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SRR 21 ARSI AR RS SRR BRI SEE [NEARAEMEROBEEEOMER & BERO
HEAAICHTH0%8] B (KRR REREZIIER SERDREEDE HEhRIEE) WEE

/NRARARE IR IS BT 2 ZRFRARR (TR ¢
AL R W BB O R D X L o

A G
JbiEE A NER

AN RRAZE Y EIR BT B e ERAE (SRR
O % ST 572010, RilER RN REC
DZRRBENRBE DI M &IT 2720

JeiE KRB CORALN S L LT,
7 6 Bl & RO EES) 4 AA— RIAEDH
S R (A Y P 1R e a3k AR & G L o YA

WIROBEZ14~39. P14 KHATH
0. AEFHEROBBEX LI ZOATH 52 RIEH
BHFH—FKROATH ). ZOMIIMEFTH >
720 ZEFIA ATy b 100mg ~ 200mg 2T HiF4R 2
YO E LTIz, BRHRILIERD & 2
% BRI T 70 DU 2 4. BERIEN 1 A BIR
TEM 1A TH o7 EIRIILEE TH Y AR O
BRI T2 O BASBEORIEH T TA LMD, SR
ISR TREETIHRES THREBMEOVA =T HET
Hotz (4%). KIFEEETOEFITKEIBSHHEA

BICH B DI, BB TR AT T O
DBEFIFEOENTVELZ LW, BRI TR EE
FE—MIBE LW L ERL TV 5, ERPER
THY, Ldopa BBEICI DV EE&ICEMBT LT &
by LS TH e % S Th R WITRREES
RSNz EBC, ALRIREDRER T b EIRT#
Wbz 1T &9, Hosmiidrb
NTwhdoiz, ZIRKAXICBVWTE, Ao E
FHR O &R0 L RAEOFEHEHSHEIEIC & 5 W HE
HWAE 2 BTz,
BERAHOLRHEEEH L L T4 L. A
MEEESONFRIZE CTHY ., LBOFHRITZE D

BV, Lo Ty DRI B W CIMER 0¥ —

AP TE RV, TR RREF LRI TH RN
REBIASFENE S N B W REIEDE 2 bz,



2. MRREEVEROREK

PRk 21 ISR FH RS AR BRI e g [N R EM R OBNIIHEO MR & REBO
EREAAICH T B8] CKIRITSERERFREEMZER /D REED Y FehRIER) fEE

W9 O B R RIS D T
W

R SNEERE Y 5 —

WNRIZ 1971 W S 25, [EWHR BNER %
B9 5B EHETHERMERGEE] L LTRL
DTRNBEIZHE Lo Z0%, WIS TS
ORISR —F Y VIHICBIT LBV L &
BLH 2T [EWHLZANESEET 2 8E %
YA =T ] B L 7. 1986 4E 121 Deonna
A%, 812 tyrosine hydroxylase KIEE & HB L 72
LHEEER R &0 T, Segawa syndrome & V25
WG ERB LA SR LIS 19884101
Nygaard & %% Dopa \IZ S35 YV A b =7 % dopa-
responsive dystonia & #&M L. Calne & 2 % 45 5#
L, BB AL LT Lz, Z0%, IR s
dopa-respornsive dystonia & O F —HEAHS &R
Dy GHIZESTWw5, 0L K ORRIEICD
WCSCHRIG IR % o

HWIROBREOEME, BN SPOEICH W
WHTHE [ FEWHLZHNEE % 2 58 R5EETE
VAT IMEINIR LTV 50 kb b B R
HETEYAN=T7, HNEETH L, ZOMHMOLk
MZfs e LTd. ORBBELoME. @FRKS:
P DR BH, @ L-dopa 25 %) LIRS 5
ZETHH, AECHLTIZ4 1 BET iE
MNOWEERT 5. MEMFEEOKRB L LT, o
FEFEIT BT A R BN & R IR R O IR B 2R
o L ANBHL FRIC6muiR e LIl TR
DY AN THRE, L BEBENONKRE TR
L. 10 AR TR L T %0 FHIEF A
WAL D AL HBO 8 ~ 10 mOER T —M E
WDV A =T HEHETHRES HIER. SR Lo
BLOWYA Mo TEBEIPMD SRS H 5, FRER
FEHIZRAERCTHIT 5, 6120 WAL T
IR, FROFTHRAET 2 0%, 50 A O &
HIEEOREDH S,

