Phe jAERIATR 1 ¥ AR LELIRBITE 1 REE., H)RHIEA 1 ~2EBEMP Phe EZBIEL T, Phe &
WEDRE LTI EREICT, HBFEERNHF TEISEICIIFICREREILDELLGV LML, &
HRAT. HRMAELL BERNBLELT S0, BREREZHHH>TLDERICELIMF Phe fEDE

ENDE,

) THOERIANF—EFREHDOBR/NMEEFLLT D EREDELSNMERDREIVEDENO,

BETRICEATIRILF—FREGLENEIITT B,

NELE (ERR) OEIREFTFREICIK 2e/ke/B . RHIL 1.5~18g/ke/ B FEHLIRI(E 1.0~1.2g/ke/
HLUTFIZESENESIZT D, (BEEIRED 05g/ke/ HUTIZASE, Phe {BHHIRE L THIMLE Phe fEAY
ERTEHIEDHEIDTIBZET D) G ERHTIE. ERE. TLUDLLERFED KIS & Phe ZFRELT:
AERBHILY t ASERL. & A QUL Phe EORBIHEITR DA TE HHET Phe £ EBREE
(BELOEBINIGE) ELTERS, AR, ARARKIWIICHEECENDEERRREHRA#H
HEEEEEZITO TV GE RAEARKRIILIDEEEDEHRIIRDRBY THS, FLEE:60~100g/H.
HIREARIFE (1~2 7%):100~120g/ B . $1 R EAHF (3~5 %) :120~150g/ H . FEHIRTH (6~9 %):150~
200g/ B . FEHEF B LUVENLIE:200~250g/8 "',

t Phe BEILVIFEMNSGEINTINS,

RYERE:

BH, RIS Phe MEICXT Y HRAZ BH, BANERB Y TOTFUERITDONT M (-HREE A)
BH, RIGHE Phe MELBHSNIZIHA. THED BH, 2R 5T NIEFEALEFITEEAELL TS Phe
EQIVFO—ILAAIBETH D, LAL. BH, HHIDFHER  ZLE~DEREORLEN+ IS TV
O HERRY) - TERESNEHRBEICIL Phe REINIZRAV-BERELBESE S, £ BH,
RGBTV TSIV METCH>THY T T T GBI E R TI R I LTSV REE R EEUT
[CTIFRCENREISRICIE. BERELHASLE, BAMIZEK. A EZRRLEREHORIRNBEL
BHERERED BH, BEORBOUVEDDBERT. REOHLELNHNIE BH,- 1 EMBSHBETICLES
B9 %, BH, RISHER Phe MIE D2 EZE (M Phe ED 30% U LDET)ZHLTLDIEE . BFRRE

T#EHBH,DREEFEE T (T 20mg/kg THBLEMET SM T Phe EQHFERICOV MO—ILTSSIR
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BERLLENOD KXY ERELDERVIREEEZRTET D, BH, REICIYBBREZEOHEE. HRMNLM
BELT. XKEDGEERREFICERRENBELEIZASNBLNEN RN H L L. BH, (LABEEN S

ERYBRARDEREHMOMELGE I OVWTHERABE,

JAO—T7v T ia8t:
INERARETIHERELT 4B LIRS E ., M Phe EZBIET HEEBICH KT RIZTS.37ATL
[CH&E— R E. MBREILFREEITI EHVICHERERE CBRECTIEET - MEALLORZRHOD

BRE.3BURITABIEROBRE) 2175, FEEMKRELMOEBGBRELTIENEELL,

BRABDEEDRE
BEREOHRSE:
INFTHEANTELBRBREREEICO TR T RETHY HEEE B) , HFE LR THLRIEEAZRY M

h Phe % 10 LU FIC#i3ET BT EMEELLY #1820,

B4 PKU:

PKU BELZMEDGEE . EIRPDE Phe MIEL. BRRIC, MEEVODIHEEEETREEE5XSY . Th
EFHYBHICIE PKU BENITRER LT D5 E . ZRFTEY Phe FIRBEZRIAL. £ITRGMZEC T+
Phe fEZEAR IOV MO— LT HENBETH S (R AP, PKU BIRICHESRERIEMED B R CIIREID
EODFREBRILAIE. FHRIWIARRERAEZESNMEBLEBRRETFTVIICEHINTEY. Th
ESEITHREITI PHREE B) BED BH, RIS THDHISEIZIE, BH, FEAEE PKU ITHLTEEDE

