F1. 7 -V RBET YL MIE
BB MIFP O LR & BRRE

Ll EREI MO
W RRAE FEAEY
M EERRE > 80 ymal/L > 30 mal/L < 20 g mal/L
m¥EEE IRAd 5 &2 dH 5 125 — 450
=Sk 329 > 0.08 004 - 02 < 0.02

Steiner et al 1996, Applegarth & Toone 2001. Jaeken et al 2002. Hamosh A, Scharen G, Van Hove J, GENEReview

Rz

bo MRS S Wo EELREREETSHICH
b 63, B B Ol & oS
DA EEHERBEHBEIEL AONZVI LD
BMTh b, MPOMERT 7Ly T a vN—=A ]
2REL, 37y ABEITCRETATYAITANERST
THI LNV,
FUIRHARAERY & FrAERE ] O S R AR AR I ER
DD, FLBHREH» S HBRERKT 205, %
FEEW. ROBESWRIERE B D, REBIRREICG
P SEEEM T T2 TH Do

EREEME BEX:DQA20LTFT. #EOE
WELIIEEERD L. BAEEMTENTELY
ATHEMEDOEDLY L TLIBONLbDE RSB,
R OB AL, U ORARIOZ AP %=
VEE S 5, BANCETEOREREE KT,
BER:DQP20-65EET TCORELED L,
BT HE L SEOBEIRET. B L o EB
WA RE Y,

BEEST O —. BEEBCT. MRI: IEEFIOM. BEX
HF 2 GIEHAL. BER LB R KN E O FEifd.
RIEFER EOMENH L, %< OEMICBNT, 3
Y YO E RIS SRR TORME
WEERD B 2,
(ELEHHE] ALz E) MBS, HE
HE. B4 e ¥ 4 TOTADAR West IEBTE % F60E
THIELHY. MR, EBORITAEH, FLEY
P & A SSE Tl SEIRO BREBEIZERRE A 5

HEFTEMTDH D, FHEMBI (BREORHLER
IR R JEBR. S AE, BEMEOERME 2
J). EBERL (B KRR 2 D T IR R
i L MREROSIHES. 77— CERR R
DR ORGSR, R & Mg 50
L7 Bl B8 P % b RO ¢ ITiimE B &
O 7 M o M 3R E TR 0 3B 47 2 329 72 vacuolating
leukoencephalopathy SEBIOHEAH 52,
(ELBEER] AR 2FRNRBERETEY, I
TV v R T EEBDICZEBEFRT )T AN
HMTHBD FERPO7) VO PEELTHI L
3% NMDA Ut 7% —~O@fE i #ics3
BT VY ITZAMELTCTFFAIAXAI VT 77,
Ty Iy, ZaNA—=b T332 - NVOMHNR
ALNTVBED, ZOMRICEIRADD 5, HLlF v
NARTE VT OB EE” Y,

(238

IR, R OBI B2 L D HERIKT, RPRE R
LB IRHER EM»LESERNABREERE HA%R
RECHAEFSME. BRI EEE GERD 2009 60-63.
Hamosh A, et al : Nonketotic Hyperglycinemia. : Scriber
CR, et al (eds), The metabolic and molecular bases of
inherited disease. 8th ed. New York, NcGraw-Hill, 2001 :
2065-2078.

Neurology of Hereditary Metabolic Diseases of Children.
Lyon G; Kolodny EH, Pastores: GM eds, Third Edition,
McGraw-Hill, pp21-23, 2006.

GeneTests/GeneReviews http://www.genetests.org/



Fa ¥ VIKEB{LEEE R IBAE (Tyrosine hydroxylase efficiency) @
AR A5 & B AR B

Hij3E

A

BHUREEBREAR Bkt N R

(B E] L-Fod 2 L-F— 020y 5B
B uad RBEEE (TH) PRET L0,
BNOAFa53I v (F=23 v, JNVIERT)Y)
U ZERTY V) OREZERRIT L THREIR
ET (FE1)e ThI oS, 50 PIEE,
[E H®] TH#EEF (11plss) DFEETEE. ¥
Yett R M E Az,

[EEER] FERY & EROBEICIE, KRERIES
Hbo WBEHNEEZRDLV,

BRIER : SR SANBENCBRITRE CRIET S0
BT HIETS 235655 <R T B O
VAMZT 2RO 5, OINCEESREE SRS
LGEND L. BFICHETL. ERMTV AT
MR, FERRPTHRYE (FER) 25 2 Ldd 5%,
L-F=305E/T 5 (BREESEEIIH) .