AREICHEE LM THRO VA b= 7 HH9,
SEHBIEE ) S LB Y. Fh e & B IS
A0 15 E TSI RS, Muam S 10 s

R}

FCIHETT 5. LA L. TOBOETIIREE 2
D, 20 AR, HRIC 30 RIS E RIS,
FNEEDICHWNEFNIAHE L 20 RATHEK
T 5. BEIZZO%. WICHET 525, nax—
YavIZRHEREENS, 10BAICHEL IR
Wik, 30MECICHTZEDEHIIED %0 VA
o7 EIREIGEHAHNESZE L. 9Ir8H
ST E & D ICHET 5, FlEL FOREIRIC
EY YA M7 EREIEEHICEET o AEHIS
EBTIEVA P T RBOREE & HIZHEOMY
EEL. BEPHICE-2SD oLk b5,
BREEE, BEHDEORERN TS bR WE
KCeh b, BEIISEDHIIFOBRM TH S, T4
bH, Ldopa2ER L. LoadahEdskil. &
R ZED DL L bR\ 10 UATICIHAE L 72IE
Blcid. 10AHPICAENEORBEEET 5
ENH LD carbidopa B MA ST & TTARMIZ
WET S, L-dopall L VIRHEDHET 5, X HIT,
30 IR CIER DY Z B3 UL L-dopa Z W ET 5 2
LASUHEE 2 B
MREFFTR E LTIEFEERO VA b =7 A5
TH. 2 BEEBMICED SN S, FsiltEo R
RILAE. 8-10Hz OLERE 28D, Th b O
RIEVA M7 ERBRCEREEZR T /NEISIE
O¥tr, BT X b= 7 OB BAN L
LIRS & 7 B A, IR OB AFSRE B OB
SREANEIFEMIE 2 5o SR O H FRITE I S —F
YV VRO ICEHEEOZ LR, BYEL
WETLZETEH, TLAKTTLIZ LD b,
8-10Hz O LB RHRIII MR 2179 LK T %,
BAFIER CIRERIFRRZ D5 2 & b H 5P,
PLTN—F VY VRO 4-5Hz HEIREZ 27
5T L3, ZOMOMBENHEIAL LT,
ANV SEAE B C IS A THtE LR R % 3830 B Bl
A%\ LA L. Babinski 8 7 & O #EAR S Bz
FRD TV, BEEEREZRDL I EBHLH. h



WKL B E 2R 97 5 Striatal toe sign 2D
THEEET 5. BITPITIIED) & B EL
29 505§ AR DT AT R E T R
L. b HAES o ae—> 3 VidEEs R
%o —EROEFITHMAEIR, AREREEIRDL L
bH LA, BOTHTH Y. MEEER, BEREZ
F o7 BOHLNEV,

AT RICDOWTC, BHIPHEMAETIIPET 2 &
OEREREZED. HOPLREFITBED OV,
8  # A& ¢ 13 homovanillic acid. 5-hydroxyindole
acetic acid 7Y/ % 7R3 homovanillic acid D%
FHI. FHRCHET A LETFRICEHEEZR T oh
IEBN @ dopamine {EHEDY HICEK L, HEWwZ &
DB EE 2 5N b, B8 neopterin, biopterin 1
ELICEFD0BUTIEKTLTEY, HERD
BRRBZTIZ0%TH S, GTP. Y7k Fuog—+¥
TGP FIER Tl 20% BLF SEBOREE T1d
0BT LTBYBIICEELITR TH 5. Wi
DIFICAE I Th - 1-RERRIRAR Y 77 7 Tl
MO MBI L2 T OMIRE RS TR Ly HARE)X
5 2 IEAREL B cHE ., 26 1 MEMRERS & REM HICik
B3 HREINY — L BIRT s TOM. FEEHEHER
R B OB CIIALE B E B IR ERE B T
AHER Ll g 20 0 GRIEEE R Al ) PR R Bk
BhH I L HERE 205, SO OFRRAREAE
PR EORT I Ldopa lIc X AERIHEL LD
WCETEFILT %,

