mass spectrometry predicts severity of patients
with glutaric aciduria type 2. J Chromatogr B Analyt
Technol Biomed Life Sci 2010 : 878 : 1673-1676.

Li H, et al. Effect of heat stress and bezafibrate on mito-
chondrial beta—oxidation : comparison between cultured
cells from normal and mitochondrial fatty acid oxidation
disorder children using in vitro probe acylcarnitine pro-
filing assay. Brain Dev 2010 ; 32 : 362-370.

Tajima G, et al. Development of a new enzymatic diagno-
sis method for very—long—chain Acyl-CoA dehydroge-
nase deficiency by detecting 2—hexadecenoyl-CoA pro-
duction and its application in tandem mass spectrome-
try—based selective screening and newborn screening in
Japan. Pediatr Res 2008 : 64 @ 667-672.

Yamaguchi S, et al. Identification of very—long—chain
acyl-CoA dehydrogenase deficiency in three patients
previously diagnosed with long—chain acyl-CoA dehy-
drogenase deficiency. Pediatr Res 1993 © 34 © 111-113.

Spiekerkoetter U, et al. Treatment recommendations in
long—chain fatty acid oxidation defects : consensus from
a workshop. J Inherit Metab Dis 2009 ; 32 : 498-505.

Liebig M, et al. Carnitine supplementation induces long—
chain acylcarnitine production——studies in the VLCAD—
deficient mouse. J Inherit Metab Dis 2006 ; 29 : 343-344.
Primassin S, et al. Carnitine supplementation induces
acylcarnitine production in tissues of very long—chain
acyl-CoA dehydrogenase—deficient mice, without replen-
ishing low free carnitine. Pediatr Res 2008 : 63 - 632-637.
Ribas GS, Vargas CR, Wajner M. L-carnitine supplemen-
tation as a potential antioxidant therapy for inherited
neurometabolic disorders. Gene 2014 ; 533 : 469-476.

Spiekerkoetter U, et al. Peripheral neuropathy, episodic
myoglobinuria, and respiratory failure in deficiency of
the mitochondrial trifunctional protein. Muscle Nerve
2004 © 29 : 66-72.

Hisahara S, et al. A heterozygous missense mutation in
adolescent-onset very long—chain acyl-CoA dehydroge-
nase deficiency with exercise—induced rhabdomyolysis.
Tohoku J Exp Med 2015 : 235 : 305-310.

Murata KY, et al. A primigravida with very-long—chain
acyl-CoA dehydrogenase deficiency. Muscle Nerve
2014 1 49 - 295-296.

Scholte HR, et al. Myopathy in very-long—chain acyl-
CoA dehydrogenase deficiency - clinical and biochemi-
cal differences with the fatal cardiac phenotype. Neuro-
muscul Disord ; 1999 : 9 : 313-319.



HERIYARITY -V THREEBEZSEHA RS 1 2015

WA =5EEEER (TFP) 3IEE

KEBIR

—GBEEER (trifunctional protein) (F= IV RUP D B-BERDD B, = OV RUPRWERIC
&6 UTc REEISIER D BB LD 2R T 2 2 B3R (D 1| DT, KIEEHHE BEEOIEDE 2 DB
RI/A)-CoAE RTI—1 (LCEH), F3DRE - ROF 7V )U-CoA BKKRER
(LCHAD), 54 M3~ hF7 Y )L-CoA FFZ—T (LCKAT) D3 DDWEEEZED >2FIV/INT T
H2 (A1), AERF2DOOUTAIZY ha&EBDENZENATTIZY MHS1R2D 8EHRT

REHAERAER (LCFA) A=FY
l OCTN-2
LCFA(C16) 7%)b-CoA
CoA | HIL=F> =R
=~JRU7
p CPT-1 A ~ \i\JJ baYi!

N PYIAILZFY

SROVRUTRE
CACT
TP CPT-2
VLCAD

CoA FIIWHIV=FV

5

{ 77> )L-CoA 7])[/:9"?—/
)
SCAD/MCAD ' 7tF)L-CoA
—CETF)\ (c2)
oOrF—B~—" )
M/SCHAD i /
MCKAT/SCKAT |7 TCAREE

“ U
ETFDH

— 0000

B B LiEES DRIER

OCTN-2 ; HIL=ZF VY NS VYRR—F—, CPT-1; AIL=ZFV/INILEMAILNS YR TTS—F1, CPT2; H
JWZFUNIVERAILNS VR T2 S—E 1, CACT: HIV=F U7 VIVAILZF hSAOH—E, TEP;
= NIV RUP=8Ef#3E, VLCAD ; K7 )U-CoA BiKZFHEEEZER, MCAD ; §H77 3/)L-CoA Bi/KEREER,

ETF . EFmZEI SS9 /VJ, ETFDH ; SFmETISE VI VNI BiKEREESR, SCAD ; 8887 2/ JL-CoA
B K3RE23R, SCHAD ;%288 3-t ROF 77 )b-CoA BHKZREESR, MCKAT ; B8 3- b 772/ )L-CoA F4 5 —
¥, SCKAT ; 5388 3-7 h 7V )L-CoA FAS—T, AS; 7V )L-CoA BREER, [ | B

17 =FEf#% (TFP) XIBfE 139



&4, a7 1w MTLCEH & LCHAD BEREMN DY, BY T 12w MT LCKAT SEMEN S
3. D 2BLEFIFREIE 2p23.3 [T head to head THIEUTHEELTWVD. FERDONIEFQ,
BEEBSHDRIBICK > TED, WTNHRBEIEIHERO BBIENESIND. BREASME
TDEETHD.

FeKICHWTIF isolated LCHAD KIBAE L 3 BERIEHE S IR T 9 =8BB3 (TFP) KIBAEICH
NS, AIEF LCAHD JEHZRFENICKIBEL, FHD 2 BREMEFHIEERND VD
BEEHD. BAICHFSNDaTTIZY FOOEVER ¢.1528G>C (B510Q) H'LCHAD R X
AVICHFEEL, TOXRRHERD., DHYEDEFTIEIDY A TOREFHEL, TNETEUMS
NIZEERF T RT TFP KIBFECH D. BRNICIFZDOmEZXRITERWT EBHY, D
OERFA RSAVTIFID 2 DZXBI LRV, ERTOEFZICED DG, KAA RS A VIF
EHINSL, IVTLRA - RTU—ZVIHWEFTULIEI—OvNNCHIFR2IFA/N— A
T L ER IV,

e

DAEDY VT LARR - ATU—=Z07D0/NA 0w T A KTl 1997~2012 & TDH 195
AANBEEDN>THEST, DHhEICHFDEEFARETHD. TNFETICTHHIET 5 FIDR
ENGY, ZODB 2 HINFERFESL, 2 GINELSEFRETREER, 1 fI0N =4/ vF—8Y
THY, HENBHFREANS VLTRSS,

ZHORAE
352 0%,
e 1
1. HRA @ ARSI

O FAERTEY

Y UFARA - AZ ) —Z VTR, FRIEN
ZSHER T 723 RN E D W TEIRRER IR
SNAIIEIROIEF DS EE NS, LUT D EDIH
BRI END T TOYENLZSEET .
® FhEREAFAERY
BRI WA, BakBEE, g kEE
DAL ETEMRIEL, FLWRIMAERE
7 v E=TIE, FFREEEE O BA, ®CK
ME, OFELR &% & 727, FLIBIR o
FEEHE. FrARHISERE, SEER 1
BDNZIET b o RIRE, WARE, A%
RAKTN 7 & CTEAEL, MPRAE:, LhiECHE

140

FLARIIFEETNE, R HLER IRV B
BE, TWhA, BHERIKT, MPREEZE
ELTHIEL, K7 b U MHIRIEEE, &7 ~
E =TI, mIALBRIMAE, RGBS, & CK
MAE 72 E&fE9, VbW b Reye FRAE R &
LCHIET 5. MR Bk &Itk - T
WHRRSEAEZ #R D RS Z & 055\, RIILKE
FEOBEESL L THREREZ X728 )
2\,

@ EFE

FHEIRDS B OESER (FRHE) X, W&
ADHT% L, SRS BELHIZ, HRH
RAERURMEE, iR, BT CTRET S



L, EEZIT TR, BIEERHL
ffk, KM A P L ATHFHERIFTR SN
b, 347U VIR, ECKIMEZED S,

R BT ELRE O 7 H TR R E
(80%), HAMEREE (5~13%) % & 723HERIAS
HbH. FNIAz)—=vr, BERRRICE
WTH BT 7 WIS R ST B2,

2. TEICKS K OB

FRI TR IZEED 5 2 S Ot R
ZUNFOIERD S T 5N 5.
O BFHBEE, LA

FreERsEER, FLLEBISERM TA LN
5. S SERETCRE D b AENIE, Reye FRAE
BREE M SN DG DL\,
@ BIEHHEIR
BOHITEREETA LN D, MR RlfFE R
AT —, B, G EET A, Sk
Rk, EE), Kl CRERIIRET S
EWE L, JERDPET 52 L LB TDH
5. F72—HBOREF) TIZIEART I S I 57 1 7%
EWHLND.

@ IDEHRER

e REsEER, LA
b HAHNG. R

JRHISEER, EFER
7L
=+

SAERITIL, EEOD
JERBLOAHIE & € HUZPE ) OAE, BOER %2
IR EDHRHND.

@ IFIRERAEIR

FrAE BISSET 2 fpls & L CEI,
W, BN EDEFHEEHN 2T 5.
® H{ERRAEIR

FRICHLL BB RERN IS BT,
WCRET LI EHND 5.
® FHEEX

FrAE BHISSER, LA BIASERI T4 { A
NG, FREOBEERIZIZE LWEKZ 20
5ZLbHBHDY, BRINCIEHL TR
Eb%un,

Mai - % 5

3. BELLLEAMR

® FE~ES b MEIE

IUBE DB MR SR b 2 ARAMERAE &
b, 7272, BEERET A0 TIE R L,
fifE, SHREORELS FHRI NS HH
TS, @VRIIFEOBIZ IR 7 b o RE M
T~ +FHE, Mo ~ 2425 1,000 gmol/
LEETHIUL, K7 b o MEKlpEE £ 2 %
MH o b > 3 & [R] g L2 I HP st e R i %
e L, sEBERRIAIE /A8 b U ARE LI >25,
WEHERRGIE/3- ¢ Fo ¥ U EERE VL >3.0 T
HIULNRIIER B BRALE T 5 b 5.
® iR R

e DBRETHAENERO LAZRO S
A, B2 AL TWaB 2 EAE L, Eig
ZWLSEI b,

® & CK MiE

IR ICERERMETD, MIEEH
EfE (>10,000TU/L) (275 2 &A%\,
® 57 VE_7IME
SVERIERICREE R D 2 DD DA,
WOATHET B LHLWN

® BhErE

B ERITUETIE WD, AR
HLREFRPT H2 & BRI B A B REASEE b L
HZ A,

4. ZHORYLE 13 D5 HRE

O MmEBP7VIVABIVZ=FURH* (FUT

LY ZE)

SR 2T AEBE, SNHMAEDNTTE L RRE
SRR CARHE L 72358 SR Y, B 1 Aico
ER1HOAEEST LI ENTES.

E#H7T VA V=F >~ Cl6, Cl6: 1,
Cl8, CI8:1 & *mk Fu¥ U1k Cl6-0OH,
C18: 1-OH &0 E A 7355, HiAklE~ A A2
) — =Y 7 TOZWREE, AHMMIZBWT
C16-OH>0.05 %> C18 : 1-OH>0.05 (fiiz%

R (om—) SRR 1

7

17 =5ERE5R (TFP) IBAE

141



Lo THETRELD). ZRRAETIX, AN
BLOMEPHoNL,, BEREO—EHT
1, EMoIMT T Vv = F VAR R
TIRAEMEHBEEDSZ LW L ICEESLE
THb,

® PRABHEEE DT *

27 EBUE, NSRS T & D RIRE
FERRBIRIE L 723551 RY, B 1 Aico
SHIBOARET LI ENTE S,

I FEAEREIZIZIE D L I3 b oY
TIVRVEER B2 3-v FaEs I h LR
Bexat) 3. BMXRZEEF RS2
AN LZWEBbS.

() BEZRFHIGZHR * *

REAE R B RRHESE MG 72 & % IV 72 LCHAD
1%, 3-ketopalmityl-CoA % W27 F % 7 —
CIGHEEIEA R S5,

@ BE{LREMRE (in vitro 7O—T7 vt

A) * %

BeA2) v NERRC B AR E ARAE S & F
7z invitro 70— 77 v £ A T, ¥EEEFED
TIYIWVHNZF VG T b5 EllEoT,
MR O BB RE & APl 3~ 5. B EHREM
BT INHNVZF L TaT 7 A VEHIET
X, BEIWMCHELS.
®AL/TOAYT4VT % *

BRI kT Hwif a7y
TAYTTY VX DRIBRHL PR Y 23
72O L )BT S,
® BICTFHRMT *

HADA, HADB Df#fT %475 . DAETIES
YHED D DT N T HADB DEETH -
7. HRADIE VERIZEZFAES LT
Z2\r,

B, FHR27 4 10 ABUE, PREREEDIA
THRATRAE LR T 2 RERH T VOB

142

EiEThLH. BUE, EHIZERSEANHARE
ISR B SR A M R [l
5 VT ARAAT ) — =V TR RIER DB
WA RTA VUE], BEOHELHDOL2OHD
WFoe GRREIE) ] & LT NARAZ Y —=v 7
S RERABRFEIEICOVTIE, BEET/ SR
Ve W THIEFERZFEELT7 0 —¢
BEWIFERIT-oTWVE, ERRIIZOV
THAR—LR=TVTHERL TV ZEw
(http://www.jsiem.com/) .

5. #hlE2

MRESH T ¥ )V -CoA i AKHBE R RIESE, 7
VENVERMFE 2 I, ANV =F 25V 3 b AV
NI UAT TN RIBE, INV=F 7T
YIVHNZF L N ATH —BRIBRER &
DRI S FER, Reye FHEMERE, I b
T2 R TEEER EDENICH DS,

6. DWIEAE

OF -+
FEMMZ R E, BHRIERD ) 547 L
b—o %D, [4. BWOMB L 7 2 KR

] O BIMFT VA IV =F 5 TR
SR TO T 7 ANERDL L X, BB
T5. FHERYARAZ)—=0 7R EICLS
FEREMBICE LTI, FYTFTAYA - A
== VT OMPT VIV H V=T 25T
BERW 277 74 VeRBob L&, 52
L35,
® MEEZH]
RERLICINZ, T4, RO L 7 2 Fegkia
] D) HEO~ODL R L —DOTERES
BT R e L L &, HEEDHE 5



FERNY AR I U=V T TRONICBE

1. HEEZHA

AREDRI UL 1 A LI EAE S 2 HE RBIBERCTH ), BUTOXYAAZ ) —=2 7T
X, #EREIRCTY YT AR - A7) — = 2 T TRET 256 138 A RIS ER TR Wi
BFEALEEZOLNS. 2 TEEERTRELZHAICOVTRET 5.

BEHIZMAT VA NV=F 2ok, TR & 5 FEFk I & Mg A& E %), EiiE
KIS CTHRIA DR A AKFES 5.

METHOT I NVAN=F Y GHDBEETHIUE, —RICIE~Y AR 2 ) —= v FiERP s
EEZTHRLT 5.

T NI =T Y HREEARE R DG CTH UL, BWTHEE DD DR E AWM GRMESFMILLIC
X% invitro 70 =77 v v 41X AMEEZKIOI0D), BEIZ TS EEBT 5.

1)

SZHAHERE & T DX

3MMIERADH 2, REMIMERSRT TS Z & 2HRT .

MiLfE, A A, 7 »E=7, AST, ALT, LDH, CK, GEEENGHiEE, 7 b K5 0H) Ok
T, LTI — I THRKELGEN 2 W DOMEREAT) .

TN A VT YO ORBERERS S T TIE, ABEDOD ZEHTLZ20PZLE L @.

ZHIEER DGR RFEDSG

O BEBEE

BRIV Z I L2 BEFEELZRGT 2. FARTEEI VY, B RO SENE N 7
Lty F (MCT) AE ESIRBENY 79U +) F (LCT) OEWwILZ12350Y. bosE
T WENREERIE MCT 7 + — 2 25 (M5 721) 2SR EMRIIEE 2 1T 2L Cwab. |10
BT, ToakEEn (FuEm) =R 5.

® sick day OXHal

SEE TR, W2 ERBA N LA S L) b I3 B0 L. e+
EDEHREL, LECSLCRBoZVa-AHErEEF L0, SV - A5 Er
6~8 mg/kg/min & L, ZEAERE S FHHIMICHEEETH 2755, LERHIEA ¥ A %2 HH (GH#EE)
5.

F o CISERTY 1 MOSIETRBRAREICZRY D 52 &, HAEAOLELE, AT
KD FHIRBED LT 7 & T4 CHBUCHER L TO 5 ) TEPEETH 5.

SR CRA L 55 0B

BEARAENCR L7 3 DORIEM DS 5. Hid | WHISE, FLARIMISSE O BMETECORIED

ﬁ R (Om—1) ISR

17 =8BfE3 (TFP) XIERE 143



WAIZOWTCEHT 5.

1. HEEZM

O ERIKIER

PRl oS, MPREE, A2, b
L < EFLLD B O G R HLER I P O Bk
WP S AN A AR A 70 & ORRIRREIR.
® —mREMR

eI S H e & 58 ) FE~K 7 b > PR Rai
WEHE, &7 Y= TIE, RGN, FEER % fE
I B IC L 0, ARE 2 & Lo IR IR AU 52
WIEZR B, EHIZY Y TFARATOIF: T ¥
WANZTF VG EATH . FITRERRD & % gk
I & M A E %D, EahEE I TR
FENT 2 AKHES 5. F 7R REER AT RIS
HHTH A, MPT VAT v 5iksakE
EVHIETHIUL, BWIHEE D720 O 2 AR

GREMEZEMIRIEIC X B in vitro 70— 77 v & A4 |Z
LBHEEZWOL0), BTNz EET 5.

2. [MMOBEESGE 1 AHE=
G112 (0.2)] H2R

FALIRAE % 8 CRAL o F Iy % 72 o
2, tanmE e ). sva-Ak5Ex
6~8mg/kg/min & L, 1> A1) Yt (GI#
) bEE L2 0.

WREEPSELE L, BRIV ICL 2 A8FHE
EERGT A HAERETIEEILVY ZR0
MCT 755 ¢ LCT DRV I V7 123 2V, basHE
TIZWEBNRR®RIL MCT 7 4+ — 3 25 (WA
721) AL %2 1272 LT b, 3R
TLoEILE, FNCX BT EER (F
LfEm) =T 5.

B OEE

1. RFREROIEE0

FLIIRT. PUEERFHZEC LW L2
JEOERTH 5.

ED EFBRREERECSII2RBE-ENE
Zz0
Hep fEARES
B RER 3 B
6 MAFT 4 558 4 B
1®ET 4 55 6 B
4 A 4§53 8~10 B
4R E T EARE 4 B 10 B5RS

ZEHDEZTHY, BB PEEDONRICRIUE
BOARERBEHHD.

2. RERA

@ MCT 2T, #1ILOER O
LCT OEHUIR/ANRIZS 2. FrA R I3 8w 3

144

V7 % R MCT 298 < LCT O\ I v 7 12F
5. WIENREIEORMALETH 5, DIE
TIZLEBNRRBILMCT 7+ — 3 25 (WA
721) DSVERRRGEE & 12T L CWwAh. 4HH
rEEOEBRAIOY) —-OIRE % 25~30%
&3 5. MCT H820~25%, WIENGIHERDY 3~4%
HMELYHEET A0S, G721 2EHT 2546
BB ERROMEICR S, LCTIZTE LR
DWARLET A LaL, BEWEZIDIZLD S
& MCT, LCT 4 258 nd v 5. #EFLEIE
MCT 4 A VHAFIHTE 5.
@ IEMBAI—VR5—F 0
WEEHRCTHWOND X )12, HLE» S Ol
INAEELIEE TH Y, BFLAEREMEIEDY
LA, BARINC 2 T20g (80 keal) FEEEZ
BHREGHRBEHO 7 L —N—THAT LTk
LI EMTHA.

@ L-AIL=ZFUES5D

Db b EZHT, RSHIRIIRERICE T
NOREMEGPAHERE W) TET Y AR,



EELEBEREONIRDL BT A& LnbhTn
BV R ERN R V= F VAR T LT
g, ML EET L. EEEI V=F 22320
umol/L LLFIZ 60X )27 5.
ZMHOL-H V=T UEEIIEETH 0.
EGELEST VIV IV =F v ORI D ik
Bisk RS 7 ORI ST B,
@ DHA (ROUNFUIVE) #7E O
BFRERER T, WEEEROKT 25T 72
o728, BIIOIERRUGENR R SN & v
IWEN D HY. BEWERIZA SN o2 &
P HRKTITHERE SN T WS,
- 60mg/day (20kg LL'F)
- 120 mg/day (Z1LlL)

3. ZbLABEORIS

B3

SR, TR, WEREZ SR A N L A5

£ & XTI TE DR BRIEEACHR AN
b HcT s, WEottaices i)
ol B0 7V a— A2 T v,

FALIREE % 8 TR T 5 72012,

oW AT, Sva— A%kEEid 6~8
mg/kg/min & L, FEERE D FHAIMGICFEHETH
LA, BERHIEA A v AP (GLE#EE)
T 5.

4. ¢Dft

W) 70 B AR A A 5 | Z R 2 9o Tl
JAZENEFT L. B 20 4RTIC, MCT
0.5 g/kg 2382 LEBZOMRB O LGEE L, WH
DOIREN X B0, BEUHRUESIZ 5 b &
WA S B 529

7 #0—7 v Tiat

(1) B, k& BEOFzv 7.

(2) EERIBVETI O 720 ORARE) TP
ooy 1 VR,

(3) E=%—& LTIiZ AST, ALT, CK, #HE7
WoF RY VTFATA L BIMRT 2V
BV =F e R E I TENEFT ) .

(4) FEBRtAT
- 1Al IRARR B L R FE
o 1 [A]/AR SRR R
T a—, BRI : 1 [Al/4E.
- BH{ MRIARAS @ 1 [B]/4E,

R A DR

1. F& - SOHE

& ITFLYYRIIZEIE T2 DR BB AR T
& o IR R BRI OREG O BT, &0
FEIZDOWTHRABIOE®EAZ L. T2, A
BNZIE U THE L 72 AN FEAE D ASE b e %
b5,

= BRI ARE CHI ORI B AT a1 2
AOF L, MRV Z AR 12 & B IR
DHHEE 2D, TEREEEEO SIS H
b, INHE—RICETETH Y, AN

DREE 2B EBbNs.

Bz, EED L IR o CHI & RS
ENDAERUHRRAE & F DA BHE, CHTEDE
1t, AW CTOLTESRE, B&ERNOIIER,
HWEDOZEMR &L MEE 2 5. EHERE
DHA 513 A & Mk s T b, DLk
DT EPHARIEZEAINC > ThH, FEEREY
SO LE LB TH 5.

