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BEIARSAY

2= )V b REES JUEERRIE R

m=

TV b BREEPKUDICRER EEN DT IV T 5= (Phe) DRI D EEI(C &> TSR I SN bk
BRI, ARUTS/BRHERED—TETHD, Phe (IWBETI/FOVEDT, EELEOSREED
F=OITIFERNDNSIERT 2B DD, COBBEFRD Phe (FEBEEREICHALGLNS UL, EIZ Phe K
B ALEESR (PAH) [ZRYFES Y (Tyn) [CEHEh Tyr KRB THMEINS (1), Phe KEAE RGO ES
INTIHE . Phe BNEFELIA Phe BN LF L. FRAIZIE Phe DIEMNEORBMEMOTI=IILELE VL
AREITHEMEN S END PKU EFRIFEN TLVD, IBREID Phe LEBITTNLDRBEMITEEDRBHZE
FREL. T R-FLRMCIHNEEEE LB MR EEFTER KT DEBERERESIERIT M., HAIC
BVTLIFEIFFMIERES ISRILIZY . BBIE AN RO A LD EMNRB I TS,

PAH [ PAHEIZFIZEYTI—FEN, PAHEGEFORBICKYERFEDOERTESIERIY, 51T, PAH
(iﬁﬁ%ﬁ&bf%b—?/ \ARBEATT) BH)EFIBAT 5128, BH, DERERHINEIEERORBHRE
DEEBIZE>TEH PAH BHREMEMNMET T 5, BH, (L PAH OHERELTHASL UM, ROFOY
UKBALBERICERASN SO, BH, DETIE F—/XOEEBETEEL, PSSV /ILIERT) T
EXTV OETESIERIT EMTrI7 0 KBIEBEROREICLS OV OETHIEIST0.
= Phe MYEIZ &2 HPRHFEEF L MR EEYEOETICLSEEGHBEHRERNHIET S,



Guanosine triphospate (GTP)
Grei7aERZ—41 {GTPCH)
Dihydroneopterin triphosphate {NH,P5} -~-r-rrrooremmrmomenc oo > Neopterin
§-ENRANFFSEROFFIL S REER (PTPS)
6-Pyruvoyl-tetrahydropterin (PTP)
RET SRR (SR)
DEROFFYSLAETAEER (DHPR)

Tetrahydrobiopterin (BH,)  Quinonoid dihydrobiopterin{qBH,) ------ > Biopterin
FFaah i E/7EVBIKERSE (PCO)

73::—;»7’25:/7&&1%&%

Phenylalanine __(Eém Tyrosine REAZBRHVA)
/ﬁ IR T ILER(VVIA)
FOL KB ER A
Tyrosine Dopa ————> Dopamine —> Norepiri’ephrine
s-ar:fw-%—wk@mﬁﬁ Epine\;hrine
Tryptophan ————  5-Hydroxytryptophan —> Serotonin
{5-HTP) Ty

SRS oA R JUBEBR(5-HIAA)

E1 Phe 8T BH, X#HHEER

R TORERE, BN EOLBLEHERER HABTHERTR - RV -V T HBRSh THS
2011 FEFTOHIOEMICRTETH 500 ALILEDE Phe MYE (PKU, BH, RiGTES Phe MfE. BH, K18
EEBT)NFERSNT, REBEEIHN 7 AN FITLETER 20 AFTERERIN D, REAITE. &
BAH PKU 29 9 B AT 1 6, BRfES Phe MMfE &EFE PKU 5359 16 B AIZ 1 I TH S, BH, RIGTES Phe
MAE (& PAH RABSE DH 25~ 30%&HERISN D, BH, RIBAE(IL 170 BANIZ 1 GIOFKERELHEESATL
%, BT, RIICHEART PKU OFEEFE TS REO#HETIE 1 B 5 FAIZ 1 flERESh TS,

ERERmE

Phe DX BEHRIRMAERMICEEING Phe MIELEFIERCTEREHIT, 2oL T7TSUKELEESE

(PAH) Z0—F ¥ 5B FERITERT 5 PAH RIBIEL PAH DB RTHASTFSEROEATF2(BH,)
BRRHIVNIBEROBREGTFOERIZREREY S BH, RIBELIZKATES,



@ PAH &RIBE[1]: M Phe {EIZkYRERE Phe ME ' (R MAERFHEMES Phe MAE) (2mg/dL L L 10mg/dL
SRiM) . BEAE PKUT(10mg/dL LLE 20mg/dL 5&ii). B 88AY PKU (20mg/dL LA E) [ZHFEENEZENH D
(2], E5IZ PAH RABREDHFH I &L T BH, IS % BH, RISTES Phe MAEATFET B3], (TTHET
BELVSETNEDN A ELH o0, RHICEREE, EYRSTHOETNEEEDRMEEZ %
=918 BEREEDETORAELITRGD)

@ BH, &iEfE[4]: BH, £ B REHED GTP L /0EFS—F 1 (GTPCH) RIBfEE 6-ERAIILTFRSEROT
FY8—E (PTPS) RiBSE. BARBHROCEROTTOU LA 98—+ (DHPR) RIBELT T
-4 -HILE /=)L I TERSA—E (PCD) RIBIEEMNTFEET B,