MBS MR ICE LT, BRICHMOBR T C
W% & SEH S /e 18 O HMIBIC &k 3N T
FRERELEMNO AT = B8RO TRD 5
N7zo MILENMBECIIEE LHEROWET
dopamine & A EARD L TV 72d5 2 OREIL/
FUY VR LBETH 72 MERNTOS T
FRIRZIC I LR T IR T L. BN TR
HEA, BIRENTRYHIEAL VT I 5E )
NR=F VI VREMBD AT — VR L T, JB
RENOSATIEEMICBLT, LDETLTBY
EHOBEFFEE R S—F Y VIHE IRz Tw
720 512, [tyrosine hydroxylase! {&M & FIEER
y N7 BIEMERTHBIKT LTV, 75—
FUVURERL VBEECIRIEE#AL 2 o
HRBlOE TIE. B D biopterin, neopterin
DOREBERT EFu Y VKBLEER Y V287 & F33
YOREERKTIMESIR TV S, BRREETIE
149221-q222 CHAETHGIP Y7 uk fu o —

YI#EFTH 5.

BRI BB VA =T REBEIA P =T R
RSN, BIfEVA =T ENIRBE I X =T
WA TERES EREON) LDV A N =7
BEET 5 IIHROBIETFREVPHERINTHLS,
ZOBEY A b= 7 B R RO E O % Bk
LMo TWA, Thbhb, VA M=THIT
RSB 2 B9 A9ERIRP. oculogyric crisis &
AT LbHb, TOBOREGTIL BAFR TR,
R A BT 50 TORRPIITENERCHIZE,
F AR R & B TR T SERID S,
EPS, BAFIEFNERD HNEBA 2 <, &
BIOA =T ERDBVREFIDFE SN TnE, &
BT, O P VIEHETIOERT A EEZ NS
HEMEE, 5 oREOEHE. REHLET 55
BlOMEDH 5130 BERAEGEEHT HIER
TERWENHHERET, vae—a VBE, B
MR ERET AL b H D, BEMIITEREL
AR, MARICERZ GEROEE %2R 5K 5%,
BIEFESOEREETIRRLEDECDH S,

FIE SRR IARRENC X D BT OISO E
D HNBA, FEARWIZIE L-dopa TEMIES N,
B SICZE OB L 30 LRI TT8E & &
bs 13& AL L-dopa H#l, 20mg/kg/day THERD
BREPHEON S, #H. L-dopa % 7-10mg/kg/day
THB LMY 5, Z0RICHE LA, BEEHE
BRI 2RO LI EDNDH LN Vol g LFER
BRI A LICLY, AHMEEBOHIL { Bif
BRRPELN L, KR OWI <. 10 YRS IHWE
ZRIA L ZZEM ORI 13 RE D LR R ET T
BIEFIS VB TG E ORLRBIL2ILET 5 S
CICRERT A EEZ N, PR REHER
DEH) 4-5mg/kg/day ~NOEEIZ L ) B EHEN
Boshas Iy Ldopa BMRFICEMEY A b=
THTIR YA b= 7T EEPWE LD, BHEWERO
BEEEHZELLVTLEI LD 5,

WARMBEAEREAE T HEM CIHERGRICY
AP TOWMEZRDL, LErL, SNHEOEHFT
buosABEL, BERBHEETLIZLICIIR
AR 5N 5, L-dopa ORIFIIFHIRD H IR
IR T CORBUIEICBRE T, 1ZL A EDREH
TEHML. LD ZORMEDKET 5o S HIT, L-
dopa & 30 MUBEICHETBETH 5, ok oin —
HoOIER, PIZEEEY A b= 7RI, BEAERAEES
REHT HEH. 2 5ICH—FKRNDOK ARSI T



