Gl NRE T ) F v h—F ADEEF v — b (R)

HEEIE 31

| A

X

P |

=

B AERWHO I ~TIVEY

Sjs, APSHFF 72 L

BOoLr r=yumyr
(10~20 mg/H)

WHOHEVEL
SOHEETT IR 2%
Sjs, APSHFHEH Y
HRAR AR L — o R
Jijiganyiiin

N

< B8 AREE>

mPSL/ SV ARREE(2 7 —)V)

b

(T (GR3he)

¥

] IVCY /)L Rk
(L4E 2 —XR)
< B R R E >

oL F=yar (10~15mg/R)

_l_

TYFF7Y . 1 mghkg/ B

* Sjs: &= — 7 L EABRE, APS: BL Y VR BUEGRAE
mPSL: AFNLFL R=yua IVCY: 7 e 7 4+A 75 I K
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HHS. BEWRIEHROWBEIA T A %

FAEMERE R DI, BFEOHROBEIC L VIRET D, 7272 LILIEHIRMERER
D EFBRLT U SR OBEZ ORISR T DI T Wiad, BF - i8I, Gower {HfE
DFEEE T EDIRIRFTRA MRI, FH BRI ¥ OMEFT Rz 00 L TREHET 2345 2 &)

HETH D,
FAEMR BRI SPORBRE BN TR D B4 OFEUSIN o 7 IR FRIE DS IR
shd,

t o &b —RAYZR Brunsting Y (59 90%) DIFHIL, MIREK TH D AT m A FIEEGEM
WISRDPEANERE 25, BOZ L F=Yvar 10~15 mg/ BRBEICMZ T, 7¥FA7Y
2 25~100 mg/H . FIoIE MIX A~8 mg/IEFN D, AT a4 FERHHASND & CK 5%
AT EANTTARMIER L L TVWE, K EILEEMMHESIC I &l b, =
DEERTT IV FT—¥, FRIME, FOP-EEDIEH/N HEEIZ 25, 7277 L, BEFTROEE
W, ZOWRFRETITEE RSOV,

BN R SMEROE LN, BUER (8 10%) 0L i % £ 5 Banker &l (rare) . A
TuA FETITI~3ENICHRERVIBTHIRETI, »7afiRAT7 73 K- 2L AEE
DBRRBLEATHLIPDRH D, TOEDRFINZONTIE, vI/akx 7y I K 2OLRR
HEACOWTDTHZED DI S EAE~OHERB K20, IBROEE L, B
BE/ALEDICETAFATSL =V my - 2OV REE 2 7— L5500, FO%rna
AT 7 IR - PSVAFE~BITT 5, BMHMERICIZR O 7L F=2"m 2 10~20 mg/H &
TYFATY . AN PLFP— R EORAEIT,

CK A mg/dl I R SBAERITrE, AT a4 REOHEHMUESHREZM > TAF LT L E
=y s RAMEEE 2 7T, BIEHRNTY 7 amA 7 7 3 R 2OV RRIEICE
715, 347U ELABIC LS9 528 Crash FEBEEE L FEEOSMEBRL0FRE L 72
L, MPERHREEZBETH, WTNOBAETH, BYREOIE», FHET - B
FEC X D B FRE A RIEBEFHL O, BOMITH Z & b EEETH B,

BT RRIGICHHE T E B IEBRIEIRBR SN T Wy, B FARBR R IE iefE ATz 2 T
B RIFEGTHD,

Ky -7 a7 U REEENNTFRICOWTORBNIIThRL TR, 7Ry
IIRVEMER R CHERD E T 2MERZ VB, BREDO L DO TORMMDEZTN & 0T
(AN
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BR6. FAEMREHROIBEF ¥ — b (52

.