FRERFTR

MERYZR-AOY—ZU T THRESNT | £3EREDIGE . ARy AMD 2 REFETICH O FERE
BEET INERE. CTADA, EEORMEEER. TH LOMBELGE OBIESERERT . HEORER
(FXZRE.NER), KRE. BAEBHHLNEENHD,

SELIGHREMR
O—EiREmR
BTl
QEEZFTR
IZEHE. MRIICTREREZRDHDIENH D,

D OBRLLDHHRE
@ 72/85 4 (HPLC jK)*
MATTZ LTS AE: 2mg/dL(120 ¢ mol/L)EA k (EH#E{E 0.7-1.8mg/dL)

Q TIPSk BH, RIBIETEE NNI4—UNRboN5,

() DHPR E#Z f##iT++: DHPR RIBETI&L DHPRIEMEDZELIVERETZR D5,

@ BH,*1 Bl 7t Erer: @5, MA Phe EAY 6 mg/dL(360 1 mol/L)EL EDBEIZTHhNh S,
BH, 10mg/kg Z#E 0 1 B 5, BFIELUVARR 4. 8, 24 BRI O MLF Phe [EZBIE, HHE
PKU % L<I% DHPR RABFETITE L% L . BH, RIBSE (DHPR RABFEZFRS) TMH Phe IEE1E, BH,
RISTES Phe MfE THIEXY 20%LL EET,

OHEGFMT+ PAH BEFHEDBEEEREFICTBVLT 2 PULICKERELGLIEENREINSZE,



PmEE

PEHORMLGIEHRBREDSLOERD . tOFRRICKDTI/BEBEBETEHLDEELZZ G
ET 5 BHBREQRENESTHEITL., SHIZMH Phe fEAS 6meg/dL LI EDIBEZ@ERET. BEIZISL
TODBEITL. PAH RIBSE . BH, RIBJE . BH, RIGIER Phe MAED VTN B RS ETELDEHEE
BlEd %, BH, RIiEMES Phe MAED B DORERD=HIZ, HHBREDITNA T, 4 BUB (REOFEMN
HNITEIREA®BFENDS) I BH, 1:ERESHERIC T A Phe30% L EDIETEHERTHIENEELL, &
Ak O—BEI7zoATI=VlE, MF 7= L7 S50 EElIE—Bt. O %. FIREEED v~
MEEIZKDTI/BRLER,

FERTRRO)—=UTIZTROMWIES

5y

RTF9T 1 (BH, RiBJE & PAH RIBRE L D)

= Phe IIfE (2mg/dL, 120 £ mol/L HLE) ELTHEEBREBED-OBNASIN-26L T, BT /B
*ET TN OB LUERARMTOEROTTYDU BB (DHPR) B DBIE #4TL), BH, K
IBAEE PAH RIBIEDEHZEITO.

RS

M TFYOORHRZEBWNT, R TTUL (N EEFTTFUL B)NELITEETHY .. E-FDLLE
(N/B) M IEE THIE GTPCH RIBJE, N HIET BIEIED T N/B LEAELLBIETHNIL PTPS RiE
fE.N & B A EBITHETHMNIE DHPR RIBEMNHAHVITEHHM PKU, T-EATTFUUANEEITHREIH
NIE PCD RIBFE LM TE D, 2T, DHPR RIBAEL T HLHT PKU DEEAINIZIE, E12 AR MWD DHPR §&
HOAENDELLD,

AFvT2 (FRERERR)

Phe {EHRFIEANELVREE TN Phe {EA% 6mg/dL (360 4 mol/L) LLEDIFE: BH, 1 EAFHEBREITS
[5], BH, 10mg/kg Z#E 0 1 Hi% 5, AFATE LUV RR X 4. 8, 24 BREDIM A Phe BIEETTUD U HHTE
175, T 82 PKU $L<I1% DHPR RABJE CIE BRI ATHR TEIL LAY, BH, RIB4E (DHPR KABAEZER) TlE
4~8 BRI Phe IXIEE LT 5, Bi{ELY 20%LL LIE T 51583 BH, RIS Phe MESBET
5.1 B BHBREICHEDBH, HFIARXKREZEZH/NERIYAFTES,




Phe HEEUGIBB AL VRIE T A Phe fEA 6mg/dL (360 ¢ mol/L) Ki#EDFE BH, BRI LB D HIE
PR D16, BH,-1 BIBFTRBEZETTA0ESTG0, LALASRIIL, BENELL BER
BEEILT B0, @R, [ Phe A 6mg/dL ZHBZ TLAZELH LD TIEIADE,

R (BH, 1 B %5 5l Bfx) [5]

BH, KGR Phe MIEDFZETIZEILTIE. MO D=0, 1= BH, 1 BIRFAHBRTEINTORIE
HRREBVLEFHIEFITRFARETH L0, 4 L (REOHLENHNITFLIRMAEEND) 2 BH,- 138
fEl % 53R (BH, 20mg/ke/H)IZTHLH Phe30%l LDIE T AL TRIGHEEZHT d, 1 BARBRERE
[CAE73 BH, BFIE 1 HEFRELFEREGYBARERRBEEFREERIYAFTES[6],