13 L-dopa DFIERTHTIE W &dhbH, I
EHRETHEA~ATT S dopamine = > — 1 ¥, DI
DOEWETIISEET 54, HERE~O D2 254k D
LIS X DHIR TSR S e 2 L2856, 2
NSOEFNICIET b Fuet 779 Yy oftH)s
VBN Do IS, BEHLATO Ldopa 2 X %
IR L VIR RIEEET 5. 4B, HERMYAF
V7 VNREOHAY) YANIEIBMREE T
BASEETIE R, REIITERE S s,

HBNROERDEIL

—Eaaw

~ EROBAEE: BESH R
58 108 158% BRA

v
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BUNEW, EX—Z, % " LDOPA %) L7-/hR
MR EAL R B — W HNE S % B9 5 SR ST M
FECAE SR, TR 1972 24 1667 - 672.
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Neurol 1976 14 : 215-233.
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KIEWEICH T HW%E) P (KR RPRFEREENRR ENREEDE HEhRIER) 80H

AADC RIBIHE DR G & R 8 B

Ik

IR AR 22

AADC RiBJER. £/ 73 v OR#WETH 5
FHEERT I 7 BREREEEFE Aromatic amino acid
decarboxylase (AADC) DEMHETICL D EL S
BETHY, ARMPLVA N =2T R EOREE
B E I RE 2 Co HfRRE, Ao
KT EOMBIEREET 5, 1990 4124 FY A
@ Hyland & Clayton {2 & » TH#E STk,
INFETIZEMRTH B HHIOHE Lk wIEFIC
BB TH b,

Hyland & Clayton OB RIED & - 21 1%, &
HAH O EEREIR 2 597 5 /8RB OB R E
WEEAZ)—= 7L, FEMRHRITRZ v
Lz Tholze BUETHBMTRICKE 23t
Wit BRI MERESLHETH 5,
ENTIH 2RKRIADOATH Y, ERITIERR 2
FREREIRASS < o RERAH O B O H EE L HER M
TADPAL LTT 4 B— 3T ERBHIBINS »
tZzbhs,

SERIE, FEEEN - SRR (DA F=T %
&) - REIREGES) GEEME) - BHEMESEIR 8T
REMFERE L) - MEGRE - FEREETHL (R
1~3)%,

REDOKITRT LI AADCIE. YT b7 7
UhHRU MU FUEYIRL R8I UANE
BT B200F 7 T I VRMRIZEWEOEE
M5 560 Lo THRHREEO L TEERAL AN
WHEER L, THTIETET S, EROBERR
&L TiE B0 HVA & 5HIAA f&fH. L-DOPA,
5-HTP, 3-O-MD Eifi. 77 YIEFEPEHNTH
bo 7272 L AADC DHif¥RIZE Y I Y B6 TH D,
Y PR — Y YA ORKIETD RO
REESTBHIENDH B, EHIZL o TR F—3
IVRBEEYOMBEELRD S GEHNE F—
33 VJRIE) (HVA : homovanillic acid, 5-HIAA :
5-hydroxyindoleacetic acid, 5-HTP : 5-hydroxytryp-
tophan, 30MD : 3-ortho-methyldopa).

B F1A
/YRR

BRI F—23 3 CE@3ER MAO BIEANZ XY
TR (W DERDA) L, —H0BHEE

= 1. AADC XIBEOERHE

EREE 100%
IRER B ERFE1E(OGC) 100%
BiEmEEE 92%
TR ER) 69%
TRES-FHTRRE 69%

2. AADC RIBIEOHEEEE)

AT
Oculogyric crises
MECRAR=T
FBEROR=T
BEHEMCARZY
SO/ BELTERE
BAUBHER
IN—2 ) AR
BT T—E /T Th—H
R R/ S L
4 i
SRERRTER