S By (om—) SRS

17 =5ERE5R (TFP) IBAE

145



2. KEEOREHE

AREOREE L, BN LRE, AHAR
RO FHFRE, DHA QA &, Az b 4
27 B RO & TR 5 S AT REIED S .
TD—T5, B LI TREBIIC S S % D

X, MBI ZEoTEZRIETIEIRL, AR
BN &N T AR EEPAL R 2T o
589, BHOKWHIA R ZEINS.
%3, P27 4R 10 F IR TR EEE O 5
LT > T\,

B LLSRENRE

RPARERTHLEE. ~ATURRAEBETH
5 BEBLS B IR IR IR B T (acute fatty liver of
pregnancy : AFLP) %°> HELLP (l_wmolysis, elevated

W SIFER

liver enzymes, and low platelet court) JEMEHER X
ST ENH L. THUIEIMRIRILEERETD
72 ) RHBRI B T 29

1) Spiekerkoetter U, et al. Treatment recommendations in
long—chain fatty acid oxidation defects - consensus from
a workshop. J Inherit Metab Dis 2009 ; 32 - 498-505.

2) Spiekerkoetter U, et al. Current issues regarding treat-
ment of mitochondrial fatty acid oxidation disorders. J
Inherit Metab Dis 2010 ; 33 - 555-561.

3) Purevsuren J, et al. Clinical and molecular investigations
of 5 Japanese patients with mitochondrial trifunctional
protein deficiency. Mol Genet Metab 2009 ; 98 : 372—
3717.

4) Gillingham MB, et al. Effect of optimal dietary therapy
upon visual function in children with long-chain 3—

B BEXH

hydroxyacyl CoA dehydrogenase and trifunctional pro-
tein deficiency. Mol Genet Metab 2005 ; 86 - 124-133.

5) Gillingham MB, et al. Metabolic control during exercise
with and without medium—chain triglycerides (MCT) in
children with long—chain 3-hydroxy acyl-CoA dehydro-
genase (LCHAD) or trifunctional protein (TFP) defi-
ciency. Mol Genet Metab 2006 : 89 : 58-63.

6) Spiekerkoetter U. Mitochondrial fatty acid oxidation dis-
orders - clinical presentation of long—chain fatty acid
oxidation defects before and after newborn screening. J
Inherit Metab Dis 2010 ; 33 : 527-532.

Uchida'y, et al - Novel fatty acid beta—oxidation enzymes
in rat liver mitochondria. II. Purification and properties
of enoyl-coenzyme A (CoA) hydratase/3-hydroxyacyl~
CoA dehydrogenase/3—ketoacyl-CoA thiolase trifunc-
tional protein. J Biol Chem 1992 ; 267 : 1034-1041.

Spiekerkoetter U, et al. Management and outcome in 75
individuals with long—chain fatty acid oxidation
defects - results from a workshop. J Inherit Metab Dis
2009 ; 32 - 488-497.

146

Purevsuren J, et al. Study of deep intronic sequence
exonization in a Japanese neonate with a mitochondrial
trifunctional protein deficiency. Mol Genet Metab
2008 ; 95 - 46-51.

Fletcher AL, et al. Observations regarding retinopathy in
mitochondrial trifunctional protein deficiencies. Mol
Genet Metab 2012 ; 106 - 18-24.



MERYARTY —Z Y THRREBEFLZEAC RS54 2015

18 hEE 77 2 )U-CoA BHKEREESR
(MCAD) XiSfE

KEBR

FHREAICE AT NICRIEIEIFER L, 7 )L-CoA &7V, SHICHIZFUEBELT=E H
YV RUPARICEVIATND. T TEIBBEORREICH UTeSHKRERTIERAHEIN, 1
ATy TTEICREEN 2T DEL B> TT EFIL-CoA [CEY, TNHTCAEBICAS>TT
FIVF—EECHVLSND (H1).

§$E 77 </ JU-CoA B7KZREEZR (medium—chain acyl-CoA dehydrogenase ; MCAD) BfE(F, 773/
JU-CoA DN CTHHEH (RFEH 4~10) DEFHDEELZLH T D MCAD DIIETHD. 3~4

REEAERHER (LCFA) AIL=F
i OCTN-2
LCFA(C16) 7<)L-CoA
CoA | hL=F> =Rt .
=RIVRU7
p CPT-1 A b \l\J} R

Ny PVIALZ=FY

SROVRUTRE
CACT
TFP CPT-2

VLCAD G CoA PUINHI=FY
A 7> )L-CoA HIL=F> _/
\
SCAD/MCAD i 7tFIL-CoA
Zorr—B - (©2)
M/SCHAD \ g
MCKAT/SCKAT |-+~ TCARIES
‘I

ETFDH

0 0o00Q

B B LA RS DBIEE

OCTN-2 ; AIL=F VS VYRAR—F—, CPT-1; DIL=ZFVI/INLEMAILNSYRTTS—T1, CPT2; B
WZFUNNIVERAILNS VR T S—T 1, CACT: AIVZF U7 IVIVAIL=F rSROH—t, TFP;
= MOV RUP=FEEES, VLCAD ; EH7 3 )-CoA Bi/K35EESR, MCAD ; Ui 7” 3 )L-CoA Bk 3REE,
ETF . BFmETI SS9 /VJ, ETFDH ; 8 FmETISE VI VNI BiKEREESR, SCAD ; 2887 2/ )L-CoA
fR/KZREBESR, SCHAD ; %888 3-t ROF 377 )U-CoA BRKEREESR, MCKAT ; 88 3-47 b 772/ )U-CoA FH T —
¥, SCKAT ; 5@ 3-7 h 7 )U-CoA FAS—T, AS; PVIL-CoA GRlEESR, [ ] B

18 o7 2 )U-CoA BiKREEER (MCAD) XRIBRE 147



BT, 2MFEE TIRE S BT R PEE Z R UVVINE A, R 08 877 225 - 2R
FER/Reye BERBBEDIEREZTS. LWOILARET B ERTENSL, ALRIERITAIRE
(SIDS) M—HELTHSNTVD. ULHURBH'S, EBIEERTHRAISES 2H8FEL, IVT
BEMFSHEBRVCHERYARIU—Z VI THERBINNZ, JHEET2BEEETE
[FEL(CHRIETFHN TED. DHETORTH, EANETD 10ELLECHEDATU—Z
TIEBNTEY, BPRIEESOEABBEERIETED ZENRENTND. BREHLMET

KEBCTHD.

TS

FeKBEATEEESSL (10,000 AIT1.A) B

ncna?.

DHETOEERK 13 AAIC 1 AEHES

W OEAE
@ EFE

1. ERpARR

O FAERIEY

B UTLARA A7) == TR, KRN
CHIER F 72 IR E D TRIEMRFE TR
SNDLESEIRDFEF S EZENS. LT O E D
RN EEIN D T TOEENHEET 5.
® FERHIFAEDY
FAERBICT WA, ElkbEE, HkEE,
ARG ECEMIIEL, FLWES b %
IR S 7~ &= 7 I, FabiiEzo -
Fb, & CK IMUE, NEERZ &% &727. o
TENT, AR OBICEI B,
® L4 RFEAER
FUBHILIRE S, e Rl O HLEK % 224%
WCEAMRIEYT 5. 2WHomERIE, HIET,
SERNIERR/ Reye RRIEMERARFEE, SIDS 72 &
Thsb. 2MMoE R E LTix, 7 b
VMR, &7~ ' = T IR, i
FEfe DRSNS, FFER EF) %
TRY T EDNL N,

148

FEMLUBEICEET A LITENTH D
5, MECEZ SN TW LY, SRLE
WTRET 22 LD bhoTELY. ik
REREE BRmEE, FEE CHREERE
&7, FLYRENG, 30D IRHERA SR
WREERRY, O, BRHOREIALN
BNDTH LS, BEMTIIIIHONEIHEER
WREEOSERIEIIEIIAOGNS L) &
U, BT ORERE 2T 5.

2. FEIPKS KOBKRATR

SR TR I & LD AN OF R
BT ORERA BT 5B
O EFEEE, (FLNA

ik SRR, FLG RIS T A S
B. B FIETEED S AMIE, Reye i
BRELBHSNBHEL S,
® B1EEHREIR

BYICERMTHOND, HSHRIRRER
AT, B, PDEMERET 5.




RfLAk, ER), A &R EBICRRET S 2
EWL L, ERPIETAHZ L HFHTH
B, F IR B S M T A
SNBEBD B 5.
@ IDERIEIR

BOICEREICHASNS, FERYSER
TEHUZ, OAE, BRI R AREEIRZ: &34
SNBTEDH DY,
@ MEORERAEIR

PR BHASSIET & Hhulh & L C MY, R
W, SR EDEHRRENEET S,
® JHILZRER
FRCFLSRIISSERIC B\, e % E3F
ICRIET AL DDA,

® FFEX
G AR, FLEMIRERITS &

S5N5. RBOMEER 213 L WEKZ D
HZELHDHH, MRITITHL A TR WD
AN

3. BELLSEAMR

O E~3FET b MHEIAE *

RILHE OBFIZ M /SR b 2 AR AMEAE &
b, 12720, BERICEELETADOTIE R,
fE, SHREOREN S FHIN L HH
NS EEZ DL, BNMEIMAEDKEIZ A >~ A
) AMEIC S b 5T, Ry N REMET
= ~1+AE, 1P b K2 1,000 umol/L
BETHIUL, K7 b R s £z 5.
111032 I 5 o Tl el e e T
W L, WEEERRIARR/#8 b KBV >2.5,
BEHERR R /3¢ Fo U EEREVIL>3.0 T
HIINENER f BRALRE DS EED LS.
® Fh&RiEESR EH *

e DBRETHENERO LA %R0 5
B, R E2 S L TWwWA I EDE L, HiE
THHSEI L 5.
® & CK IMfE *

BLICEERICBWT, JERIERICRES

fETd, BXRMIZEHEM (>10,000 IU/L)
275 2 D%,

® 57 VEZ7IE *
SMRIERICEEE 2B 2 LD DS,
WORTYET DI EDVEWn

® BhEtE *
BT TIZ R WA, FERD
HAFR BT L & N e A S RHE AN B b L
HZEDDHD.

4. ZHORYLE 13 DR THFRE

O MmHP7VIVABIVZ=F % (FUT

LY ZE)

TR 27 SEBAE, TN OBRAEDTE L IRRE
PRI L 7235/ 12R Y, BE 1 Aico
EH1ROAHEET S ENTES.

Al E FVcHER~ A7) —= v 7
12T, C8 (B#MHE : >0.3 umol/L) 2 C8/
C10 (1l 1 >1.0 umol/L) &\ BT R,
BRS. 127, FUTFTATA ALY —=
Y BIT B EEEMEICIE, Rk - EEREOH
BT, HETOEEPELD. 547
DHIZ, ARG T ASATIET Y VA IV
=F UPIEFLL, EESYAISNLZ &
BB, ME=ZHNT I IVHIV=F Vo0t
PWEHTHL (S >~ 7 4~ A5kt
B RFARFESR/NER, BRAFEESL
NBE, NPOEAY v FARA - A7) —=
YITERMERRLE).
® PRAOBHEEL DT *

TR 27T EBE, SN HMRED T & L RIRE
SRR CARIE L 7235812 R Y, BE 1 AicD
EH1THOAFEETHENTES.

DHNVKRUVBEBLY, AxH 407
vro(C6), AXRYNIT) v (C8) DB
WAL, TVHIVERVERIRIZII D DRRIER
RBEFRERLZDMOIFRETHLAD SN, H
EIYTIE R,

o

BT (O>0Z) MRS >0 O-S\UNRF

18 h#E77 2 )L-CoA BiKREESR (MCAD) RIBfE

149



@ BEREMRIE * *

RMGIL Y > 7 SERSC RS 28 57 RS 7 &
% VT C8-CoA % ZRB | SR E R 72 23T
bbb,

@ BESLEEMRE (in vitro 7O—TJ7 vt
A) %%
AMESERIN, B L <13 Y SERE W TT

9. MCAD RIEFETIE C6, C8 DT ¥ IV H Vv

=TV OEBEREBALND.

®AL/TJAYT 4T * %

MCAD % ¥ /87 O/RIEZ G 5.
® B FHRIT *

HE&EE T X, ACADM (OMIM #607008)
THb. 1990 FIHEHE—HI2 L o T, Bk
H A ® MCAD RIBIED 90% % 5 5 LR
(c.985A>G, p.K329E) SIS A2z & 729,
HAR AN DRI FE1Z ¢.449-452delCTGA & 9
4 EHREDBDONDT,

L L&A, YR 27 4E 10 ABAE, Rk
HEUIAN CEIETIRE % 143 2 A sk 1E
LVDONEETH L. HIE, EWSEH
N H AR BT 7 B S e G M B R et
[HHERY Y FARARAY ) — =2V TR GE
BOBERTA K54 VUE], BHEOEL2ED
Lizooiise GREY | L LT, AR
) — = ¥ It SRR R EREIC OV T,
BIEF /RN 2 W CHEIEFERZRFEL T

TAR—FTHEV)HEELToTWD. Ef
RINZDVTHA— LAR=TVTHEREL TV 7272
& 72\ (http://www.jsiem.com/) .

5. sEhlz2

D BRI S RAE, HEEH, Reye BOiE
R, I oY N TEEE BUEFERE
PEHNC DD 5.

6. DWIEAE

OF =

SOERI PR &, [2. FEEERE X OHR
iRl ©)b0% b —2% 0D, (4. %
WroMRM L 7 2 K55kt ] o9 5, O, @7T
RRERN 2707 7 A Vel b b &, &
ZL35.

FEWRT AR ) == 7 BN X D FE
BIENCE L CTIE, ¥V TFARA - A1) —=
VDI T IV H IV =T v 5T O R
W77 7 A VEBbbe X, L35,
® EEZHK

RRLISIZ, [4. ZEORBE 2 2 FegkiR
&l 0 bO~ODLR L b —DTHRES
B REHOL L &, HESHET 5.

MERNRARIU—_V I TRONIZES

1. HEREGZHA

NARYY == FHIT, BRERE L 2, TR B CRIOBEZITIY 0. 5
WIMY ¥ F LAY AOFRAEL L B2, MEDS >~ F A~ AT, RAOGEBEROH 2 it 5.
FREDFERD M & 25 TMCAD KIBED T < BEO N8, R >/ RERRCHE 22 5 5 #le
ML 7 &% R 7 BERIG VR, invitro 70— 77 vt A (BERALEEREML), 14/ 7Oy

TA YT, BIEFERBTOVWTIPZIT) .

B, AL/ 70y T4 YT,

IAEYAE

BOGEIZY NV EOEDPIEFETHY, T YAV TR, D EOFIET, ZirkiE

150



RS LA b CHEEBHT£ 1T .

. SZHAHETE X TORII

7%~ RIICHEESMIATT DN D Z EHEF LY,

A7) —Z ¥ ORI T TIZEAE L 72 MCAD RIBIEBIOHREDH 5. 20720, HADZ
SHEC, A bR, s, MRS A, TrEST, B YVY VB EEEIRGEE I
/R b R RIE L, MORBEDENEITH) & & BT, BAEDKRELILEL, FAER%E

FEBICIE RV L 2 ERT 5 0.

. PHEER DB (RFELEDEHES

AHEEORMABIFETHHICLY, EFLREE  BELEFTL2LTH2 0. EWHR
B, AFREE, sickday OMIBIZBIL T, MEMHIOEE] 25

SMFAE CHRIAE L T35 5 DEHE

1. Zh

@ FER
JERPSERHLE X o DITITRBA SR Y,
Wank2 506 % 0, BUEMNERE Reye BRAE M TERR
R &L, WA, EilkkEE HhET,
FEIER, MRS, (AL R EoEmofaiks
RTRMTEZZTHZENE0D. £ DY
G, R 3~15 D HITHEIE L, #25% 13RO
BECTHLEL, #arshpcd Lid Uit
FI R 2T

@ Hixesx, (OFhEEEED ST

WY A E L@ T A L & b1, KRR
D7D\ HRRAEE, (L, filize & OFH AT .
O REEL B2, OF, B
FHOREEITEE A SNV .
® B2REER

A, MRS R, —iA b, i
B MEHT A, TEZT, LB YELE U
WEHENR R, M/ R b o REREIE L, F
S ORI & [FK AL, 105, REREFELT
B oMM OMEOMERAMT L 1) b HEE
T, HEBROBREROLGEIIREN L WEAETD

REBAGETET, BWNIEET LI L1k 5.
@ ¥ —REFRR

B~JE7 b RIS 25 B CTh 5.
EREOAWEEE & 72 L2 B0 42~96% 12
BHLENBY. —F, REHET Y F—Y X, &
7 ST, JHREEEO RS, CK I
FEIL, 32D ESHIRIERAH S F R IREH A
7 VI, A RECH R R ISR TR
T, BHEOARTRIES IS Z LAEW.

® HRIRE

PRI L TR 72 AR i 2 v 7z i 7
SNVHNZF TR, HER AT ) —
YT OHETR LR AR 5. KIbERD
JRP AR AT T, FHR D HIVRVERIRE
LD, AFF AT T (C6), AN
W7y (C8) DIMERD L. ZNHARE
HOLNEE RS E L, BEREEEE, in
vitro 70 —=T7T7 vt A, AL/ Ty T4V
7, ACADM DZEEFFHT OV NpEIT\»,
ESHE T 5.

a R (O>0X) MRHXSE >0 O-=\UNER|

18 hfl7” 2/ JL-CoA BiKZREESR (MCAD) RIBfE

151



® SRRIZZHA
1) 2MERR/BE (F IV IV TRESD)
15 E DR R R
BHER MRI, Jidinds, = A v AR C
OB 2/ BHEDS B b T, R A
& L T® MCAD KIEIE DA % i R 19 12 5 51
THIERIRETH L. FHICIDRITBVT
X, MCAD RIBEX HETE WAL, A#K
MOT VAN =F ¥ A 2 FEBIZIT) . W
FTHILTYH, WEETOENTY ) 4 —b
AL 22w,
2) {EMmEDERERE L TDEA Y AY VIMiE
TRIMAE 2 FRD -840, i A > A U fE%
FEEICHIET 5.
@ FEL#DIEZE (Metabolic Autopsy)
Banhhbl{e>TLEw, SIDS L)
BN LD S o 2aE, AN ER
WAL, SR ORES 7 — 7 )V, Bzl &
TR Z2HAFELTBE, TYVANV=F Vo
M, RAEERERHT 24T . HRIC %R o 72306
X, JBHOT7 VA NV=F U ERITD &, B8

2. [ OB 11 AR
DRI 51210268

O 2HEREROMGLE
R 2 L8 3 ICATEN 9 5.

(1) MRA A3 5 N TIPS 0.

Q) RILFEMEY 3y 7, DEREMEY 2 v 7100
% WY 2 - YR O.

(3) fRHHET > F— 21203 % #Y) 72 B -
Y 0.

@ I I—RA=ZEZSTER

FALIREE A B CREALO FTANZ T 5.

(1) MUk, IEA A, b7 v E=7HE%E
ZH—=LEFST) 0.

(2) GIR % 6~8 mg/kg/min % H %2 HL R
hT—TVEEEL T 5 0.

(3) WP ABD LA AR V%
0.01~0.05 HA7/kg/hr THIGT 52 & 2%
BT 5h. A YA RN 7L g —
AOBATRMT I EICL Y, REtriEs
BLEHENDHLESNTNS D.

BB RSS2 D 2 Hh s, o | O EEOTE, SEE
FLANRIE TR C 2 LD Y A A2 ) — = FSERNC A - T o OHLERD T, S
Y ICBWTARELRHINTH 5. CBILClt, BER~ AR 2 Y — = Z 5

LRBECH D
BRERAOM D

1 2w SUBRINGE, (RIMAE, 5 CKIME, 3470y
- R Ex kS @. MBS A CHIIT % 22
@ FEIX D5HZENEL, HERTORERD S 5D

SFEBLDMRICET A 2 L IdEFNTH 575,
PIRTCEZ SN Tzl &, doiiiem s
TS, IEE, CHEELR ESERER
THRABICRET S b oTE72Y 0.
FLABINE, I ORI R EE L £ ),
U, B OREIZA SRV, ERERITI
I D AR FAIRACHHEFE O 2RI @12 A
N5 L) RERERET S,

@ BBERR
KT F—=v A, B7 Y EZTIE, &

152

NHZLdbds.

2. ok

@ REFDEE

A VR FUYR IS E o SR AL & ARk o B
TS D, MBUHRPHEIL X 2 HEAEE X /2T
WD H ), ZOGERINTENZ &0 4E
TEREIT) O



@ RO TR, WA
LEMIZA > Th 5 OHEROFH, HEYRE

WCBIL T, FAER~ARZ ) —= v 7556l
LT H 5.

B OEE

1. BUERICHE S KIMmbEDRIILE (B—2
TA4EY )

BREMPROIE T, HE O KRR P22
BRI CZENTEL @, HI2, SLYRICH
WCIEHURIRIEER B ¢ 2 A EETH L. BF
MO HZE FIRTY (FR1). Ih5IR%EE
WOHZTSHY, WREEREZ ORI LY
EEPUELBELH 5.

BERAREE L REEICHIT I BERRD

BEZO
Heh BEBRES
HERH 3 B
6 N AR 4 558 4 558
1 R 4 858 6 B
4 A 4 558 8~10 B
4L 7w 4 B 10 B

REMOERTHY, BREEPBEORRICIVE
EHLERFEBHS.

2. HEREFOMICEIEE

FEB ) EHUE LT LRHEIR  (MErt: - T4
K &) OB, WS ETICEDS L) ITRE
L, OB TE2WnE 2123, EHEEHEE

WAZHL, MEEEE=S —LAadb 70
T2 RSO O,

3. L-hV=F 5

MCAD RABFEIZHF T % 7V =F VR GIEAR
HTHhsHO. 7L, FERERSICL T
HN=F DT T 25605570, HEHED
V=F v, TIUNVHN=ZF I iEEZY — L
BV ZF G & o TIEE TR F Tl
WAV =F MEx LA SIS RSN
A, I v = F > A% 20 umol/L LT IZ 7%
5VWEIZTY A=V T LI ENHETHS.

4. BERA

BARIFFLZ &2 & 2 EREofiiE oG ik 72 &
BETHY, REBIHIRRLIFHR IV 2%
W BFRE R EOLIEIT R, 72770, &’
BRI 2 42 0 R 9556, FEMEa— 25 —
FE 12 g/kg/MBEEEXHNRT L LD 5
0 BHLIZAWZERZ 0T, LIZLIEE
7L —N—ZF2FVTHRARLT L THNS
N5, MCT I V7 REETHL DO

7 4#0—7 v et

(1) &E, fk=&E, 5, REMHEOER .
(2) ZEMAE Q%) @
HEHEOHHED & 5.
(3) Mg
S FLEIREE 1 A S 1, DR 2~3 A
HIZ 1 MOBEFLE L 0.
CEEMIDIRE REEDSZE L QW ALIEEE 3
miEE0EN7 +0— 0.
- AST, ALT, CK, If, MyE#7A, 7

EZT, AKIND DHWIZIMET Vv h v
=F VT
(4) FHiHAE % FEMRAIZEID 2 O .
(5) LT a— EEROBAI 1 [al/1~3 FA2RE
(C)
(6) # CT, ff5 MRI: #EAEIROBAZ 1 1]/ 554
HEO.
(7) BEES MRI AT GBI 11113 F42) @.
(8) HEA Y &) 7 (ERIEOFH, <A

BT (O>0Z) MRS >0 O-S\UNRF

1

(3}

18 h#E77 2 )L-CoA BiKREESR (MCAD) RIBfE

153



A7) —= v ZEEROFHTE D) 0.
HHEE~OIUIEE BT 5 &) IRE | LK
B 7 ) a— 2575 Lol R sic ko
T, BUREELZHETLZENTES. BIERMR
B3 F -7 CEIERTH 575, FricFLah Bk

WHFL - BRI A 2t bR & ke S
b, FRZFEHDEIC RS &, BB X URE
ICBMEFIED ) A7 ZHR TV B FEED 2 7
5720, HHEANTOEMZZOIEETH 5.