EALNDN. REBITOVTREILINTELT ., SEOMETHD »,

BH, RIBFEDAEIES
M Phe BEDIVFA—)LIZMA T, #HREEVEDHTEEETOIDLDENH S, BH, X MAKEEFI%8 18
LIZKUM =8, BH, B TR HREREFHTAIEFH#LL, ZD=0. BH,. L-F—/8. 5-ERFkOFX I )T

o7 (5-HTP) D 3 FlIREAABE, HEEE B)
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1) RAZE BH, MANERM Y TOT T DR E*:BH, IFEIZ Phe KIRED KD YICMA Phe REZIFO—)L
FHEMTBH, 10mg/ke/ BEBRELTHERT %, —MRIZ PTPS RiBfEEL GTPCH RIBETIE BH, 2~
6mg/ke/ BE I~4HBILTHRETHLERBTHLIF Phe BREZERICRDIENAEETH S, LML DHPR
RIBETIHCDBREETERTHRIENHY. BH, 12~20mg/ke/ HDEREEZEHI/ELH 5D, M
Phe BENOIFO—/LIZPhe HIRBZ AT HEEICEVTEBH, QR GIHBEROREEFIHT 51

OIZHEHTET HEAEFLLY,

2)L-Dopa t #*, BHTP t 1+ D5 :BH, IR/ SV DEMFR. tOFZVEHRICLESLTOSD, BE5Sh
1z BH, I3 & AP Z @B LIZ<ULM 8 RBRERIZBEVTR NSV RZ (NN—F VX L) ZAZUR
ZHARED, FLTHIERME THS L-Dopa B LUSHTP DIXENBELL S, BEHZIE. ThEh 3me/ke.
6mg/kg. 10mg/kg &4 BMS 7 BEICEEL. 10mg/kg ITHTHS 1 BEEEHFER THOHERFTOT
TUDUHT HVA, BHIAA O S ETVVEALEE RS EZHEH L TU, E&F HVA, 5HIAA fEDBIE D
= DBEOFERIRMIBRICESTIERAN R TH D, TNITRDOBIEFREL T, PRBBETOR/AAIUR
ZERBLTOFTOSHFUEN LR TIIEAHMONTHEY, RMIZTHIEED L-Dopa DF5 = ERE
MTELHABEENHD Pk,
T L-Dopa [ERIETHOREEIAET DI REEEERIAEZE TH S carbidopa EDFFIARLGNS,
T+ AFTILEHTP OEFNITZV DT, IEEZB/ISATHEZRETHN. BEFEFTYHTUAVNLT

BALARLTHEOIRSTAICSHATIRELSDS.

J+0—7v 7 ekt

INERAFFETIIRAEL T 4BIEITERERSE ., I Phe EZRIE T HELBITHEEFRAZETI34ATE
[CIE—AEE. DRECFRE(FTOSIFY . ATASIVEED) T BE., EFTTIO V.
HVA, SHIAA EDRIEL . EHRGHEERZRE Q BRETIIRETFT -MEACEDHREZRUORE. I BMURIE

HEEEBDRE) E1T5. F-HEEMNERELMOBEBGBREETOICENEELL,

A DBEEDRE
PAH RIBfEICHET B,
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F& A I Phe fED B1EHME &I

F#n (mg/dl) (umol/L)
FLIREA~ 4 1R EART :2~4 120~240
RER B ~/NEAERTH 1 2~6 120~360
INEEZY :2~8 120~480
A LR 1 2~10 120~600
WEYRAT~ DR ET 1 2~6 120~360

( Phe fBEI&. M TIE, MBICLURBLELGLIDTEENDE

=B FEHA Phe iEMENH L THE

FH&h {£EY Phe E(mg/kg/H)
0~3 7R 70~50
3~6 7 H 60~40
6~12 & A 50~30
1~2 % 40~20
2~3 % 35~20
3mELE 35~15

=R (2013 F 12 B 14 )
BAERRBEEFR PHEERTEZRER
REEZE BF BR

ZER ZRE®=

SRETRR 1B AR
MESEE B %k (2013F 1A 15H)
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R ERE

BHHEEBABREEEL, 7 BOIEHEE e & ORI b 28R B E 0N RK T EAHE
MTHLEBBPIER L., FaxRERE &4, AF v BRAE, 7o drBBiiE, <
NFTNINKRE T —BREIE, Y EFEBROE, JVZVEBME 1R, 2F1rrm b=
TV UREE, B Fafx v AF 720 (HMG) E, 847 hF4 7 —BXKEBIE, Xt
EILEEMAE R E 03 B,

e AR

FEAERTAY

BT HTR e AT V—= IR0, RENICHEBRD VDB EOFERBE R ETHRAINDE
JERGI AT, FrAERMIC—BME KL, —8ESERR Y, BEOEFRNFTRERT I &
bdhd, UTOEORBNINEINDETOEENRDEETD,