R EER : RN TREE TRIE, FITRICY A
P TRBEEEL D, KRR TROEME % RD 5 H)
B b. —BDOIRER Efize B & 2% oculogyric cri-
siss BEOEBEZHEDLI LI D L-F=21\D4E

=1
GTP.
GTPCH
Neo: 4 NH TP
i PIPS
6P
| sr
{ryptophan fyrosing
TR 1 TH
\» 4BHy 4-/
COMT
5-OH-tryptophian L-dopa iy 3-o-methyl " iy vanillactic
dopa acid
AADC AADC
- - Dk
Kopamine ————) fhorepinephring ———3 pinephrind
mao /. \cow 1com icomr
2
DOPAC T NM M
MAC ; e
/ COMT ™. 4 COMT
COMT’ i MA0 “ »
7 ALD
MAO-raI:y Nfomw.
v ¥
5-HIAA HVA MHPG VMA

WIS, EECWEE s AR T 5,

BHAES : A% 3-6 7 AIEFFE DR E ARSI T

i, BEMMICE IR Y -4 YT 7 VM EET

B EN D DRI HARBEE RO 5,

SR ERERRN. UROHBERTE (VA=T -

FraRpl) . IREREBIRE (oculogyric crisis) A% 12

B & %2 % (infantile Parkinson' s disease variant).

M i @ twitching % tremor, I 4 27 @ — X A, [

KT AMET 2RITENH L, L-F—23D

BREZ L v,

REESTHRESN/A8H : Bie—ThSHE3F. H

HiE 5 Blo

[&6HE] EEFICik. BEMEER GEERR.

iRZE L. MUEZE), M, R, RIETE) PR

M GRrAERE) ZHRMICRDLZ LD L, &

o, KRDRBIZELR IV,

(% #&] BERR: VA & HVA/SHIAA, MHPG

DB, BEER : BRESIIIER. BEREF TR -

Mo & RS L IR IE

[Fexesen] TH BB TR,

[/& #&] L-F—/% (/carbidopa) & selegiline, tri-

hexyphenidyl OH o

(32 k]

1. Swoboda KJ. Diagnosis and treatment of neurotrans-
mitter related disorders. In Pediatric neurology:
Principles & practice. 4th Edition. Swaiman. KF,
Ashwal S, Ferriero DM.; eds. PP 764-5, 2006

2. Tyrosine hydroxylase deficiency cases: progressive
encephalopathy and dopa-nonresponsive dystonia.
Hpffmann GF, Assmann B, Brautigman C. et al
Ann Neurol: 54. (supple 6) : s56-65, 2003

3. Biochemical and molecular characterization of tyro-
sine hydroxylase deficiency in Hong Kong Chinese.
Mak CM, Lam CW, Siu- TS, et al. Mol Genet Metab
(2010; in press)

4. Neuroimaging findings in children: with paediatric
neurotransmitter diseases. Lee W-T, Weng. W-C,
Pemg S-F, Tzen K-Y. ] Inherit: Metab Dis* 32 : 361-
370,.2009




t¥7 77 Vgl (SR) RIBIED KRG L IWEAEMIZONWT

SEPEE  w Il H
IR B v R v geg e /NIBRE

vET7 T U EXTEBREREIE (Sepiapterin
reductase deficiency OMIM #612716)

[ EARE] 2001 SRS THES S RE
fEo MREEWE . 477 v ARREEEXKIR
SEDHO—D T sepiapterin reductase (SR) DK $Ho
WA RS R (R B & E T 13 SREETF (SPR) T\
2 TGtk 2p14-12 X ET Ho SPRIG3 DO ¥
VUhHRERESN, 6L HOT7 I BEa—- N3 5E
EFTh b,