B A DEREA

HERIREIRA 7 < & S BERRIEITFBE L C
BY, BEREALED, FEHUEORALOY
A7 ELT, ¥4y b, WERES) YETF
iy, HEER, MR, KL BTN 50

1. &KH
FRIEINENE, ROR, IR L,

IfEfTh b, A ML ADH o THAKIEICKLE
LWk by o) v 7L EETH L.

2. 14Ty b

BROBEINS %5 720, ARBOMIEI
OTTR RO N OYSONE 12 P
Ty N ERRD I NS, EEALETH
B, BHOMAL ECHBIUE, FILI L B
ELEBOT, & LT oM.

W SRR

3. EF)

WEEZEE) LT B X O ICHRIET 5. EER
(&, EBpET, & TNRTNROIREET, #HY)
VBRI & S 5.

4. W - HPE

TERAIIEO WL B2 2, IEE T LR
MUHE, &7 b AARIME 2 & 3. MCAD K
RIE DL MEDSHTIR L 7235 A1, #E e % 45 <
T2, WEEDZVI— R EESHRBEOEEY
TV, IR E CIRER T2y — T 20D H 5.

B, PRk 27 £ 10 AR S TIREEER O R
R LII o TV,

1) Pur vsuren J, et al. Clinical and molecular aspects of Japa-
nese children with medium chain acyl-CoA dehydroge-
nase deficiency. Mol Genet Metab 2012 : 107 - 237-240.

2) Wilcken B, et al. Outcome of neonatal screening for
medium-chain acyl-CoA dehydrogenase deficiency in
Australia : a cohort study. Lancet 2007 : 369 (9555):37-42.

3) ILVHERY AR ) == 7 Y TFAYAQ
& A IEER. 7V F A ASOHHMEEAL
AR~ AR ) — = v TEHIOMEL AT %
WRoE. TSR B & (BT s
IAMAHE AAEIIZE ) . 2000.

4) Schatz UA, et al. The clinical manifestation of MCAD
deficiency : challenges towards adulthood in the screened
population. J Inherit Metab Dis 2010 : 33 : 513-520.

5) Rice G, et al. Medium chain acyl-coenzyme A dehydro-
genase deficiency in a neonate. N Engl J Med 2007
357 - 1781.

154

6) Matsubara Y, et al. Prevalence of K329E mutation in
medium—chain acyl-CoA dehydrogenase gene deter-
mined from Guthrie cards. Lancet 1991 ; 338 : 552-553.

7) Purevsuren J, et al. A novel molecular aspect of Japanese
patients with medium—chain acyl-CoA dehydrogenase
deficiency (MCADD) : ¢.449-452delCTGA is a com-
mon mutation in Japanese patients with MCADD. Mol
Genet Metab 2009 ; 96 © 77-79.

8) MCADD Clinical Management Protocol, 2nd ed. NHS
Newborn Blood Spot Screening Programme 2010.

9) Hsu HW, et al. Spectrum of medium—chain acyl-CoA
dehydrogenase deficiency detected by newborn screen-
ing. Pediatrics 2008 ; 121 : e1108-1114.

10) Spiekerkoetter U, et al. Treatment recommendations in
long—chain fatty acid oxidation defects - consensus from
a workshop. J Inherit Metab Dis 2009 ; 32 : 498-505.



HERIYARITY -V THREEBEZSEHA RS 1 2015

19 BMHIVZF VRZIE
(OCTN-2 EEE)

KEBIR

AWZFVRINV=F VB (Cl6) ([CRRSNZRMIENEZ= MOV FUPRNERJIADT:
HOEERAEE UTEI<. 25% NIV ZFVRZAE (carnitine deficiency, systemic primary ; CDSP)
(FHIRRERE LICBIET 2 HIL_F Y b SV AR—9— (OCTN-2) DBEKTHRAET, #i2NH
WZFUNRZU, #ERE UTREIEHBASNEESINZEETH D (K1), FHEEDFEEM
BN &, LR ICHI B IRIRFEAEIREE (SIDS) PIRIAE, FFHRERES, DHREEREZEST

REEAEAHEL (LCFA)

HIV=F>
l 0C
LCFA(C16) 772 )L-CoA
CoA | HL=FY =hUR o
=paVRU7
- CPT-1 A b \|\ T IR

Ny PVIALZFY

SROVRUTRE
CACT
TFP CPT-2

VLCAD @ CoA FIWAIL=F
{ 77>/ )L-CoA HIL=F> _/
)
SCAD/MCAD ! 7t FJL-CoA
ETF
sar gt e (€2
M/SCHAD E'
MCKAT/SCKAT |7 TCAEIES
‘ J

ETFDH

— 00000

B E{LIRIEOBIEX

OCIN-2 ; HIL=ZF YV hSVRAR—F—, CPT-1; AIL=FV/INILEAILNSVRTTS—T 1, CPT2; B
WZFVINILERAIVRS VYR TTS—P 1, CACT; HIVZF VTP VIVAILZF Y SV ROH—T, TFP;
= OV RUF7=FEE3R, VLCAD ; fiKREE77 3/ JU-CoA BiKZEEESR, MCAD ; 87 3/ )U-CoA BiKZREER

ETF : BFmETISE I V/NT, ETFDH ; 8FmET SE VS VNI BiKFREESR, SCAD ; 88773/ )L-CoA
Bk ZRBESR, SCHAD ; %888 3-t ROF 77 2)U-CoA BRKEREESR, MCKAT ; 88 3-47 b 772/ )U-CoA FH T —
¥, SCKAT ; @88 3-7 h 7 )U-CoA FAS—T, AS: PVIL-CoA BRIEER, [ ;B

19 2BHHILZFURZE (OCTN-2 ZHIE) 155



FTENBLLE

RNYARITU—ZVTEICK) BREZHITE

50, L- L =F VRARD d*

TE UK FREZENETDCENHR/TES. IFRERIF—RIRETR CHSH BREREH 51
BROVHY, 2HEERDIE~ES b EOEMABE, AHREBERO LR, § CKIAE, &7~ E= 7 MIER
ENZEIOFON £135. BLERFBREFHMT, BAACEBRNZNEVDNTWVS.

TS

TERYAAIU—Z0TDINA 0y MARDIBERICEKD EM 26 FAIC 1 ADHERBET
Hokh?, MHEETITONIRESOBATIEN 4 AAIC I AOBRELHEIN TS,
CDTENSBSTYRRAIY—ZV T TEREINTVDIENDHDEEZ SN D.

SHDEAE

1. ERpcRAY

OF:n3:-0Ex!
THERSARZ ) —= v 7R, RANKRE
THRRENLMEROEANSEINS. UT
D EDIFEMN TSNS E TOYENLRG
L5,
@ FL4 THARAERY

I R B RE, SR TS EE R AER T
H5. HAMBEIEL RV IZ Lo 5 FLIEME
25 4% TORENS WY, RIIETH
JET AW, (3 ONRTMEH L E & [F]
FRIZ, R M AR e 2 fF 5 SALTTHEDS
IEREDIE 72 B 2 LD\, OiEE LT
FERET AE1E, BARH, R OWIho
FRR1E D & 0 5 %Y. FHERIE I +/8F —
R TR E 7 B 2 L D% L, MR R iR
SEX B9 5 2 LA v,
@ EHL

B N & O I S B ERI S E E
L. BIEIRTH D ERER SN Br 6, iF:
WR% G AMESET AER], I A /3F—%
DT VED & EHIE R AR % 2R B I &
NBIEBIE T, MRIEVERRGAHRE ST 50,

156

2. TEIERS LOMRAKPRR

KEBIIF IR A A7) — = 7 T4
*REATEZVIRELERK I TBY, ¥
YT LR ARENFERBIATbhTWT
b, LB BMEIET 2ERIEH B L E
ZAbNb, Frz, BIEETRITRNRERL
LTMEDSFSNTEY, ML ->TixA
)=V IRHBREEN TRV LD D
FEESLETH L. FEREBIIKREL 2212
GUFAHZENTEL. Thbb (1) KIMELE
W BMEREE LCRIET 254, (2) L
BEE LTRET %A, ThaY. miEii
ORI ACHRFE & Rk, g fLkAT
BIgR L 72 5 2 LA, IFSSEEINE S A A
Mo 4RENS L, BMBRIERE S 2%
W AE R° Reye RRIEMERE & BRIRZIT S 5 2 &
bEV. BEE L TRET LHAIL LR
R ERELLHEO VT ORRED £ 1) 9
BERESN TS, 1BUBEICRET S S
ENE L, DHEEICT | & i & FOERIANEEDR b
HEENTWA5.

FEPLFEICD, 425 F —ERPH K
T, DEER, SEGE, FBATK TR SR




DRI SN DEGIVSH L. 0, Fh
RER & U CEIMR I O IKT, 56E
B, DEMNEE L EEERE LTS
THEBI SRS 5. FEREFEIIIRL <, FHE
i oM A E T, IR oMiT 5. REBRRE
B, HIRIC X > THREH R RER D
SEfEfL, WEZROLGEVH L. T2, ¥
CTARAE DAY AZA ) —= T
THA RO V= F ¥ ME & 2 BHE D
EHWENNV=F P RZEFBHEI N LD
HbH. FEWRTAAZ Y == 7 TilElEh v
=F v (C0) KMETH - 736, IR+
DEHEDFERIZ S EZESLETH L. REE
BE OIS EEEAEIR CRE T 2 ER b H
55, SR R R T 2 EED T4 3
ey RAFELNR TV W
O BEEE, FULNA

RIEEC X > TR 5. SR ISERRE D
5 EGE, FRERERESE & 1 ) 556 X Reye
FRAEMRE & ERIRZ I SN A5G L S\,
@ 1IDERFEIR

DR 1R URICERET 5 2 A% Wn»
AN S BIESIE SN TB Y, R -
PEHOWFRORHEDELH 57710,
@ TEEfR
DFHEICRED 2 &%\, DER D 7
WA TH o THBFENI R NEROIRE 1D 5.
@ FFiEX

FRBEOWEREZIIZE LVWEREZRO L L
bdH B0, ML TRNZ LB,
® BSIEEHAEIR
IANRTF—, Wi, BETEEETAHI L
ML, FERPRIET S5 L LI TH 5.
KEEETIZI2 O REIRIFER A R EE I
N CREBUG BB B D IERNE A 7 0,
® HIERRAEIR
FLIEEIFHERNIC BT, R R R
DBEFICRDLZEND D,
@ FEEH

FEREN T ERICBIMNCEL L0 H 5.

BN E S %2 0o 72 B FENED & ORIER R
#e 0 R IARIMBEFIEIC L B EEZ NS,

3. BELLLEAMA

O BE~3EF b M{EmyE

RIMBE DB M B X R b o AEAME
ik 7%, A N ARG &[RRI A b
BERGRAMR & W L, dedERRRimR /A b v >
2.5, b L IdEHERRDIEE/3-L o & O BEER
>3.0 THIUIRERZ &R f BILE
DS,
® iR R
WFRBiREE O LA %270, IR
FaafLTwd 2 En%L, migzZhibds
e
® & CK MiE

JEFAERE ISR ERMECTH, SR
EEE GBI ELH D,
® 57 VE_7IME
SVERIERICREE 2 5. BEEITHSEF
TOERICEEE AT DL\ (300 ug/dL
(180 uM) #2EE). HEFRLEM TIIBED L
ABHRLNELZ L LW,
® BhEER

B ERD VT WS, fHARD
BT R TR & D ICET ASA S, Rl
5 HRHER Oil red O Jeft T o 5 S (L A5 192
RAREEZ TR S,

4. ZHORYLE 13 D5 HRE

O MmEBP7VIVABIV=ZFURH* (FUT
LY AE)
FRL27TEBE, SN HRED T & L RIRE

FERRBKIE L 72358 1R Y, B 1 Aico

EHIHICRYBEET LI ENTES.
WEEEA IV =F >~ (CO) DIRT A RDEER

TR THL. —F, COEDATIIAREEDE

AT TERV, REETIX, COMSDT TV

i N-Z—O0) AT\ T IS RREHD

\|
/I

(R

Ne)

19 28MAHILZFURZE (OCTN-2 ERIE)

157



HN=F b ERIBMEEZ RS, RIMGEAH
BN A LEEE S L = F EDSE CGRE S R
BHELH LD TEENLETH B WED,
BHiR% I BV CHRMEMEITE TR 5705, FrdE
BHICHIUTB L2 CO 8~10 umol/L H3FEHE
flEL S, ENLLTOEICHEEHIE S NS,
WEEED NV =F VREIZ AV =F 3 b
AIWVKNF A7 25— (CPT-2) KiESE
RNV F T IINVANZFT Y NT AT
51—+ (CACT) KIBJE, & DA PR H
FURRE 72 VD RIS V=V RZIE,
I FLHE S, AN 72356 OS5 2E, Fanconi JiE
B, BMEDO DIV =F VRZHE, ERFI NV
HEGUREEORMAR, 2V 7O ERAR
JEBID—E ETHALNL T ENHLDT
BRI B LETH B CPT-2 KRIBIE R
CACT KIEJE, AHBAHREEDO VO
IZDOWTIE, M7 VANV =F B
AR 7O T A Ve V=T
VRZIEL OEHEHTHL. EXRFIL
HAEECIRHENIREICIZICS 7T VAV =
T D EANARLNS.
@ FRAERE IV = F HEHER

ZWREEA V=T VO REZIE & OEBNZER A
HERED V=T Y HRIERAE R TH O, FIRHT
R L 2 i B £ R Z w5 WED R
BETIE21% 22, OCTN-2 DT 0
EUEREZLT HERTIE 2.1% MiEICR 5
TEbHBY. ZomFERAINV=F VHIRT
%>, Fanconi JEBEHE AT S 15 JRME R E
A HIHRETIXFRGATT & R\ WO THEEMN
VETH 5.
FR v B Car _ JRAPERE Car X MM Cr
k== I EEEE Car X FRHY Cr
Car; IVF=>, Cr: ZVT7F =V

X 100(%)

@ PRAOBHEEE DT *

VR 27 SEBE, SN HMREDTE B HRIRE
RERICKIE L 72581 R Y, B 1 Aieo
EH1TEICRYBET L ENTES.

T b oM AR UBIREE L, BRI
RMBEEZRET LRI EONL 2 &8
E2%

@ BERRER(CEHEERRE (in vitro 70O—7J

TytA) **

YT AR AR GT, BERER R SHESEA
BV EEBE S V= F VR R T 5 2 &
T OCTN-2 DHEREMRHT AT & 59, kIR iz
TEHRE HVFHINIBREITE A SfTb v,
® BICFHRT * *

SLC22A5 DIFNT I IHEERZ W OB )1 7% T T
H5. BaFHEERHABOMBITIHS IS
o TELYT, BRDITEALITNIEFTH
D, FRERZHSNTWRWITIY Bk
V27 o TERIEBNZ DWW T D fn 75 & KA
22OV TOMEDHRE SN T2, ERIZ
BonTnizn,

5. #hlE2

® AI=ZF > OHEHIENMIC K DR

(1) HHEME - MR ER SR RE IS BT B IR
PEEE 0.

(2) EXRFINEERIREO RIS

(3) BB X A BEIEEEIN  Fanconi FEMEHF,
JRESET Y F—=Y A% L.

(4) EHT
@ HWILZFVDHIGETICKDEFRRESIN
DIRRE

(1) s - BHIM oREIRS S
(2) WA R« G REmERE R &
(3) 7V 7 O ERPIARAEBI D —

iE D) BRI - RAFIZDO W T

M A A FI TR CE L 72HE R, WEIA TGO ERE LGS, TYVANV=F MERERL 2D, dEREA IV
=F VB ERT D, BRI TSRS S 0L, WEETHIUITRAZ AN THHRRGFE T2 L0 EE L.
W2) RS Y TFARAGHIETRTORARAY Y —= ¥ FRERETIIAT-> T B WS, BER—ZA T b TWwb A L=

F V2 40 2 A, REMAATIRINT A2 L TRITE 5.

158



(4) EMIE OB sHER (L vy —L° % BT RS A SN ERS LT 5.
FaA—LO7%E) R, TLIVF—HINL @ FEEZZH

I (ZVAVINT+—3Ia2T5% L), RiRIChnz, @THS 2% BEi Rzl
BRGSOV 7 O H. oA, AALEMICBIE & L CiREY

BIfGT 2. (4. BUWTOMRI L 7 2 HHk A
: . DI b@b LLIZODLH L L b—DTHRE
=2 e
6. IR MRGREZEDLE X RESWET 5.
M 52

(4. BUORILE 72 2 BHHAE] OOTH

MERNARI U=V I TRONICES

1. HWEEHA

AAEDFAERBIFRE L EFNTIEDH 5%, HEMRAERICIE, AEEZEMET VI V=F >~
S OFEMICINZ T, IHE, MEH A, 7YEZT, NI VAT IF—Y, EEEREE Wb
N ARG, LT a— LER, IR, RET VAV F e (B LIEAIV=F V5
W), AT I BG4 EOREELEIL L TIT) I LA HIEE N 59,

HEALEBIT IOV TITEEEA V=F > (C0) DIETAHROEELFTR TH LD, COMEDA
TRENONRE 2L ZREA NV =F Y REZEOKINITE R, FAERTAR ) —=0 7
BT B AN CO DEMEMII MR L D FHTRASHBB L2 CO8~10 umol/L 25 FBRTH
L. WEEES V= F BB A VISR S AV s, FUBHIRAICIXIZIIRA L FEEE T
LRSS FUBHALIEED AN CO fED FBRIZ 20 umol/L 2L LTEZHNAE T LN E W

CO f&H 1% CPT-2 RIBSER® CACT KABJE, Z DOMA PR AR FAE 2 & I2fk ) Z ke )V =
FUREIEE, ERFVNVEEZELIRIEIC L L8, WML EN2E OS5, Fanconi
FEMRE, BEOAN=F O RZELRETLHRONE Z D H LD TENFLETSH S, Co
EDALT 25 5 1L 5 IRIHEE A3 % fE Cd 5 CPT-2 RIESER CACT KIEIE DA B A Tld COo
BETFHRALNL NI EEH LD, TNOLORBTIIFICMETCOE#ET Y VHIV=F Y HREn
CLTHEMINNPTES. L OABBRABETEICHE ) ZRED V= F ¥ RZAEIZIR AR5
FrC L VENDSTERETH Y, M7 VI IV=F V5 Th F NN OEBICEM R 7 > L
ANZF D EEDPENDOFTRNI0 5T ENLEV. ERF VU IVELELIIREIITIELHR
LTWaEAIRb L LD, BESHRLAGEORZELMONTED, WIS IRERHERD
ENOANHNVZFUHRCSTINANZF oD ERE LTHERTEX B0, AV ERILED
FETHYVFELLCSTINANZF L ELTERINS A VYNLY VA NZF 2 EXGIAT
X\, HAARL EORKEITHED IV =ZF U RZIEIZEBEORRE & L COMEDNE .
oA, ROMARRPLKEOT R, WIMSEAERDEL EBFENDILD I ENELL,
PRI EERE S OV = F CHRIEEEDMEMECH B 2 & THESIERITE . Fanconi SEMEHRE Tl IR A bz #E
HIV=F VHEREDNEL BB, T B EOMOWEOREED FAT A2 L TEINTE S,

i ND-ZHO00) RRIT\ | ISSFRTH

\|
/I

5| (R

19 2BMNHIVZFURZAE (OCTN-2 EEIE)

159



BHERSZAZAZ ) =20 rhEE Y, Bo CoBMEE ZICEH M V= F ¥ RZIED I
SNBTHEBIDHA S NS L)1k o7:. BEIFRESETH ) BIAKEORE, FATOCOD
BABIC 22 5 2 EHSIRD CORMEANEIES 52 & 2 EDBMOZIEL 255605 5. IR
BETHLIEERBT DAL, b o) v I fTuh i biEns 2 EPUETH S,

SZHNHERE &K T DX

M7 S0 5 V= F 2 SR OT RIS ORI CREAH b A VEE, 7755 I iR
PETHA. 3 EEMLLEAWAIIEE 513 %0 55 I L, WIS R L
WET CIEBT 5 &) 19ET 2%

3. WEZMECDEE RFEEDHG

AAEDHEIRINC BT 2 FE L T3 LRHILFRIN TV A IGE B TIFEARRE 52wk
BRONAL. FEERAERICAE 2 /RIR Y 2 — B L CRE 2o 251, RHIZB TS
MBS U QEEREYZERT 5. ADBICBWCIFICBLTEL BT 27200

3 e LI O I FLI S & B 5 I BSF§ 5 C A EETH 5.

@ sick day QXA

FEERL T, MR SEHUE e E12 &) BALGES PR S NS RRIC B VT, T RAYHER
PICEBREEE Y2 L, MAEXIT) EEEEIC/ VI - A2 5T E T5ElT) T EEET

HB. FRFISKHLTY,

CD &) BHEIZER D R EREEOZZ L ETH D E LY R

LNEZ BUEND 5.
2MRIECRIELCBSDZE
. PR E 0 D 2 E . PSSR 5 2 H E
1. 2

—WORELET IFER~Y AR ) —=
FTHERTE LW EREIN TN 2.
AMOFREREL L AT T ORG %
ELIH5 ZoMicd, FEHPEIZI A4S
F— R, OFER, ZIESE,
AINET 7% &% ZRRICBM SN D ER DD 5 .
KRIED WO | 2BEIZ L DTS
Wr 2479 . AALFIEEZ I 21T o 72 b s
TN ERATV, BMEREET S 2 L AEE
TH5b.
O (KIMAEER - 2HNEES UCRIET D155
D BEBAME R R E & AR, B R ALk A

160

5 4ET, SEINIE R Reye BHIEMEHRE & KD
[ W S 3 AVANIE | B gl NIV (=911 S
D RERFRACH Bm e & R AIE 2 58 ) EE %
FIRTH 5.
@ DEEE UCHRET 5555

L LBBICAET 5 2 L% L, OBRELCT]
e S FIEAEENR b s ST, A
BHSE 7 B WD REDS A I AIE 2 &7
MERiBR A T RE A HR T 5 2 ENEETH 5.

WIFNOBFEIZBWT AR EZ 5, MiGT
SNWHNZF B LRSIV V= F
VAT ERAT) S EDRBMANOFTRN NI 5.