(w2 J [ qn%ﬁ@ﬁm}

-

B AR AR (D
ATFEOA R LA E

30mg/kg/ B (FK1g/BH) x3H

BEE DI

(BIESY)

//’ BRE AR () \\
IIn 37 3 HA %
+
AFAAR 28 Rk
30mg/keg/ B (B Ki1g/H) x3H
29—)u
+
ORI HATTER 1V ARE

500mg/m2/18] x 1 &
\_1E/A x 6B+ 1E/3F x 2/

N 29—\
A1
BREAREMD )
O THRITPER L AR E
500mg/m2/[E % 1H
1El/B x6E+1E/38 x 2
B AR Sk N
#BOSLr=VorEsE
15? 20 mg/ B (— &)
+
S 9 NI J
3¢ 5o S AN ) il -

1) AP &Y —RMTX): #2110.35-0.65mg/kg/ B

2) LR A #E3-5me/ke/ B
3) FHFAT) L #RO1.5-3me/ke/ B
4) BJYEL #EDO2-3mg/ke/ B
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BAEFWR AR ME (B - BREGFL X2 7 M VA = ARAEHEHRZE)

SN

SERRHAEEEMEFEBICBT2VEFRTRODEXFZOBEIBELOERE &
Frvy )R FDER

HPUIEE BARRRPEEZS KE BE  RIERZERFER/NR BT 5

WIREE LARAHEFERE (R) OBBICARRIRRIEENZOWNT, T4 4V T4
VA K125 B#REL, BN ERE L, BMIEL) B Rbr=Fr 2)
FhFZe FaveAx75 1Y, 3) Iduronate-2-sulfatase. 4) o-L-iduronidase, 5)
TAX=HREL 6) VTR YAR, 7) T VEEBT YDA 8) NH A
9) NTBC, 10) ZEEF®FT MY VA, 11) a-1,4-glucosidase, 1 2) 7 v aff
B U AE L, —EOEMZOWTIIEBNCRIER A — D — LW LT, S HIZ9
EIZOWTIET = v 7 U A MEERL LT, A %R /DR BB OO TR R O FR AT 1H)
T Tz T v AZER L T LERD D, |

W hE (F= v oY &R FHYIEA)

WA e GRAEKRF RS/ NRF B TF)
(v hpF o, R_EAL L)

Bl IEHE (TR CLFER
(7= )VEEER T R ) o b)

Bl B2 (ESrmEERE 2 —)
(s A Fo R I

B 15K (KRMSIA AR/ NRES)
(475 )

i JETE (ESomasmns ) \l/NRFRD)
(NTBC)

HHE O (AR (FAX=)

FH ESE GUEESERKNERY)
(CE=0F) 400

A. BIREM

SR BEFIEITRE S FET D0, fHa
DEFEB OB IR < PREBEIIEE AT
ThHhdI ENEV, ERLY —HBOEBIZD
WTITRIRIE, BYIER A Th o703,
K53 ORBTITIGRIEDN 2 < SHERED
HTHhole, HFOEMFIEOHESIZLDY
Tl O RFIEREEP AR S, EaT
HBOBFEOH L GT, QOL O LICFE TS
X5l od, FRCEBERMARIEITRATER
EETENRBEETH D2 LRGN
IZENTWS, L LR b RAMRRE

WHEDERTHY . IBREPEB I THIX

WP RIT DT HERIESLE L TORBE I HED
bV &b Ey, EMITREE OFRE.

FAMBERROAREE T, HREER L%
P LT A LERE ISR LT
HEVWHIBRNDH D, AW TITETEDR
R EMLETH DD R WAL basESR
A THR I TVRWERA], R4 AV T
WHEKIR YRV A NT v L, FOBRE
HOMIT D, &OHEAAR, EATRIC
M o7 R B L, PR BE~ ) &
DT BEEBER (Fov 2 VAR BERT
Do

B. WIRAE
AARGERREREZEOMHER 45 4) Zxt
U R RN BEIEORIICR AR TH 55
DA E TIE G D W FERO TR S h T
WHEHNZONWT, DX bORUEEL X
NTWENT o — MREEIT-o T, B
X 19 Td Y EIINERIL 42% (19/45) ThH-o T,
T ORERE JTTITESENERLZ 2T, A4
74 VA MNEER LT,

C. BI#R
T = T 32 dh B OFHIBET b,
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ZTORTALLENOEEOH T2 12 B %
TIAXVT 4 ) A MIEEL, ERIEMNE
WELE, ESHIKIcHEELEbND 9 LB
WZOoWTF w7 VR MEERLE, ERhZ
IR LEBER R T I —SEERSTH
Do
PUFNEAL Z & 13RS,
) IV AR IV =F > (RGN I NLTF