[ERPRf&] EEER B BB ERTE CO% %
SOBNIEHR2~6 7 BRI PN S, BatEiko
B, SiEREEN. HBRIET T 08I0
R BHD H Yo HAARKEREIR, BE)RTT, 23—
FUVURBRE. v a L7, BEMEER GEIT.
IRE) o MEWEHCTIRBITARRIC R P15,

ZKJELR : oculogyric crisis & YA F =7 (dystonic
movement)e D526 7 AH D 2O
T 5,

Z DABDFEIR © /NEERE. BERE. #EBIEH. v
NAL BRI, $18 E BEOREITEH, EIRITEH
HHWNES) (HO#LDIZLITTELLTS) 2380
b

[WERR] iR~ ARA 7Y -y 7 TRBRET
R,

EEEPERFTR : CT. MRI & H1EH,
WHOMPARE. RRETIIREIEED SV,
M7 I VB THRELRL, Bl =v7 75
SUEDIEFE, M TRENY =y 78 (HVA)
L5 Fuads 4 v F—)VEEEE (5-HIAA) OKT,
Ut ST ) SACHE B EIE O — D, dihydropteri-

Guanosine Triphosphate(GTP)

1 GTPCH1

Neopterin «----- Dihydroneopterin triphosphate

PTPS

G-pyruvayi—tetréhydropterin

Sepiapterin

§sricr

7,8-Dihydrobiopterin(

\, SR

e  2-0x0-TP

Bt BH4 &RARIE

GTPCH1; GTP cyclohydrolase: 1

PTPS : 6-pyruvoyltetrahydropterin synthase
AR: - :‘aldose reductase

CR =z carbonyl reductase

SR ' sepiapterin reductase

DHFR : dehydrofolate reductase

1-0Oxo0-TP 1 1’ -Oxo-tetrahydropterin
2-0x0-TP. ; 2"-Oxo-tetrahydropterin



dine reductase (DHPR) K3 & FML,
RPTFUTHM  EEIIR, 7o Faed
TTFU Y OREI RV,
BRI A AT T VERIEE, ¥
77 AEAE I HE I,
FoMoOHF 77 Y EBBEEROBERIEEME I IE
o JIC DHPRIEMIEH (UEMCIL T2 W88 ) o
SR &M VL B A R CIE T A L ED D
DA R T, RILERD SR EEIXIER
SPRE=TF8EMN  BIZTFREIREING,
[;8 #8] L-dopa (1~ 10mg/kg/day) D5
5-e Faxv vy 777 GHTP) (1~38
mg/kg/day) D5
5-HTP XA T4, REL L3N ELLDOY
TIAY MPHVOLNTWS,
[/REEEE] SRIIBHAAMRBOER D — D,
BH4 @ £ B #% ¥ ¥, 6-pyruvoyl tetrahydropterin

(PTP) . X 6-Lactoyl tetrahydropterin (LTP). &
512 1" -OH-2' -Oxopropyl tetrahydropterin (¥ & F
utw¥7 ST y) LY, £ Ih 5 BHEA BER
Ehb (1), @ LTP %5 BHA A OKIZ SR
P55 5, SR KEHETIE, B TId BH4 DT
FEALNRZWZ ER G, SRIZEL B2 WEIO BH4
ERBERLEZLN TS, ZORETIZLTP 2
% sepiapterin, 7-8-dihydrobiopterin &% 9., X H I
Yk POl Rt (Dihydrofolate reductase :
DHFR) (c& ) BHA BEHR s (1)

J N C it DHFR G\ C O T | BRI
FEALEHNTHNTBHL R ZIZ%2 57200 SRR
HETIHMBEREZEET S ELELZLNTWVWA, SR
KRABHE TN TR O BHA I RIEL T 5
72002, Tyr KEALEEH & Trp KERILEEZ O
BIEKTLTBY., REEWE L cORBED O
HVA % 5-HIAA 34 $ 5,