2. [;nHoKrE

BamAr LT, b s R, 7vE
=7, NI Y AT 3IJF—¥, BUN, Cr, R
CBC, FLEk, YW e @ IR OR7 b ok E
1), EDHERSINL . BENFEDLNLGAEL,
A4 YAV Y, GH, IIVFV— ), EEERERE,
M4 b > AR5, LER, JRHT
I EEGH EOBREELEIIS LT . [
K ICHEEZ W D720 DR TH 5 Akl L O
M7 ¥V 7V =F 25587 & R A RERR AT O
72802, TREZR BRI IGHEHETO A AR - IME, TR
ORI E LT 5. Vv =F Y NART TLE ik
BN =F HREEROFMATE v, F2, K
FEOFERIRCIE, AFANE, &=, NRED
el EREBERECMZ T ENEETH 5.
O —RREPTR DY

Il % R E L CRIET 2561, 7
b 2 PEARIMAEE 25 b R Ch 5. @7 v E
ZTIEED LIZ LIZRW O F2 0 127 % 208
WHEIIRENSPEFEF cCoLAICEEEL T
ED% W (300 ug/dL (180 uM) FEEE) . AJEIE
o EGNRIMAH R EE LTI VAT
IF—BOEWL LA E LTI ENDRL,
Reye FRIEMBERE & L CHIET 5 2 L3,

LT a—,

ER E 2 & 723281 3ENTH A,
® YR E

il % DFTRIZDOWTIEARIED [ o3k |
A2 B OBRERIIIEO 5 2 EATEE
ThAb. M - RFE L B IH IR TORGFIR-
NEL D E#EMI V=T EF LR TS, I
B, RE DITHRIROIRE 2 0 LI 7 2 355
WBEHEIRE L TH L E v, AR HRE
VAR S DN D L. HARE THIUDTR
PREFATRECTH 525, $H T CTHRERHIA A% W g
PR BHIUTEHIRTT 5.

3. RO ENE 11 AHKE
SEIAES12] 0.2) HZR

ST, TRV a— 2R
WMTHIEDEETHL., ASETIE 6~8 mg/
kg/min FEFE O #E T b T IibE % MEFFCE 5
CENL. FOM, KRB AR &
LT, JE7 b o MRImEEZ &z X ) R
i % &0 CHRIRACH SR E 2 BE b N7, Mt
O EHIRIBRAHREESTETE 2RI T
D L-7 v =F v OFERS KEH GRS
e, KEELAL O RRIFRAH R EE T, v
=F VA LD R R AR E R B O 1T B

SO CK EFIZ LI LITA SN DAY, MESUH P ERRFEEI N TV 5.
EMHDER

TR ER T BT HEEL B A A, EBAE
KRB ENFEFNCOWTHFHEIE LTIET
FLOVEENHER IN D, REEERTH L6
SN B —H, WA BIT 5 BIEHAEENR
LREE, BIETE R EOSIENHE ST
W5 BHEEETIEINS OSIEDOF#EE T3
5 EIETERNY,

O L-HIL=F> (TIHILFUFF®) X8
®5+0
L-AWV=F Y OREEGHPHE—IZLTRD

B GHETH L. 5213 100~400 mg/kg/

day 734 #5 (FLAIR), b L <13y 345 (Ol

N) DHEREN L. REZTEIAIV=F 2K
G LCH el n v = F SEIIER TR
MENLUTICE T LT L0

EHRBALE R T E A EE S Y = Sl
EEZY—FLUENRSHL. L-IV=F YAk
XM ERED IV =F S EOEFTRTH S
20 umol/L LA LA H%E L TH=ET 525, HIE
HERED V= F AMEICK T AHE N T v A
v, R L-A v =F U NERTE, 48 E T
FHIE LT 22 312 1 AR, DIRRIE 3~6 22 H
W21 ROMEETF oy 7 HBETND.
E0) -7V =F VI RE AR < R

]

i N-Z—O0) AT\ T IS RREHD

\|
/I

(R

o

19 28MAHILZFURZE (OCTN-2 ERIE)

161



3B S e, FERIDAHNC S WD S 2 0

JA0—7

TRENE U TS 5.

1. HEERIEE, #EF), RS

L-/ Vv =F Y OWNREIZTHhbI T 5
R TIE, —Hry7% HEATRIZ BT A HIBRIE 72
V. RBEBTIEARATE WA, iz
HANZF VDESLHPIET T 0T, &G (5
BB L) OBICIEERPICI VT — A%
GO A 0T 2 EDAEMIRRED IR
HEETH20.

MSPOBEATL-HIV=F > ONIRDSTE
TWHAETHoTHELBIIHEET A2 Lidhk
V. R 1 OB RERE IS BT S IRKES
MEEZZIC L RPN OB LtEL B CZ L E
ECThH5b.

2. MRE, SEtahiEst

ERBIAR L E R b B L = >l
XEZY—FTLUENHL. L-IIV=F YNk
BHIXIMP R V= F SEOEF TR TH 3
20uM PlE% B LCiE$ 57%, ik
HNVZF MBI TAEN I T 23k

v Tt
FERFER L EBIEICS I 2BERED
BEZ0
B fEARES
e R AR 3 B
6 BET 4 05 4§58
1K T 4 B5E 6 85
4 IRA 4 05 8~10 B
4R E 7 ERE 4 IR 10 B5RS

TEHDERTHY, BREBPEREDWRICKY
EENNERZEDHHD.

VL BRI L7V =V NIRES 4 55 £ TR
LLC2p A T IEARRRE, D 3~6 22 H 1 1
MOBETF = v 7 HFLEND. £72, FIlLO
B AU LAV =T U HER 3~4 B LI
WEI L.

3. DEEEEIRE

LR 2 E I TS . o »
HEENAR LN VIGAEIE 3~5 FI2—F, K
e,

LT a—,

B Al DEREA

FriER~ AR ) —= v 7T, BoilEEEh v
=F MR R RHER O & B V= F VR
ZIERENEREINLHFANBR SN TS,
IS OB TR O 557 % B L 72 )E
B, Tz, —EBCLEIEREL S IE O 38 E
BlbHE SN TV, FAKIGHGTOREE
O HEZER QT MERIEMERE 70 & OBILAEE
Rz &b s THB NP, BWBIIZOWTIE
HEEICDILEBEPLETH L. RAMO 7 +

162

O—4 2OV TOERIZES TV R WA,
Bk o & 9\ E ]G 70 1 h e 77 v =7 fED
WL Lra—, LENEOLEERE L F
W, ERICEDETIT) 2o on s,
—J7, RN O IERE 7 FUAREE 722 &3]
ERTHRWEHGOE L, LTV ADOERNPE
Iins.

B, 274 10 AR CIREER O R
EE LI > TV,



5 | FSZRk

1)

2)

3)

4)

6)

7)

8)

9)

10)

11)

Koizumi A, et al. Genetic epidemiology of the carnitine
transporter OCTN2 gene in a Japanese population and
phenotypic characterization in Japanese pedigrees with
primary systemic carnitine deficiency. Hum Mol Genet
1999 ; 8 : 2247-2254.

ERBIr. & v T A~ AZHEERLE - M R
PEHREICHT IS, ¥ v T A~ ZAEAIZ L BH
HER< 271y —= /7¢ﬁ®ﬁWk ZgiSIE A
B A0%E. LK. IEE SR AT Fe B i B 4
(B RIS R E R L 7 3 3E) At
2. 2012 1 27-31

Stanley CA, Bennett MJ, Longo N. Plasma Membrane
Carnitine Transporter Defect. in - The online Metabolic
and Molecular Bases of Inherited Disease (OMMBID).
New York, McGraw-Hill, 2011 : Chapter 101.1.

Cano A, et al. Carnitine membrane transporter defi-
ciency . a rare treatable cause of cardiomyopathy and
anemia. Pediatr Cardiol 2008 : 29 : 163-165.

Stanley CA. Carnitine deficiency disorders in children.
Ann N'Y Acad Sci 2004 ; 1033 : 42-51.

Magoulas PL, EI-Hattab AW. Systemic primary carnitine
deficiency - an overview of clinical manifestations, diag-
nosis, and management. Orphanet J Rare Dis 2012 :7 - 68.

Longo N, Amat di San Filippo C, Pasquali M. Disorders
of carnitine transport and the carnitine cycle. Am J Med
Genet C Semin Med Genet 2006 ; 142C : 77-85.

Agnetti A, Bitton L, Tchana B, et al. Primary carnitine
deficiency dilated cardiomyopathy - 28 years follow—up.
Int J Cardiol 2013 © 162 - e34-35.

Baragou S, et al.[A cause of dilated cardiomyopathy in
child : primary carnitine deficiency]. Ann Cardiol
Angeiol (Paris) 2014 ; 63 : 107-110.

Kinali M, et al. Diagnostic difficulties in a case of primary
systemic carnitine deficiency with idiopathic dilated car-
diomyopathy. Eur J Paediatr Neurol 2004 : 8 : 217-219.

Fingerhut R, et al. Stability of acylcarnitines and free
carnitine in dried blood samples : implications for retro-
spective diagnosis of inborn errors of metabolism and
neonatal screening for carnitine transporter deficiency.

Anal Chem 2009 ; 81 : 3571-3575.

12)

13)

14)

15

=

16)

20)

21)

22)

23)

Lee NC, et al. Diagnoses of newborns and mothers with
carnitine uptake defects through newborn screening. Mol
Genet Metab 2010 ; 100 - 46-50.

El-Hattab AW, et al. Maternal systemic primary carnitine

deficiency uncovered by newborn screening - clinical,

biochemical, and molecular aspects. Genet Med 2010
21 19-24.

kiﬁﬁﬂﬁ BHWEN N =T VRZIEE NV =F P

- /NERE 1999 5 40 © 1042-1048.

/J\%?LJJ#CM\ AR - TRITRAHRE I bar
FU 7 NEIGEE B BRALE R v =5 > Al RIEE

eIV =F VR Z5E. I HARREGK %X‘%ﬁﬂ‘z

BUAERRES ) — X No. 19 SERACH S E A,

2 Wk BHARERAL, 2012 505-509.

Purevsuren J, et al. Intracellular in vitro probe acylcarni-
tine assay for identifying deficiencies of carnitine trans-
porter and carnitine palmitoyltransferase—1. Anal Bioanal
Chem 2013 : 405 © 1345-1351.

Li FY, et al. Molecular spectrum of SLC22A5 (OCTN2)
gene mutations detected in 143 subjects evaluated for
systemic carnitine deficiency. Hum Mutat 2010 ; 31 :

E1632-1651.

Wang Y, et al. Phenotype and genotype variation in pri-
mary carnitine deficiency. Genet Med 2001 ; 3 : 387-392.

Rose EC, et al. Genotype—phenotype correlation in pri-
mary carnitine deficiency. Hum Mutat 2012 ;33 - 118-123.

Spiekerkoetter U, et al. Treatment recommendations in
long—chain fatty acid oxidation defects - consensus from
a workshop. J Inherit Metab Dis 2009 : 32 : 498-505.

Rasmussen J, et al. Primary Carnitine deficiency in the
Faroe Islands : health and cardiac status in 76 adult
patients diagnosed by screening. J Inherit Metab Dis

2014 5 37 © 223-230.

De Biase I, et al. Primary Carnitine Deficiency Presents
Atypically with Long QT Syndrome : A Case Report.
JIMD Rep 2012 7 2 © 87-90.

Magoulas PL, El-Hattab AW. Systemic primary carnitine

deficiency - an overview of clinical manifestations, diag-
nosis, and management. Orphanet J Rare Dis 2012 ;7 - 68.

i N-Z—O0) AT\ T IS RREHD

\|
/I

(R

No)

19 28MAHILZFURZE (OCTN-2 ERIE)

163



MERYARIU—Z Y TRFRRBEFDEA A RS 12 2015

U HIL=F A TILEEE

KEBZ

NIVZFVEKBM7 = /BT, ATIEREED 75% [FRBBLVEREN (A, ARG -

BHRECETEND), FBUD25% (FHEEBRCU Y Y EXFFZUNSEMEIND. KAT
[FBERENIL =TV &, BB OBEREBE I RATIVEE L7 VIVAIL TV EUTHERL, 8l
LTI BN, KICHRICEEEBINTVD. FHERTE, BEAELEH, LTINS

BRSNS,

AIVZ=F VI, REERERZS SOV FUT7RNEXLU T BBIEDOESZHIG LI, =1
Y RUTFPRD CoA/F 2 )U-CoA DILEDFRENZ LI 2710 E, BERHEN SOIRILF—EE

[CBVWTCEEREEZLTWVD (F1).

CDAIVZFUTA TN ZEERT DERORBES LT, DILZFVNILISAILES VR
71T >—T1 (carnitine palmitoyltransferase-1 ; CPT-1) XIBfE, AILZ=FV/NIL= bAILESY

@CTN—E) HRRIpE
R &
\ ( CPT-1 > ShOVRUZE

v
CoA ﬂ}y@ CoA HIL=F >
FYI-CoA  FYNAL=FV W
=ROYRUTRR (mm)
cPT-2 ) COA 4/\/\

/’ 73 )IJ—COAM PULAIL=F AI=F>
777777777 =y —
| BEsL |

SROVRUPRRIYIR

HAIWZF YA T IERE

AS ; 7V )L-CoA &HBESR, CoA; OTVHYA LA, CPT; DILZF VIS RAILNSYRTTS—T,
CACT ; HIV=F V7V IVAIZF Y S RAOA—E, OCIN-2; HIVZFURSVIAR—9—, [ ]
R 57 BEERHEYD

164




A7 T Z—T 1 (carnitine palmitoyltransferase=2 ; CPT-2) I8, AIZF U7 VIVAILZFV

hZ>20O7—1 (carnitine acylcarnitine translocase ; CACT) RIBEN'HIFHND. ZNZEFND
BERDARIGIABIC K Y, REEEIHFEOD= IV RUFPANDEENEESIN, BBIHEERHN
TRHTONRLIRY, ZORBRIRIVF—EEDR T ZSIETRIT. WITNLERBAHLIHER
DEETHS.

TS

FNFNBD TENRERRBERETH Y, DHAETCOFERI VTLIYA AT I—2
TD)A Ow MREZBRH SIE, CPT-1 KIEEIFH) 30 HHEAICK LT 1 6l, CPT-2 [IBfEF
#26 FHEAEICHUT 1 BIOSEE EHERISND. CACT RIBMEIEH 196 AAENR & UTEERE

TIFRZMT S NITAERIFIED o Te.

1. ERARR

(1) S&EmA, (2) FrERSER, (3) 1
BRISRERL, (4) JBFEH (CPT-2 DA) Td 5.

2. TEERS L OMAKPTR

HI=F WA 7 OVEFHED L L 72 RER
LT, BEHEE - A, R, R
R, ARERIIAR, BT -,
JEPEREREE SN R, SIEEE~ONRIEE, I
FEREAN AL D BE - (7 T v RIS - &
7 VEZTIMGE, BHIART, RREZR SREIR
B AN YA Y

CPT-1 Xi8%E, CPT-2 KiEjE, CACT KiH
FEICD ZFEHT 5.

@ CPT-1 Kigfie”

WEHEAN=F NPT INANVZTF DE
A E NS 20, MHEEES V=T > H
R, AN ZF D IER ~ R
5. CPT-1I2IZ7 4 VA LAHHFFEL, KIE
B OB CPT-1A Th Y, SRR

CPT-1B, NEICPT-1ICHOKREIF N T THIS
TV,
1) FERERTEY
5 UTARA A7) ==V TR, RIEA
ZFSREH F 7 IR B AN TR IEMRFR TR
ENAEIEROFEG D EENS. LT ED
FREPICTEEND T TOEENLRSEET
5.
2) HERHIFAERY
FARIN WA, EilkbEE, REE
T ETRUREL, FLWRIMESLST >~
=T MAE, FFEBEEO LA &R X7
3) FL/EEAFAESY
BILAR IR SEBAIE I, (R b o AR E &
& DI Reye FRHIEMEREE L CRIET 5. &
FREAFE LN DR BIER L H 5.
FEMDIE, RIEL DS, FEAR
FERERESE T, R PERR I, <o 305 BIE g ) R v il 705
SNBIEFND L. FHICERMEEE 2
TGS H BV
® CPT-2 Kigfie?
TINHAN=F oA IV=TF V%At

SN\ IS

S

20 HIVZF VYA TIVEEAE

165



L, 7Y -CoA A ELINL 20, I
HiEEE V=T VIIREE 7 A, o, CPT-
2RIBAEV, FEOESEH, TR, FEER
ClZE ) ERBICHEENTE LY,

1) FEFR

Y UFARA AT —Z v TR, RiEN
ZFIEHE T 7 RINED W CRIERE THRA
SNLEIEROIESIEETND. L TOLED
RIANIZHFEEIN L T TOYUEN R E
5.
2) & RHIRERY

PRI WA, EilkEE, RS,
IR ECEMIEL, L WKIIFECH
7 v E=TEE, MRBEEEO BA, ECK
ME, OHER &% & 727, FLURHRO
FEEDSTE . (R E R EEMWET R EOAR
BIRVPOFEERE LTRHROLNEZ LS
V. BREE CUNEE, HNMEER EosE
W, BRERERE, AKX, Z/NsE)
BRENEDOLND I EHDH LY.
3) H4RFAER

% AFFLREIC, B B OfLK E 2
BICEMISEL, SUMHEZRIESILD
5V, 2MHoERE, HOET, S0
FEFR/Reye FHEBERERRFENE, RIER ETH
5. BvHomERRE LTE, BT N o8
RIMEEE, &7 >~ = 7IE, Febimses
i, CK& iz EnHASNS. JFEKR (K
fF) R4 2 LA %\, FEAERRICADREL L
FEEARTIELD D,
4) EHRE
BLHIZERE, FED D VIR AL,
R B e MR R RE, D L <3mE, 3 4
NF = EOREREET 5. BRI ZREIEIC
BEESNDETENEWY 21T I2 b
13 B HERA - PLERELLAIE & L CIET 5
B, BICH R ANEENR % ETRIET 561055
5. FAERRCIEI A U REEIE LW
B CKIMEZ RO B Z Ehd b, & X ITHRL
FRME ISP, SR A4S, WAL, A

166

Bk EOEELZEMELZTIEREITI LD

5. JEERLMME L ET A SN2V, 5

TEDFERIZ, EENAMOSEE CTh 575, B,

Bk, =, EHMEE, FEH (DT ESL,

A 7707y, NVTafERE) mELF]

SRIT. kI, RSB HED

FEf - WA RO LIGE D H LD, FEIFRY

BAEDAD Z & b S,

f#58) CPT-2 O#EIZT %A (SNP) H1IZ 3~
AC DR L H TEHRIET 5, BALENE
BISNP SFFEST B 2 EbhroTWn5h. A
VINIUHRIERE AR A VA
(HHV) 6 BIREDFFH D —> L HfEE S,
WT I T NMIICEBEED =, HE AR
TRERIE A S AR R & 5701 CREamd
HCThHD.

(® CACT XR4EfE
CACT X b3 ¥ N THNRIZRET 54

VST THY, TIYNVHIINV=F &I bay
FUTHIZ, I M3 B THOBEEED L=

F v EME S % T 2. CACT KIRIC &

D7YNVHNVZF U IEI bay B 7 HICE

REENT, AV FUIEI bar R 7S

WA ZERTERVD, My IV =F

YT 5.

1) FERERTEY
Y UFARA AT = TR, KRN

IZFEH £ 72 3R RE DT TR IEMRER TR

ENDIFEIRDFEGI S ZEND. UTOED

R EN L T TOYERN 205 L

5.

2) EERHAFAERY
2 IRBIC T WA, HEIPNL, Ak

Bk, HERUGRMEAE 72 & CHREL, K b U

I HE R 7 & = 7 e, g b

., B CKIMUER & xR 5. 220 RYE

7o EDI A F — TR 5 E % ]S

5. JFRERRGE, B8ORS S RO 5

N, OB ENS S ETT A TI3E5E

HE, HRFR T TS, 05, BT,



BIRAE ORI ZE DR b 5.

3) FL4RFAER

CACT KIBIEDZ 259 BIISIETH 5
S, FEEN, RRYUE, Z2BEa 2ERIC LA B,
WA, ZBRIER ECRMREET 5 2 &8
H5.

3. BELLLHEAMR

® FE~EST b MEImAE

I OB A R R 7 b AR DMEAE &
b, L, BEICEEIET D TIERL,
fKifE, SHREOREH, S FHS NS HF
T2 ZE 2T, RO R
b REETE~1+HREE, hs b ok
75 1,000 umol/L F2FETH U, K7 b P
MipEEZ 2 5. I ~ AR5 &[RRI
W EERR IR 2 e L, EBERRREER /48 b
JREIVIE>25, WEHERNIEE/3- o d o
Fik e €V I >3.0 ThAUTRRNIEE B (LR E
WEEDILD .
® iR R

T2 OBRECTHENRBEREO LA 2RO 5
2, B2 AL TWaB 2 EA% L, FEig
ZWLBEI b,
® = CK MifE

IEFAERR ISR EEME D, MRMICEWS
fli (>10,000IU/L) (275 2 &A%\, CPT-
1 RIETIE—HEIZA SN0,
® 57 VEZ7IME
SVERIERCREE R D 2 e DD DN,
WOARTHET B LHLWN
® FhEERR

B ERDPUIETIE WS, fAERD
FARE R ET L7 © BR B ER AR L RE AN BE D L
HZEDRHA.

4. ZHORYLE 13 HRTHRRE

O MAAHIVZFUE (MEFXfFMmERH
JWZF 2 9EEY) *

— Wl Ih A oV =5 > (CO) A, 20u
mol/L LLF ¥ 721, 70 umol/L Ll ED & %12
ANV =F R EEND L W REME % EE
TLLENDD.

1) CPT-1 X3&8%E
WEEE S )V =F A3 70 umol/L VL L& 1T,

CPT-1 RIJEZ Z 2 5. Z OB A HHE

LCHET LI ENLEEND.

2) CPT-2 Ri8fE
WEREH IV =F O MEET, TNV HNV=F

UHEAEDHA L (20 umol/L LL L), CPT-2

RIBHE, CACT KIBJE, SHEARIGIE B el

WERET VIVHNV=F VOEREEZ 5.

T CPT-2 KABAE T, I A )V =F VfHAS

EEERTIOLHLDT, LEIISLTH

WAL R T VIV N T Wi %47 .

3) CACT Xi8fE
MH % v = F > flid CPT-2 RIBJE & [ Kk

THY, WEEH NV =F UHMEAE, TNV H N

=F U EE (20 umol/L DL E) DIGAIZIE

CACT KB % & & KT ER B B LS E

"EZRD.

D) M AV = F VAR IR IR 72 &
IZE D EEDASNEDS, EEROTFIYMHE
ELTIE, MEEDN=F > 25 B TIE, i
WAV =F > 45.6=11.0 umol/L, 7 ¥ IV 7
V=F 2 162*7.6 umol/L, 7 I \V/¥H IV
—ZF U 260+100%" THAH. MH AV
—FUEICRE R T L ZOBMOTRNE
X 2 I2/RT.

@ MAB7PVIVAIVZ=FURH* (FUT
LYRE, /1SR
SR 2T AEBE, SNHMAEDNTTE L RRE

ELD M IV=F v 25HEZHEHIN=F T INANZF U ThHDE. BHHEAIN=F L IZCOICHD, BHV=F
LOWEMEAN =T EDED, TINHNVZF Y (FTRTD) KBTS, TIYNVHVZF Y OFMZRLDIEF, ML

TIYNAN=F VN (¥ VY FASAE) THhab.

SN\ IS

S

20 HIVZF VYA TIVEEAE

167



Mmeb)L=F VAIE
iz )| NI = F FUIAI=F Fa#iE
20LLF 70LLE 2001k -

‘ * v
RhDAL—F 18 FUNAL=FY |, mEHIL=FY
EAEUBRINES oA LAE [¢ AEDER

EHUER
v
LSRNV = F U HMEE
i Il
2EHHIL=F CPT-1/8E CPT-2/BE(£5%) CPT-2xiBfE
REIE FReE CACTXIBIE (52Y)
AR EIBARA R BB LR EE
FanconifEfRa ERBBRSERS
REEE

Mo AL = F VBIC ST BEZEHDHRN

HERIYARIU—ZV T DE%EE

WRERER

MERIYRARI UV TR

CPT-1 IEJE

C0/ (C16+C18) >100 H* D CO>60

CPT-2 IBJE

C18>35hD (C16+CI8: 1)/C2>0.627

CACT RI8fE

C18>35MD (Cl6+C18:1)/C2>0.62%

FERYARIU—ZVIBUDERFERA I -V TR TETRRY, TIITRIEFSE

ETH.

