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. SEEIE OB & RFFRITONT

A, BERTICH R EE
1. BEEB IR (von Gierkeds)
1) B

IV aA—A-6-1k A7 7% —+F (Glucose -6-phosphatase, G6Pase) DIEHELTFIzL D, I a—Z-
6-1U > B (Glucose-6-phosphate, G6P) MBI I —ZDEAMNHETEMBPELEZEZL., FEIZLED
JUV)aA—=452NEET S5, G6PaseDRBFICK S 1a EGPEI 7OV —LANICEREHERTDH 5G66P
FSoZ2O0h—FPORBIZEBIDRMIZHBEINZYY, BEEKFEOK50%5Z 5. HERXHIOFAK—
ATdH3Y,

2) weeHE (K1)

BRI ERTZ) IO MBROBHERBRDGCEPIGOPaselc XD N I—RA BT H
MEEAHMEFEIND, FIETIHGCO6PaseiFHENE T L TR EDGPHAS T IV I—ANDEBBBTET,
BEMOMATEMNEZ4ELC S, BEEINEZGPIR N I—-—ARRERIWABVWEZDEERIZHEN. &
HBNEZH/-5T., TLEMEICEZ21 AV BET. ZIVAT>0 LRITE 0 EHAEN S
PERGEEAS I EE L i Pl BENSFEE S L -9 5., Z O EERENE M EE i E & MR RITEIC KA Uk O—)b-
SUCEOEMMIE YUY RINEEZSIERZT. —K. 75 /U CBEADBE. G6P
MERY =Y VERBICEXD T CARMMN. BABMEICLX2BTCORBIERETICE D HR
BMEZ 2T 50D, bR TIHFFRBEDOEFNITESHIBEBRREZ LI LITRD VY,

3) ERERIER - A OFHE

AR EDEHDFEAR S ENEE 2232, Ml OREIIKL THVRARELZED R IERH
SEFERAEITEETS. BRABCHZ/VI-—F L oEHLRONBERLETI2NMEIRXR SN
R, FOMEHE., ETEHERICLZ ABKRESR,. LA BREERECIZ2AEONFEBRTD S,
IbBR TS RERREEES VY,

FERBIRDEBEREOETICXZ2BEAR. BME. &REMECX 2% 8. FFESE. HiE i EE &
E2EHTrHENIS. F-BEMECEIIEFORAECHELZESH O H DY, DB TIIRIE
HBEROAFBAES A TVSY,

4) BRBRE

ZREBEOEMBICMA TEABRDE,. SIEME,. BMERBIE. FREMENEHTH S, IbBT
BHFRRBOBR SN B0,

5) &l

ZEREREIC RS, SABMENRDD. FNVI—ABRETABESETITAIIENEEDN S,
MEZHEIRMOLZAVWEBETEHNE - BRTHS, HAATIIREELERTHS1aR DgT27t
(c. 648G)>T) . IbEDWIISRZEBEMICA VI V-0 T 39,

6) R
OF- 3 3 -3

BREBIBTRANTII NI —AZ2ELTE2REBEEOBEETH 266PaseIREL TS 70 I F
EHEEFTET, BRECHEEZERLATNIELE 2 ST, HEOBEZMEZ E%@HICHERT
ZHETHD, BICT0ng/dILALICT B LT, FERCEHABRMEREDORERAROKENMFHTES
1)

EERIMNOBFHRETRIRXINF —2RAEHROBERELFACLS5X, WHE BH: ZAL<LHD
Btk (%) Z270~75:15~17: 10~13&EEMRAKEPEICT DY, MBEHFZBNCHERE, KHHE
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BRSO DRISTE £ REREN RS A

WNEEETE A (Nocturnal intragastric feeding, NIGF) . .l i#lk®E, RKFHEI—-2 A5 —F
(uncooked cornstarch, UCS) #EWHEZEE L DB EENEREINTWVAY, A, HWE. Y52 bF—
A, TN R —RARGPICRBMEIN BN a—-RICEHEBINT, LML /=G6P A5 P B i fiE % 1 E
SISO TCHEBMBLEAEDSYLANIZHIET 509,
a) LR

— R E R, AEEZEERVWHEERAINICERET S, BRINEEEHLRICIT S &
BEMBEICRDZ2OT, VEREZISFILTEHEAS., BEEOHANEETHNINIGFZITDS., TOH A,
IHo® o) —0®1/328BEBHEIINY (KMA) TNIGFIZEDEX, BEMEEIOU —DKH
2/3ZWEBAINY (BMA) TIHBEIEICH®E5T 5, NIGFRKBLTRERFa1—T72HANICH
AL, ROTE2ZRAWTERPICTEAT S, FREECLR > TORBICE D EMENAEL 5EBREND
5OCHET .

b) %%
BEBRFRCRI2OTHREIN /B FONBEERBIE, UCSEEZHATS. UISRBEANTHRAK
R RIS D MBEEFICERATHS. (K. HLEBEORRMBARTR, a—2XAF—FIT
LAHMBHMBFHRZDEVEINTVERS, INJIETFTTERETH I EIZED, MEXHERFEINS
ZEMNGMD, BERBTHHEHAINDILITCR S TETWVWSYD, KIE O MR ICBE U TIREH
TERRANBBETHIN,. LOEEBTIEINIGFY, BEBTRI—AY—FHWWEATNVNS
D, RIOEFNICEBEORHIH 25K L =%,
c) FEWLIE

FEEICRZIZON, BmEOERIIHIZIS <%, 1H]1.5~2g/kgDUCSERICEL D HHF TIX5~6
Kifdl, BTSRRI < EMmMBEAN FHTES, MH1IAIEORELRFH T EOUCSEENTTDODNS
M, AN —OMBEOABCIVEERNEGT 2. RIOEF2IZEBEORKEF ZLIKT Y,

@ 3£ Wy 3¢ v

EMREBIMEICIZ7OSY) ) —)V&2#535, GRMECHL TRARBERSHAVWSHR S, O
hO—IVARBITEHRZIHMETCE RV, FEESHFAPLI PO - ARFAICIFEHLEET
RETH5, IDHBFOHFPREDICHL TRENRID-—BRABKTFHABAVSEHRBY,
7)) Bl - T
ARFEREOFENILKELERAI PO — VI NEIRERROKE. REOEELNABNBY,
EEICESEMOEENEETHD, RAHLUBROBRES, FEBOFENTFTEE2RETHSEERT
HBD, EERIIPIFEINBY,

8) BAMEICBI2HHINI/HEAOHR
BOAETEEERBREARKEIN I ELT (K HBEOBERH 7+ —I 25 BMA (GSD-D) .
wHA (GSD-N) BIUFATILIF—0S2BERACKELAELK ZAVWERBA (8007) & &M
A (8009) MNBEGFHELTHBINT NS, GSD-DEGSD-NOHKEZR2ICRT A, AHEAMES
¥, TRUBICEBL TVWS0NEMTH S,