3. MNEMHRIZEVMEROM - LIREEZORE

WU - TH RIEAE « SR KIFKE O &A= 1T
— BERREKOBMZ&DT —

me Bk
KRBTSR R BEE AR TERE  JeE/ N RIS

I. BEOI VY HEA4LVY =9I ATIEHA )95 Tl GCH1 @\ a7 & T MLPA =D f#
SRICTELRVWES MHLE (TRZR).

i) TERIEETCEAEVEZE [MLPA 3% : Multiple Ligation-dependent Probe

OA vy v a vy WNERICEBZATS5A4 YV TRE Amplification]

Q@B LETHNDORE, FHA i) TVYCRAD1IEEER

c REREGEROGEILBWFESS (cDNA @ O7 I VBREBRZMED . FDRwiZrrbbd, R
AR TIA Y T E 5 2 5T HICERT
cBENTUEAROLAIX MLPA &2 W B VBN DD,

WERIETE 22\

BEF GER7ULIL)

1600 sm— - = ——

Peak Height

EEF (BER7ZUIL)

.f

BexonlCBRBCEL T PATC

Peak Meight

Eﬁiwmy

N
{ i H ?‘ A
b i (BB R e
HERLE el [\% | ||
IiL,mJ LJ & .j §L i j}i, ;}L,,JLJLJE_»

Penk Height

&EIW—J R

& i A ﬂ 'ﬁﬁfgﬁ‘ [\ F } f‘;%___ aris

;:% i{ ! I i ‘ g fl
E\LQJ';LAEE&#Q&QJEQ*};M}{L t4 L J 4[;__

Target (Fragment Length)



I. 8KRBOF/ LBELEGTRRE
i) #IROBEF (GCHT) £E

MIX S77-1L82del
i

E#fs
pziL  68m
Q4ux Qe
pqgis  REBW
ES6X  REEP
EGIX  RE8QsSdel H210X
EOSK Q89X M2111
NPoTs | T84K e B2
L7ig . WX R1g4H* w21ar
Anv M0 L18sR R216X
Y75X  M102R TIS6K M221T
E76X W102fz MBSk K224R
61080 L117X Vgt H224X
G108V D13sv 121X S196R V2268
Qi10rs 135K S§176T P13ga 245
FICT quime H1788 piagL R341w

-390 TL1320T STHEX Q1g0X - G2OME A248%
D1ISH Q180R  G203R X251R

/— -

>15kd EZ 5.8kh E3 Skb E4 ?.?kb E5 1.4kb Esl

Y P

NS11658 WS2+165C  NSIHIGHT  S41GC NS5+HIGHR

WS128>G VS2.200G  USX-2AA VES+IGAR
MBS+ JineTl
del exon ¥
del exon 1.3 v 3 hg o fgAiomdb. himi

2003 by Btas & Thing

i) FOY 2 KBREEEER (TH) RBEOEGTRE

a
pRIZEW pRIFTH
©¢296delT . pHZAEY PL3GIF

T3148 aT
£, 29!49!8 2 SAITV ¢ 31982414 DAQBG
% P! 0412}(
B Rmn P 3098 p 1399
| TZ?W\\
2

TH gane

cAMP Rosponse Element {CRE}
74 TGAGGTCR T

11 2
efhTIC ) ¢ 5} BT €]

1
ST (0T

Father Eationt

Patiant {iL1}

% (SR) RIBEDELTER

Q119X
R150fs
R150G
P163L

al e plen EEE

0.58kb 2,2k

I ]E3

TAA

v dhdorghiomdb.btmi
B2OU3 by Blaw & Thény




PR 21 AREEIE A R AW A G BER TR ORI ZE S [V RARAE Y EUR O Wi 2 E DR & BB D
FRETACHTH0%E ] PE CRBRISLRFRZRER AR JEEMREESYE B RIHR) Wil