# L RYOHIRMSOREETSH Y, YORMMFIERET 5 52 cHHRIFIFIME CET

ERSE

FERRB KA L 72358 1R Y, B 1 Aico
ER1EOAEEST LI ENTES.

1) CPT-1 Ki8JE

AR TOT IV H IV =F V5T, T
e V=F > (CO) DEREEHET VL
=F > (C16, C18) DT [ B#IE co/
(C16+C18) >100 T3 %] 27 H L
AW R R S IR 2T T,
DM COWEE A V=F > (CO) »LHL
TWChH, IMEEEEI V=T VPIEFETHS
CENBHLDT, EENPLETH L. IMFEIC
ARTARMTIIEHOT OV H IV =F U H
FHHAEDT, ARIMTHERT S22 ENLEE
L,

168

2) CPT-2 XiBiE

A FE 721X MG O T 2 IV AV =F 45
Tl CACT KIESE & RO A2 B9 572
O, TO2ERBEENTLHI LI TELN
Cl6 ZH.LETAHRET VI NV=F Dk
HEWgEEhrv=F> (CO) TEFNVHIN=
Fr (C2) DIRT 2 VBB LZTR TS
5. IS OFTRIE A ML C 0 S A R B 7
kb LHz0, HREZIMETOT VA
WEF VA EAT) T ENEFT L,
E#7 v L=F> (Cl6, C18, Cl8:
172 8) L, 7eFrvav=Fr (C2)
BERELTWRVDOT, (C16+C18:1)/C2
HidEE (>062%?) &2 5.



3) CACT XiEfE

A F 72 IMFEHR O T 2V H )V =F 55
Hr Tl CPT-2 RIEJE & FARICREH T > v
V=7 (Cl6, C18, C18:1) 2sHifn, (C16+
C18:1)/C2 idEfE (>0.62%?) L7425,
HHREHZMETOT VIV V= F v W & 4T
)T ENEF L.

WR) BT INVHN=F L OEITSEMETDH

D, BEMHRECTETOERND L.

() FERFEHIFZH * *

CPT-1 /K{8JE, CPT-2 KiEJE, CACT KiH
FEVTIG, MM, AR > X
B, Wik e &% O 7B R E AT
@ EICTFERT *

R 27 4 10 ABUE, REESEDIA TRz
TR & AT AL R VW OPEF T
»5. B, ENWIIERSSEA HARE R
FSSHREEE G R B G HE TARy v 7
ARARAY ) — =V TRGIRBOBHETA N
T4 VUE], BEOEEED L2OOW%E
GERIE) | LT, YARZ Y == T4
ERRFEFREIZOVTIE, BB/ SRV
HWCTHEFERYFEELTC7+0—F 5L
W) FHELZITo TV A, FERIRIIZ DWW T
R—ALR— T THERE L TW/272 & 72\ (http://
www.jsiem.com/) .

1) CPT-1 X48%E

CPTIA (11q13.3 \ZRTE) DEEEEHT 2 AT
9. CPT-1 2% CPT-1A (JFE!), CPT-1B (/5
El), CPT-1C (E) DT A4 VA LADH 5
25, BIZFEERPHRE SN TWE DI CPT-
IADATH 5.

2) CPT-2 X484
CPT2 (1p32.3 \ZJRTE) DR 21T .

AL S113LZE 3 60% % 50 5 b2
BCTH D, F352C ZRIIBARLEER O H A
NIHR LI E L THE ST, mEEc
EAELY 2 S MEIE & OREA TR S T
W5,

3) CACT KiSfE

SLC25A20 (3p21.31 \[ZJRFE) DZEEFENT %
1T9. CACT CRIZEENTWAERIZT L —
LY TN, ATIAVVTRE FrEeyA
BEMNL\, CPT-2 RIFEL B2 ), HER
HEVHBFO—DTH 5.

5. #hlE2

it o> i B B AR SR, A AR IR AL SR
fiE, JRFETFA 7 VERERE, I b3 R THH,
Pompe 57 &ED T 4 V' — L, FHIEDRT
MEER Ex @ L T BLENSH 5.

6. DWIEAE

D@D mxiI-THE, ok ds. D@
w7z L, @@ODA7%R L —2 TR
HHEE, HHWIE, FHIERZE EEZEHOO
DY EL—=DTHAZED S L SETED
Wres 5.

B2 HOH v =F AMEIMEE (5 [FE
) THs.

C IV =F VFEIRIEN 0% LT O & & AV
=F Y TV AR—-%— (OCTN-2) E%
JiE % %5t 9 /%, Fanconi JEMERE 7z & O FaffEyR
BaBETLVLEND 5.

- CPT-2 KBjE (HE) X, 72, 79—
ANV=F L EBIZIEFEHEETRT I END 5.

1E2) BRI 5 2.

N

HIRNENNANG TR

)

D)

20 BDIVZF YA TIVERAE

169



MERNARIU—_V I TRONIZES

1. WEEZHA

O RE ([4. ORI E L DFHIEGE| =58
CHEWRT AR ) — = v TSR OMATE H

— AL I, T A, 7T, A, LY CER BEEEIRTIEE, 1/ R
ThAEERIEL, Fr0EEBEEDOERNEIT) & LB, BHEEDOIREBEZILEL, #HrEEIEs
TIE BV L2 HRT 5.

MFAN=F HED LT VI IV=F Vi (TE L7200 AR L IE % FFNIAT)),
WHECHIUIIR P ARSI 21T .
® ¥
FREBWHREICEDOWTED L o A, RN O SERCRE R AR & %
W BERIG I E RN & 7 5 BIET ORI OWT %7\, HESKL T 5.

-y

)

SZHNHERE & T DX

@ FERICHSEMBEDRILE (E—771%xY MO
HEOTRMREERCERIEL I LA TE 5.

- AEMEOTEE

RIMAETAE 2 B 720121, HEOEFEZ S L > TEFHMBICEET 2 LENH L. F2
WCZDHZRRT.

RERRERE LR BEEICS T2 REBAEROER O

B fEARES
RS 3 b5
6 NPEET 4§58 4 B
I®RET 4 b5 6 B
4 A 4 b5 8~10 RS
4L 7 AR 4 55 10 B5RS
REMDEZTH Y, BKRZBEPEEDKRICKIEBENNEREED

B>d.

PHIEERDEE (REEDSHS

O EYaE

1) L-AIL=FUiESs

WHED V=T VEESZRO) 2, BET 5.

AR O@E Y, CPT-1 KIBEICH LT, #51317h %R\, CPT-2, CACT KIBETIEH V=
FrFERGOave U ARESN TV RV,

170



2) N\YT4TS5— MRS

BHIIARICS| X ERTT) L bbb (%),

3) FEEYIVHIDKRS

BHHERICH SRS HGEITIC L L H B,

@ BERED,

E A L GEA T ) —D 70% FBEE), RIEE Bh o) —d20% DT) SRS NS,
R ESUIREREIE 3 0 ) — D 5~10% LLFICHIFRT 5 & & A3 v, dgliliglimeid 3 b
a2 K 7HRANOEGEIIFREE SNz, g NY 7)) F (MCT) #+ A1)V, MCT

7377 & — X MCT BALAL OB S v 2 0.
FCHER~Y AR ) — =Y ZICTEER SN
FoREREG L OIS 5. MAEHE 2 EHATV,

B, B30 GIEmIl) L MCT I V2 %
RIMBEAS R 5 N5 A 12T MCT R V7 @

BIZT A, 5D HLBEZ MCT I V7 OEEE 20% 12T 5705, FERICH DO THET 5. &RiE
CEDLNABEIEIMCT IV 2FHL VW ELH 0.

® sick day ~DOxiit O

FEBE, HEERET AL BIMER M) ek L, AFEIDA T2 5613, RO
EHEEOZZ %235 L IR L, VI — 2AEH MO AR % B3 12179

SMRFCRAELCBAOZE - [1 KBHREZHRI1FS1 2] (0.2) £8K

R BITEHIRIE ORI HEEIC X 5 =4
F—r 54V ALI by R T O RKERE
BENFLTHLH, INHEZWHESELA
BWWETH 5.

1. IR+ O

FEBE PF D) BAYERHALEHEIR (R, T
R &) R EIZEY, EIERDHEEZ & 2,
7V A — AEH RO 2 ER A NAT) . 2D
LEIMPERZE=S — LahnolT) &L,

2. L-OWILVZF 5+ 0

ENSW 2TV RS, T 2SI 8 &%
54%.

CPT-1 KABJEICx L Tid, IV =F » ¥ 5-1&
7%\, CPT-2, CACT KABFETIZ A IV =F
VRGO AFELNTVW RV, K
BV =F VIE GERES )V =F > 15~20 umol/

LLEVI) Ik LTI, ###E S v =7 >~ % 20 umol/
LU Lz Vv=F v (L-hIV=F )
DT E £ BT 5 (CPT-2 KIEfEIF 20~30 mg/
kg/day F2/%, CACT I 100 mg/kg/day F21E).

3. BV E_ZIEOEE®

B7 YEZTIMWEICAR LT, TIVLE= v %,
GEEEMET M) Ak %k, T o Z)VEREES T
VY L%l %ITH) 2D 5.

4. XY T4 TS5— b5 * =

CPT2 KIBFEICBWTIEIRY 74 75—+ D
PG L D IERD T SNz & v ) HiEA e &
NTV2?, ERNTHIERSETHTH 5.

5 BEEYI ARG+ 0@
TRIGI b R TR A S

SN\ IS

S

20 HIVZF VYA TIVEEAE

171



72, ALYHFALQIOALEDI IV YT

MO H S RHE ICHE L7217 ) 2L b d 5.

B OETE

WEMINZA - TH S OHURO TG, HikE
WL TlE, iR~ AR ) —= v 738 A6
LIKETH 5 0.

HWETHT7+a =13 TO®Y) TH5H.

1. EHNGmPHIVZF 2 EOH
E 0

CPT-2 /KIEJE, CACT KIBHETIZ, WD L

=F AT B O TEMMIZIIR v =F

EZMEL, L-AV=F 2@l Tn (G

BtV =F > % 20 umol/L DL EE RO L 5127

%) 0 YRFINEEFHEE NV TOm
OFRIZEREI NV =F O T2 Tl 20
EEIZ17) .

EEHIER @

FEEEIIEBNC & o THA TH 275, BEERIE
By% oy 5 2 & TR TR L, m%ﬁ
DEALZ S EFRYITH L. EHHIZC
@&E%ﬂ%t,%ﬁ&gmﬁﬁﬁ%%&&ﬁ
5, fHEEAT).

7 40—7 v J¥gst
PRI B T B B 726012 HLARHRAE o [, ZHLERIIDT %2 B2 LA 70— L
BRI ORIE, EEEM ORI EECTH TwY
2. HLERD T, FSBAE R0 R YA FHRF O XT T, - RN DS L NG

EYREIC LT, FrERY AR ) —=
FEABEFAETHY, FIUESTT7 10—
LTw<.

DB 12 A T EoNFRTOZS
SFEI LI $3@it®m%7¢ma

B A DEREA

FEML &, FHHUEORAL D) A7
ELT, ATy b, BERER, ST
IR, WE, SRIESH TS5 @ AW
o COBRKEDPLEST LD TER L, I
BOL ) ERTET LI D D720, HF
EARRFE LD, MMHAV=F &I E L
MERA 2 E2BHAT 720§ 2 LENH 5.

1. 8A

I MER, AR, i 2 EETE L, IRE
WZfERTH L. BRINEKIF LW ) Ay~
L)Y THEETHD.

172

2. 5141y b

WEOBNAL L b0, KEBOERIZ
MBI S S EAB . 207D, #ER YA
Iy beEADLIENEL, BEPLETSD
5. JEOWA R Epe UL, KELIZ X Dk
HREHOT, Ly oBEEIT) 2 L 2R
5.

3. &

WEEZEB) LT 5 X O ICHRE T 5. EEE
BT, R, THMEHOIRET, @)

&

i,



1AL % AR %
4. WY

IRHIIFE OB A 2, IEERETHE
A%, w7 b ARME I & 5 <, BEIR

5| RSk

HF

RELXE=ZF —FTLHULEND S,

Wbl ebdbizo, EMIRIEE T

B, P27 4F 10 AR ECTHRE R ORISR

B LT R > TV,

1) BB, & 27 L~ ABWHSER L - M x5
PR EICET A%, INETEKR. ¥ v F AT AE
A EBHEWR~ A7) — = ¥ Z il 0¥ fi &
B 2B 2 EgE. A A R SR A
& (BT R ISR e ) SFRk
23 MEEEARTS - A HHE SRR 2012 ¢ 49-57.

2) Bennett MJ, et al. Carnitine Palmitoyltransferase 1A
Deficiency. GeneReviews™ [Internet]. Initial Posting :
July 27, 2005 : Last Update - March 7, 2013.

3) Falik-Borenstein ZC, et al. Brief report - renal tubular
acidosis in carnitine palmitoyltransferase type 1 defi-
ciency. N Engl J Med 1992 ; 327 : 24-27.

4) Wieser T. Carnitine Palmitoyltransferase II Deficiency.
GeneReviews™ [Internet]. Initial Posting : August 27,
2004 : Last Update - May 14, 2014.

5) Bonnefont JP, et al. Carnitine palmitoyltransferases 1 and
2 - biochemical, molecular and medical aspects. Mol
Aspects Med 2004 25 © 495-520.

6) Elpeleg ON, et al. Antenatal presentation of carnitine
palmitoyltransferase II deficiency. Am J Med Genet
2001 : 102 - 183-187.

7)

8)

9)

10)

11)

12)

Deschauer M, et al. Muscle carnitine palmitoyltransferase
1I deficiency. Clinical and molecular genetic futures and
diagnostic aspects. Arch Neurol 2005 : 62 : 37-41.

Anichini A, et al. Genotype—phenotype correlations in a
large series of patients with muscle type CPT II defi-
ciency. Neurol Res 2011 ; 33 © 24-32.

Rubio—-Gozalbo ME, et al. Carnitine—acylcarnitine trans-
locase deficiency. clinical, biochemical and genetic
aspects. Mol Aspects Med 2004 ; 25  521-532.

B 2D 2 NRERRIRAEDO AR A > b
Mmig A st ¥y 2 0 B, 1l HV=F >,
¥4I A-D-E /NEAE (8T : 2005537233
-240.

Fingerhut R, et al. Hepatic carnitine palmitoyltransferase
I deficiency : acylcarnitine profiles in blood spots are
highly specific. Clin Chem 2001 : 47 - 1763-1768.

Bonnefont JP, et al. Long—term follow—up of bezafibrate
treatment in patients with the myopathic form of carni-
tine palmitoyltransferase 2 deficiency. Clin Pharmacol
Ther 2010 + 88 - 101-108.

SN\ IS

S

20 HIVZF VYA TIVEEAE

173



MERYARIU—Z Y TRFRRBEFDEA A RS 12 2015

57 h—2 M

KEBZ

MBI RRBICSFENDEELGETH U FERH, LRBHOEFERIRILF—RTHD. L
F/NBLEEDORFRICHDAENEERICKL >THS I b—AETIT—RICHER, RINEN
FIMRZRZB U CHBAR U AENAZTEIND. CORBRETEASTI F—REHST b+
F—T (GALK F/2lF GK) (LKW AST h=R-1-UVBERST2DE, 5T h—X-1-UY
BOUIJILNT VAT S5—T (GALT F/2(F UT) DEMET, UDP-7')L 1—X & DERRBRIHIC
&Y UDP-HST b—RETIVOA—R-1-U VBAERBIIND. INICKWUERLIZ UDP S
I ~N—=2R[FUDP HZ T b—R-4-TEAXT—T (GALE F/z(d EP) ([CKW UDP-ZJLI—ANE
ZmeNsd (®1)). BRerULEECHERTH 3.

HII—A — HSHF )L

UDP-ZJ)L3—2XR

UDP-A50b—X

!

WY I\D, WEREE

[Gae] |

HIOS—=A-1-UVBE

JIVI—=Z-1-UVEE

!

JIVI—X-6-UEE

'

BRRERE

HST b—ZABHREE

SO R—2-4-IEXS5—F, [ ] B

b=
(1) A9 27 »—AIAE TR © GALT KIBJ%E
DOOETOISESARE XK 1/90 T TH 5.

GALK : 57 hFF—1, GALT: HS U b—A-1-UVEBDUIIL NS VAT T5—t, GALE:UDPH

174




(2) 727 F—AIKE N K : GALK KIBJHE
DOOETOFSESE XK 1/100 T TH 5.
(3) #'57 »— AM%E NI : GALE KABSE

DOOETOFREREITN 1/7 T~16 T THAH

SR

1. ERARR

HT 7 b — AMGER 2 S EHREE O R
B RIBE IZEEETICLEY, 927 -
A, HTF27 h=A-1-V) VBEOEENLEL S
BT, I h—Z-1-) VB YTV b
5 A7 xT—% (GALT) KIBJE 18, 7
527 NFF—¥ (GALK) K48JE 11 %, UDP
HS Y b—A-4-T¥ X5 —%¥ (GALE) KiH
SE BN CFEE NS,

2. FEIERS L OBAKPIR

® HS5 5 b—RAMIE | 8
RS, WIS R, A &
AR, TR, MEH:Z EOHELEER, AE
BIAR, FRIMEOIRMKEEZ SRS R
B ARIpE, BRAERRE, BN, FEE (E
H, R, FLbmRE LA R &L
BEFEREE, BIMEMOTREZRT I LD
Hbh. W77 b= AEMEFRERIER & ek
¥ B 7cOMIMAE, BRI 2 & DEGE % 0F 5
FHZENLV. FHEREZITDRITEEK
FHRBETH B Y.
1) {EMHSHIE
FHZWNIC & 0 iagRG ST R
EUHERRD L LNV EEEET 5.
2) FREAEMRER
AFREICMEDR 2V b5, 4
i U5 I2HE o THIBERE R 4 IZHE S AE

BIFRED H 205, —HCTHERETIERD %
MolzbwvIyBmELH Y, —ED RLMRILIHRE
T L, A4 DEFNZ BV THEERWEIZ )
VETH5D., bl ERCHREREEOHEI S
WEWHHE L HBY Y,
3) HHREHIE
R, S OBRIZL b oY, HE
RIKT, IREL, MEPUEBIEAR 4, LFtkk
1T EOMBHER % 29 2 ER DS ST
Wb INHDOFERITIE, CT, MRI Lk, FE
B, IR, BN, MERRA R &SRR
BDHNDL T EDH LYY,
4) SREEEERS

BreE VR 2 & OB A D 5 80~90%
DO R TINRBRBEAR SN ED SN D . FEEHE
FoETREEAR, ARABLTRERIND
DL, &), ANBEIA S FSH o2 L
APBOLNBEZ EHH ), Bl S IIEHE
BERESRIIL CWBIEDEZ LN TNEYT,
@ A5 h—AMfE | B

HAEAME— DR E ShTWwWb, FHT
BEE D72 F I N—ADH T2 F b=
~ZEEN, AFREYEL S, FLIEHRY
7> & FLBERIBR AP AG S AU F P AT Y
THHD, BrAUEREEL-0ETIEAN
FEIEA W & e B7-0, RIGHEBENIEF
na.
® A5 h—RIMfE Il B

B R B AR MER <2 F I ER L2 BR & L B FKAH
B& % & D30 oMEkIC R Rn e s Rl

BB N—7 U1,

S

21 A5 b—XRMEE

175



SHEEIND. EHENI TR L FEROREIREZ R
FOFEEIZEINT, HERMNEFIIHE SN T
WY RIER OB AR IERE 2 ST
ERIEIAEE SNTWD,

3. BELLLEAMA

® #3520 b—XIMIE | Y

ARG U T EiEEEO LA, v re
MED L5, BRRERE, B RD S
@ A5 h—AMJE Il B, NIl 8

— AR TR IR E 2O\,

4. ZWOIRYLL 13 D4R E

WY b= AMIETHER Y A7) —=
YITDOMBRBETHY, KA bT—kIZLD
GALT {125, BREICE DT 7 b — X,
HT 7 h—A-1-1 YEEOERD THONA.
® A5 b—XIMIE | B

RA N —FETEAZROT, BREICE
BH57 b—A, H57 F—A-1-Y YEIZ
EEE Y, & DI 40~50 mg/dL Pl k& 7
b ENLW,
® #3527 b—XIMIE Il B

RA NI —HERIER. h7I 27 h— Al
13 20mg/dL DL B & SEIC R 525, BT
F—Z2-1-9 YERIEIT & A LR X N,
® #3527 b—XIMJE Il 8

ME L FEfERA b7 —BIIIEREN, 7T
Jh=R, I b=A-1-) VEEL L IZE
ArRO5.

W) VIR, HTT M= RA-1-1 ¥
FE DR PRI & 7 B AMERATEE 7 &
AT, BERD SHBRTORHAR
YAART) — = Y TR & B HIES
S E5% 2%\, L2L, 26D hy
FEZEIZEHBERICE > TRZSTWAED
BEETH L. —HOIH SN SLEEEDE
WX BHETIRBETT 7 b — ZADME b Rei#k

176

ENBD, TNETVHY T+ AT 78—
Y (ALP) IZ& 2B Y EERIS 24T - 72
AT 7 =AMl PELZBDT, T
7 b —=Z-1-Y) YREX BT 57200
HWHbDTHL, 57 b—AE+H 5
7 b= A-1-Y) YEREDHEA T 7 b — AME
LR OSRVOTEEILETH L.

B & b BR T AT IE— I I3 T b
TBOT, BRBHNICUAETIE R, B,
. WFFERA FE R N B AR T 78 B SE % e
GV BZREEEE (RS VT AT AR
7)==V IR RIREOBIETA FTA ~
WEl, BROE 2 ED L7120 D% (2
W)l ELT, YxARAZ ) — =V IRISRER
RFEEREICOWTIE, EBEET /SR VEH
WTEETERELFRZELTC7ru—9 5L
WA HERFT- TV S, ERIKIEIZOWT
F—= L R=TVuMEDH 2, BRI
DWTRT 7AW EE v (htp//

www.jsiem.com/) .

