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Distribution of Patients with

Segawa Disease '

Hokkaido: 12

Tohoku: 3
Koshin’etué §

Hokuriku:

Kanto: 24

Chubu/ »
Tokai: 11«

Segawa Clinic: 46(22Families)

®
Kyushu/Okinawa: 6
Total: 70+46 patients
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VAP=T 2 EEET BT LDopa 0FERZR L. ZORBABT B, VAFAYT %
HHETHIEDHLD, HEEZBH LA ECHRET S, Lo L, EOAIKEYZE., /2 NYR
KAADFBDTz0, LDopa ZHIEE S5 %2 B LW ENH LN, HE. LRTHIEA, WiHTs2
ETHRPES NS,

EHPREHHERIET E N AL AR S EMICIE PR LDopa b L EFY v - v Furzus
A FOBFAPENTH o722 EVFME SN TS, EITMHENEOESN T B S I3 a R 2 5k
IR,

(fF %=
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L ¥7 77 VRS RIBE

(B & #]

B
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2001 £, Bonafe 512 LY, BS54 Faxy - VY S 77y (GHIAA) &HRENZY VB8
(HVA) OBEOKRT. U477y e Fut 75 yOEEs Tt/ NE sl
SEREREE LT TS SN, 2005 4, Neville 512X B2V ¥ BORZOBMED S HEIY
LA ENS,

[RR O]

BEERMEFMROSIICLY, YET 77 YETHEE (SPR) OREHALIH S I S 4,
2p14-pl12 ICHZE$ % SRR B{EFEEIHE & L TR S I,

(£ % & K]

Nevile & @ 7 PlaBIAL IR 0@ Fe 2B & B EEN T & AR IGEDO BIF 2 /R, 6
BliE 2 AH S L ROMICERBELZ. 5PV A M7, 2 FICHBZRBASR IR 5Nz,
Lo L, ARENIZ 2 R0 H BRIET 2R L7z,

FLRII LD S LRI 2 I CHRENER) 2 D72, IEIRIC X ) —EOEBEEOUED A S,
HHFBREDOHE Z ATIEG S B0 72,

(& & HHE]

SEFNZ X DIEIROIRE, BB BEOFENFZDOENLA. SO FIREORE. AN,
T/ EEICERTIOT SHEL BV ATV, BRI HVA, SHIAA OEHRT L ¥
FTFY P ERET T ) YO ERTRIN S TEEZIIEETHRERICL %,

[Ex&iRHEE]

SEEERIIIBR B EEMN % &4 L-Dopa ¥ 8 2 24, FER. BUER, IREKIZEEITH
FF Bo APITHRITRITRRE 2505 FIT8F—VBYFELLRV, ShiF. 0IE—T 3 VO
EOHELRT. LAL, Rk, VA= T7WEBETHLH5RD T2, OIS X D IRERASHIB
L7z B, HERT IR %2 & 72 RE B C ik L-Dopa 5, HEEZR L7284 H 5, LA L. L-Dopa iZF#
Ak WHE S e RV,

T 2MICHBIRIKT. BEAMBREOKT THRE. 6 RTHWIHEHEZY, UKRTYA S
TR L ER T M4 EEEO LDopa & 504 FuF Ly« M7 770 BRWRIREZRL
7 ENHESNTWS, SPRRIEBSLIEFSIVEEJICku b VO TARBEN. F72,
SEEERAD S 1ZME action type EHBOMKE. Thbb, HERTEBAANT 5 BEMSFHEER
WO DA REPTFHEEND,

F/. BERTFRSPREGFEEDICR /A F - Ve Fu 77 ) vBTEEEETOMS b RE
Sb, b ORENRE. IREEORBPIC DR 5,

(B % il
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HERT I BRERE (AADC) KB

(B & #l

3%

(1 =]

FEET I BB E (Aromatic L-amino acid decarboxylase ; AADC) & L-F—23% X
IV, 5-eFaF VMY TR 7y RO S VICHEBET ABERETH Y. REEYET
HBENRI VI NTERT) Va2V OERICBHOBHETH 5o £ ORIBIEDMEHIZ,
FLIRHI R & O3 RE B L OB 2 IRIR M #5174 SREGEBHRE LUKV A =7 T3
FEL, BT HVA B X U5 HIAA Ol SN LRTIR TBEM S 5,

PRI V7T TR MR ERZAWERREEIRASN TV AN FRIIARTE JITELE YT
FROMNIREBIZE T 5,

[RER O]