WIED AL A 7 ) — = ¥ kO b%E & et

BERR BAZD 2 ). e

1) RERTSLREFERFBEEE e

[ B] WIDRIEHLZENESZE) F—/3%
ST A M =7 (DRD) %/R§EMEERET, &
JERIC BT B F =233 YRZICE ) AREREEE) A4
Cko 1994 FIC—iLAT b Fuet 77
v (BH4) A AROHMEER TH 5 GTP cyclohy-
drolase I (GTPCH) ® &B43 KB ANHA 9% O J& K 3
BFThHrZ WMLz T2 HISIMWIIRE
BE OB & 2 BE CHBEMERICBIT S
BH4EOK T2 HE L Twb, BHARF Y ¥
% L-dopa \2ZH$ 550> VKER{LEEE (TH) @
WHECTH L0, BHADRZH THIHFHEKT 2
L, F=2SI VAREDOLOERIEE 5L SN
TwWh,
TOZEnrn, BHA KT % BHA AHGROM
WEWTHDLIATT) v, EF 7T YOk
REOKTICX DRI L, BIDEOZR~DIEH I
DWTHRES L7z
[F E] LR TH#IRRES
1T o 7286 - Mg 77 2 ¥ b
R, M7=V T7 5=, F
a3y MEIZDWTHRE 21T - 72

GTP

BEY ()
2) KB

FEE /N R EE A,

post hoc & LT Bonferroni ® 5 iE%E Fvi7z,

[# R] %EGIEFEN 61 )< DRD #13 7 . DRIM
1% 7 B, Dystonia #id 31 ), FIEEIX 7HITH -
7o DRD BCTREH I T 7T V. ¥ TFY ¥
IR IR ISR TIRETH o 720 MIEART 7TV

YMiElE DRD BEICBW O BBEICHRTIRETH -
72o DRIM #. Dystonia #EIdW TN b xR L FH
B % 7R L7z,

MiFCF 757 YMEIEBICBWTHEEZ D
Ldrolze MME7 £ =V7 5= /ffild DRD #I2B
WCHIRBE L MR THBEICBETH > 720 IEHHIEH
(2mg/dl) ZRRBAFDED LA FiR
XY B CEF#HANTS - 72,

[ =] SEORH»SZEIHOAZ ) —=>
e LT, MiiAF 7T v EF T T Ul
OWMEIEHTH A Z LRSI NT, Tz, MR
F7T7) MESFERRICEHTH B Z LRI

+: Phe
Cytokine

e

C0Ib. Fe RO YA b | crecu

= 7EIRZ 7%, GTPCH # =¥ P3H2 Neopterin —> Neopterin
<ZRE LD 5 b O % DRD . lPHG

F— S ED Y A = TIER%E

0% % %%, GTPCH {2 F 12 R 6-PTP

RO o% DRIM . TV A
b =7 HER % B % A5 K — 03t
THIGENRD N W%
Dystonia #. VA b = 7IHERZ R

Tetrahydrobiopterin (BH4)

Phe
B WHEZ 5 IR#E (Disease Con-
trol) & U7zo MECEMBAE % 17 - A
72 FE BN D T a3l 52 il %
W7zo BARARIZRIFICT A 2V
UM% i L. HPLC #:42 Cl Trp

5 L72o BiEIX ANOVA % v,

q-BH4

Tyr

> L-dopa=—— Dopamine

> 5-HTP ———— Serotonin

2#[ : BH4 £EFEET I /BOHE  Aromatic amino acids hydroxylase




720 WEINIR XM BHA RIBRE & 22 )y M4ET =
SNVT IS VEREETH LI EPMES TS
A, SHOBRFTREZEFEHETCRDLZIOD
DRD B# I B R THBEREETH - 7
TR CROERFERIT LEETO—HI
DARFFETHZ L H 5. GTPCH OFRAFE ALK
BAkE <, BHADORZNF 0 ¥ v KBLEER G
WK ELBEEEZTWAEY, 7oV T 72V
KERLBERETE TS T VBB EGZ TRV E
ERBLTWS, L2LeYS, L@EoORFEZ LT
Wb, 7 2=V T 5= VEARE LT 56
HHLZ END, BETILENH LI EATRIES
iz