5. #nlIZ2M

O A3 omEERIT &SR

NI N—=RA, T b=A-1-Y VEED
LHDIED, BT o, IFREERE 2 &
RIZEDbEIEL DFEIREBD 5.
® PIIRIABIRS v/ b

IR R 2 72 5 25, BIT D - Wl
FERERE =T EH] & L CRAD . 22 RFERIM
TRAS 7 V=R, 52 b—A-1-1) VB,
HHEEE bldoE Y L LRAEEZ X280
ZEDHY, RMDF 1 3 7 &5
WUETHL., T2, TYEZTHOEMHED
RBODZENHY, WEIFHET AHEIEE
el AL T Bk o 6 i A WS OV X
M O HARASIZAER | FFE T CHIFECE 2
B, FNLAREE T 1 VERAT IR
FE b I DS\, HITEEEMEA R T 5
BA S S DAL, SR CT 2 & CRE



1M % ks 519,
® ¥ hU URIEE

JEH 9 o wERFEEE Iz, 7 I /B
SHICBWCAL A=/ Yo EH,
VY y, o Fuvy, JzZ)WVT T,
AFF =V OEMEREDPRDONS.
@ Fanconi-Bickel fE{&Ef

W7 I BIR, RAE T2 N—ARLRE
R 5.
® J)L3—R-6-U VEElHKRER

(GBPD) RiEfE

KA b+ TF—#Ed GALT |2 G6PD 7 & 3 FifH
DOEEFE G % # e £ & C NADPH % 4 L &
&, TNDBTLHNEFHTL2METH S
728, G6PD RIBSEIXRA N 7 —ETIlIRE
RRODLD, WFT V=R, HF77 F—A-1-
) UBOEFIEED R, ERSA TR
&, AMMORAEARRTH RO E 25
DTHEEVLETHD.

MERNYARIU—Z

2l

HHERSYZAZZ ) ==V ZEEAOY S, I 7 h—AMETL TEZIEFICENRT,
ZEEEEET, PMRMBIERY v~ b2 EEE LMERROBNPEETH 5.
A7) == THENH LTSN ERE 2 7206 BT 5.
BETFETT I V=R, T2 F—A-1-) VERO LR % B 12054

7~ — AHIRZ G 5.

@ {EERHRI

NI N—A, HTFT b—
¥, BIEHEEONE 21T .
EikE ?ﬂ‘[ﬂlj_ 5.

1) BBt oFFRES D DHFE
IR R & L IR v E v,

A-1-1) VEEE R T A & & IS, B
%HEH"}’( BEBHEZRIZVWIEGELH L7220, LG 1~2 1

EEYY VL O LA %235

6. SWIEIAE

® A5 b—XIMIE | Y

RA T —ETHEEE T2 R0, 2o T
7 N —=A-1-Y) VEOBREEHEE RO DL B D,
Duarte 7' 7 7 b — RIMIE L KIEN 5, EHEE
T VIV ELT HEERER S, HiAli~
AAT ) == TIZE o TRRENE Z LS
5.
® #3527 b—XIMJE Il B

FBA NS —EER. #5957 b—Amil%R
DLN, HI7 h—A-1-) BRI L&
W o,
® A5 b—XIMIE Il 8

BEFE B IZ X > C GALE IR T % 22
DHLD.
FEE R, R~ AR ) —= >

TR iR s ST A 2 L.

> T B EBIAN DI

I !
DO A
KA M7 —ETD GALT iﬁ'l‘{ie
X, BEEELTEBIC

vYpr s BEECYYLE

SR T 3 B

ALY & M) Y RABREDO W BElE 2 £ 58 L DDt ) > W QR RMRE 217 .

2) B3 o RIE LGS

WY ILVE Y, BECYILVECYOEAZE0T, BIEAEEOEM (>30 umol/L) %32 535

@ BB N—7 U1,

21 A7 b—RIMNAE

177



aiE, MIREIERY v~ P 2ZET 5.

FIREBIEER S v > F 8L AIGEE, TREDO L ) IS 5.

(1) PRGBS * > hD 7 4+ 10—

FARTTBRAEZ 40 umol/L LL_Eik#E S 5 35 & I EH IR 2 TV Y v & b, MEE
DEEEZMR TS, T Y Y PR ETRERZRUTE2ZVWEE DY), BREMEYTZ

CTHRBZRET DD TR,

1[5/ A OWFL 1~2 B 22 O $R I THAR A BR1E 2

T+ u—L, REAE, 7YE=THEOLANED L NIUIAER 10 2 H DI TS 2
CT & #Mat9 5. 20 umol/L LLFAS 2 BILLEMEG L 723 &id 7+ 0 =K T &35, BE L

AVFHE T AT 16 P H %2 o LIRS

CT 2 &% EET 5. 100 umol/L DL b A e

55 E PR RIBESEEOMIREIEER Y v > b2Bb NS 720, BEOFM (S

MRI %), HiiEifiE Ol (Obra—5%) %

(2) PIRMBIEERS ¥ > h DG
- yu—2A (=5 v 7% &5

4= >

177

T YESTEER 1 AHFE T 180 ug/dL PLE, FALLRE 100 ug/dL P 2SHEE T A

WEITEZT v 705 %17
ATk — ZHIR

EDOHT 7 b= AMEIHEL, E#F, 527 F—Z 10mg/dL, HDBWVIEH T2
h—=Z-1-1) Y : 20mg/dL Ll I & 7 2355 13 FAERIR 2 A5 5

- B IMAE PR ZEAY

R MESED VR LEL R 2581 dREMNAZZRE L, /NESWHE~NT L 95

ey

1. 750 b—RIMjE | &Y

CEHREICE AT P AKIRO

KA NI =125 % GALT OBEFHE LT
&I V=R, T b—A-1-Y VEEEE
PHER S NI L KIS BEZZ 2R T) 7
77 b—AHIBREBMGT 5. FrAlEl, LR
THIUIKELAPFIERRZ I VY (T 7 b —
AbrET7+—327 B 110) 2 E) &fEH
L, BEFLBIDIRE Tl slidan, AAMEOKREEITH.
BREARPCAAL N, M Mo —HOFELR L
LI DT T 7 F =A% EGh O TEEN
VETHDH., ZOHRIZEELZE L TLETH
L. BRERE, WEERESEZ &L T2 ES
WIIRHEREZIT O D, T2 h—AKBEICX
Do fERbSET Y.

178

2. 5i5 Y b—ZMiE Il &Y

HABE P D720,
A HIRZ47 5 B.

TRNCH#EL /T 7 b —

3. /iS5 b—ZMJE Il &

DHYETOINFE TOHREILTNTHEMBAT
HY, INTHIUDHRIIAETHL, 1k
EHRITIE IR L FFOEIRE 23 5 72071
PO OHMEREDSLETH Y, FOMAEIRIZIE
U CrtiEE 2179 0.

#E2) 797 b—A-1-1) VR : 20 mg/dL Dk
HHREARELIRE b ki3 2 G ka0 o8k
BlaZ8 LAMERE LTV, 97 F—Z-
1-) Y EEORT R0 & D4 B EIR O A % fifg



BT D. ZOWAEIIAER 6 A LUBRICHEE
WMEHEHLTHIZ b—A-1-) YD L5
Wz & EERT 0.

WFNOMCLRERIE TS 7 s — 2&E (10
mg/dL LI L) THiUE, HNETFH D705
ERIRZBAE L, E 2 IRE2 2% o 20.

7 A0—7 v Tiget/ R AIADRE

1. iS55 b—2AIjE | &Y

O BEBEE

TWiR 772 B ICMERIRZ MG L, Ak
FAERT S, 1T TIEA L HORILT, %
HNF Tld2~4nA T8, FNUE D BRI
MERAEE T, AT 7 b= A-1-1) VAL
AL WZ & 2R (AT 5 mg/dL LLT)
L5 BRI ik 20,
FUHEASNBRSEDIRIEA) & L CIEHIRT o HI T
Wb ZERHY), WIHEICHMEEEDOTK
AT HREDFENSLETHD.

@ BARE

1 ANIIRB 22 21TV, AN O RN 2
WhERIHERT 0.
@ FERFE

BRICHEWERERERCIQET AL & /2T
SEBISH %728, DRIIDEII 5 EMAES % E
WRATWER S 2 0.

@ FHERAEIR

ERIRIRT, IRk, EPLEB) A S, R
AT 70 EHRERFEBUERE L, BRI
SHIEP (2 S ZE S 20.
® DREHEERE

TR TIREHEICROLEHETH Y, 10 7%
& 0 BN WA IR 24T 9 2 LAk
HThAH, WHWEMEIZLSEM 7 »0—28
2F L. BEROMERERIZIZIZEETH20.
® Wi - HE

INEFTOL AR, MEICHY, Bk,
BICEZES NS W) HBFE R SN TV
PRI 7 0 —o#iFiane <, BRNOZEICH

L CEARDOME - 5.
O RAEBRVKTCEBREREED 7 A 0—
7w
RA N7 —FITTHES R L, HEOKT
HEELNLREGITIX, 6 2 FTTIEH L, Z
WU ER B EOERZZI2 L) 5
N—=Z-1-V VEBOLAZE /8w &,
BEE R COMKRIERE RS 2w & 2R
L. 2ECEREEROZITIUE T + 0 =T
L3 50.

B, 2747 H &) 7z e 2 Ok
SRR Lo/,

2. iS50 b—RIMJE NI &

O BEEE

1 HNC#E L 5, EHBRINCH 27 b —AD 11
AN EEMERT S (T2 P—A 5mg/
dL UT) @.
® BAfRE

1 ENEIRRF 2 2 AT,
W EHERT 0.

B AILIRE S BB RBICEE T L)
2, MBI AT ORNE &% 5 o EFERMAN
BEOFIEIIER TS5 0.

FINBE D FEHL A 72

3. K55 b—AMAE I AY

k2 4EE CRREBIE L, HRATLT T
P A1 VRO ERAD N E BT E
nE7+u—#TE320.

BB N—7 U1,

)

21 A5 b—XRMEE

179



5IFASZER

2)

3)

4)

5)

6)

Holton JB, Walter JH, Tyfield LA. Galactosemia. in :
Scriber CR, et al., eds. The Metabolic and Molecular
Bases of Inherited Disease. 8th ed New York : McGraw—
Hill, 2000 : 1807-1820.

Waggoner DD, Buist NRM, Donnell GN. Long-term
prognosis in galactosemia - Result of a survey of 350
cases. J Inher Metab Dis 1990 ; 13 * 802-818.

Schweitzer S, et al. Long—term outcome in 134 patients
with galactosaemia. Eur J Pediatr 1993 ; 152 : 36-43.

Manis FR, et al. A longitudinal study of cognitive func-
tioning in patients with classical galactosaemia, includ-
ing a cohort treated with oral uridine. J Inherit Metab Dis
1997 ; 20 * 549-555.

Kaufman FR, et al. Cognitive functioning, neurologic
status and brain imaging in classical galactosemia. Eur J
Pediatr 1995 ; 154 [Suppl 2] @ S2-S5.

Fridovich—Keil JL, et al. Ovarian function in girls and

women with GALT-deficiency galactosemia. J Inherit
Metab Dis 2011 ; 34 : 357-366.

180

7)

8)

9)

10)

11)

Gubbels CS, et al. Primary ovarian insufficiency in clas-
sic galactosemia - role of FSH dysfunction and timing of
the lesion. J Inherit Metab Dis 2013 ; 36 : 29-34.

MEF3AT. UDP A9 7 b —A-4-T Y X 7 —E/RIH
AE. B EARERR Bl EREEE S ) — X No.19

TR RFE RGN, H2M L AR,
2012 : 29-31.

W AT, #52 b —BRAERE. U H AR
PreEERER S ) — X No.19 SR A B fEf:
2 ME, HOREEREL, 2012 1 26-28.

BB W, VR, A SERMEMIIR—IRIE
By Y vy ML amy oy b— AMSE. B A
R HEIBIERERE S ) — X No.19  JERACHRH
SEMERE, 52 R, HARERWAE, 2012 @ 31-39.
[T, T2 h—A-1-1) V)T
A7 x T —BRABE. B H ARSI s
B ) — A No.19 e RMHEF MR, F 2,
HARERRAL, 2012 @ 20-25.



MERYARTY —Z Y THRREBEFLZEAC RS54 2015

YRS | FTEERR )
VSN OEERITE, ME, VIR, IXE O
IV B (3Fanconi-Bickel IEIREE (FEER X1 BY)

KEBIR

BEREITU -V DREES (B1) [CKURETDHEEBTHD. JUI—7 I/ HRE
DEZP NS VAR—I—DEEICKY, U I VDOERENBNEEIND. FFEIRE
EUMBBICTU D= Uh BB S EERICE TR, ma, vil, vidl, X&H$D. 18,
m, vi#, X BCHEMESNHIRL, 1RCHITIRMENTEIEEH B, MEDZLD
FEBITIEEER DD VISR Z .

WEERR1EE, 7)VO—2-6-U VEZENKDEE LTIV I—AZER, &@Xd 27V ]—2-6-
MRAT 79— (G6Pase) WHEDEEZICKLDEET, FRA(F 128 (G6Pase KIBFE), b B! (T
IWI—Z-6-UVB S VAON—CEXRIBE) THY, FiE B BECZEOI7UI-5Y
HWE&EET . FERCRIMES KUBBME, SREBMEREZET D, 1bBTERENERS &
SRS,

BERMEZE FSURTIS—EEFE G a-TIVA/ NSV RTIS—0) &NV —
EM FPI0-a 1,67V I—1) B#ET DT U I VRDSNERONIEET, B
JUID=FUBRRTFIANINERET 2. MESEOERCESES (FHE, 8485, 0H)
[CRWBTIATICHEIND. M BENRHZ L, EIMEEFERICHERDSIODERZMHD

WEER IV BT D= VDB RGEECHD. a-1, 6 PDTILI—R(CT)IVI—R
RUN—ZEGE T DERINET D2, BfCOREOATVWFIORTFUHIY 34
UHERET 2. FHEEE, SR TREERDD. KMPEFERHRL.

FEIER VIBUFFF U O—5" VIR AR S —ERIBE, HEER IXBFRARU S—E+F—F
REECHD. U= VRARUS—BEFIU IV Da-14EEH 570 I—R =GR
ULZILO—R-1-U VBEER T RIGEREL, RARUS—E+F—€EFI7U -5V RR
RUS—EHEEH T DREMET D, VIR S X TEFIFEASEEDERMELEDS. 1X
B FHERCODHERZZ2T 2RNFET 5.

RIMIECIFEANHIRT 218, A, vif, X BWOESEMENHREUEWV IV BZD(S
TEEHT 3. EBIEERE XEHEED Xa B (p.183) ZRRE, BREAELSMEELTHD.

g
FEEES U TR XBAEDZ L, 18, mEBNZFNCKS. 18E 10 BAIC 1 AREDH
ECHD.

22-1 HERUR  FPRUERAS 181



JIV3—X

R

SAVV—1

RARUS—F
b F+F—EUX)

Poo—oakmR™)] o5 07

EBE 7“‘/AE)ZE$$(O)|/ \/T\Xﬂ“\'ﬁ—t“a(v, V)| «— RRRUS—E b
ey

UDPG PLD
\ W CEE R P[]
JII—X 1-P

J)\1—R-6-
RRT75—E)

22T S e— VS

IHR—t 6-P
mronorer—ewn] |1
IHh—t1,6-P

4/\

DHAP < > JUEIL7ILTERS-P
hA—RUVBAVYXS—T
(X1

3-P-ZJUt0—)LUEE
I [hARoUtU B+ —1|
BRI UEUVE
I [RRMIUEUVBLT—E(X)]
2R VB
I [B-T/5—EBXIV)]
AR/ —)VEIE B

EILE B
| BB

FLER

U D=5 UDR - IRFERE

UDPG: YUYV ZU VT )V I—2R, PLD: RARUS—EEFRTFIA NI, DHAP: Y ROFV 7NV U VE,
=S

182



O fEERm I3, I8, VI, IXE

S DR A

1. KREEBOYTHAT

(1) 17
clafl FVa—RA-6-F A7 75 —ER
HHIE
- SV a—2-6-9) VLT A
7 — B RIBIE
(‘IcH ) vEg/Eay) VNS AT
7 — B RIBIE)
fE0) e IR ICENTH S,
(2) M & Z7Y) 32— > BB KIEE
< Ila B! JFA5EL
- Ib & A
SIId # FFEE (a-14-7 VA v b T
VAT x T —¥OHMKIBSE)

3) VIZI 7)) a—4 Vv kAR F5—ER
BAE

4) IXH KAFRY T —¥EF— BRI
cIXafl gV T=v NEEE (D
CIXbE BTy MEFE (AR
IXeH y¥ 7=y MEEE (TR

fH0) 1Xa B MTBUHE I CIEmE— o X H 8
MR (2 Do JFELNE 55 13 Gtk s
MEEWRE) TH Y, jl% X EE TR
HEIER  (X-linked liver glycogenosis ; XLG)
Ebwbhs.

IXd BUI TR R OIH (p.194) %M.

2. FEAEK

OF: 36 ERAEL 327N
ZefE R OARIMAEAE IR, IR, JEETIE G,
NS, BRYE, RERE.

@ ENZNDOEEFEIX

1) ¥EIRmR | B
ZEfERE ORI AER, NERRES, MRk

&, OFELR, R (R, b BT

DG DB S NS

2) HERss Il 2
ZENERE OISR, TFEAR, K E &

W LIRS E CTH 5 ).

Ia B & TM1d B CIEAEE T ICH IR T & %
WL DFERY X727, EEISSEERF DA S
LI ENHDH., Tz, I F 8T —IERDEST
T2 ENDHDL. FIERO MBIk 4 T
H5b.

3) HERRw VI B
ZENE R OB REIR, FFIER, AR (17

W2 UIEIRDSREEC, EEEIRGID 5 5).

4) HEIRR IX BY
ZERG B IMAERE IR, FRRER, KK (Q#

W2 UIERDSREEC, MERBID HS). IXb

RICIIBED I F/83F —EREES .

#EE) FIE K o MBRIEIZ DT R 1
B A, viEL X BB S IERE KR
FUBHIICIZ S5 28, LB E Cl
HLAWEERHHZ L2 EEB L CSH%
WD L FEDH 5.

FHE0) ZeiE R IIRE o MBI I D W T L I
FLHFR AR < 7= 2 FLYEHILARE | AR A3 HH
SN 5.

3. 2ELLS51%AMR

(1) ZeRE R M

(2) MmO EA QRT3 2R EA
m#, vi#l, X BCiEaERIcER)

(3) FrinEREE

@ ST | 3T

22-1 FERR - FFESERR

183



) KIMBERFOHHET > F—2 A (1HD)

) S RBRIAE

(6) WFHEREA (1b #)

) ¥ CK IMfE (Ia 13 X 0F 111d A!)

) H{RIRA

AT WARAE, CT, MRI CHRIER. 77V
I—=7 Y OERICE Y BEERE T
a—#EREE RS I CT DfE 5 EED k
F. 27 LEIRIEORE I X 0 iBlit
HEDO CTEMETT 25605 5.

4. ZWORHLL 13 4R E

O BRDIAKRBOZ{LHDWLEFT)ILI—

AE T 5%

ZEE R B FLERIIAE & 23 A JER TlL T /Y
DEVND IR, TRTRERLLLIEZ LV
O — AEM CTHAMESET 35, MR, VI
BOIXBICRAERD L7 VI —2Em T
FLRMEAS EHT 5.
® JIbhdvamEmaiR (| EHBRHONDIE

BT DEREIFHEEE LIELY)

TIT 7 C 1% Z2 i e O 3Bk T Il A% =5 L
o B2 B OB CIiEDS AT 5.

VIEI TR 223 X OV Atk 2 B o) b A%
AL 7w,

IX B ClE 22 3 & OV Atk 2 e o b A%
A5,
® &R

JFMRIC 7)) 3 =7 v OFEHLRERB LD
Ml % R % .

OF:=2 4

BEAp R (a7, 1mId &, 1Xb &) <
EHRRICEH] 2 7)) a—7 Y OER % RD
A, Mafle MId B TENF 24T — I 4%
F—DBErET 5.
® BRFHIEZHR

HIMER S U < IE AR AR, A0 A
(P EREE ) C 1. R EEREDT 7%
A 7R TBEREEARIED L IHET.

184

D) BEEIR IX B o —ETIEARIMERD & A
R T —EFxF—BEEET 2520 7% \WiE
B23H Y, 20 X9 REM % XLG2 FIZ4
FLTwb, XLG2 BITld, FH#k TRz
LW OEHEMEDS LA 528, BEREH
T TH XLG2 BHUIIHETE W,

® B FHRT

BIZTZWNIC TRIR & 7% % BT EROMN
£ (R1).

Ia #9121 G6PC |\ H AR NIFFEZR R (727 ¢>
t R [BFTHRR c.648G>T]) 75, b BiCi
G6PTI \ZHAR NI FEZEE p WIISR 3 5 72
. FEEFR TR Tl fa T 2 B LT .
#50) BEERICOWTOEE  F)La— R

BRRER, SV T YRR T

b — 2 Eiff 3B% % Fernandes B 17 s Bk & W

v, HEFERE BT A 720ICIT I NS

7%, Fernandes B a2 & 4 IwBIES i3 &

FTLOEDOBWICERK L V. Z207:07

VI — ZEMAEBROMERIZ LY, BEERUE

HBHVEEETIT 21T LD RSN D,

5. #hlE2

PEIR % & O IR, ARIMAE 2 R 3R AR
fFoe7e EnHIT oS,

PEER IR CIZ 7 Vo b—Z-1,6-E A K A
7 7 % —+¥/K#E, Fanconi-Bickel JEMEH: & ®
FER DI ETH 5.

6. DMIEAE

® %2

(1) T2, FEJER] T3 13 L LM
EETR] 095, FFEREZRD, ik
EE b L IHMRIMEO WA 1208
FAEL, Z)va— ZEfalbE CHLERKT
RO IGEL, WEER IR OSEZH &
T5.

(2) T2. FEYER] T2 [3. ZEL LM



FER] 096, HERZRS, e

R, & L < IHRIMED W Id—o28

FAEL, 73— AB R CRE R 1 B TRICIZ 7 VA T BB C AR

BOBRBH & oo EE, 18 | REMUT Y = 2% &L LEE6DH 572

VSO IFERE IR DL B & § 5. O, TEPFELNDEGEIIE T VA T VA

© HEEZH RERI Tb v, #BETRER &EZF Do
BEREEORT b L < FS{ETF#T Ch A FEERLTAT)IEI)IDNET L.

L BBIEFEREWRE L 72b D2 e M
Bled 5.

FHEUYE R

il RIBEESR BLF | BLTE
0a JUD—5VEmER GYS2 12p12.2
a | ZNOA—Z-6-ThRT779—t G6PC 17q.21.31 | von Gierke /&
[ b TLI-R6UYBNSYZON—E %ﬁgmalm”3
¢ UVEBEOUVERSYROH— ?§:£7A4) 11233
01 2 D=5 VRS EER AGL 1p21.2 Cori 7 -
Forbes J&
v TV D=5 UniEER GBEI 3pl2.2 Anderson J&
VI FFRZRUS—F PYGL 14¢22.1 Hers /R
a at 71w | PHKA2 Xq22.13 | XLGI/XLG2
x®? | b | RARUS—EFF—¥ BYTI=vbh | PHKB 16q12.1
d Yy9J1Zwv k| PHKG 16p11.2

) ek VI B CHESN T VR ZARY S—E+ 7 —ERIBEFRIT O IX BCHIEIND.
XLG : X-linked liver glycogenosis

aR, B, 7

T5(ZVa—AFEEIZ 1R ETIZ10% 7V
J— A 5mL/kg, EHERZORRSFEO 7V
T— 2 G RRR2VO VT - ALERED
125~150% &£ 3 %) B.
A7) — o AT, 2 EHhEFE L
LV ERYD 0.
2) EMmyED TR,
- BEHRD eI AR FRREA AT

1. Valsm | &Y

OF.-i;-

1) SMRIDBRE

SEB B R FEHRCAFENDSARE 2D
HELRIMER T b= ADFEET B E03D
5. fRIMAER 7 b= 212 L, REOERDsH]
B3 2 AHE I & ARG, RECTERIUR B

W70V 3 — A0S 2175 0. T
T R—= Y RERIEKFZF M) AOFRGIZLD

HIET 20.