9) BHEINIOAE A EBEA

BRI TIAREBEREHBL, BRACOEZANEHEAEANSKEATH S, 6SD-D. GSD-N&
BICHEEL TRAREZEE. VIVa—XAAwWshTHD, BEFEORGNROIATVWS, &R
BIMAEZFHT2-DEART) CHREAELHEOHBR 2TV, BIEME 2 <D IEH T3 ¥—
HEESLTWS., GSD-NIEH 22 X7, BEAEAOINI T, BRPOEDEZFHIET 2720
DONIGFZRERBETH 2. HHEIN 7 Z2HWTHEIR., NICFZFTo EBFERIZ3I6H GhrH~2TE) %
HNRELEMETIE, 2ITHEOHEN. REF—FORENREShEEHEIATVRSY,
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BBV DRISE & REREN AR5

BRKTHRMERAKICHFREBEFRRICN LU TARE, > al2ax20WK%kI N2 (Prosobee® ©Nu-
tranigen® 7z &) MHVSGH, TOHFAESAEADSNATVS?, LALEBA®I L Z KK TIX
BRERINATEST., NIGFREBREMERAULINIZRINI—ZABLIBINa—-ZARYT—2ANTN
5”6)?)0

BEFE R IR626] (3~35 %) Z2MRELAELEMPETIE. WERAINZ OFEAGIZAH (73%) .
Y394, 226, 2R T H o 72 hs, UCSOBEABNIA4H] (T1%) . FHT.2£5. 9B THU I NIV HEHMA K
DHERTH- Y, Thbb, AYHRHOBBICREFERHEI NV IREICHWS R, 2EHLEIL
BRAICERINZZ2EBLICSHIEIIBIFLTWS EEX N,

BEWHI N7 IIEM63FESAIK I6SDT7+—I a2 SNHHA) R I6SD7 +—3 2 SDBHA) &L
TEEMELTOoOMENREEINZ, LML, EFEORERIDEERERRELTORSE - REEFER
Loz, HERAEL D EMEEIGREIBRBEVWAIH IR, FR21E3H31HERK RN S YR
ah., TR, BHBWVWEE>TNVS,

10) BRICHEITZSHOREE

BHBINVZE2RWEHER, NIGF, UCSRZEOHEAICLD, BERIMOFPHEIXELE. LHL.
BA2, BLE, ME. FESRXEOGHENEEMUBRAECZZEMHEL. TORERREL TEHR
EMBBNWIELLEBRFEIAS T IA T ADBETHRERLTNE EEZSNTNS'Y, B2 RU4E
BICEDBRENRETEZI2RHZEBIAIDEND S,

2% Xk

1)Chen YT: Glycogen storage diseases. In Scriver CR, Beaudet AL, Sly WS, Valle D
(eds): The Metabolic and Molecular Bases of Inherited Disease, 8th ed. McGraw-
Hill, New York, 1521-1551, 2001

)8 =¥, BERJEIL - TI1 - VI - VIIIE, /WNENR3HEASE VNEREBEZROLD OJREBARE 2 )
391-397. 2003

3)Akanuma J et al.: Glycogen storage disease type Ia: molecular diagnosis of 51
Japanese patients and characterization of splicing mutations by analysis of ec
topically transcribed mRNA from lymphoblastoid cells. Am J Med Genet 91:107-12,
2000.

4)Hou DC et al.: Glycogen storage disease type Ib: structural and mutational anal
ysis of the microsomal glucose-6-phosphate transporter gene. Am J] Med Genet
86:253-7, 1999.

S)RBEINIVHARLZERERARHEE. DRrVPTVWHEBERREFRE. BFEFR. 1-15,
2003.

6)Wolfsdorf JI, et al.: Glucose therapy for glycogenosis type 1 in infants: com
parison of intermittent uncooked cornstarch and continuous overnight glucose
feedings. J Pediatr. 117(3):384-91, 1990.

7)Goldberg T & Slonim AE: Nutrition therapy for hepatic glycogen storage diseas
es. J Am Diet Assoc. 93:1423-30, 1993.

) AW TE., WEFURIZ. NEREEKG62E WAS. 529-532. 1999,

9)dt)I Bl FFEOBE AR IR AR )V (B9328002, 8005, 8007, 8009) ODEEKALBALM. Fr
BRIV E#13 : 38-49, 1986.

10) #%3%¥. von Gierkejg. /NEAFI33 : 929—934, 2001
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BB DB £ ABREN K51

2. o7 b—RAMIE
1) #=&

H57 b—ARBICEETIBEZORRKNAEE T, P72 F—Z (Galactose, Gal) . H 5
Zh—Z-1-Y>E (Galactose-1-phosphate, Gal-1-P) LR ITHHEBTHBY, [BOKH S
Zh—=ZA-1-UBIUZPIWES A7 xF—+F (Galactose-1-phosphate uridyltransfer-
ase, GALT) R#fE. IEON 57 bFJF—+ (Galactokinase, GALK) XRi#fjE. MEDUDPH 5
Z7h—Z-4 -TEAF5—+F¥ (Uridine diphosphate galactose-4" -epimerase, GALE) Rii
ENRFSNTHED, ¥REESEBETHS. DERETRHERTRAZAIU - TTONRER LR
STHBD, TOBEIX., GALTRMEIE. GALKRIIEHMNFKI1005 AT— AT, GALERBEIEIES~TH A
= AEXNna,

2) JREAMOD

ABINBHR EEOR FRICHIABMIMBERICIDGAlETINI—RITHR. BNEIND,
GallZMiRZ##H L THFRICER DA TN, LeloirFEBTEITRBEINS (H2) . Gal DFEMIIAKFH
AKHNTT7INVE—ABITHECLOFN S VF b= ItiRIh, BEEOLFITX D KBENEEL.
HNBEEZALC S, Gal-1-POEFIFMERECHVWBEMEZ L S5T, UDP-Gal DEMICT KL 2 K
AEEOHEIT RN,

3) ERIRIEIRD

[ TEGal-1-POEMICLISMEEZEEAOEZD, HABBERHIVBERAR, FEEKRED
FER EEBHICER, THRIREOHEHBERSHBELAERMNARELRS, SSRKFEEOETICKD
HE, FEX, HhoEmz20., HREET. KBHICXSMMmME. MKEE BHNBRREEZHFRET 5.
RIICHBREIN I ZHABLBRINEBRENLRERT, EFLATH AR EZGH TS, TR
FNENHE—DOERTHY, THIEERTHIRHEHEIMNELOERZLDEHMNH S0, D
NETLEMOBE I RN,

4) BRRE S ZH

I813G6al &Gal-1-POHHFNEMT 5, ALERETIFESE. FROEEEFNFHUTH S, I
BiZGal 0EMZFED B NMGal-1-PiHi Lz, MBZGalo@EEHMME, Gal-1-POMMAD 5.
FERZZV -V TR ERRMAT, RAFS—ERBHETHINITIRELBHTES. BE
BB OEDICIIRMRZEZH VN EBEREEEZAENSLETDH S,