) 5) (7) ®

—2HMWH =T o RIBEE. FMER. B
WA B EIE, KA, FH R SIS ki
RNV =F o RBIE~ D IER —
COLRETE S e A CBME, AFNeR
VERMAEICPE D W= F U RZIC DB &
RoTWh, LinL, AINV=F L bF AR
—H =B LR E N =TV RBET
WHEXHEIS TH Y . FOMOEES, TEIER
R, KA, BEICHES Z )
=FURZIECOAFEANIED L EZONT
W5, A%, #rF A RAEERSTEHE AW
THERA ) —= v IRE kT 5 LBEEL
D& OFBER, IBRAHAEEESERS
naEFHIN, AFHOLBEHRITIEEDL TH
59, ARIOBIGHMERIZH - THOHZET
VARTSTHY BHMOREAREENDS, B
TERLE 7T O KIFREKE L BISETERIZ OV TR
MHTh D,
) #ERAN=F 3)or 2)
AR - NE NG R A 2 H E 0 RN I3
OBERARTRR T ORERENLETHS
OB ERAORMANNEL 2D, bAETHE
RFINTFHREN TN HRIEE AV TE
JiER TR A RLEHE A L TWa, BRK T
BECHERLTREIN TR Y BROEDOLR D
TEEROERRBRF TN D,

2 FhrFe FuveArrs ) (Hks e
) 5)7)D
—BH4 e 7 = =7 T = Lk EEE
FEE, BH4 BRI D BEISTERK —
PHRETERT P Faved 770w
(BH4) RZWZELDET7 == 7 T = fUfiE
(BEE 7 == )VT7 T = MUE) 1D B e

THhdH, LoL, HDRET BHE 512XV i
BT ==V T7 5= MET T 5 BHE KGR
T2 AT T VERRE SN, T2
T o= KBIEEROREICL DB T ==
TIT=VRERLGEDTHHZ EBHL A
LTz, BHA BEARE L THRENTWSD
DIFFE—V L P =Ty —<tOEFTIT
OHRTHY | HHIIEEET T b OMmDE
BIZEMLTWD, E£72, BHE RZIEL 7 =
ST T = KB LB R R ELR SR 57
DO BH4 BRBRBRIZK L THESIER AR E
N5, HISIEROBEEII/NERESERA
TREE 7 BIZEAFEE EBURIT LR IR
B, BEEASNEEEERICERE L, B
Yo bV — T 7 <R LIIE AT S O
EBRATEARBIREGE, EXALREFEEHE
MMOMEE LISLITEIE AN B ERBEHRR
BB OFEBEEHYE L “HEBRMICES
BRRILKR DO EHFE & F O FREMEIC DV THS
L7 (2004410 H 13 H),

(3) A = ZWEIE U TR R
(Iduronidase—2-sulphatase) 1)

A BHHE I B (N F—9R) 1T AR
FEHARERTHD, XKETHARARE 4 4
2B LERKIRRM ThiL, 54 FDA ~DOBFE
FETHD, DHED L LERED T TILE
bRIFEDEL ., KETERBEINH®H, HL
PICOBETHRBEINDZENEEN S,
B OHFE, RBIZANT THREBEEFSH)
B~EEEENLTWD,

(4) = ZHEE | TR EE (o-L-iduronidase,
HE/ R4 Adurazyme) 1)

A EPHE TR (AN—F—R) kT B BER
HARBEKTH D, RETIETTIIHRER
BHERICHEH SN T BB ERNTIRERARRT
H5, BEHIBDTHTHVIERER LR
HRRBTH D5, WEDRITALHLTHY
ORETH B OABENMNE L ShAHEAT
HD, 1T 2 A 22 BiIZfThivi=8 2 6