- BRBRED 7OV O — AFIRAAE G 7272 BIs s
V2 — ZADOENRIFEG 24TV, R IS RAT

O BHIVZELTHERERA 7+ —325
(B3iA GSD-D, GSD-N, 8007, 8009), JE/N
Ba— v Ay —F w5 UARIHE % 0§
200

flil 2 O FBE & 2 IpEHEREOIREE (fasting

N s e

22-1 FERR - FFESERR

185



PWIA—AnES

5 ) I—ANEE
v (mg/kg/min)

0~12 8 7~9
1~3 % 6~8
3~6 % 6~7
6~12 7% 5~6
BEH (BFH) 5

BA 3~4

[Rake JP, et al. Guidelines for management of glycogen
storage disease type I. Eur J Pediatr 2002 ; 161 : S112-
119 k1)

period) % &Pl L EFHHEOFEH & 72T L LE

Bdhb, BEREOERNLEZ T 2RT.

(1) 0 —OENEIIHAKEICBT 545
EEHEAET 0.

(2) 1HO ) —BIUIBIT 5 3 KEEZD
W AR 70~75%, % » 737 8 10~
13%, BIRE 15~17% 0 &3 5.

() WEEE LT, Fr7y, XM sLa—
A% BEE 0.

(4) FRE L LCABRRIBRILEE % & Coimis (R
M) FEMEE0”.

(5) ¥ atk RHE FHE T2 F—AOEH
A o AT ) — ko 5% LI E
20, LEOTNV—IRBERLI LD
T 2 0.

(6) EFHM% % 7~8 l/day DM AL T 5,
O, BRI, ZBIEREES 3 (~4) BER
PNERZ L9112, BEBE7+—3I27
A=V A —FRRE LSO BT
L. BRERNICOMEWRE 74— I 27
I— YA —FORGEZENT 5. 1~25%
TiE, S HIZ3FEHBICSHEERH 7 + —
325 a— VA —FORAEFENT S,

(7) Lo FETEBOKIMAES T 5546
121, KHHOWEWRHE 7+ —I 27
O— YA —F ORAE OB E A B9
B, b LI, HHEEBREAYIT) . &M
DB 2 IEMED T — > A & — FH 53
7V d— AOFHFE A B L, IO

186

FHENECE V) WEND 200
A, HEBNC & o C, WYk A EIRT %
&)

(1) BEERH 7+ — 29 B ATHAHRTH
b PEEELT AMEEETT, S
I—RETXFAMN) VR T T
K, MR & L TR ERRIG % & A Tw
5. B (BiE GSD-D) & # M (B
GSD-N) 7% V), & H MBI %
i SO \CHE—E DS ER T T 5.

(2) WHEEHHEAIZ 7V a2 — 2 F 721305
WH7 +— 32T %EAT L. bHFET
WIHEEGRH 7 4+ — I 2 92 SN S 2
EN% 0.

(3) A FFRTIE AT 120 v T IR L ARG TR )
WS HL. TELRYELE
Hrx L 10.

(4) FEBUEAMTRBBICL VIEAT LD, IE
B L o TIHEEEDIZE S NS, b
BTl ST PR FE R0 2 gk & R 7S
hHl, HEEICEETHO.

(5) FEAIZ 1 mARMOFLIE CIZET 39—
POEERAT 5 TH L7720, a—2 R
y —FIFFLIRIC G L v 0.

(6) IEMBOT— v A Y —F RHIGT 5 L X
121E, 025~1g/kg 6L, wo <
DIET A, MG, B, TIMICEET
H. IHHOERII—BEDZ L2
v IHE & 3~ 4 REIIRFE S 2 720 Ll
RPN E BT NET 0.

3) SREIMIEDARE

EREEMAEICR L, 7071 /=% (10

mg/kg/day 73 3), 77 7% % (BHERERE
DHBHNLHHITEE) »ETH20.
4) KHH7 Y R—Y ADBE
W) 7 EHFEE 4T - T L ERINLO BE 25—
5 mmol/L ¥ 721X HCO; %% 20 mmol/L Kiii D &
EEHIEETTH@.
SXIVEEID) L (TF) b %) & 8~12
B & R OS5 5.



5) BRED&E
BRI T VT I U AWE T H720IT
YIUFT Y R (ACE) BHEE LT
YIF T vy NWREEEDEE (ARB) %5
T250.
EIE DG § 5B A 11 E D O BESE O
Haems 20.
B6) EYZY, ZRI), BRZDEE
VYT ARLES I VD, EF I VB, #0
ARIEET 0.
7) SREMEICX T DEYEE
BEHEBEIT-oTHE MY 7)) FIED
i s % & SIIIBHERCERE FHT 5720
WEIRIEREE 2 5320, BEE D L
& B ZSE O fa B A3 3 B AR UAE (5 R )
HHIELIFEEEETS.
8) FHEKEAME, FHEREREFEE(C T %A
& (FBE® b3y
(1) HBEEI b B OUFrhERIEAEIZ G L, G-CSF
#5217 @-0. FReh T Ekind
(200 uL #iiis) 255, b L <, &
fEtk % BT T IRGE OB $ 7213, BEED
FIEVERR D S 56 IS & 72 0.
(2) ¥E S 1o B o I v BRI AE (X4 = D G-
CSF IZIBT 5D T, MHEG 2 LMD 5
eI N0
(3) G-CSF %\ 2541210, B/ s Tt
TAHILICKD, MESFISEISNS S
EWBHDLIDFERENPLETHD.
(4) DRBGANOVMEEO TG ER SN
50.
9) FiEMELEICH YT DiaE
Wi MEEAT | X ENE I B, il
FEIESE 26§ 5 Mt 2179
10) MABADEHIEICHT DAE
FFREZE R PSS E D) 2 7 SEwigf, %
c, AP ORI |k UFR RS BE &
ns@.
BEEIE TR0 2 IR AL, (RIS <2 B
ELXWET LD, BFEEIEZIREIALNS
vy Tb B GF AR ERIEAE SRR X 2 L

BWEDNH 5.

BRI LERBMSEE SN 0.

11) AEFMOBROEIE

AVEFFATICOEAT L ¢, B R o0 IE# AL & i
WOy ba— Va2, WO EF{Lo
72z, FVva—A0%5%17) (FikEE D
S5 1B, F7201E, 7va— A0 R
HE A 24~48 FeR) . BTl O IMAE I B % 3,
BROE=5) v 7 REEETHO.

12) &&F EDO—RrFREIR

JHERA S 5 & TR OGERAEH 5 72
DT B AR —Y 2T 20.

@EED

1) TEHIRZE

0~3 Tl 2200, 3~20 T3 A, K
ATt 6 20 HHRREE CENZET 5.

BEEE IR IR O A, A B0
BRI T EOF A
L, BREEOMREIT).

ST, B, RE, MR, B m
JE, RFEPTR, BT RESET 5.

2) %&E

(1) I HPIZEBIOHEIE © BT .

(2) Il &, Cre, BUN, Na, K, CI, Ca, P,
AST, ALT, yGTP, TP, ALB, IiL##, JRr
b AR, FLER, RERfE, oL A7u— )L
TG, M7 A, PT, R WP I7uo7
VT3

(3) BEEBEI{S: HEWE, CT/MRI: 14ETE
Ib TIXRIEAY35% (A B D & v ) iy
Hdp b DO THIEDOFHHAT .

(4) L a— 10wl Eid .

(5) ZE LA - M/MIEERE, TR LR
Pt (FLEE/Cre), GFR, 5%, a 7 = b
754, CEA

® Ft&

PEEGR T RICl, BEFTAELBEIND -0,
FEJEIE O 70 A CFLA R 2 & fi b 3 L VRIS
B U D, JEE ) B EHEIR RS E 1
L, RHEEEIEIEL, RIECX 2
TWIAR, BEEESRZD ) 5.

N s | S

22-1 HERUR | FPRUEIRIS

187



ReEREE, BN, EARMUEAA S, K
BEESIE, BEACIHAELYET S I P
HhH ARBLERDLIELLHD.

M > SO — L 2SEIFIC 7 5 ERFRER, A
REE SHMIIEEINS.

10 G2 S FERIEASIREL L €, —EBd AL
5.

15 UL EOEBIT Y X7 R, MR, EIlE
G EEEENRHT LI LD S,

PG Ib BTl S AE M 2 A B O 35 A%
H5H. HEEIEIb B D 77% O BB\ JFE R
BOKRSNT L OWEDDH Y.

72, Ib BUTIZHUIRER B Cob e B2 R
FEAEIK T RE DML AS AT 5.

2. BB NI AY
OF-=1:-

1) 2MEHEADEE
AMEEERECHEBFICAFENS AR E LD
RIMAER 7 b=V ABAETE 2 ENH 5. ik
PETHEER 1 RNCHE U 20,

2) {EMmyED TR

- BHR:

(1) #lgkx 8T, HFicFLIB/NETid a4
HE17H0.

(2) 1HO o) —EE I IHEKEICBITS
VEEZHEARL T 0.

(3) RIBEA S 2356121, BEERT OB AR Ik
e a— > 25 —F8h., FF0EIC
I U R AL & 0 (R IkE 2 553 %
00

(4) FLEBITHEERT 7 + — 3 29 F i,
FEIO—V A —F F P0G T 5.

(5) FEINERD O — > A & — FHREE IR IME % 4 B
MIRFFT 5 720102 1~2 g/kg 2> HHE©D, i
Wa AR ORBE w2 ilET 5.

(6) BEEIH A CIEEFIIBIT 53 REERD
HREFEFROBEEREFEHELE TS

(7) > akE RHE FHEL 1ENCKREICSZ %
W (2 zid1gke D) B

188

fHEd) Ma M oFEPLIED I F3F — 2%t
L, MNE#I L FAko®ms v 7 & (&h 0
) =D 25%), iKY (50% £ii) & L,
B > o BN ALK % By, BE9E AT Ol
HRESY Ny T — 3 2T DRMEADRD
RAERLIZEVIIREDD L7200, FEHLL
M b BFEE T 20-0.

b # G FEM DRI IZ R BT 0N T
VADENT-ERIIBITT .

3) DEEDIAE
B SRR T B OB BE IR T 2% U 2 554121

HEYEFEO T E R
UFRREDTRRICAE I S5 B T3 I AR b

DIERZE Y A7 T LU REMED S H D THEHEEL T

T 22:0.

4) FriztE
BAADEPHEE LT, HREZERFREEED

) A7 HECEE, 72, BARRPUE O

WX LIFRHEASEBIN SN DY EH S 5. FFREHE

(AR IR, FFRZE I8 A T 5 75,

AT = RUHIE KT A RRITH S LT

R\,

5) ARFMDOBRDOEIE
T o IpE OB A EEE AT @.
R L2 A 7 2 =V 3] v 7 R BURIE

IS L) MO ICIZERE S

TH50.

6) £ELD—MmIEREIR
FHERD S 5 & X \ZIITFHE OB S 5 72

DD H B ARK—Y 2T 0.

® &F

OTEHIECE
LEIF I KA E RO A I, AR DA

EGUEREOFEE, AFREOMR, EEh5E

OMZEIT).
SEZECIE, B, KE, R, E, 5

N L% BT 5.

(1) Mg

- I H B OBIE @ EEHAT .
- AST, ALT, PT, TB, TP, ALB, CK,
4%, UA, FLER, R 7 Mok, 2L &



TH=)V, TG, MET AELWET 5.
(2) e &R GeAse A
WFIER, W2 72 2O W CEET 5. /b
WBCIREIBEERESEHTH D, A
BIU12~247H L1247
JEH CT > MRI M4 © FFICH A TiE 6 2
H~1FMECTHRELIT).
IaT O —
Ia I TUE 12~24 22 HH@IZATSH . b B
THHMEO LTI =57V, 4FETEIIRK
(v
LM
REROFMAAITH. MaBITE2FETE
AT, JERD D DA EY T 5.
M50) LitomEmEIEITRICE > Tid X W

AT ) DD 5.
® Ft&

B U T BT FLA VR R /NN s o
JERRARIAE, BMERENTERTHL. h
O OFERIZER & & B ICTET 55, FEAN
Ftzl2, MICEMOES (FE) 2, FUIF
FERET B2 DD B,

IIa B!, T0d FCUE, AEIR E L C/REINIZEE
JEOEENSSE R A SN L. HAIEH N
ETAHETL, SATABEE R 2EANDH L. F
72IERAS A S AL, IERELOHIE R AR 20D
JERDSHIT 5 2 & 2%H 5. REEPRIC D IEREA
VETH5.

(4)

3. PR VI AL palSds IX B

OF-1-

1) 2HHDEE

BB REBE I EFEIAR L 2D

IR, b= ADFET L 2D 5. i

PRITHE R 1 ALCHE U 20,

2) {KIMEDFEA

- EHRE

(1) fLEkA BT, HFICFLIBe/NE Tld a4
21700

(2) RIMBED D 2 HA121E, BERMOR AR IE

MEO a3 — 2 25 —F35., 721308
5 U R G A S & 0 (R IkE % P55 %
(IVE B}

FLEBIIHE R 7 + — 3 27 & W2,
I —-V A —FEPLIKGT 5.
B D a— > 27 — FHFEILMBEE 4 K
MR 272012 1~2 g/kg 2 B A, i
W AR LRHREEZHEST S,
FEIER VI, IX BICIEEFICHBIT S 3 k5%
BROLFIIFEROBEF IR L FEE T4,
ToakE, RBbE FMEA 1 NSRRI 2R
W (ki 1g/kg UE) O.

3) ABFMOBEDEE

FET o s OB A2 FEERE T .
4) EFE EO—HFRER

JERD S 5 & ST OGERBRAEH 5 72
WD S B AR—Y %ML 0.
® &

1) TEHIRZE

I B RE IR O A7 41

(3)

(4)

(5)

(6)

DFZEATH.
TR, BE KE Rz 225

35,

2) %&E

(1) IigitseAs
- IfUKE H B OMIGE  EEAT
- AST, ALT, PT, TB, TP, ALB, IfiL¥#,

UA, #LE, R bk aLayo—
V. TG, MEAAREXRET 5.

(2) NEHBE G Ar
NRTIIEEB SRR AT HTH D, 1)
HBLN12~24HH L1247
JEEB CT R MRIARA @ FFICHK A TIX 6 2
H~1ERBTHREZIT).

#50) LioMEMBEETRICI > TidX v

AT ) DD 5.

® F&

FLIBH 2 & B O JE K & By AR 0 iR [ s A

LNAEPRIED Z & D5% . KRR E R T IE

K, ARIMPEIZAER L & DIZL, £ DA

N s | S

22-1 HERUR | FPRUEIRIS

189



TIIAEIRTH 5.

WREASEEEEE &L XTI,

WL ECDB03H 5720, R EBEE

PLETH 5.

O #EEw IV B

SHDEAE

1. BRAcRiy

(1) P8 (FESE AR ZE )

(2) AT

(3) BOEHAE AL - AT

(4) SR, - FFi

(5) BAFL (R 7 )V a3 v /MENR)

2. FEAER

(1) FFR (FESEAFRZE )
R 13RO 3, FLUEIINCHEST T 5 A
4, FPZE, MRSE, BEIRIKT 2R T
B2 \ZHFREZE, PIIRIEASTCHET 5.

(2) FEHEATHERTEY
FFHERESL O A CTIFREZ % 7R & 72\,

(3) ERICHLE AR - A
HEOMBIERZ R Y.

(4) DyVaR5 - FFEl
TR B & O RERE 2R T

(5) BB
BB 12 40 5% LU I FRADEE ° M AR AE IR
8295,

3. 2ELLSEAEMR

(1) JFFiaerss
(2) A LA R

190

JERERT HLC M AL, IR O fE K.
MR E PR Y 7 2 & — Pk
Td 5 PAS GO ALEZHDS.

4, ZWOIRHLE 13 2 EE
(1) RIMERE 723 BT L 7)) a—7r >

T BEHRE R TE DT
(2) BIZFMTT, WEE % 2BIEFERD
A 5E.

(3) FBEAITH. CTHF® AW I3HHRRIC 7 I T
IFURRTY) O DR ERET S,

5. #hlE

(1) Rz % 24 HEE,
(2) BICHA MR - HETiRiIro 7oy
V—A 77 bR+ 55EE

6. SWMIEAE

@ %2

ERHERZREO[4. BWTORM L 7 5 K55k
A&l D 3) 2RO DERBHLET .
@ tEERZHA

BERGEOMET b L BRI TR A
&% B BEFEREZHRE LIS O 2 ESH]
Bled 5.



aE, B, &

1. A%

IV BUHEJE IR DR ARIEIR X Z D72 5. HE
A RBILHEDO T TIIEHERZ1TH .

AT B IR E I L CHE— R A LN D
HRIIHBIETH 5. R ET O FEE
DH T, FHERIZOWRD D 5 WD D
20.

2. B1%

O EMEZR
JHF B R AT RO RF 2 479 .

@OBrEOD
- Mg
AST, ALT, PT, Y'Y VEY, TL7T3Iv,
TUyEZTRERMNET S,
PEERm iR (EREBE A, JEEHCT R
MRIFEA) 12 & 0 JFEZ 7 12D CEHiig 5.

3. ¥

IV B ER ORI TIE, 7Iax7F VD
) A=y PERT ARR, ETEOER
FEL, WIEICIEsiK T CIOFZEDSEIT S 5.

© Fanconi-Bickel fEf#8¥ (FER % X &)

TS

100 BAIC 1 AMTTOFRESHRAINDS.

KEBIR

Fanconi-Bickel fE1REE(F, 1949 F(CHIDH THRESNICH, BADITU ISV DERE, T
I—REATT S—DOFEES, RUERESE, REESEET 2BRBASIEETEDENG
EETHD. BEEIV/INTD1DTHDIIVIA—A NSV AR—I—2 (GLUT-2) DHEEER
BCKISITRIIND. BLERIELREBESHETHS.

S DR A

1. FEAEK

JFRER, MEERIZ G, R R,
MAEREIR, < A RAEIR.
fHEC) RO BRI O W T FFERE
AR ALY, FLUBHICHEAT 5.

ZEEIRE DK

2. BELLS51%AMR

(1) ZEJERHEIINE & £7% 0 IR

(2) Fanconi B3t {7 FRAH A i 52
RAE, W7 I VBRIR, ST T LR,
) fgE, e b AIE, K

N st - S

1
—

22-1 FERR - FFESERR

191



7 AIE, RHET Y F— 2
(3) WH T b— AME
(4) ¥ ALP IfILfiE
(5) B XHTL BHOFTH,

3. ZWORYLE 73 HRTHFRE

OB R
e, MR BT 7)) a—4
DOEFRE & IO BRI ZE1%:.

4. B2

WEER LA, A v i ovif X
TOEHT S 7 b —AMIEZRTERE (FF 2

b — AHERERE, PIRKERS v~ -, ¥
Y Y RIBIER ).

5. DA

OF =

M. FZER] ICBTFERZRD, &
E L HRATRICBWT, ZZIERME S &
HHOEMAE, Fanconi BRMERE, &7 7
7 F—RMIED 3 D% 78D 5 b D % Eeiphl &
T5.
® MEEZH]

EAR TS ORI & 2 2EEDFZE SN
72 DOEREEDHBIE T 5.

nE, B, &

1. B%

R imEkiE v,
O IEfIRIEEREDEE O

Koy, BRE, €& IUD, VY, RMKE
A4 2 OHFTEEIT .
@ mE1> rO—)L O

WY e u) —EREE RS, MR AR
24T .

PRI LR L ClEIEmEo g — > 28 — 79K
EVENTH 5.
® HS5U h—ADHIRE O

B2 v —ABREINVI 2T LIREL
T, #7727 b—AEROHIREZITH .

TN b= ARIROGEIL 7\

2. B @
BETIIMMEDT > bu—)b, KE, RS
fe, SR IMAE DO RFHE & 4T 9 .

JFFIE R > FFAM 2 2 A B9 1247 )

192

X T 2R BRI ORFA A 17 .
BHEE 1 & 5 1A PIRE ORFA £ 17

3. F

P HRIIERIFTH D, BRMERE A

T CTHBET B ARERIKR A BRI IER R B0 %
<, BAREIEITT ZIER O IE 2. A
BEIZL T, BMEREIUET LY, miky
FBIIZ OB TIRGETH L. AW aHliR
JEDOFT RO B 5 FEBIN %\,

BHEBEIZLY), FERTHNLI2ONT
FIE AR IR 3 A EIC B A ANEET S 2 L
s, BFIERCHFRAEE A A bR 2 & OWiFIE
v, EA T = AMERERT 525, AN
A X 723 HOWMEIED R, TR - IBEOR
WA B EBI DS RS ST 5.

@

b, P27 4R T A &0 Fr7c I HRE R O X
FIBE o7



5| RSk

1) Rake JP, et al. Guidelines for management of glycogen

storage disease type 1. Eur J Pediatr 2002 : 161 : S112-
119.

HEER 3 Vo AR R R E MR R A
TR R SR 2013,

Shah KK, O'Dell SD. Effect of dietary interventions in
the maintenance of normoglycaemia in glycogen storage

bph R

SENR

disease type la : a systematic review and meta—analysis.
J Hum Nutr Diet 2013 ; 26 - 329-339.

Visser G, et al. Consensus guidelines for management of
glycogen storage disease type 1b— European Study on
Glycogen Storage Disease Type 1. Eur J Pediatr 2002 :
161 - Suppl 1 - S120-123.

- Rake JP, et al. Glycogen storage disease type I : diagnosis,

management, clinical course and outcome. Results of the
European Study on Glycogen Storage Disease Type I
(ESGSD I). Eur J Pediatr 2002 ; 161 : S20-34.

- Iyer SG, et al. Long—term results of living donor liver

transplantation for glycogen storage disorders in chil-
dren. Liver Transpl 2007 ; 13 - 848-852.

+ Melis D, et al. Brain damage in glycogen storage disease

type I. J Pediatr 2004 © 144 © 637-642.

- Kishnani PS, et al. Glycogen storage disease type III

diagnosis and management guidelines. Genet Med
2010 : 12 - 446-463.

- Kishmani PS, et al. Glycogen storage disease. in - Valle D,

et al. eds, OMMBID. McGraw Hill : 2009. (http://www.

ommbid.com)

+ Wolfsdorf JI, et al. Optimal daytime feeding regimen to

prevent postprandial hypoglycemia in type 1 glycogen
storage disease. Am J Clin Nutr 1992 : 56 - 587-592.

- Selby R, et al. Liver transplantation for type IV glycogen

storage disease. N Engl J Med 1991 ; 324 : 39-42.

- Lee PJ, Van't Hoff WG, Leonard JV. Catch—up growth in

Fanconi-Bickel syndrome with uncooked cornstarch. J
Inherit Metab Dis 1995 ; 18 © 153-156.

- Kishnani PS, et al. Diagnosis and management of glycogen

storage disease type I : a practice guideline of the Ameri-
can College of Medical Genetics and Genomics. Genet
Med 2014 : 16 - el.