5) B

FEBFEDODN LS HEPNITRAL, —BRAERAZPIEL, AHEREIN I ZHEBET 5. BEALYLR
BAHRBEAEZSORLOBMEHT 5., AW, 494, BERALIAST BXEINCRE) Tk
SHERAINTVEOT, HRBKDOVWTRZOMBREERT 5, AHUA KBTS/ -2 22L&
O (Fh, X100, KEPBHABZEORBAR) NH20THEETSY., IHOKMETIXE
BMIEIAETH 5,

6) Kl - P&

HMERRAZRI ) - T OMNKEBRTHD, BYRR - BENTOhTFRRIFTH S, [RHTIE
BHBRICOPDDSTIRBEERS, HAEH R ZEN. EHELB2a0T 085N TWVS,
7) BEEICBISEHII T HEHOBRR

BEREKINIFBRIOISIF—ZABRET+—3I2 5 (HKE110) SEABEAL (FHAMC-2)
REgMmELTHBINh TNV S,

8) MBI NI/ OEHMEMEN
BOUETRHFERSIAZX Y-V TRHARR SN, ABBREI NV IREIBEMBENRTDNRT
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BY., TRERHFTHS. ARBREI NV IBAHMOBHRICERITFERATH S,

2% Xk

1)Holton JB, Walter JH, Tyfield LA. Galactosemia. In: Scriver CR, Childs B, edi
tors. The metabolic & molecular bases of inherited disease. New York: McGraw-
Hill; 2001. pp. 1553?1587.

D) MBFHET. 2 b—XME. NENBIOERTE., NEEBOZKHBRERE. 2012, 152-153.

3 /AAetEE. REEAHMEEIE. NEEKRKEY (BE, EH. WKk HE) . Wikt 248~
253. 2011.

3. T PL B R i E

1) #=

FEREME (EXHE) ABATMELRXS 7Y —F (AHEIMER) OEXHRBICIOERETHZ
ETHRBETHS, BREETOREIBHAOATHDTHREZEALONATVSY,

2) JREE R

ARSIV —FRESTITZNA—REHNS I V—AZTHMEN, BELLTERNENS., S5U7%
—VRABHEEEBCEETIMTHRICREBELTBD, TOESENRBLTVWS EHABESHEBRIN X
hTRBERNCEREL, BEEMETHZBIEEZT., S5 RRABMBARBOBANMBEICX D aMI N,
KEHARPAY DIBREOGELAHE (L. BB 240, EXEN,. EH. THzbkE57., #
WpH5. SAF &2, Kk TRRERET DY,

3) WK E R

WELBH A L D KB TH, BHAAL SN, SEOBRKA, XEEELZSERIT,

4) BRME L ZWH

LR E MM (pHS. 5L TF) . ERETHERE (ZU=FZX YY) RBEETHE. AR
SEEREED., AHERBREIN I THEL, AMAMNTHEMEO LN, HEHERIBRTTZH
TX5, REZHITBR S 7Y —EYBETOMWTBERATH DY,

5) /¥

RAMICIABEREI NI 2HE5T5, BAHLUBEIAKEEZ2SXIIVWAREZEA D,

6) #if - T

AERERZITOIIET. FTREIBRHFTH S,

7)) BERICBIHHEHRIINIEHOERR

HEREINIEBREIOFTSIVF—ABRET+—3I 27 (HEKE110) SEAEA (FFAKMC-2) A8
BEMELTHHEINTNVS,

8) BRI NI/OHAMEMES

W THA.

2% 3k

1) I3t - AT E. A#19B 106, 468-469, 1982.

D)HER 1= 2XREABEATHE. /MNERM4S (13). 2285-2289. 2004.

3)Uchida N.: Two Novel Mutations in the Lactase Gene in a Japanese Infant with
Congenital Lactase Deficiency. Tohoku J Exp Med 227, 69-72, 2012
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{RBIO OB £ ABBED ALK

AR RO 12555 h— 2 WS (Leloir pathway) -
Jya—4 ml..:—x
ATP
i | Ens #H59Fh— n, ﬁjm-—x
P
Jia—26-)= | b Fa—2 NADH  NADPH
IMP 1 GEPase T
| PP-U#i—2-P |
2K K= — ie0=la ik UDP-H La—R H5oh—Z1-P
I RIE
Sp— GALE GALT
W] REEET | hERERS - ’b% z P
b om@— ELEVE — FHEFILCOA — I8N [ 8 o '}’u«:u—z 1-
1 it “
= EE el ] aLaFo—L ’:NI.-:I—Z-E—P
prmER ) s ,,;!’f:,ﬁ,,
e -
L= b LBILER SAIT- 2phesohats widht

GALK: Galactokinase

IMP: o /28—, I BR i GALE: Uridine diphosphate galactose-4"-epimerase

PP-Ufi—Z-P: §-HRA T -1-E 028

ﬁ 1: EEROBEFEREH

fER 1 1 @20A BRE HE1lkg, H& T7em
7:30 24 140ml+a—2 A8 —F 10g

9:00 IR

9:45 S LY 140ml+ 33— A8 —F 10g

12:00 IR

12:30 2 L4 140ml+ 33— R 2 —F 10g

15:00 )Y 140ml+a3—2AE—F 10g

17:00 BERLE

17:30 S L4 140ml+3—2 R4 —F 10g

20:00 wWE

21:00 B ARFEEA (EMA IS 400ml # 10 BN T TEA)

SV EMRFARAILY £RAWMVE. LY OATIEERE 90 5 TELEE
Bhit=®, SAVI20—2A8—F 10g #RBEEC A, mBEEIL 2 B5H 30
SHRIhLESICkEoTz,

fEM 2 17THBF #E60kg. HE 172¢m
7:00 M. LY

9:50 aA—2 A8 —F 60g

12:30 BRE

15:20 QA—2AR—F Tog

19:00 WE

20:30 B, LY

23:00 A—VRAE—F 60g+HHE

2:00 a—2RE—F 70g

1EROA—2RE—FRPGELHN, HREHATH L TEMMABIEESAT
Wo. ALY LZHIO. BREARAILIZ 1A 2~3BRAT AN
gELL,

F2: BRBIA—I 508K (WS 100g )

GSD-D (BMMA) | GSD-N (#mMAmA)
IAILF— (keal) 428 384
A8 (g) 16.2 9.6
RERS (g) 9.5 0
H (g 69.5 86.4
[Eﬁaﬁﬁlﬁ [44.5 61.4
7 Frotk 25.0 [25.0