SERAER
ZELTWAFIEFICAFE L TVD L IR0, WO, EREONM: & %2525
ICFER EESLL IR . TV A, BiEER ECTAMICEEL., TV F—T X, S5
MfE, &7 =T ME, 7 h—Y A, RFEREORERFE2ET 5, F4ARH LY, 4l
AL TAHLSRIICRIED 2 5O — 27 b 5, AMNE. 5V arEsREEE
(ALTE) /223RFCIEGRARIER THID TRE SH B EMN H H 5,

(&ML TR

FLENEEA D & SRR RO IR . IRITONEL., A ICEITT B, RIS & 2SI
DERHBIND,

DA,

TEEZEBCIREE A L, A REREET B,

FEIER R L OERRAT A

BRI TERAEIZRD O DR E U TITRT,

e e

SIFRREHIER I TR, KA ERR RO 2L bbb, RUERERTROND,
ERPEE. TuitA

SEFAER, BEETREOVWTATLADN D, SR TIMERMEMAMFRER L LT,
BHELL2DBELH D, BHENELZH SN ZEbH D,

e it FEE

SUEFEAE, BIEEITROWTN T O H LN D, Bn &2 ZHEICIRMEREELRRO 2 Y | D)
HIEERTVWRE LTSN THDLZE1d 5,

Kt B P

BERIE, BIEETRHOWTN T LA OND, IBfTPHBERET, VA =7 - VXXX U7,
FERER. DMERER2 EOEREZET D L bdH D, KREES/NEE &V 7EHE O
BETRKOPNDHELH D,

Fr&&R R ER, JRE

FRVTRWER, REZBODLZLBH D,

Z DAt

BERIEBATE OBRMERZ- RS A, BER, BOEEn, FFERED RS2 Tb0
Boo, FLBEECLHES. BR BRHBEERLETHRETLILOLH D, FHIT—MHKIC
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DI, SREERE L2 CREFRENCRONIBORH S,

BE L IR HRERR

BHESIZLITLIEA LN D —BRERREFTRE LTUTOL I RbORDIT N5,
REHET ~ R— R

s

HCO3- <22 mmol/L, #4 R Tl <17 mmol/L

T =¥ % v 7 (AG=[Nat]—-[HCO3+Cll, HEXEE 12+2) >15. 7> pH<7.3

B, BEOTVR—VAEEREL, T=4 Xy v 7 >20 mmol/L DAL, AEERNHER
ZEREED,

BT VR TME

AR H#1>200 Og/dL (1200mol/L) . FLIRHILIFE >100 Og/dL (60 Omol/L) THT v E=T
mMIELEZ, BEEZITY, 1,000 0g/dL #B 2 A3F L LVET VESTMESEX -T2 E8b5
ik

M5 < 45 mg/dL OFAIELIE L T2, 7 b HEIEEL X723 02 E V. (HMG ME T
WZ3Es b oMERIBERE & 72 B)

ez LR, S5 CKIEZRDLZLB3H5

gEE MRI 1%
EEMRELZEZTH0, AEREZTRTH O, BHEETIEC Sylvius EOJEK % 5 IMER
PRTHD, MEEEEETLORERDLVZOEE LIRS,

W OIRHL & 72 B KRR

FEES MRI i

M7 =F 2 FrR

RKBRICEBRENLR T IV IN=TF O EERREOND, FERARZ J—= 2B THW
BNAFETHD, BFEBERI T IAINA=F L OEEMITE 1IZTT, AREITEERER
MEEEICBODTIIEEERZH 1L 09, A7V —=U T RETHD,

PR BB ST

B e B HSER DBEM R X —  CILERZWTRRIRE TH 5, BB AR Y — 2R 1
2R,

EERTENE

LONDRBTIE, U BRI, IBf 2 AV CEEREERIEIC X 22 Th
o,

BT AT

EIRBOEREGEFOERICL > TBHT 5,

Rl
R - AR, BRI ETE. 7 I VBAMAETE. REVA 7 VEEERE

ST

E  BIEMAEZERWNT, EEERROBRFTROERED S H, D &b 12UERHY .
TWORIL 2 DMED O BT VNV AIN=F I BBHEOREITEDS, FERAZXI Y —
=V TIER BT RERTR TIL, SWMORILLERDBRED > BT I NVAIN=F I BEGHED