A
A

%£3. AADC RIBIEQ ERWIIER
[ETRE-HATRE
i RRmEE
REA- BB BBS

R TE-BALEL

S

R

R RRES
REREEE TRRE
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Trp

|

5-OH-Trp L-Dopa —> |3-OMD | —> VMA %
v
st;::z:\\;:\ <— Serotonin Dopamine —= — ﬁVA 7
| !
Melatonin NA  —> o o
! MHPG
Adrenalin — -~
. AADC K@t~y 7
. — & i
L=F— L-dihydroxyphenylalanine FIRA b ¥
E# 3 7 B6 Pyridoxal phosphate T &=
F—7%3 ¥ ZAARAEBEE AYNVBTRES ) TF Y Pi—aTN
F—/83 V25 EEEE P22 292=BN RV 7 A
MA O FHEH HEREL XY~ e
7 KLF Y~ a2 (R WREFy=v v TNVAY ¥

THFBATRECTH 575 %  IFHEFERE 2R §,
EN T LT OFEFIAERICHAA LN L,

B, AADC I/ S —F ¥V VIR DEETIHEEIC
Ao Tl SROMERETDH 5,

(&£ 3R]
1) Hyland K, Clayton PT : Aromatic amino acid decar-
boxylase deficiency in twins. J Inherit Metab Dis

1990 ; 13 : 301-4.

2) Pons R, Ford B, Chiriboga CA et al : Clinical bio-

chemical and molecular spectrum of aromatic L-
Amino acid decarboxylase deficiency. In : Fernandez-
Alvarez E, Arzimanoglou A, Tolosa E eds, Paediatric
movement disorders. Montroge, France : John Libbey
Eurotext ; 2005 : 185-94.



SSADH & I8IE D s A% & 5 HE A PR

H2H

AR AR

[#f =] SSADH K HEAE 1 B N o 52 7 ph (2
WETHDBy-7 3 /HEEEE (GABA) DERMAHE
HOOEDT, GABAICHET 2AHBEF L LT
3D % il &L CWwW5b, Succinic semialdehyde
dehydrogenase (SSADH) ®/K{HIZ & Y. GABA
DHFEWY) T % succinic semialdehyde %% succinic
acid IZZ ¥ & L2 W7z ®, 4-hydroxybutyric acid
NS %0 FEEEN, WHRRIKT, EREE, %
B, NI, W AR EOMBHEREA SN S,
PR A FERR 0 HT I BT 5 4-hydroxybutyric acid @
BE L LASTH ORI R 5,
[#3f &) IhimEBThh. HETHTIMEIZN
70 B, 4 F TR TR S M BEEITH 400
BlEBbhb, HARTITARSA 2001 4 I12HE L
7% (Brain and Dev. 2001) A%imXikis& LT
AT, EREBBIOWEDVDHLDATH L.
B MBIEIRAZ Wi, EBRICIZIEE R Z I %
ZUF TV VIER S FFTET B REMED D B o
[/% #] GABA ORHMEWTHLIANIBEIT
Ve F (SSA) E#EHE a7 BRICAH SN D9
SSADH KABIZ & ) SSA A &9, SSA O
EALRTLE 4L FOF Yy BBRICRH I 4 -
o ¥ VEBRIREZ £T 50