GTPCH x{58fi % > 7327 Td 5 GTPCH feedback
regulatory protein (GFRP) 12X WiFHASHEI S
B AV —=T720 Yy REDYFAL ML VDE
BTHWESEINT 5. MEER R4 77 VY EFRE
HkE E3Nad, v7u 7y Uk EOHMEKTA
F 7TV UBRERIhsZ Mo TED, B
LEOWETYA ML VPR SINS & HIBKEHE
DXL TT ) VB ERT LRSS 5.2 D7D,
BRI DRD 28 b A 4. iR+ 771 &~

R PET BLENH LN, RETIE VWSS, Ch
SORTAEETILENDY, MFERFTTV v/
A 77 HOBERREREDLERH S,

(3 W]

Plasma phenylalanine level in dopa-responsive dystonia.

Fujioka H, Shintaku H, Kudo S, Yamano T. Mov Disord.

2009 Nov 15: 24 (15) : 2289-90

[(ZRK]

1. Lower plasma neopterin concentration in dopa-re-
sponsive dystonia patients. Hiroki Fujioka, 14th In-
ternational Symposium on Pteridines and Folates.
June 7-12, 2009.in Jeju, Korea

2. Usefulness of the plasma neopterin concentration in
screening for dopa-responsive dystonia. H Fujioka,
H Shintaku, ef al, The 11th International Congress
on Inborn Errors of Metabolism. 29 August through
02 September, 2009 in San Diego, California, USA

3. —~BUE T N7 I =V ER RO BN O—
Bl MERMGAZE. Frenk b 8112 B HADNER
FEREMES (FR) 2009.4.17 — 19

4. NMDA ZAFRMHEA A ROKBRBEMIZS 2 5
AL E — T T T v ER IR —
WEFGAZE, Felek M. 58 54 Bl H ARSI AR
Fox - v (BR) 2009.11.29 ~ 121




PR 21 AR EEIE A SR AU R A G BEATER BRI [/NEAR A EW R OB R EDIEIR & BE B D
FREREICHT 2028 ) PE ORI SLRFERFBER AR FRNRESRDY B kRIER) WisE

AADC RAEIE D EAE TEAT

i

TR EE 52 R

AADC RIBIE D2 Z Wi, Ak AADC OFF#%
EHETICE Y RSN 5Eh, BRINERIXTHIIKE
SV HERID A RnZ Ea s, BIEERN TRIRZH &
LTHio TV A MiRIZ %o AADC OREFGHMET
X AADC EZH® 32— @& TdH b DDC BT
BIZXBZ ML TEY, DDC EIZTEROWB
HICX DRI 2 RATT 5 Z LR TH 5o

DDC Efr¥1. & b4tk 7 FEMB o 7pll 12
MEL, I5bOL2 Y Yol LD, WHEEYIX
1938 i FX}72AH5, AADCEHE LTHRE AT
IMERAKIZ4B0METH Y. BREBIE S Y
Y2hH 14 FTTHD (KB Ensembl Genome
Browser 7 H—Z L THlIH)o

AADC RIBIEIZ BT % DDC #In T D BRI,
IV V126 14FTRELTEY., BRI

Exon 1 2 34 56

t i

== i

RIEL A EE
AN

fixv, Lo T, EFROERE TN Z17 ) L%
B b FAIZEND 25% 36T DDC #InTZE
BeBoize 1FRRE, IALVAERLI IV Y
AF oy TR ETEEZLNLA Y ba Y NED
DEBROBEEANTOEREMRH I N/, b)) 15R
BAM7LLVDI A Y ZAERLPRIBENRTES
T, T2V VERORRRATITA VY T B
ETEIBA Y P VHNHOEENEZ OIS,
BAEIEFI D7 < g Y 23Ek e o4 L
72 DNA Z# v, PCREIC & 2 IR ME, B HIE
BEHNRNT 2 4T > TV B DS, SRERESHEZ 5 & &
FEEMEHEEIAKR S 0~ b7 T 7 4 — Denaturing
High-Performance Liquid Chromatography (DH-
PLC) % & 1% B il i i #2947 High Resolution
Melting (HRM) #EICUI VB2 5 FETH 5o

i 89 1011 121314 15

Eié

orfaies . i s sresyan e

R k>

Pk 21 RS MR AR RS MR TR R IR ZE RS [/ R EW DR OB IS E ORIk & BER O
EIERAICH T 2% ] 9 (KRBTSR REREAMIZER JO2NREEDY  HEhRIR) WbH