7p12.1-pl23 T 5 AADC BETFREIGER T 5 ¥R EKSEREHTH S, AADCHEHD
RARIZOBERAE, OMmFETHEERIC TSNS, BEMAE T, AADC DEHE (L-DOPA
BIXUOSHTP) & 20BN TH S 3o-methyldopa DFIEHFBEEN LA L, £lRox€/) 73
viEru b= ORHEEWTH S homovanillic acid (HVA) 5-hydroxyindolacetic acid (SHIAA)
BERL TWD, M F— SBREBEEIET LS QEEREMT E 2 5,
BEFERIOMMOMENH VLI IA LV AERTH LI ABICBVTIE—D7 L —
LAY 7 VEROER (IVS6+HAST) BSHESNTWS, BIEOL A3 Ak vy AEROERMEN
2V L-DOPA FUBEOEES THE Sh - REAHEMLTO 7 I VEBERY B2 7 GI02S &
BRWFEB D S0F 7% EHFBMAEZR L ROoM o TE TV A, WERETIE. F33 VAlEE
% B U C 18F-dopa PET A CHMERANOIY AAPHEET 5, Lo LEHIE MRIMETIZRE
13389, TRODAT-1 SPECT A TIIMEENOHEEPHRETE L L L. Boft s IR
R B33 VAERROBEIME N TV L EEZ SR TWw 5,

(£ & £ K]

JRIBITIE 6 ABPANC, FIBKAY 2 IRERIEIEE3E1E (oculogyric crisis) & KD Y A b =7 THIE
LEMESREEER TS, 2oMCHEOSWIERE L Cid MEESOEE, 5 EHE,
Ocular convergence spasm. THEHER T A P 7, I A7 0=XAREDN D S, TELIIHER
BARTF L. RS ET 20N U AF — B CcH 5, L IFELZ Y TREOR
WIREBICE B 55, —H CHBRIKT SR THA IR E LBk E SV TIRTH o 12 BE
BlOHED D VIEROIBIEIE V. ERE L OBHSHBELSEH D, ELIBHEZZT T
GWERIDZVEEZ NS, STORICOVTIEBHERIER R EAHRORETH 5,

JRREL LTk, AADC K##Ef ® FDG-PET M4 T K73 3 VR OBREVE W54 & midin T
TOBERBMETORRSEREIN TV En, BEROBREA LI AADC RIRED E&EH)
FERTHLY A b7 tHEEHOREORNE 20 AIEMETOBRERNESTHBMEEERE O
EBITHEEO D, BoTwAEEZDLI LN TES,

[E % & HHE]

ZERER R SR B Bk, RS THL IR T ER EO HRMRERIZIZIZENTEET 5.
FEMBEC LA EREECHEEPREC LA END 5. SNEOERIKEOST2F7 I VAR
ERMLL-30TH L, BIREEOAHIL . BIRFVESTHEAT oo b=
SERENLLDIEAT IV OERPBEINTVLLD LI NS TAPADOEHEE
BECRUDARMEEE LI EN DD, ZOBER VAR TOBEIENEZ LD 5,
T BEFAICBOCHEROMEITE & b ICH PRI EESHB L, &EEG TR
IR CRES AHEMEH 5. Tb LRI WS RER, RIIHZ & ofE R
OEEOHAELZADLI L LBEHO—OTH S

[E%&iREE]

FRI V7 IR M, BT X VBALEEEILER. MR THLE Y IV B6 & R VARG
BT O CWBEY, MRIBNIH LTI b T PR LA TE v,
FO-DCBEARBETRRCUSESD T O TNA, AADC KIBRETIRBMOMEDZ 71T
WL IEELICAADC BEFOBAISSF VY UHOEREEL LTRSS TCW A EENH
TELIEDEANLEETHD, BYLEHRBERLYNE) T a VOHMREER LSS, #
FEFRBEOERICL IR Z D TIT LR ETH 5,

[t % 3]
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Distribution of Patients with
AADC Deficiency

8
{¥]
Hokkaido:0 /

Koshin’etu/

Hokuriku: O Tohoku: 1

¥

&
‘ Chugoku/ShikokTJ: 0

Chubu/Tokai: 0

o/

Kyushu/Okinawa:0

Total: 3 patients
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INZERT VTR FBUKE (SSADH) KIBJE

(B & #l

3%

(8 ]

HELMBEEME TH S y-7 3/ BEEE (GABA) OB RKRBEB DO L DT, Succinic semi-
aldehyde dehydrogenase (SSADH) ®RIBIZL Y. GABA ORBEW TH % succinic semialdehyde
% succinic acid B S Wz, d-hydroxybutyric acid 2313 %,