BETEEL,
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TN . ERICIMA T, BBORIL L 72 2 REORABBROITIC TRENFTRAELNIZ Y
DEWEELE & T D, BRI TRENET RS ART258121, BETORILE 2 5 HE
DEERIENE, B FRIT COMEZSHRLEREELH D,
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BEERS | SFBODRIEEE

N

EHMNINZFORZIE

1. EREHER

ANZF v EVEF VEBCIONICRESNARBEN#EZ S b2y FY THARD AL 720 Ok & L
TE . &8 A NV =F V REIEGHBEE ECRET 2OV =F v 7 v AR =% — (OCTN2)DFEREE T 23J5
HT, MRRALV=FyBRZT S, BICBRHE BT 3V F vERINEEIC Lo TRBICALZF v
nEbI, MBIV FUMEF T3, AV=F U RZOBRE L TRBEHBARMIEEI NS, EHE
DEEMEI NS & ALRIIC SIDS R, HEREE, LHREEREZERT I E8% 0, FIERT AR
7)==y I X BRRBWIC Lo T L-AV=F Y NIRO A THIER FHTE, WEIRIIRIFTH B, BE
L TR~ BRET W cHs DR B R o Nk wdy, AEROE~ES b oo RILEEE, AR
F0 LR, & CKIE. &7 v %o PIER EBBMOERND 3,

BEEAIIEROESET, HAANCHEBERNSZWEwbNTwE, FERTAR 7Y —=v 7 o4 ay b
WEDRERIZ L B L5926 HAIL 1 AOFRRMEETH - 7502, MHE LN EREDBITTIZN 4 FA
W1 ADHWBREAEINTVRA[l], Z2OIEPLRRAAZ Y=V I TREINTHBAEEE L H 3,

2. BRARRE
1) SIERIH

HERS AR Y —2v 70, RRWRETHER S NS WIEROIEFPE SN S, LT O ORI HHE
INBETOEENLIEET 5,

2) LS IFELER

AP DARE, FiE PP ERDIERTSH 5. WILMELE <2 D iho 2 RN 6 4 BE TOFEE
D% (3], ARIMEECHAET 2 Héid, b IEIEAB BT & AR, REFMOMADEII L) BATUED
FREDFEIC 72 5 2 L350, LAFRE & U TIIET 2 Ga1d, ERH, IBRED T OlRES & D54, 5,
BRI S AN F — WS TR L2 5 ENS (. HRRRIE 2 B9 % FF RN D20,

3)  ERE

A ZHLIcBH SN B ERPE SN 5, SIERTH DV MARKRIN 005 HIRE B AMRIET
BHEBL. S A RF — R GEFIED & LATEPAREIRE R IC2M S S £ T, IBECERESHE SN T
w56l

3. FEBIYARIU—ZV I TREERDNILSE
O ZvFrvABEERR (k%)

EINBBEELH O TEENDBETH A7, BHERICEBOTHEEEIZE TR D, BHEHIL=F v (CO)
DAy b4 7 1F 810 nmol/mL & I, ZNLUTOBAIBEEEHEINE, ZOLE, OT7TI VAL

RAERES CACT RIVE, Z O HMEERBMEEI 2 SI0fE) 2RV =F v RZIE, WML BN G E
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DK, Fanconi fEERE. RMEOA N =F VRZIELR ETHALNEHD 5 DO THEMPLETH 5(8, 9],
$r, FERMTHoTOERF U VERZEDHAMENREINTERIL=F VET2RTHEALH B, I
AN =T VEDA TR ING OEINIHRETSH 5, ZRED IV =F  RZEE & ORI LR PRt H v =5
VHEIR (2075 v AR) BWEHTH D, FERHICERL 2MiER X CRER W B[101%, KEETIE 2.1%%
A, OCIN2 O~F oA R2HT 25N TIE 2.1 %BICR2ELH 311, ZORERIL=F VA

RIS = T X E L 7=

IR 7 o = F o PR = — -
MEHRE D = F > x R o L 7 F =

x 100 (%)

(F) BEEREL - RE20T MR AMEFR TRCKEL 20 CRBAT D2 EETTRELEA, 7L

Db, WRETHIUITEEAZ AN TES L THAEERF T ENEE L,
FE) Ry FLAeAGHIETRTOYAZ YY) —2 v PBERHE TIET > Tuhkuds, HER—XTTbh

@ MEETEHT (%)
OCTNZ B85 (SLC22A5) DIEMTIIHEEZW O H 117 FRCH % B5F1 & REM O & 7o tHER X & 2>
Ko TE6T, ZEROIFLAEENAEFTH D, BHEELRZIHA SN T WA,