AADC RIVEDH 72 A EDBRIZOVT—F VFARAR Y ) ==V T DRH—

#T HF
HREHRL R E £ > & —

ADCRIBSE DHF -G REEDRREIC DT
B UTLRRARY Y —= T DBRA-

U HPLC-ECDH-AIULVZBIE. BERIRE. Bkisit
Q HALG-HS/MSERMu - MREEHHERABERRE
QO MICEREBEDAVYY—=uF

ERBINRGERA L2~ HFFT

AADCR 18 %E

[wmwv i }t m:s‘}@—@l
AADC
+
[ Fouy H Lt ]}— < A Ie4yljy>

1 1
G




HPLC-ECD

(BSOTYREBEIRVLERBRPOT L3742

ESAR CoulAresy RAF AL hitp.//www exainc com

cEERLRUSEA. BEERERLXE
EFouni e
CHRPRACLYEARGLRUSTR

“50~100pIOREE
~ BT eaml & 1

c18B8 306~80%
- ETEHRESHS L

BREMRR

B REERHRCHES
LDOPA  SHTP 30MD HVA MHPG SHIAA
Csse 1 5.5 945 62.2 36 7.3 I
cxse z 85 30.9 124.0 66 8.8 <1
contral <2 23.2 7.0 8s.2 61.0 8.8

(14.4-29.8) (4.2-13.1) (35.7-130.6) (40.7-88.9) (24.1-112.2)
HEE ngiel. BLCCwlkreay System XRenatt ) T2 IHE, ot IRUTOHVAARRENIE,
RFEPREEINMRAMEN L BRES

L-DOPA*  VMA* HVA* SHT*

L-Dopa
decarboxylase
activity in Plasma**

{ng/mi {1} ugrms] o/ min/and)
Case 95.5 <t 5.2 <0.01 <t
Case 2 1338 2.2 83 <0.01 <1

Control  1.2-2.2 3.0-3.0 4.0-15 0.04-0.35 53-1434#+

+ HLRE, TSVLBHICEDS.
o Coul Aresy systemiz R XS,

o8 GOl BIREFACAPABNAE

LC-MS/MS

( liquid chromatography tandem mass spectrometry )

WAL + ALFLEESE

E

“F ; D‘A reten;.’;i;)on .t:ilrf.zoz
; % ! 1 £EE BECES~UL
; i
gg 3‘ " SOMREAMICER
| ! LR 1L BB TARORMKERLS
SRR AR I8
T
BAUTLIRAERLE

ADCRIBIED R Y ) —= 2 DRI REM

SEEFRRBERTEOWL
BESOESORERS —~7  HREICLIBENZEH
- B<DOXXRERMRBESFREEND?

28

Mm#¥L-Dopa decarboxylase;EiEDREIE

{Hyland K, Clayten PT. Chrecal Chemistry 1992:38:2405-2410)

[(BEHK]
@O YUy Ty— { EDTA  dithicerythritof) IS
pyridoxal §' -phosphate & MBEMATA V¥an—t
@ L-Dops BEEMAT. WANEGREH &,
G ERPOFAILEHE

(28]

pRavED—) (0.5-30x8 74) 7112349 irange 36-128)
AL rO—)L (23-458 82) 32.0+6 4 (range 23.8-42.G
(B fidemei min/ain)

BUFLIREBRBV-
AMDCRIBIED R 9 V) —= 2 F DA HEHE




4. NRGBRZEYVEROBMELEDOIER

HER DB W LIRS DOWT

WM 5T
NS U =y 7

WIRIZ 1971 B2 Tl S 2L Y [L-DOPA
ER R B L7/ NEREER—F W R HNES &
P B EMET R ESRE—] LTS
72 (89, 1971 : 24 : 667 —672), [A4E [Hereditary
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