(ARG H RS BV T,
PHIRERATORAFTEIR E LT LT 2Nz 3 %A

— 304 —



DIHILO1IFEE L LTHITFbNT,

(5) TNF = BH (A 7 V% U SEERL, 1)
5) 7) D
—MELAS DJHZEFRRFEIEIER & £ D TFRH3E
& LTOBIRIER —
AENIIRFBET A I NVEREEREICELDT

T=TREO EAMENCHEIGBRONTWD,

BILX by B T EERERFIC MELAS B3 O
R RO SN L-TAF = 28T
THEIZLY, EROBE L ROFKIED T
MATRETH D Z ENDRE DI TH LML
ooty £, L-TAX=VORNRIZ LD 3
EOBEEEBLIVHEZREICETERLZ
&R EN Tz, AHFID MELAS X4 5 1B5%)
RiZoWTOZ T U A EHEI N, B o
TSR A5 28, BRAT 2322 < R EAS
PHRE L 72 D 1BBRBATR & L T AR RIS B
Do 5. TIAXK U OIRFEIT TH HHEDFEK
REH~FEMZE L VEE N 2ITHOHLE
Whn, i, BEMEERBEBROFEIZON
THRFEIT I,

6) V7 FVA KR SRS Proglicem)
2)

ARENIEA A Y v MER X5 S iE o
BEETH D, B TIIHIR S AERER I
AEINTHWER, DHRETIEHERRARFETH D,
EDHERENEANBAOE THY FE,
ALTWHORFRTH D, BA/NERNSW
PR EHLICORETORAFBIZRIT CTIEEF
Thd, BREOHELEL., IBRICHEDIEKH
THLHHBRYOEBIRD I TWND,

(7) 7 == VEEBEET bV U A (WEHAHTIRA
Buphenyl) 2)
REEPEEREEICL DB T =T MIER
I TH D, BRKTRBEICTAR S NURFRE B
HBEIEOEENIRRE L o TWNDE, Vx=
JVEEEE T R Y U MIEATE T 2= T 2T
N CAIE LI Z I EEL T ==
TEeFAITALEI L LTHRRENRS, 7L
I 2 BOT I JEPBELTVWDEOD

T, BEEFBRT PV VALV HBLILST VT
=T REB T Rb D, REREREEICX
GTEHEDEBAMNMOLN TR, HELEFIC
— AN, BREOARBBH-NHEKETH
Do

(8) &A1 (HFHT4 Cystadane) 2)

or 3)

VAT VRIEICB W THEERMLP RE
VATAVEIRTESRDZERTHD, REAR
FETIEHMPRE AT A O 7B AR
WWHEEBEDL & &, MEESERZ SO
AT RERETHEMEEZE LD, 205,
AREL D DT EH I VBRI ERE Y AF
RIE TIIARTIRRHERITH 5, BOKTIEBEIC
AR ENTVWBERORETIIRAR TH D7
W, REEORED L, (LERIKL KHFKT
BRELTHLONRHERTH B, BEHEIID
72N (17100 TA) BBEOCEATHY, B
DEBBFHIND,

(9INTBC: 2- ( 2-nitro~4~trifluoromethylbenzoyl)
-1,3- cyclohexanedione (#F#}iR4  Orfadin)
2)

Fu i UME 1 BOERETH D, KED
EELITES, BRAETEEZ BHICREL,
A2, MEBIZLVECT L FRARRE
BTHH, NTBCREIZLVHEERY 7 V=)L
T b7 EOEREDIE S i, BRARERIE
BIRNICBE SN D, B TR X VR 4El
TR E RS> TWAROMRETIEFRARTH Y,
VERIZIIEMAEARAZIT 25 %15
e, RHOERRIBREND,

(10) ZBEFEBET Y U A 2) or 3)
SERMERBRERATIEICLAIBT VE=T
MIEDERETH D, BREFBT MY U AT
FEATIEZ ) VU BEESTBRB LR VR
HgRitt X5, EORRAFEIOEREN
Eh, T7re=7o0arhra—picHFEE+ 3,
DBRE TR - BE - RE O BB THRANC
HFRATHZERBOLNTVS G |
RAESHER CREENSOREBEZIRE L%,
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REZEOED LI EKE L TAEICKR
ELTW3, bBRETRMICARBERIEEL
BRWASEL ORTHEA IR TS, BRKT
X HIZAMOBNT = = )VEEERT h U U A
EDBERIPHR SHEENIZER Zh TV,
DORETHBARIFHNLIEAITH 5,

(D) BERYE 1 BIREEE (a-1.4-glucosidase)
1)

R~YF BRI I B OBRMIEEK
Thd, BAE, BN CEERIBIRASE T LAGR
WM RN TR, KETLAEERIT
BBRAKTL, BERFESNA TS, BF
A7 & LA 5 @48 ~ B HIAGRIC M THHR
EENRHEN TS,