WAk S E R CEMLER T IE 6 TR
#1464 %5 ALDH5SAL & ST\ %, SSADH K

Sxa

7
/NEE

HETIXFEEMIZ BT 5 GABA ¥, 7 vy 3 v
BT 7 CEELMBIZZEDEONT V2D
WP REMEEELZF SR LTWEEEZDON
%o HRAESRIC BT B AR 7 JIH M O i (2
W GABA O¥MBA LN HIZLnbbT, T
ADAFERZ RN AZ EICE LTI, BT
FNVR PET IZ X 2% % &2 6 GABA 2B 4D
downregulation 252 Z > TW A Z &b > TW
5 EDHERAI I N TS,
[BRRRR] HRERIZFLBII A 6 A S, FEIER,
AR, SERMEE, HERRKT, MEREE,
AEE. Z8). A%, BEOHET. JEETHENNE
W, CADPATRIERES R TH S WHOIMETIX
STV, MRIRRTIE 70 ~ 80% Rt O BH. T
AP AFTED AT PEIC A S, EHRE R
Ve, RMFEME, I 47 0= ROEDOD D
PHEEIN TV D, NEE. 28, AL ETHO
PR PRI B OBEICRDOON L, EBNIZLY
FHREM A CTEEOBREIRICVEI25E50H 5,
[ Z&] B MRI CIRIEEROREDRALNRT
Vo
(22 W] JERIGIEFENZ S ONRLnps, LEEo
X9 BIEIR. BT RAA SN, Mo JFE KB E S
NTWRWEEICIZRPARES T 2TV, 4-¢
Fad P EBEO LA ZHERTHILPEETDH S,
4-v FuFx VEERO EAER S
NBE 3R Y NEERZH
W 72 SSADH O 1 4l 58 % 17
ZORT2LZMICES,
[(& ] HEREHEL LT,

59 Y ORGOEMENEYE

| [onsArs> 27374 (GABA-T) |

(21 2BEs7 L FEE (SSA) |

FNRERHRE CTHRESI LTV
. FOERAEFIRIE-oE Y LT

pd

ANIBESTILFER

Wi, BT TV T GABA %
BHROFEIH OG- & HERE
HEN A RE STV 5,
EANM) Y 3—HOBRETHIY
EDOHEDVDH B




Fr =Y ARG T ¥V KE D BIRS &5 g
B XU 2 KA HBAERR D A A

LA WA BREY

Wiy PR
1) AHKRKEFEESES

ESRENE 1 N0
MREBHEE 2) ABRKRE: GC/MS BEZISHRTFEI R

3) ENLmBHEREEE R R

B =] 79> UpsEEE (glycine cleavage sys-
tem ; GCS) D RIBIZED L ERNBETE TH 5 (X
1)o GCSIEP. H. TBXULEHPOKLHA
BETHY., BROESEEEERE L5, BEAT
OHRBIZHAET70-100 HAIZ T AERHTH 5%
JEEKCOEEIZEY (W1H AL A). HHEo
FEREMICE. ABREREREZE,S I 4 7 oo
IR, BB E L v I R P IRRE R B
LA T 5720, HERRCEHAHOE
RETAHHLZVEENS RS Y, mEE. R, B
HOZY T UREETHY ., B /K7 vk
25008 BLEZRY (E1)%,

[EEOBEHE] GCS DMk S Ths PEH. TH
H. HEHZEhZFha— 35, GLDC. AMT.
GCSH O BIZFREVHEECTH 5, 0% DHEHT

GLDC iz FR¥ %, 10 - 15% D EE T AMT #&
BFORELRDL. WNT VY I VEBEZHEROY
T & 4.7 THLH NMDA  (N-methyl-D-aspartate) 5%
BREANL BERZY VX B EEHME)H
BARHEROEF L LCER ST A, #Ein TR
EHEIR & OFBIBIARIZEE S Tl WAt BRAFRESR
B EOEAICREERN BT s EL OB Y Y,
[EHER] WFEREFER. BIRNZFRICLD,
PR RS RE AR - BERERL, FLIBHIFSRE B -
PR, FRMBIBNC S S,

MERMRER (HHE) - BABKEE (£l
48 R DA IS AT O R AR IR (G IR T
HRAR. 8, BREE, BITRRELY) 28
L. BHDHNICHE T 2 0EERNEE 2B,
Lxo5 < DIENKHOREHNEEROOEDTH

creatine formate oxalate aminoacetone
guanidoacetate glyoxylate ghutathione
T 1 conjugates
glycine ;
NH§+CO#C, 2| Np,.CH,-COOH |~ PUrines
SHMT =, .
e proteins
Serine 5 aminolevulinate
pyruvate
porphyrin
TCA cycle - Fe
l - globin
CO, hemoglobin
b — = B

Blt1.. 7Y

GCS: 7 U RHBR. SHMT iU - N RAFX I AFIL - bT X T2 F=H