16



BBV DB e REMEN RS

B. 73BN RNE
1. Zx=ilkdr ERE
1) @&

Zx )V b IREE (Phenylketonuria, PKU) &7 =)L 7 5 =2 (Phenvlalanine, Phe) % F
O3> (Tyrosine, Tyr) "R T 57 =)V 7 5= 2 /KE{LEBE# (Phenylalanine hydroxylase, PA-
H ORKHMEEEDEDIZ, MBIV ENICPhe BRI N, RHRERO I IENESER
NPMINDIERTHS, FOFERICED, PAHORE EPAHOHEE THS TS R4 75
1 > (Tetrahydrobipterin, BHy) ORBMEEICHEEINSZ N, ZZTRPAHOREIZOWTRR 3,
WEAZERL THEREMICM P Phe/EA2 ng/dl (120 psmol/ZBEALBSREELELZONDS, 2
Wils DIl P Phefic &k D20mg/dILA LD HBABPKU & 20mg/d I RFOHE 7 s =7 5= ifE (Hyp-
erphenylalaninemia, HPA) K4 I h 3, PAHORE TIiEd 54, BL.OKEE G2 X D PAHTE A
ERALUMAPhe METIHEMMAFER TN, BISRINEHPALIFITA TW S, RATEOPKUD 5 E I
1/70, 000 (i Ha%PKU; 1/110, 000, HPA; 1/180,000) TH 3,

2) WERAH

PAHEH OB TFIRLXZMFPhe D ERANEBBICHEZLLS5T., PTHRBBZHEOBE N DIIIK
ThHh, BRETH S,

3) EREEIEIR - & PHIE

BHEBEENTODNRVWES., BHHEBDREER. #EER (WuhA, FoRE., ¥EEHRE) |
RE, AH, HEREZ, DUORORRZKOEZFE. KEHLEESEZ2%KT. BEODQ/IQEX A1
HALNOEREEREOHBTIRIEEHIOWEEHFTHAMN, AHBOHA~2FOHBTIHIETL, 3FLL
T EH40RH E 2B,

PKUDLZMNIER LB E. EFNTELEFHRAPKUTRWVIZ b 59, o E B) 728 .
INEIE, TEAREAZ. RXMELTFRLREEZEHEICAMHL. BET7 =)V 7 bV RJE (natern-
al PKU) &IEZhTW3Y, ZhsOERIIBEOMPPhe@ICHAIL TRIETRZIENS., ZHHAT
MolEE2MZELC TlmPPhefZ21~6 ng/dlica>bO—ILTH50ENH S,

4) Bm#E

BHERRAZRIZU - OPhe BETRAINS, NERA¥RETTRERMELULTHAEZ LiTkER
8, MAPPhefiZRET D EEDBICHMAKRFFIZTS. SHAZTELICME - MRBRE, MKAEERE
219, L EEMEREEMOBEHEREZT .

5) ZW

ZW LM Phe DFFFEM I EFITK D, PAHREE (PKU., HPA) &BH/RZJE (6-pyruvoyltetra-
hydropterin synthase’R#E$E. dihydropteridine reductaseRIEEMLE) L OEFZWATNE
THd, M, RES5U P48, FMmBRdihvdropteridine reductasedEHEHIE. BH.E O &M
Bz

MET2WICK > T, HHMEPKU, HPA, BHSRIGHHIPAOBRBMOZM AR TH Y. L& R
RERAWERESKRICED., PAHEXORENTE S,

6)

HEHNICPhe MEMLANEI O R EANBEEC I 2RAFRENERMOFATH S, @BHOBRYOEH
BIZPheldI2~6%2ENTHD, ~RAFOEHBIGHEROATIE+572Phe DHIRIIAFIETH 5.
ZOEDIEICRFELETIZNTSZVREINIEAB IEH) . 72NV T7 SV ERMES
TIJEBER (A-1) . B7 oWV T7 52 RTFEREE MP-11) RUFKRBERS (TAXAK,
BEEHAXSE) Z2#HT 5,
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BBRINIEAFALZLHREREZLHARERES ., WITER T2y b RIEOE G B RIES]
ZIEELY, 1995FICBIRKT. LT, ZNETOMERREZBEAT, 2012FITHELRHET %
fio7. PKUBRHIESH OBIRHKET TR, UTFo2RZ2HLICBRENMASATNVNS,

I, HAANORFERERE20I104ER TIE., FARXKERETZ2EREEMN, HETHLER
[(ZOHEFICET 250% D AL ERZMATEHEINIBRRB]I S UICHRE [ZoRHIRE
THEREEAEDAN (97T~98%) M. BRLTWE ELEALNSE] LWH BETRINhZE. RN
WARMOEAREEBERIZBWTAREOU A7 Z2ELET 2MEM,. BIKKEHARAORKEHER (1994
£3H) WWHLT, ¥2/3~1/20Mi&x>7=%, PKUBEIESHOBELRKITTIE. BRLEAT<SELE
REYZHELZAT<HBRRIZ. ARW T2e/ke/H. $HEMTI. 5g/kg/H. 2B BITEN
L Tl1.0g/kg/HU EE L., FhICHEW, PheREINI/7OERBEBLRBIPA LA, HL. A
W< BB EEA0. 5g/kg/ HELFICz 2 &, PhefBHEIREZ L TWTHIMHPhef N LAT S,

BT, OFR T RERNRTONTVAEERPRAGAICHEMHREENRAMERZELCDZE, ©
GAEEMRI, EEGAT R ZEH@EAICHE L T 202X FPhefEz10 ng/dILAFIRI Z2HLENHSD
EVID @M PhefEiAt10 ng/dILA BT/ EAKDOBILA RV ARENBRL DI LY, FEEEHOD
B EEHEMNI6 L L TIX10 mg/dl (600 umol/l) U TFELTWVAENRMATETVWSIWREDOHEI
B, PEAEDUREOIM FPheDOMERFMAZ10 ng/dIATFE Lk, R2ITRT KD IR 4F it M Phe i
DN EINE. COXIIT, PKUIRBKEREREZEZEERITIHLEND S,

7) #%ifh - TE

FERIZAZAIZY - L2 B2 EBBICLIVDEMTFREIBHIIHBZSATNSY, K1),
FAELKGHIRREEZVWDOETHRIIZIDIIHAETIIRL, FEMNSRARRZI KN, RFEFEITWY
205N, I NE=DT B ENEho, LhLiads, OHERYARAIY - TH
REINEBETRHEFEPTOMPPheEAEVIEFIZEIQOETARD 5N, MHPhefli & 1QD I ITI
BOHBENSZZEY, QRFEOHFMIZKIVEEG, MRIOERYE., ARTOHREEVHEOKT. TH
REBLIUVHRERZRT LY, QPKIOLMEBENERLEZBE. BET NS N REZRT
Biddpick@lnmd 7o)V 7522 (1~6 ng/dl) OMEFNLETHS I ENHEME
o, LEDZEMNSPKUTREFARI M O—VZ2EERTAIBRENRDDEEZIONTNVS,
8) BAHEIBILRHEIINI/HEHOHIR

BEETR 7z b REBFEHBRRINIZELTIoNT SV BREINVIEEE 1FH)
NEMEPBLINTED, JxZIWV 7S5 CEBERMBETIVBBE A-1) EET7zZNVT75=20R
TFRBER (MP-11) MHEKHRELTHBINTNVS, TOHRKREERIIZRT,