(12) PZ7oafigr-rVvs 3)

A CEEKFERESR (PDH) KBER S B
a2 R Y TIRIICAE S SeR M PLER M fiE B
HRELIET S22 EATHL, V7 anfE
B hU UAIXPDH 2IEM LT HZ LTk
MPDHZET. BRPOHRE, v
HbIET &5, MREIIES, LEREL R
EEOFRBOTHAL TS,

D. FEBLUHHR

SEORE THRRARPREIEDOHERIEOH
THEISIER, BEAROMLE KA 3 $K% <
FETDIZERHEHLNE Rolz, FFICHENT
IIEHERTRIR & L CRO LTV B EEHINE
N TOBBRPER I N RN DRB I T,
DREORRICAHEEZ 72D LTS ER
FRAER IR ITHIE R 52, #skT
ABENTVEEFISHLEICENTDIE
BROBE DT EITRo T LERD S, R
B A AR BT LTk, TRBRIC I E R R
Bresrxb0bREEchY | hEICL-T
AR E T O AF R TR END T2,
WA TORFIRI., ERAER. BERCTO
P 72 &6 BRI AR ER OB R & L TH
WANDZENRTREL D L OBENTET
LHZEHLHEETHD,

BEFE TIZAEY R MIERY ki 72 3RHI L

SMZELEDH T HFNILUTD LB TH D,
() PICHEGEBEZTRY,

Y (REEREFE) 3)

B0y A (KD 2 fiE) 3)
EAFUVER (A AIR) 3)

5- A FKux N FhT7rr (477
VIRZESE) 3)
EAFUREK (B F RIS~ TF TS
NRF LT —BRIEE) 3)
ans@grhrlons (L hary R TR 3)
VATFT IV (VAF ) —R) 2) or 3)

S INEDOEFCHOWTELF 2w I U R
FEER LT 2AOEESTE 9 FET
H5D,

3THR

1) KB, 5% v=F  RFPREL DL
=FUEE NERE  1042-1048, 1999

2) Winter SC: Treatment of carnitine
deficiency. J. Inherit. Metab. Dis. 26:
171-180, 2003

3) Muntau AC et al: Tetrahydrobiopterin
as an alternative treatment for mild
phenylketonuria. New FEng J Med
34'7(26):2122-2132, 2002

4) Shintaku H et al;
long-term

Diagnosis and

treatment of
tetrahydrobiopterin-responsive
hyperphenylalninemia with a mutant
phenylalanine hydroxylase
Pediatr Res 55(3),2003

5) Koga Y et al.: L-arginine improves the

gene.

symptoms of strokelike episodes in
MELAS. Neurology 64 : 710-714, 2005

6) Wilcken & Wilcken: The natural history
of vascular disease in homocystinuria
and the effect of treatment. J Inher
Metab Dis 20 295-300 1997

7) Kakkis ED et al.: Enzyme-replacement
therapy in mucopolysaccharidosis 1.
New Eng J Med. Vol.334 No.3 p182-188,
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(BUES)

1. B4 IR NE LB X DR DX I - IR CIRRR) . NRBELK

a. EIMmA (—4 - BIESA)

WALV AR BN =F o ) IF

b. AlE

| 100mg,300mg &EHY

i AT RE >

c. HEFHRIN TWARIBT

3 - GROBEFE L THEH

d. RF

HBRZE O TR « BRA

e. ZNHE < ZhR, MERAE

e LARIN=F U DREZDBRFICLDI by
KU 7HEEIRE, T, “kELIL=F
RZHE

SEBRA ; Yuvd UBRIGE, AF~n CBRIE (R
B )

AN & Rl— 8D ¢ jdu -

iz b & 72 D 3088 - DR, MBEBH D0 13w -
(T DOBEEITLTITER)

AN=F L N TG UAR—E—BEIZ LBk (&5MH)

HN=F U REZEBIOEDOMO _REI NV =F L RZ

fiE 5 SN E— )VERFRIE. RBNAE B B LIBERE, RFEV A

7 VEFEE., Reye JEMERE, SIDS, /v 7 o R FER) X

by RY 7REE, BEI AF—, SRELHIE,

mkENr, SN, Bre, FFEE, T1Re,

f. EREFIED TR
(B HHIZBADMNT)