@ NEWmE RS (in vitro probe assay) (% %)
KSR I R AESERI I O N A D MEBE A )L = F IR R T 5 2 & T OCTNZ ORERERENTHIC & 5 (1217, fitk
WRM LR 2 VT I BIEIZ A EfTb iz vy,

) MEAAO 7 v F YA RFT D in vitro probe assay 2B AFNER»SHEINTHE, X
CHV 63 FHETIE CPTL KIS OCTNZ BHEZ KT 5%
ARETH %,

.....

A-REOBREZTIBBHEEINS (6], ¥V T LAYARRUAOHEE TRENL SN VEE, 2 bIc#

PHEBRELE T2 v, HRAMAREE 3 IKEM EH TR RRICHEE L, BREkEL E8HbERHICIKZZT 5
X9 1887 5(13),

RACEEEA N =F > 7 VT 7 v A LR 2R TELGE X ELANEBE & L TRERRIRSEE SN S, HE

D vERANV=ZFY (AHNLF ) KERE  (EREB, *x)
LEANZTF v DREBESDHE—IC L TR LBEIRIBETH 5, %5813 100-400 mg/kg/day 47 4 %5 (L

). S LCRT3BRE (BA) pERINS, KREETEAILVZF v 2 RERE L CH iR V=T >
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EISERETIRPZNLUTICE EE 5 2 L% 0
TREBIAB I E IR IR L = F VERE LY — T ARENH B, LRIV =T v RHRE A
ANZF VEOIEFHTIRTH S 20 uM B ERHZE UTHET 250, HEE V= F AEICHT 28 %

| EOBEETT =y V0¥ ENS,

BRRR) L ARV = F v IRIETEOSIR CRTRIRANC I S v, SERIDUSMC S NS 5 D TREICIE U Tl
Wt 5,

4. FLERIIFERET A~ D RIEG

fron T Th, ANRMICAERET2HERH 2 EEZ NS, FIEWREIZKREL 2200003 2 E0H
Kz, Thbt AMRMAHER - SEMEL LTRET 2546, B) LIEE LTHRIET 384, TH3B[3], HI
H kA O BENFER T B EE & IR, B0 & 72 2 E0% W, IFRIFIIE 5 » HED S 4 RENS |
B FFETRE D & BMERGE R 7 A BEBRE LRI SN 2 L b %, LHEEL U THRET 254811,
TRE - IERMEOWTNOBERES L VB3, | RUKRICRET 2 B4 . OIRIEICH] &5 SO ARKIR
bIEINT 3B,

5. BEFRMEADOHIE

APRETIXFEMDEEC S 4 8F —ERPAME T, LAMER, BRIE, RAET 2 &2 28y
Wi SN BHERDDH 5, Z0fl, FNIERE L THIMREMBOMHNET ., FEEH. LENEEL L% 7K
ELTBMENIIEPIOIFTET 5, SIEFRISIRE <. 2EMD» SMA E T, RS o/ T %, KIEREZE
L HIRIC X o THEIMEPARIROBEE, BE2RO 2560355, £/ SV TFTLARAILLBHER~
ARG == P TRHEDEGEA NV = F Y RZIEVZH SN 5B L H 5, PR~ A7) —= v 7 CilEs

B2 F VAEETEH o 7 By, TR O R OIERRIC b EEASBETH B, AHERE O— I EEAUER
RGBT BRI BB, SERT RPN T BIED 2 > v F XEHERTRL,

1) FERER B O RAT R

OF:v: {=-NR)ATY (WY

RIS & > TR Z 3, BB IR & BUIERE, FFEBEREE 208 9 a1k 7 A BRIE R & IR 20 X
narGaEL% v,

@ DFREIR

DR 1 RMBEICHIET 5 2 £E03% v, RABIICH BIEISRESINTE D, BXE - HREDO W FhoR
BHE LA B(14-17],

® REAR

DEHEICAES 2 L%\, LAEZ RO VIGETH > THBIN R REIROWE 1H 3,
@ HriEX

RBOHERHTE L WERZED 22 L5550, BARACIEHS I TRLI EH% 0,

® BIIER
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® THELERIEIR

FLG REARRE RIS B\ T RIIBER I DS 3RS 2 B 2 3D 5,
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