9) BEINI/OEAEEMES

PKUO BHHIETIE., MFPheffZHBEBICHEDZDHIZ. RAXKEZEVDHARROBRZHL
SHIRYT 27T, PheZ2 B8 R WVEAXKEREDZANVT, EFHRHANOBEANERLC AR
<ERZ2BHNTHIVNERD D, £/, IHOBRIRXINF—EBBIUVU=ERERZORE S Z2FRERH D
RENBLEFFELLITHILHENRDS, BiFRabho—)V2E85EDI2id. HHRMPKITERBLZ
80% ZPhelREZ-ARX<EDS, 20%Z2HARLATI<ENSEMT 2, FERENM LKA TIZ. PhefR
EINIJOBMEBEORAME L KR OPhe BEI NI TRESGICBRIXINF—RMNARICERDZ EH
5. PhefREF AR OBENBELOBEE VWA-1H S WIIMNP-11OANLELE LS, A-1EMP-
LHNOFABEIZDODWVWT, BN BHAKRERREBIADIEDB IV w7 D10~38F D23 ADPKUEHE
(PheBREI N7/ BHES5g~300g/H) KD2WT, HAIXKEEMMERRE (BEMAREX0.9~1.3
g/H) THTHPhefiRZAT<EOHESE (PhelrEI NI, A-1. MP-11) ZRHLE. ZDOLHZS0
BUERRORLKPheRELAIIKBEZBMTZZE13., BIiFRa  bOo— )L EEBNT A, +4
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RIEZAIBZE/2LETEBRBYLBEHTH S, A-1EMP-11Z2FEHLTWVWS23ADPKUEBHF TIZISA
T (PhelRERZAKKE) / (FAXKEBIHRER) OHMB0%LLEZRLTWE (H1) . —K. A-
l. MP-11ZBRLTVWEVERELEBEICIZ. AOBEOHEMNIOBLL LEREL (H2) . 1A%
BREWTHBISFUTORETH-/-. $hbb, UFHULOBFETIEPhe REI NIV ETTIR, B
HRa>hOo—)V2B5-00EBTHHPhefERLATHZTHOBHERT S ETHLL, A-1,
MP-11ZH%ELLTW3,

10) BRCHEITZ25BOEE
HHERMSHFEHEITOREREONS RSIA CRBELSNTETVSN, DLAKRATO#EY
REBEOMIMB DS ORETHI2LNAD, RAFEETRBEREHAINZICEARHOPhebRE
SN, FEMSRAHRPheBRERBIZAISINIDTIJEBER (258~67g/100g) 28
AEINTWVWDS, T, Pa— AR TV bMRESETIERBRBOPheRETIVBEARKAEDMN
AZEIh, BEOQLAEEBITOHATWS, DRERRBVWTDH, BEEAIXS<AEROBMRB LI
PhefRET7 I JBE/RTIA RO T U A FPARBOBRBNBEOQLOMEIIKLETH S,
BREHEHINI THHA-1, WP-11IEZEE~BEABHFICEST, Ekwashro—)l0okE®C
Phe REINIVIIMATHERERAORLTH 5,

2% Xk

1) EREE : FAERRAZAZ V- 7 0BHAECETZI®HE. BEI N /1EHR 34:62-70,
1998.

2) Weglage J et al.: Intellectual, neurologic, and neuropsychologic outcome in un
treated subjects with nonphenylketonuria hyper- phenylalaninemia. Pediatr Res
42: 378-384, 1997

3) Lenke RR et al.: Maternal phenylketonuria and hyperphenylalaninemia. An inter-
national survey of outcome of untreated and treated pregnancies. N Eng J Med
303: 1202-1208, 1980

4) Okano Y, et al.: Molecular characterization of phenylketonuria and tetrahydro
biopterin- responsive phenylalanine hydroxylase deficiency in Japan. J Hum Gen
et 56: 306-312, 2011.

5) Okano Y et al.: In vivo studies of phenyl- alanine hydroxylase by phenylala
nine breath test: diagnosis of tetrahydro- biopterin -responsive phenylalanine
hydroxylase deficiency. Pediatr Res 56: 714-719, 2004

6) ZHEH, 1 : ERERBAEEOHRBELS —FERX - AV -7 OHKHEE—. BHRE
iE81 : 840-845, 1977.

7 dLNBB, i oW RVRE (B7x2V 752 MEO—HZ2ET) BERHEOBETIC
2WT., HYE#09 :1535-1539, 1995,

8) BAERMER—LR—T  HEAOBEFEHAAE
http://www. mhlw. go. jp/bunya/kenkou/syokuji_kijyun. html

9) Kono K et al.: Diffusion-weighted MR imaging in patients with phenylketonuria:
relationship between serum phenylalanine levels and ADC values in cerebral
white matter. Radiology 236: 630-636, 2005

10)FIRES - f1: 727 P ORERBT 2 MEOKRES.  HEE 108: 1366-1371, 2004
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11) KfnH#R, i RAREBLAEZ DN P REOHEBE 20000 BRMS —. FEIIN IR
47:25-30, 2011.

12) B ET RAT SNV P OREOMF I oNT SOOI PO - BV 5THER
EN. FHRIN I E®RAT:20-24, 2011.

13) Sanavama Y, et al.: Experimental evidence that phenvlalanine is strongly asso
ciated to oxidative stress in adolescents and adults with phenylketonuria
Mol Genet Metab. 103: 220-225, 2011

14) Blau N et al. Phenylketonuria. Lancet 376: 1417?1427, 2010

15) KfnH# - : 7z PO REBLXUVRERGB 7 22NV TY S MEDERICE T 5 0F5%k.
ARFL33: 867-875, 1992.

16) Villasana D et al.: Neurological deterio- ration in adult phenylketonuria. J
Inher Metab Dis 12:451-457, 1989

2. FERAF URIE

1) #&

REVAFUCRERBIAYFA=-8E&HEE# (Cystathionine-B8 synthase, CBS) D KKK
HBIZLXODFEIRATI UHRBERNRZRICEMEIN., FEAF U ELTRIAHFHEN X HET 2
JBEARMARVECVEDTHZY, HEAKRLEHELRERT, DREOHERTAAIYV—-—ZVFTT
. FIOFARIADHIETRRAINATWVWS?Y,

2) HwEEM '

(BSRMBRATI/BTHAIAFFA_CORBMBEBITBNT, BY RFH—I)VY VB (E# I >B6)
PRHERELLT. FEVATFAERY ODNSIAIFF L 28BT 5. FEVATA IS
NT2TFTHRERF2HERL, RPICHMHINZ, EMLAEREIXATA CREAFIILEZ
WTRAFARRZEREN, BAFFCMEEZRT S, RIMTVREEIATAI VRO AFF =
NDEBERET D, EFI B LOBMBICRENDSCBSEEIETIZ. E¥IVBOARREES
LD, REVATFAVEAFFZVOETHRED NS,

FRBOERERBIFEEATAVOERESATA DV AFCORZNERTHB EEZ DN
TW3, 747V YU RIAFUVRBAERAELET, YAFCORBR IV BERBICEER
S-SHEENHBRINBNEDIZ, BRERCEROREZRETIEEASNATNVS, MREIZM PR
BEVATFA U REVRAFOBMICED, FOYERFYUA20 LR EEO7SFRIBRBICE
HEXEL, MWARBREOTENFERE I TNVBY,