N SR ST

ey

22-1 HERUR | FPRUEIRIS

193



MERYARIY—Z Y THRRBEFZEAC RS 12 2015

KEBZ

TR © BRI

BERIEZU -0 Y DOREESICRURET 2EETHD. HIEREZT DREFRRZEHL
RRRE XY, BRHICSITZTU I YOSEEZFMETSD. WA, IV ETEFEREMS

JJ

—EBFI—EXEEJR),

S5 (FFRERRDIE (p.181) BH). VA (McArdle®), VIR (BHF), IXd® (GRAKRU
RRAKTULEY VEEFF—¥ (PGK) KIBME, FR AR IV LA

g—t (PGM) XIEE, IBMTE RO —FATTIZy s DH-AYT1Zw ) X8
fE, ZIVRS—CAXIEBE B-I/>—CXKEBELGENHDS. N8, mi, vi, val, vi
B PGM KHBfE, LDH-A U7 12w hRIBE, 7ILRS—F AXIBRE, B-I./>5—CEXIEBE
FEFREAESMH, IXdEY, PGK RIBAEF X EEEDBELELNZ LS.

BER NS A VY —LRICHDEINDIEH, KHAA RS AV TIEEJIRDEL.

AL

ARRMERROIGD TIFE 1 E (Pompe 57), HIEY, vV EINS L, 20~30 FAIC 1 ADFAE S HER

TND.

IO

1. HRpcmi

O EFFERME(CHERZERTE

(1) HEER VR (AR 7 —ERIBIE
McArdle %)

(2) BEEGR VILEL (FFRARTIV T b FF—
YRIBE, THIH)

(3) WEEIHIXdH (FAKY S—EFxF—F
RIBIE d 7))

(4) PGK RIESE GRAKRZ Y &Y VERxF—
Y RIBAE)

(5) PGM KIBJE (iR AR VT L s —ER
HIE)

(6) LDH-A %7 2= v N KIB%E

194

(7) B-x7 5 —ERIEE

@ BEMDOIEAZRI R

(1) BEEDR A (M, Md) (7)) 3a—7 >
B 53 A I SR R HERE )

(2) WEENG IV EL (7)) a—7 o kil
RIBIE)

(3) 7NV FI—+¥ A KIEE

2. FEEKK

(1) EBFFEMEFERE RS A TIEES)
A, EBEAREG VA, IS
OB YR, SRR OS8R MES) T
B, i, AR WA




L)

(2) TEIEMFAEIRZ RS TIIFHT 5 H
BWITHEIT T AR TAEL 5.
#a2) FHERO B OV T L FERSE

BRI LERIC L > T4 TH 5.

3. EDOROFFHAVER F = IS BEFHER

(1) VEITITEE 2T 29 B2, Z2RTH
RA TGS T VLA DS L OSEE O
RS RE & 70 A “second wind LR %
FRICAD 5.

Q) VI TIZEMEROLZ END 5.

(3) PGK KIBSE TILVAIL, KRN % 1 6l
D 5.

(4) 77— A REETIZED, FHE
WwatEo Blnd s,

4. BELELBDHEAMR

(1) I{% CK =l
HE, FICRETH Y, EEFEEEE
IRHBERIIEZEHIC AT 5.

(2) JRep - MBI A 7OV s, MEREEED
st

(3) IfijE BUN, Cre ® 5.

(4) HEESH VILE!, PGK KIBfE, 7V KJ—
£ A KIHIE Tl BT L.
B IVE VIE, MRIRILEROBE .

5. ZHOIRHLL 13 55 RE

@ FRIM FAIBHEENE 55" & = (FJERE
M aibLES) &L ERYY
ARBLOENVE VERDS EA L (FifE

D15 ERMOAR EATREL T D, TV

EoTERFEEBEL, TYyE=ZTVEA LR

WAL, BRS T TIE RV ST S

VERH5).

LU E XK T —EXF—BRIE
SECIEFLM o KIS 1Z1EH. LDH-A ¥ 7
v FRIBETIEELVE VEBROEHZ: A2
Db LS, FLERO EAD R,

@ ERErtEl EFERE

MR TIC 7)) a =7 v OEEZRD D,

VEITIEAR AR T —Bgmp Bt v
BICIEHRARTIVY b FF—BLmrat
I B C AR B 2 Z2Ru AR DDA BN D .

6. WEEZMDI= DR

O El=TFHER

R & 7 B En T AR % FE.

AR E R Cld VLD A B AR A DIFFZE
REBD5.

V B D) 50% (2 PYGM O H AR NIf-5878 2
(708/709 del TTC) % R 5
® BEREEAE

AR BIT B EEREERIBE 721K T %
AR 5. PGK RRJE Cl3RIMERT b MIEDS
THETH 5.

7. $ERIE
TRIBR AR, I by N TG L.

8. BDWIEAE

O &E:2
EEHEIRSB L CHRATROHE D) b, &
BN & 7213 EE R AR TR W LA DR
L. BHIMT GERHIT) #ibiE8) & ek
RSP ERA L2 WE BB LT 5.
@ FEEZH
BERE MO T 723 KEzRD72b 0 F
TSBEIRF AT IS TRIR & 72 B BInFAR %
MR L7 DZMEESHBIE T 2.

SRS | SomE

N
|

N

22-2 HERUR | BhBUREIRIR

195



Ak, B8, &

ik

@ RO

SR O MR R E, BB IR L
T, KEWH, &70 7 LMESHRERT IV
Ak, BB L CIRIEEN % & 217
H0.
@ BHREIADHIR & BRRRIRD TR

—fRICE T 7 & O EERPEO EE) %
J20.

McArdle %5 (VB 126 LTi%, €% I ¥ Bg
%50

McArdle 3% CIZEENRT O 2 2 RS X 1 &
B 5 0.

McArdle JH CIXIRHED 7 L T F » &
ramipril DG ASACEDD/D 7/ 54 7%
ODEBZIZDOTVLMENALNT NS

BHEOZ L7 CHiFEIC &0 EB AR AL
FETLLEHEINTN20.

EIPAER 5T L i< 4 179 0.
® DEREICT T BAE

AHE % A BFS 5 Tla B C I CHE O S
Bk &2 0.
# SIFSTHk

@ IBEEOE

McArdle 55 TP NE D+ — 7 » 3B &
D, HMEERC X o TREWEH & EBiE N %
EH LI EPHREIN TV 200

2. &1

KT, OBERE, A SR X ) EHE
BN FH 2179 0.

3. ¥t

A FRITEIE. ET, HEmEME TS
LI EDDH D,

JFFRUBE 5% O T (p.181) 12 UNEL L 7248 505
I BT, OOBEEIC L ) EGTHRLER S
n5.

PGK RIBFER 7 IV KT — ¥ A KIBHE CTIE kS
MR ) Bl 5.

B, FER27TETH LYz
R E o7z,

TREHEIR O

1) BFHR, BITHT. - S8Rt NERHER
7 v A23 Rkd W RMABERS. FIlEE,
2010 : 36-38.

2) FRIAZET- I~ wi e sy & a5l - R E)
Bt ANERHEREE 7 o 2 23 Bk wWIiEER
AR, PIL#E)E, 2010 5 146-149.

B BEXH

3) MHAET. BWioED T, BILFHIHm, HE
F8F—. Bl L GERL, 2014 5 42-45.
4) Sato S, et al. Confirmation of the efficacy of vitamin B6

supplementation for McArdle disease by follow—up
muscle biopsy. Muscle Nerve 2012 : 45 : 436-440.

+ Quinlivan R, et al. Pharmacological and nutritional treat-
ment for McArdle disease (Glycogen Storage Disease
type V). Cochrane Database Syst Rev 2010 Dec 8 ;
(12) : CD003458

- Haller RG, et al. Aerobic conditioning - an effective therapy
in McArdle's disease. Ann Neurol 2006 ; 59 : 922-928.

196

* Quinlivan R, et al. Physical training for McArdle disease.
Cochrane Database Syst Rev 2011 Dec 7 ; (12) :
CD007931.

© W) 3= O EHRVEE. AT IR, A S
FNF—. B &L, 2014 0 31-82.



MEIRIAR © T DDFEIRR

ol (DHEES 0a B (FF0'U O—4' Y SEERNISE)

KEBIR

QFERR 0b B (§i7'U 0—5" Y SREERRIE)

JU D=7 UEMEERE, UDP-F IV I—XEZREEEL, JU IS UDalsfFEIcs ) dI—
FUNFERAENL, JUI-FURBRTD. UV EMERIEEIC(E, ZRERHMKITE
ZEERET DTV ISV EMBERREE BFERK0afl) &, DEEROESANHEZET
7 =0V ERERREBE #EFEK b E) 1'%HD.

WINbH, BREESHOBEGELZLED.

FEFIR Oa BUCIIFHER DT U -7V ERIEBH ULLFB LK TT 2.
FEFIR 0b ZUTEERBRD 7Y -5V (EXEH UL EELETT 3.

RS

Oa BUFIRFEE TIC 20 BlIF EDFHRE NG D DI, 0b BUFIRIEE CTICHRRDIMEN HDDH T

&Y, FNFERETHD.

O #EFER 0a & (FFJ'VU -5 EREERIEEE)

ZHOEAE

1. FZAEK

ZefERE ORIMAEEIR (R8s, 1w,
b sz &), FERIEERD 2.
fEC) (RIAED BB IZ DOV T KR O
FLZ Hk§ 2 R 2 S RIMBE AT 5.

2. BELIBSRAMR

(1) EHEILE EEEBILRIERS Y 7
1)) FIUE.

(2) ZEfEEED 7 b o PR

(3) ZEfEEOIh T T = S &AE.

3. ZWORYLE 73 HRTHFRE

(1) Z7va—2afaER - miEs L 0L
T2 IfAE % FR6D 5 .

(2) 7oA T ATTRER © &k 3R 7V
T 2 AR T I I3 IR UG 2 R T
7S, Zef R A TR 5 L e,

(3) FFHAMRAREL - PAS et TZ ) o= v an
FEAERBINZY (F)a=Frro
Hitii)) .

22-3  RERR . TDMOMERER



4. DWEAE

oF =
ZERERE S b MEIRIMBE 2R L, AR AR L
D7) A= Y EROFEWLRKT 2R bl%E

® HEEZHR
ERIFEO 7 ) a—7 v &R 0FER K
TEr)a—4rry sy —BiEHR T 2
L7zb o, F7213 GYs2 ¥R & 74 % EI5 T
BERZERL 72 DREETWH &+ 5.

Bl b4 5.
aE, B, v&
1. B BOFEZITH .

AEdERl (3~4 BRI EE) OB E T
I, EmE & MfET Y Fu— VRERIT
a—r 2y —FEEZTHO.

2. &1
MmpEz > du—)v, FEOFHL L O REFHE

3. 7#&

O B, RRANRRE S 058 E R &
B 5.

(50l

D 5%

Ul
(v

@ tEFERR Ob B! (§f7'V 0—4 > SMEERRISTE)

DR

1. FEERK
JEHEF D

2. BEL
B,

KA, BB, ANEENR, ZEIRTE.

HIRAMR

CAR

3. ZWDT=8 DFRIHFRE

(1) s

7)) aA—47rDRZ, RAK) F— Y

Rt

198

(2) FBIETENICTORKE & 7 2285 % [F5E.
3) B OBEEMEIC THREEOEKT

723 R % AR,
4) 12770y FTH 87 ORB%FEH
¥ 5.

4. B

@ EEZHT

RO 7)) a—r vy v v —BiEE
BETFDHLLIEAL 78y MIBWTH »o8
7 DRI E 7213 GYSI DR & 7 B EIETE
HAEME L/HER 2 EEZE & 5.



aE, T

1. A&

WL SN E I e v SEE | RO L EEE
2 EZET 0.

2. T’
FHIENERETH Y, JEHIIS 20

SE

B3, S BIOFRERNE 4 A5 1175%T, 225K
LI L ) FPRARTH S,

SR 27 4F 10 ARE S CIREHR OXF SR &
7o T,

Lewis GM, et al. Infantile Hypoglycaemia due to Inher-
ited Deficiency of Glycogen Synthetase in Liver. Arch
Dis Child 1963 : 38 - 40-48.

Kollberg G, et al. Cardiomyopathy and exercise intoler-
ance in muscle glycogen storage disease 0. N Engl J Med
2007 : 357 - 1507-1514.

Nuttall FQ, et al. The human liver Glycogen synthase
isozyme gene is located on the short arm of chromosome

12. Genomics 1994 ; 19 : 404-405.

Orho M, et al. Mutations in the liver glycogen synthase
gene in children with hypoglycemia due to glycogen
storage disease type 0. J Clin Invest 1998 : 102 : 507~
515.

Sukigara S, et al. Muscle glycogen storage disease O pre-
senting recurrent syncope with weakness and myalgia.
Neuromuscul Disord 2012 ; 22 * 162-165.

N simRomon : 3

(&%)

22-3 FERAR | TDMDERRK

199



MERYARIY—Z Y THRRBEFZEAC RS 12 2015

AP A R b
PN -0 N —2-1,6-E KRR T7I—1
(FBPase) NiEfE

P A S E T AR I C B AMEICL VIEE T v F— Y A L RIMEDST [ S &b, b
ECIEBEFERRIERL 7))V h—ZA-1,6-CAKRRXT 7% —+ (FBPase) KIHEN B L LB TH L. KIH
TETNVT F—Z-1,6-YAKAT 7 ¥ —BRIBIEZH Y .

BBz

FFZY FBPase DRIBIC K T)VT b—R-1,6-ERZARAT A bS5 T)LT b—X-6-U VB
DRIGHEESND. WEHEDESICKY, BMBEAHEP Y R—VIANSITECIND. &
RAEAEBIEECHEERERT, LI b—Z-1,6-ERARR T 79 —C%ZI1—RT 2 FBPI DEEICK
HEUS.

R

1~9 N0 T ANDFJEE Vb IL TV 5,

SMORAE
1. EZAER 3. ZWORHLL 3 D F5EE
PR, FEMIRR. W RmAEE | RPEERESHT 2 ) o —L-3-Y VB
RASFEARMEIC AR L TIBIT 2. LS. BEHIZOR LA 2L b 5.
BED) EEEROMBHIOVT  HikR | W) ANRBICOVTOER /) tu—
170 & FLBHIC S S 2 AEBIHS S\ VATTRERS 7V 7 b — AARTRBR T,

oy, V>, pHPME T L, ZLERIZ AL,
PRI R 215505, falra it
7o, FEiT A IIZEM MR T 0%

O

2. ZELRHHAMR

(1) i FEEDODL EIATH) TENZEFE L\,

(2) 1KY »ififE

(3) FoIRMEIE .

(4) FFHeEREss 4. EHZ

(5) JRANEREE EIVE VR IVARF Y 5 —BRIBRE, KA
(6) M7 v F—T A, BAERIMIE AT —VELVE VBRI IVRF YT —PRIE
(7) k77 =2 EME, 7 b KBS JE, 77 N — ANTHE, B HERACHEEE,

200



AR T AL

5. DR

@ A

FEJERE RO, R AR T TR

) ka—)V-3-1) VEED FRE DD
@%%ma%%t?% RS 72 BT RSAN T
7R AZIE, HIMERD FBPase i 1423 /K 38
¥/ iﬁET, B B\ LI EIA T D E
SNT2bDEEEZRHIE T 5.

aR, B, 7

1. BE

® SHEEIDBE

FAE R £ 7232 B s KRR A IO &
HEPDAR & 7 ) T RIMAER 7 b= A
75‘7"95?6 EDH D, IR T RE 2R 56

IS A AR B, RO BRI IS 7O
j—X@ﬁM&%%ﬁ?ﬁ.ﬁ%@?/ﬁ—v
ALK FEF ) AOFESIZ IV HIET20.
BEREO 7V 3 — AERNTS 72726127
VI — ADFNRIES 24T\, Rt R RAT T
50.

AN IR S E 2 Vb 0% EIRT 20
@ EIMFED TR

FWEH OHLEE 2 BT, DR MR (3~4 IR

) ORFBINZAT).
Mz > b= VARRBITIEI—Y A Y —F
WEEITH0.

HEDEIUL T 2 0.

2. B¢

B > b o — VO, R bk, 5
FROMIE & SO B L O EFEFOME S
750

3. ¥

%Kﬁﬂ ZHEYNZE %ﬁ%T Nz, EiE

RHDREERIEER CIIET 5 2 VD 5.

RE A DEREA

B &b, B RINE & S LR IME A
T2 ) A7 MK R DA, BERKIBIZF
LCWah7zs, Iz TRIMAEIZRG A )
BUNEHL. TNy b—=A 7)) 1)y oS
Kib,&k%’bwf%ﬁm%ﬁ&ﬁﬁé:
DB D, Fio, MIRERICIE, EE KIS

 SEXE

TEDSAE L, BHE LRI E A
TLIENHLOT, MBEDODE=51) ¥ 7HY
BEThD.

B, FHC27 4 10 AN TR
EE LI TV,

TE W DX R

Gitzelmann R, et al. Disorders of fructose metabolism.
in : The Metabolic and Molecular Bases of Inherited
Disease, 8th ed. New York : McGraw—Hill, 2000.

PEHEE,. 7V b —A-1,6-EAKAT 75 —F

RIBE. B H ARG FrEs e R ) — X
No.19 JeRMHSE MR, %2 HAREK
. 2012 : 104-108.

HEHT 25

\|
/

N pra

A

22-4 FEFEERIE

201



MERYARIY—Z Y THRRBEFZEAC RS 12 2015

Wilson &

KEBZ

Wilson &8¢, BREASMEELEINZE &2 ERMHABHESEORRNERTH 2. RRER
FATP7B 1S, ZBaiF 13 BEB, 139143 [CUBI . AEZE U, ANERD, BESKIV
Bl & ICRRIGIEDLE ZRD, BLYDHEEESZET 5.

NEBFBBEENHEIISIN TV BVAERMRBEBIEDO—DOTHHS. BN SEY)
HBEMTONNIL, HRERITDTEEICIED FE TDHE, HDVIREDFEHNTIEETH D

s

O BEICHIF 2 FEESEE (E A 35,000~45,000 AIC | AEHEIND. REFBIE3I®NS
50 BEEBLLDTMULTHY, E—J(F 10~11 HKETH .

S DEAE

or

1. ERAiRiY
AEBORIRFEI 2T 1 1R

2. HROERKRR

DEGVE, HE, PR OFE R & OFREE
W2ED CHERA T 5. R THRE Lo
JFEER D LA OB % GBSO HIEGI S FTET 5.
ERIRA CHRITIFP A DG 2T 5. &
ERERNS, ERREE LB R 2EI A
EHEITT HREEF AT TH VY, LR
4~7% T AV, RIS LiBEEY
WHEL 72\ EFRTT AfEfAsEme. 72, &I
XL O S - BUERIE 7 5 v
JEBID A LS.

RO 2 H 5 W IZET oI FEE %
BTz BNE, REBELTEINCANDL LT

202

Wilson fR DRI 4E

OfF2Y

FEERE S ICE D <ERB 2 VEHERD LR
TR EICTHIE UTERL.

1) —EHEESE
2D 2 WV [FHRMEFTRERNZE —BMEICE
9.

2) (SRS
IBMERFRARER D2 VIIHBEZEDRGEZET
3.

3) BUERFREY
DEFAED D VIFBIEFRDREZET 2
B0, BIZEMHD.

4) BMzEHHFSE
BIICTHELRY, BllZE LIRD S DA
AERL & TR STRUVER].

(@2

BES KORBDPICE o fe < FHERDHER P
HEREREEN R <, FHRAEIRDIHT TFIES DAEH]

©)iigiEt

BRERD FURHER, FHEEEEENE BT
SNBEH. TNSEFERICHDWVIEREEZ
HoOCHIRT 2.

@FEAERIZY

KIEAIRER(IC TIERDEIRRTICE2HT S NBl, 7R
S5 U(CABEEDIRERPICBAFER - 2T N f.




NWah. Trz, BMEE FAEEALCE X
EAREZ RS LEDDH S,

3. R, FHEREORRKRATE

AP BOMBAER E L TiE, BEEEl R
DL, BATEEE, TNE- SR, ApEkEE
ZELEWHEICTEDONEY. IhIY
AM=T, IA 78— XA, RAKERZ &
LET L. FEHLEICZNS OFEIRSHEE
Lk &2id, AREBER) LEND S,

4. FAERTEINDT IS

REE &I S NERIC RV 5356
X, EBIICRKIENRERE 21T ) LEDRH 5.
— A CREPEO LN R L TY, it
Va7 T A3 MEZ S NS R A SRR O
EXAT). B, ELrve 77 Z 3 El
EN X BFRBERMZEZ 1L Lo RISk LT
179 . FLUBRIIEAREMICINEEve 77 A =
EAMENN 72, AR 7 B Y.

5. ¢ DfthDAEIK

Kayser-Fleischer £ 5 i (3 42 B Ry
TR TH A, IThxhib ZI12E, RNEER
I B TMREZEDLUNENH B, L
»L, FAOIRIEATIEALN NI &
»H5.

FEHEIR (9 DIRRE, BIEARE LR &) 13,
KRB BWTHEWEEE TA LN L IE
KTHo. #1/3 DIEFUZTAHLR, FEIZHF
P E R MREREIR 11T L CTHHBLS 5 2 & %%
%6)7).

RIEBOK) 8% OREFIL, IMIR7 & DERE
EIZTHAET BV, MR & FFHEREREE S 2 W
IEHREEIR SRR IC A H LS & X 121E, R
BaR B ) LWEDPD 5. MRS OFER DS
Ao, pOFERAHO L i, HEIZKE

HHEL T L2LENH 5.

6. 2

REBIZBUT 2 MR — AL L LT
&, BRI LT B ER]TIE ALT B AL
D, BHERF R OREF) T AST BEAL (FF
2 ALT \ZIE®) OF+ 9 v AT I F—¥ LR
DL EDL . Tz, EEHORERT
(FIMERBEDMRT 5 5.

@ EZHIDIRHLE 15 D4R IRE

MFEro 79 23 AEET * (20 mg/dL
D) B & OR A SAHE =340+ (100 ug/day
F 7213 1.5 ug/kg/day £ 7213 0.2 ug/mg Cre LA
F) ThsH. NEHOYEIT 100 ug/day DL E
V) IR E R WARBEEDL B,
ZOWEIIMEE kg 4720 O 1 HiAHEE (1.5
ug/kg/day LLb) DM THBYY. 725 R
DR 22 E DN BWTIE, 1R vz
A (0.2 ug/mg Cre LLE) b FIV 510 58710,
M 1k, %< OfEFTIRImE VT 7
I A EETICE S TRT ¢ 578, Bz
PO EFICIRIEFEE 2B HEERT Z &D8
»5.

D-R=¥ 7 3 VAT A MI/NEH oK
BRI 2 MBIz Ch 5. WA AR
KB 22D 5T D= F 3 ¥ 500 mg
MR L CEREZFMG L, 12 BHEZIC O HE
500 mg % AR L C 24 BRI E IR L CIR 4R 2
WES B, REEEE TIIARBRTORF
$AIXEE 1,600 ug/day LETH L. L Lk
DO BIEFEOREEZBWT 51213+ Tl
RWEDHELH B,

Kayser-Fleischer fi [R5k D7z 12, A
)y b5y 7L EOZIRERE Z LT
5. MBI LT, AR E* *,
ATP7B BIZFRNT * 2479 . ShiEkiEL R 2
WRLY, BT TomRNER ISR

Mosow——=

N

23 Wilson J&

203



Wilson fRODZRIE%E

RER
1. ffEs=E =250 Ug/g dry tissue
(2200 ig/g wet tissue)
2. MBEEILOF <20mg/dL
SAZVEB

3. [ROEEEPHE (1) =100 ug/day
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