HHE

WEEZWEEDD—H T, B Phe MIEICLDTI/BEA NSV ANBIER T B EREE TELEITER
HICRETHREUENDHD, ZDOT=0 ., MHERITIFRAELTARLTITS. HERTIERLIC Phe 15
EEEYIHIBRL T, HEDSIB(ZMH Phe fEAY 10mg/dL ITFIZH5 £ 3889 5, £L T Phe {BA
2~4mg/dL FTET I HLIIZ Phe DEREZFET T 5. Phe FEREITEHCLYELZDD THMH Phe fiE
EHAEITHELEMND Phe DIEMEZRTE T H(ERMICITTEED PAH KIBRE D BERIEHEZSER),
PAH RIBSE CTHAHEMNFHEE TENIL, LUT PAH RIBFE DRBIEEHE > TAERET 985, BH, RIBSE
EEOMSNIGSICE. BB EEVEOWTEENDELLLIOTEEELET 5,

PAH RASSE D AR

BERE:
Phe DIEMEZBEEEICKYHIRLIARND Phe EZNORBIEMDERERESIEHEEXFRAETBH[7-9],
(-HEEEE A)

1)Phe ZBRELICABRARHRILY t ZAVT, 7 Phe EZ R EHICH (T HHERFHE (R A ITRDED
Phe DEMZEHIBRT 5, Phe [FHBT7I/BTHY . HRICIITARTHD, TO-HRERIHITS
Phe EIREN BR (R B)ZBHIREL T, Phe DIEMEZERET S, LHL Phe EERE DB BBELEERFII
KYUBRLLH . FLAREITREIA 1~ 2R E I Phe (EZAIEL T, Phe EREDREHEITI. &



BICT MBEFANEFTEIEEICTFICEZRERIDELLGN, LAL, EHRAE, fRL
ELLBERABTLELET S0, BEREESH>TWHBRICELMF Phe EDBRIENLE,

) 1TENERIRIILF—EIREHOBE/NREZE LTS, EHEOEINER/NRIYZDEN =D,
EEE+TDICEZATIRIILF—FR B ELLHNKSIZT B,

NELE(ERR) OENEFARAICIE 2¢/ke/H . $1REAIL 1.5~ 1.8¢/ke/ B FEHLIRIL 1.0~
1.2g/kg/ BULTFIZIESIRNKSIZT S, (EREIRED 0.5¢/ke/ BUUTIZ/ S &, Phe ERGIREZL CHM
& Phe [ENERTHIENHHOTEEEET S)[10], ZALIRHITIE. BAE. THHLERBEOKES
[ Phe ZBRELIAEBRIAIILY t HoIiERL. & A OME Phe EDQHFHE IR DIENTEDE
BT Phe ZBAER (BIAOLEEINILGE) ELTER D, BEELEILRRIX . AERE®RIILVICEHEYR
EOEBREARREZHAHERBEREEZT O TV GH. ARABRIILIOBRSEENERIIRDE
UT#H5. FLIRHI:60~100g/H . 4REABTHE (1~2 #%):100~120g/ B . $1REAEH (3~5 %) :120~
150g/ B . FEHAFTH (6~9 %):150~200g/ H . FEHERF H LU LT LL£:200~250g/H[11],
T Phe BREIILVITEMINE SN TS,

MRk

BH, RIGHER Phe MAEIZX T HRARE BH, REABEEA T TOTFU BRI DINT6,12-17]1x (I-HEEEE A)
BH, RS Phe MIELZHISNTIEE . THED BH,ZREITNILZFLAEEGITRBEARLZLTME
Phe EQFO— LA FIEETH S, LML BH, HFIDFHER  LR~NDREDREEN+SHEILINT
WL =8 FIERRI)—Z U T THRRSNFHRBEIZE Phe REIILVZAV-BEREZELSE
%, F-BH, RGBT IV METH-THHITOT T IERIEEM TR I =L T S=VE
EEELEBEUTICTFAIEARMSEICE, BRERELHANDE, BEAMICT, #AEZFABLER
EHOFIRNABELGLHARBARED BH, EEDFIBOVEDDHEHR T, REDHFENH NI BH,- 158
R ERBETOICEEERT 5. BH, RIGES Phe MEDZEELE (M Phe {ED 30% L EDIET) %
WL TWSI5E . BRARK TRLBH,ORE5EEZEFEE T 20mg/kg THRFELE & T S Phe
EOHIFHEICOUO— L TEDREERLLUNOD KYLHELBLERVREEFHRTT 5.BH, %5
[CEYBBEEERODIHE . FERNLEELL T TGS RIRPICESEEANBELECLEINE
LW ETREEN H S EEEMIT T RS PKU DIESHR), BH, (LARENSEELGYRARDEREWH
BIOMEZEIZDVTHERENRE,

40—y T feét