3) ERERIER - & HHE

BEHMRER., BHBEESTODRARVWEEICRE, OKBARARCEREREORER. OFHEESCE Y
B-V7ERB-UBE-BHE-ARBREOFREYE. OUEEELLOTRMERORYE. @FHIR
M, Mzl MORERELZEONEROREND S, HAKICIZIERENEDONT., @R EE D
WWHEERAHBEL T %, HiIAEARTAZAV Y-V TRARLFADRATERVWESY I UBRKER
bHBDI, FEZRDEIERNIIBECIBEELZTOLEND S,

4) ERRBE - L

MERAAIY -V CTHRAFF VOB HEICE>TRREEINS, P AFF=C0 ERIZ
IS OWMEFHEZICD L LAHEAOEBTREDONS D, BARFTRAMSBENICHE X
B, MHABFEZZATAY, RAFRESAFCOHMMALHICE->TEETHS, EYIUBDE
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MBRICEX->DTEYI VBRI BEOERNZTS. FAERY., LA REHEHTOESY I VB KRER
ETRMERAECHEEBREIENABREINLLD., ANRKBRRBE®EE6> H (FUERFI> ;40
ng/kg/HX10HM) &2~3F (BEVUERF ;500 mgX10HM) TH DY, WeE 2 W3 6738 ke
M) ONFRMEzAWEEEEEE L BETE2H TRINS,

5) HBE

BAFFA BIAF U REBEENEELETHD, —E£HEL THTI. RIKRLEAFI = UB
EINIVEBADBLKRBRARHAINIZHALT., RICHDHIYERBRUICERIN TV EERA
FAZ VAFUOBEZHRICERZMBTZY, BAHUBRODAFFIZCREINIEREEHRR
TARFEREEZRE TS, ZEKRLDPFAFAF=21 ng/dlZ2BEEI, LR, ERFEHRICEZEESL TW
ZMBREEATA2HEBLLUEBED R EEE (RL) TR THEZTOY. PR F
COUEMMBETLERBES, YAFCOBMENPBRVWEESICEL-SAF 2K T 5.

AEREOHTHERNEBZEFA TRREIATAONOAF I OANOERBREZRET IR A >
ZPEHAT B, 50 mg/ke/HMSHIEL, MM AFA=21320 mg/dIBA FIC#MRFT 59, E4 3 UB6K i
BMOBEFEICIIEYI VBOKBRBENYPRENTH S,

6) ML TE

RIBBMOBAWCRIOFETIC250BETAKEARBA, 15FFXTIR2TXOEETERMEBIEERZ.
64% DBERCL VR OHICEHROBRHBEZEL, 3% DBEROFETIIELET S, LHLLAk
NE, BAFF =2, PAFUHAREI2BERELZHE,. FELASZEEF TR EREREZRT Z
ERLBBLTWBY, £/, ValterS B YAAZ Y —Z Lo THRAEIHh, BHICHBEZHG
L7EZEY I UBARIBEOINI84-117 (E#H100) EMELTWBY,

7)) RVBEICBI2EBEINZ7HERAOBRR

ODRETRARERAFUORIE @AFAZVMERFRASEHRIN I ELTEHOAFFTZ VRER
H(S-260) NBBFRELTHBINTVS, S-26TRAFFoUBEEThTVENI E, SAF N
1,000 gt WIN T DA~BREETNTLIONHEUTH S (FD .

8) BEI NI OA B EBEN

DREOREIAF VIREL66] (E4 I BORIGEAH) OWMEOTR. ERTAZAZIU—-—Z2V
VB CRMBEEZZIRA>AEBEINCBWT., 3FAIICHEEEREE. 3FICKKERBA. 26 cf
BREE2BRDE. FERSTAZAZ Y — Y 7THBRBICBHBESTDODNGL > EBE4H BHEIIR Y
J—o UFEE, IFREZR) TRE2EICHEMESGR EEHIZEOONTVWS, —F., FERTX
A=V TRREINBHBEEZZIEZ20POBRMERMTIE. TOBRBEOREFTILNDST,
WaER R E RN, KEARARB2HATRDZOAT, FHLAREFNBOSNATNS, YA A
D)= REBBRRBREAFAIZCREINICEIZBEHMBERICID FPEROEHLDKBENRAD
S5hTWw3!0,

BATRELERLSARHMICHT TORAFFVREINIDOHRET, ZH~BRARIHTIEE
HEDODAFA - URBRETIVEBKROBEENBZEINTVWS, REIAF VRIEXHARICIZR®ENE
HWOoNT., EFREEDHDICERNMEBRT S, MREREREBHENBERND S0, KARKEST
LREBEEZEBICETRTNERS AV, DAERRBVWTH, HFIER~ARADOAFFZVRES
WO UNIC b HE~BARADOAF A CBRETI BB ROMBIEETN S,

9) BKWICHT 25RO EE

BEKHEINITHIEIAFAVREING, FE~BRAAAFFIVBRET I /BB RKOBR.
RIAOFVEFRAEERNORBEEAZEDLH -BETA RSA4 CDERICEID. 2OF
BOHEBEBNRATITNS,
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23 3R
1) Mudd SH et al.: Disorders of Transsulfuration. In :Scriver CR et al. (eds), The

metabolic and molecular bases of inherited disease. 8th ed, McGraw Hill, New
York, pp2007—2056, 2001.

2) HARYE  FEAFUVRERHTAEY I B6 AWOBE. %IV iEH30: 37-39, 1995.

3) ZHEM, i ERERBMEEIEOHRKFES O —HokiT. HEFEI00 : 1289- , 1996.

4) ZHBEH, i EXERBEBREORBHES —FHAERIX - A7V - T OMNBHER—. HRE
81 : 840-845, 1977.

5) kT RESAFRIE. MNRANFR4D 0 348-351, 2009

6) RHEBEIA, fh: FHERIX - AU I/RETRREINEFRESATF VRIEDHREOHR
. BEEALDHEEEWRE HLWAIZU -2 7050 HICEI 505 FRTFEEHRAREH.
137-142, 1996

7) Mudd SH S et al.: The natural history of homocystinuria due to cystathionine-
B-synthase deficiency. Am J Hum Genet 37: 1-31. 1985.