I A UEBRLE. A FAwa L BRNEILS O BIRETR
BEOMD ZREIN=F U REEEREDDHE 1 FHIX
BzdEBEZDND,

2. ENSTOBRSE - IRFEARZE & BISRIRDL

a. BN TORFE - e

RIFE b

b. EINTORAB IOV
DB FE IR

RATCORKR H - KFFEA B
INRTOAER B
BRZERIL (RFEMOBA b ETe)

c. #ESF TR - RFEEZE

Carnitor(levocarnitine) 330mg(f£4l). 1g/10 £ 1 VAHR)
BLOEFEA]  1g/5ml vial

Sigma-Tau Pharmaceuticals USA ¥ 7z Italy T4 #i&

DFFFE « AFIRY

d. SN TORAE L O/NR

FRATORG & AREHR
NETORR H
BAZE T C i ALIEBAZEE & B SR IR DL & Rl

3. HEOERMTHBEOTRNE

a. PEIE4 LR =T
b. #hEE - R, XMRER R LRIN=F U OREZOEEBIZLADI oy

R U 7 ueRlE,
RBIER ; Yo A UBRIE, AF e n o BRIME (B
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B AT
A & =MD I -

c. k- A&

1 B 30-60mg/kg 3 EIZ 43 AR

d. A LOEEHERE,
BREFOLHAE

OEEAERPEE : a4 BIIE, AFr<eny
MMfT%é& ST S - BE TR 5, B
B4 35 IC3BEEY 5TV, BERKRRE (K
@E\H%%%ﬁﬁ\ﬁﬁﬁ)%ﬁﬁ:&ﬁ%ibmo
QEMWER : FRAEEF 279 Fl 761 (2.51%) (ZBIVEA R
WHENTWD, BREKRIE, TH. BE, IESEHNKR. &
FVRE, MR, BmAEEH 1 %R

QUL b - PEGT - I~ HTIRP O A ~DEE
%iéﬁériwiénfw&wt DIEPR EOF M
fabRitt % EE S CHB SN DA TRET 5, B
FomAITRSE LN &m%ibwﬁﬁﬁﬁéﬁA
IR S D (B FER TR ~BIT T L
NEPEINTWND),
@/NRE~0RE KRR - FAER, IR s%48
MIIHESL STV v, GBS I

OFA LOBEE  fEH 2T 35 2 &L REEERGAEITI
KK%%Lfﬂﬁbf%ébomi&woim%ﬁ

e. DM OMREA

f REORHTLE S VW IHEHE
HO72RERED 3 D D

a4 VRRIE, AFwn CBIETHD LB
NIEBEFLZRETRE T ENTEY, —KkERBIOE
DD ZIREA )V = F 2 RZFE~DRJSTERH 50 < L&
no,

4. WHOFMNICEOFRBAE, AGRKRIL (TEhEFEr BHicon1)

KE IR TRERIRI + AR A
WA SCEORIMANE ¢
ZhEE - ZhER, JEEA
BB LR MED LV =F o RZ G, L=
F BN & 0 ARBHRE I X0 B L AR A A%
kR4 5,
i - HE
502 5 50-100mg/kg/ B . & 3g & THERT, Bt
i7" 50mg/kg/ B 6175 2 &,
fEA EORE, HERE, BoZ0RnHBANE
EAPIIERERBEOM, A1, EHH
7ol AEERERB I OMBE I N =F B EORIE
EITHZ &, BRIFsRCRL
A 5T ORI FRFOIRIL ¢ AKFR

— 310 —




I CEORLEAAE - KENCHET D
WEE - 2R, MBRE FE

MiE - & RL

M LoEE, EEiRE, BEREFOTHENE REL

5, mEF U AD LU (BHCHAMAERE LTHA L7 7 LY AL a B — 2 b THRE)

Cochran Review @
(&30 &R LTRIER)

Cochran Review (2150 7s L

Cochran Review DL ik

(BB TT)

5—1. ENADORBWOEBHRE., —HRHEEOBRHL., U1 N4 2B 55H

BRE (MR 4. —V, R,
FATH /2 &

FEBRNAEDY <) —

The Metabolic and
Molecular Basis of Inherited
Disease (8th ed), Scriver
et,al McGraw-Hill, Volume 2
p2128,5097,2134,2137,3922,
2270 fi1,2001