8) Yap S. et al.: Homocystinuria due to cystathionine B--synthase deficiency in
Ireland : 25 years experience of a newborn screened and treated population
with reference to clinical outcome and biochemical control. J Inher Metab
Dis. 21: 738-747, 1998

9) Walter J H, et al.: Strategies for the treatment of cystathionine B-synthase
deficiency: the experience of the Willink Biochemical Genetics Unit over the
past 30 vears. Eur J Pediatr 157: S71-S76, 1998

1O FARKE : RPBERCBIBIAIFFI V- CRBRERBACIDIFEAF VREQCRK -7
CH—FRAEXID - BHRIINER 42: 20-27, 2006

3. FO miEIRY

1) #%&

BEEEGFOS CMERIASTHEOIFHIIHEIN, WINbERAKRLEBERBETHS. 1
MTRIRIVNTE IO MERORBIZE-S>T, FHRTIIRUNLTEMEERRELIAT 2R
PR EML. MilamEZKT., IHRBFOSC7I JRAEBEE (TAT) ORBTHEBEOFO
CRELGEEERT. FIAERNBEVWEBSCSARTEFO OBHFHLLST W, TEIZ4I-E RoF
T IVEINWE CEEE{LEER (4-HPPD) O RBIZL->THLU %,

FOXMEIRITISBEREGEED (15023-¢25) FRFERBEEFTHAFAINEET S, HRAIK
BUSHEEZIIOFA~12AARRIALHEEZIN, DRAERCBIIHERISIZEWEEZLSATVS,
2) WA

IJUNTE MEEEEE K5 —¥ (Fumarylacetoacetate hydrolase, FAH) 2i&R$ET B &Iz k
SDTHIBNICERI D27 UN T b HBROBROLDICHEL ORENREL 2., FHETIEE TR
BlORY, BEFEEROEE, BERFORKT. HEEFRE. FAESNEFTS. BEMNRME CBN
THMEBEESHBEL, 7/ BR. BR. R#E7 > R— 2R EOFanconiEBEBENRET 3,
3) EREKRER. A OHE

[BTI., ENTIT2HFRELTRMEBENEETHS., AHH, FANY, BHEHOIODDOFER
WHY, BHEMETEIEREEINSHFELR. BREAR., T - EH, ZETREL. FRAEEFT 5,
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RHIID DBIHE & RBREH RS> |
BERTHONITEHB2~3y ATHRET S, FEORELLZL, 2REBHEALEEINATVS, 8
HMUTRFREOETIIBRTHIH,. BERNICITEE. FALEk3., BROEH#EEEZE:ZH
WEISEY CMmEES 2%, EFI VDR 2% 2H%EIT S, £/, ERREE. RU=-2—nD
NF—RBREOBMEMRERIVT ) AEWREL L ZERSHET 5,

4) HEKRBRE

HFrSAT7IF—E0LR., BEERFOET,. MR, ZAXKRK mEFoO >0 L7 (BE) .
RPEBBIWN TRV I T2, 4-E ROF T 72N EIECE. 4&-EROFT 722
JWHE. -t ROF 7 2IIVEFBEOLARD S,

5) 2

For REEEEFOS CMENAICS, —REOTHFRERESHERFRL, P ORBETLER
T5, IRITREFTITI2HERIINMA. REBEBSWTOY I 27 & b >0 L FI3 3 B #ffi il A3
B, BEEZWIEIFMIME. 5528 R EMMESEM B CRANE 2 JIE T 5,

6) ih¥
B TCREEOEGFTZEMICBHIET A ENEETHD., -t ROFT 722V EIVE BRI
BEOHEATHS2-(2-nitro-4-trifluoro- methylbenzovl)-1, 3-cyvclohexanedione (N-

TBC) EREWRE (FOL Tz W75 RBREINI EBEAXS ARE) 2175, NTBCOZ)
BB NI TFRBHGETES., FREOETLAFACHEOREF CRIFBENfTDODN S,
7) R T

BHIICNTBCE RBREZHMA TS LN OBETHEIIRIETSZE0wbhTWS, 2EETN S
NTBCHEZHD 10 ADRBREFETIE., 2~8FOMTRIFBOREZED TV, ALRMOELCERIT
5%ICETETLEY, NTBCZEHALAEWHTRFARRKES I ENEL., Rl z2LELT
%,

8) BAMEICBITIHHEIINI/FEHOHRRK

ODRETRFOP Y MEBRERAEERINIELTEHO I N TS -FOy o BREBIA (S-
DARBGHELTHBINTVS, S-ITR IS TS EFOIUREERTHRVO NS
THs (RD .

9) BB%INIOHHMEEMES
FOISUMEIROBEIINTBCE AHERE, LT, FBHETHS. NTBCIZ4-E RoF 7=
WENECEEAEBEOHEER T, FOPOMEIRMZMBICTS I EICED., EERERZ BT
5ZERHB, FORYD, FOPUMENMOERTH K. WA, KED)FR3E - M
FOLCOHMBEEEEDIC, BREEE (FOL 2 Tz TS VBREINY EEBAARERE)
EREELLTWS, BHICNTBCEARBREZHAT 2 EHFEE. BREREFOXBNEZDSNTNVRSY,
DODREOEMIZBNTHEEHS ANSNTIBCERHFEEZMMAE L. RUAChbE TRIFRERZ
ESoTWBERY, %2, HEXONIBCERHEREZMHBL. BFLAEBLEMBEOFTLEICLD2FRIC
EERFBEZITOREFACOBRENDH S,
WATRFERLPSARBMCHATTOTIT N TS - FOT P REINIOHZBET, IR~
BRARH T 2REHAEO 7N 7 S - FOyr o RETZTIVEBRROMBNRINATNS. BF
O MEIROBRBETIENTBCORA & BERERIMBICHEITIRTIRIRSRWV, DBRERBWVWTD,
HER~ALERBAO 7Tz TS - FOI VBREINIUAICBZE~BRAHO 72NV T 522
FO > BRETI VBB AOEMBHLETH .

10) BRICEHTS25BDOEZE
BREEERINITHDDITIzoNT S - FusBEING, ZE~BRAR7zZNVT S22
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FOSCRETI JEBEMROMRE. FOERAEER THHNBCOERZEDLZH - BRI RS
1 2DERIZED, EOFROKENRAXENS.

2% Mk

1) Mitchell GA et al.: Hypertyrosinemia. In :Scriver CR et al. (eds), The metabol
ic and molecular bases of inherited disease. 8th ed, McGraw Hill, New York,
ppl777-1805, 2001

2) Holme, E., et al.: Tyrosinaemia type I and NTBC (2-(2-nitro-4-trifluoromethyl
benzoyl) -1, 3-cyclo hexanedione). J Inherit Metab Dis. 21: 507-517, 1998.

3) Santra S et al.: Renal tubular function in children with tyrosinaemia type I
treated with nitisinone. J Inherit Metab Dis. 31: 399-402. 2008

4) Masurel-Paulet A et al.: NTBC treatment in tyrosinaemia type I: long-term out
come in French patients. J Inherit Metab Dis. 31: 81-87. 2008

5) FEETE M. :NTBCORMKFECLIVRIFRARBZ L TVWERFOP U MEIMNOLIA. KK
V27 iE#41: 27-30 2005.

6) HEHE M fh: NTBC2ELSLA#%, AAFBHE2ToEEFOI VIEIHOLIH. BHHEIIND
fe#41: 23-26. 2005
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BBV DEISE e BEREN RS
®1 EREKRINLIOMEM
O i T b BREE [ AN, FOTMmEE
JTTATS=URE ;I_”’y’_;’ Eaz=1 o 7=
5 & OREKER | g | D2 BEWL | eanm
Bk RIFFEHR BREWEL
WiERTT EMATINLYG EMATINLSG FAELE EHATILY EMATILY
AT/ HRERS E—VA&—4-R/% A-1 MP-11 S-26 S—1
EFER [ 1,200 1,000 350 1,200 1,200
AR A A AR S 100gHh #&E100g% WMm100gh ME100gth 85 100gth
E A HA(FS/B) s 15.8 (15.8) 93.7(93.7) 75.0%(12.1)**| 15.7(15. 7) 14.5(14.5)
E® g 17.12 0 0 17.1% 17.1
Bk g 60.43 0 7.2 61.8%x 63.0%
® 5 [ 3.68 2.9 7.4 2.5 2.5
X & g 2.97 3.4 2.8 2.9 2.9
IHRILF— keal 458 375 329 459 459
PE= T I mg 0 0 0.28 g 600 0
4vaA4y mg 688 4.1 g 3.18 g 700 700
o4y mg 1,124 6.7 g 6.43g 1,150 1,150
AUV mg 1,007 6.0 g 4.05 g 1,030 1,030
AFA= mg 494 29 g 0.48 g 0 495
AlL#A= mg 449 2.7¢g 5.59 g 460 460
rIFRTFY mg 282 1.7 g 1.20 g 280 290
Yo me 1,524 9.0 g 8.93g 1,570 1,570
EAFTY me 505 3.0 g 1.86 g 520 520
FILF= me 1,002 6.0 g 1.85 ¢ 1,020 1,025
TFANRSFUEB mg 975 5.8 g 10.10 g 990 1,000
DAFY mg 553 3.3g 2.52 g 1,000 520
JILEzvE mg 1,799 10.6 g 17.67 g 1,840 1,840
gy mg 1,071 6.3 g 1.51 g 1,100 1,095
Jayyw mg 1,029 6.1 g 5.35 g 1,050 1,050
Y mg 680 4.0 ¢g 411 g 690 690
FOL Y mg 1,569 9.3 g 472 g 600 0
FS=v mg 1,046 6.2 g 3.65 g 1,070 1,070
E43VA v 1,500 6.6 450 450
E43vB1 mg 0.36 Tr 0.36 0.36
E4svB2 mg 0.6 <0.01 0.6 0.6
E4Z-B6 mg 0.4 <0.01 0.4 0.4
E4zvB12 IT: 1 <0.4 1 1
E4svC mg 48 E4z>i < 0.1 48 48
E432D U 300 Ea&LT <72 7.5 7.5
E4SVE mg 4,38 BYEEA <0.3 4,38 4.38
E432K [T — <0.5 Tr Tr
NUbTUB me 2 <0.4 1.83 1.83
FATS mg 5 <0.2 5 5
E mg 0.1 <0.004 0.1 0.1
b4 A= me 50 7 37.3 37.3
hiLio L mg 36 0 0 1,100 360 360
kS FN me 34 0 300 34 34
PPN mg 168 880 620 174 174
H)o L mg 440 0 1,400 440 440
U me 270 0 600 270 270
B * mg 320 1,900 275 324 324
Fi3 mg 6 0 15 6 6
X mg 2.5 0 1mg 280 280
L] T 280 0 20 2.5 2.5
Ebk 3 ue 25 0 150 25 25
FEFEREW/ VY 15% 15% 15%
WA RO REE 411 420 420
(mOsm/kg-H20) —
o | A
= (¥ x6.38) LM 1.31 * Exb
HERARM-TZ/B = a—TAH 95 12g58E
ELTIEB26 g _ “Fl}j;n &8
wRETL/R T#IJ;Hh.z'
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F2 IrhPheflEDHEREFER (me/dl) ’.. l
SLIR A~ 5 R AR 24 m e .
R EA R ~ NP AT 2~6 % S, e, =
INB A 2~8 0 - *
L LR 2~10 "o U 0

(F )

EwhIE (Phe R ET-AIECH) /(A ECTEIERR)

H2 A1, MP-L1ZEFERALTLVEWERELI-ISE

(%) 160 —
10 | * %3 FESRFUREQE AR
120 -+
100 ‘ = ARAFL
80 : - +—2 (mg/kg/day) (mg/kg/day)
60 * . * 0~65 8 40 150
ol o $* o
20 - g 658 ~15% 20 150
0 - s 10~15 150

0 10 20 30 40 1ﬁuﬁ
(&%)

et (L (Phe BRET-AIEH ) /(A X< RN S )

R4 RESAFURED AR R EEE

MIFRRESRATAVIRE ABRHR
(#mol/L)
20LLF BiF
20~50 PORIF
50~100 PYHRE
100~ 150 FE
1508k =3
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1. 7 E=7 ME

(FANZF P AAIWNIS—ERBIE. PRIV HMELIR, PILFEFZ ) INTBRE)

1) #&
EMIFRBEELTEAXEZERLTYI JBICAML T, ANORBICHELTVS, BELE
BRIIKETZ2720TE, BANEMTINENS D, ChZ2EHFHELITR, ABERZREEO M
ERETH> TS, ANTY I/ ROZBEREZRBRLSERLUAENMTHMT S AT LA RRFBREE LT
s, CORERBOEREOREICL DT ERZIINIEENE T VEZTMETH . TO
FABEIINagatab OBE I hE, AN =ZF T A HNIVNI F—+F (ornithine transcar-
bamylase, 0TC) R#EIEIWE8AH AL A, ¥ MIVU VMHE 1 BIES3FAICLIA, ZIFZ ) ANTER
JEZS80F AL ATH S,
2) JREEH

FM1RETAZINOEBEEEZRLE, BRLOFNFOBRITANMNIINY JEBESL.
COBBETCHABRBCLIVRENGRINS. BBRICREZRZIVOEIh, BUFTNZFURRESZ
Dl el £ I8

FOoEZTFIREVWHBEBENIVZOEEENGEVWE IR, Kido? soBEGicihid,. HERR
SESEB O FET-ZIZCPSI/RBAE2L. 1%, 0TCREEIT.8YEIEHEICEBMETH S, LOLLTIF=aN
PBRIE. TIVFoUMERNEMERD DBERENMEEVWSRTERV, 7> EZT7IRBRAIEPK
HRETHDIILIBARAAMSNTEY, B E7hEZRBEThIIEEOPRMEEELZRL.
HLETHZLEBMTRARN,
3) ERRAER. & PFHIE
KEHFERRBREMNEBRBEO DAY EINDS., HERRBERMILZAXSARITEN, £HKH
hicAEICETTAHAARARREL., 5IIBTER, 8, EEEEREEZESMENFEET S,
BREIHERMUBRICBREDSER, ZAXKOBAR. MEREZFRICIREL., &7 > EZ7 MIE
DREICED, BEOEHENAS, BB, BERMEZ2ESLTHOXT. ERITEEWV, BHEHITIMHNE
OB R EOMEEZAMH LD, HHEHREEHR I EOMBERZELLEDT S,
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