IN=F o REEE LTI A% I UBRRIE, T T
IV CoA KB LB RIBSE, o Y FEBIRIEE, respiratory

chaindiasease, propionyul CoA carboxylase deficiency

73 Vb W & R

RIGBiE, £HEI =5
KIBIE & N =F @ik b
R# 0 1042-1048, 1999

—kME (&) DN =F o KRIBIEORRE EEN L.
AIERTHERBEB TRV L, BEIICEAL, hr=Fr
KEEEVITIHMTE A2 L 2HLMI LT,

5—2. mETF AL L CHERRCA EFBMNE (W7 dY) —Z o0 CHEEE X TH)

%18 &t AEEED/NRD PK F— &

EE . MEER -,
FAITHER E

FLHANED Y= ) —

Cederbaum SD
Carnitine membrane
transporter deficiency: a
long term follow up and
OCTN2 mutation in the
first documented case of
primary carnitine deficiency.
Mol Genet Metab
77:195-201,2002

et al

XEk BRI TR En— kM (258 hr=F K
HIEBREZEOIN=F 1 T AR—&— (OCTN2) D4y
TREGEENT & 20 BRICOT 2 BEORRE LY v =
FrORERENEDERTZEEHREL TV,

Winter SC; Treatment of
carnitine  deficiency.  J.
Inherit. Metab. Dis. 26:
171-180, 2003

% < OIENEECAH BRI R EIEICE Y it v =5
YRBIEICHTD L= EREOR B R L
HOTHD, B - =F B ERBEICHTET 5720 T
. BERTVIVIELAEMEBRY RS DICEDHTHDH &
R L TV,
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2 HEMRF O X RIEZ AW 7o g iR

B, MR
FATER &

RN EOt <) —

ZOMORER (ERICBT 52 AMREBICLDEFFRIRRENHLBEIT, EDLHRE
FERFZRIC Ko TIThhe 2 b §75A)

EEINE T 2SR
R Y

EBAEDT < ) —

6. KRG coRBELE | RERBBITbAL WiV

IR B DB

BT I NLF U OBEGIT T v U BRILER LA F
Nea CBRIED 2RBOHRTHY | HEIZZIILV=F
VG UAR—E—BREELLDEFEIN=F O RZ
JER LT NV E—VBRIRIE, RelIEE B B L RHEIE, RFE
YA TNVBRERERE, ZIREINV=F U REERDY
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c. BEMRENTWAHET | TV - vz
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d. X EREEH AR A& THR - BA
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(USA) [RI4E28 Canada TH KR - BT
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A - /NEES 1R 6g 4y 2, 208 ETOREHIHY, 3
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mg/kg HE, MPFRERATAUBRBRETE RV, &
SHEAENZ 72 B F T T,
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BORE (HERE) 4. ~<— . L.
FATES &

LN ADOY < U —

The Metabolic and
Molecular Basis of Inherited
Disease (8th ed), Scriver
et,al McGraw-Hill, Volume 2
p2036-2037
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JBRE LTRY A RER DR

R 3, AEVAT
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1087-1082, 2001
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X% & T HHEMEDO/NED PK 5 — 4

EE . W,
FATIER &
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Wilcken & Wilcken. The
natural history of vascular
disease in homocystinuria
and the effect of treatment.
J Inher Metab Dis 20
295-300 1997
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1. EIKnA AR NELEZ DD HRF . B - R CHRER), SREBEE

a. B (R - FE4)

BUPHENYL(SODIUM PHENYLBUTYRATE)

b. A Tablet 500mg/tab
Powder
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FU O LADERIBIRTE STV D,
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20kg LLF 450-600mg/kg/day
20kg LA 9.9g-13.0g/m*/day
3-6 divided/day
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The metabolic and molecular
basis of inherited disease. 7"
eds. P1211-1218, 1995
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Berry G.,Steiner R.: J of Pediatr.
2001;1:556-61

Long management of patients with urea cycle disorders.

Steiner R.,Cederbaum,S.: J of
Pediatr. 2001;1:521-29

Laboratory evaluation of urea cycle disorders.
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