SEGEER. BBRAT. BREE, 28, MEER, GV RAL EOMBREREA OGNS, B
HHEEE A2 BT B 4-hydroxybutyric acid D RE L FAPBOBEIZ R 5,

(ER O]

INZEBEITATFe FEARERFE (Succinic semialdehyde dehydrogenase : SSADH) ®%K1Y
BRRIBIZEDEBTH B, ansBEI 7NV F (succinic semialdehyde : SSA) B H 2/
7B (succinic acid) {AAH SN 5A, SSADHRIBIZL D ansEELI 77 KOBREN LA
T5E 4 FUXVEE (d-hydroxybutyric acid) I3 4 Fo X VBBRETET 5,
SSADH RIBRE O BT EIA T3 6 FROMARICHAT 5 ALDHSAL L 8 hTwb,
FEEICTNBERTH Y I TIX 1980 SEITDTHE SN B 150 PV LoWELTH 505 H
RTIZ 2001 EIEZHRREP OMENFH o L0 EBIDSIPIOMEVD DA TH 5. R M~
POEERNTH L7-0, ERICRIERELZZHZ2 2R WIERA AT 5 WLV H 5,
KR TE O BEOERBRPITVIEMTAIZ LT, BEELHREENE CH S5 GABA ([CHHT
LR PEERBORMTLED X ) ITHBRFNRE LT SR LT 200 % MHT 5,

(£ & £ K]

MRERERGA R A S A S I, 5N, WHHEE. SHRLEE, HRRET., ERESE, £~
HE. S8 A% BT, EETHNEER. TuRAREEETH S, BEILIRETE
THHH T (10%) EITHEOBEETD Do HES MRI THRAROBESA LN TV,
PLbo &9 BER, TRBA L OB REESFE SN TORWIGEAICIRT AR &
TV 4- e FOXRVRBO ER 2T 5 4- ¥ FOF UEEEO LAPHE SN GAI0I3 8%
) U osEERRE Wz SSADH O E R 170 FOR T2 0B HICE 5 AN L h PRI
THEOBEIIICGS,

(L& GHE]

TORARE. TAPAOERBHERICAL R, &5ME R KMsEE 34 70=—
R RTFEDLOPHE SN T 5D, PER, 2B, ALL EABORED FRHIHROBHEI
BOHND,

(Er k]

T VILAZED Vigabatrin OWRAITHILS 5, RSO WTHEEIZ 2 v, L-calnitine MET L
TWAIER|T carnitine ORGP HESE S 5LV IOMEDVH L. MLTADAEONS VTS MY
AR EREE S5,
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Distribution of Patients with
SSADH Deficiency

Hokkaido:0

Tohoku: 0

Koshin’etu/
Hokuriku: 1

Kanto: 1

ChubuyTokai: 0

"

Kyushu/Okinawa:1

Total: 3 patients



Distribution of Patients with NKHG

(non-ketotic hyperglycinemia)

Hokkaido:0

Tohoku: 1

Koshin’etu/
Hokuriku: 1 §

Kanto: O

i

Chubﬁ/Tokai: 0

Kinki: 1

N

Kyushu/Okinawa:0
Total: 4 patients



INRARAZEW R BT B EERAERR (CKHE)
AbiE R AR BB O KRED X & 0

AW Ma
LB AR /NER

INIRARAZ M E R B A S ER A (TIRRA)
BRBAERERZBEINRTH 5. S EITIEERTFIHR
BRI CoOZKRAENGEOTLOERL. K
REOMEN & WA EE T2V

JeHEE R FRRIE O KA RE L LT #l
¥ 6 Bl & FUINARHORKEEEE) 4 45— K EDH
B S, BRI ESERON PR E 5O
TW5hs

ENEOBREIT 14 - 39, Bl K54TH
Dy MERHEHOBEZERZLIZDATH> 2. FKIEH
BEFH—RKROATH Y. ZOMWIMAEHTH -
720 A XY b 100mg ~ 200mg TR 2
Y ha= U BE LN TV ZRRILIERO A 2
Y BT T Y oM 2%, BEREEEL A, B
FEM 1A TH 720 ERIEEF TH ) ALRH O
BIREK T2 OBRABEORSEE TALNAD, B

CHRITRECHE 5 THEMO YA F2THET
Holz (44). JLKIFERETOMBNI R DHA
BICTHBDI, LHEEICB W TRAFIL T O
OBEFNESNTVE I LI, BRENTVWLEH
Bid—8ICBE R W I ERRL TV A, IERDPEH
THY, Ldopa BIBIC IV REBIIER T LD
5., BFEL A REETE IR T RZVOPD L
e, FERIC, AERRBEORESITH A
ThhTwhholz, ZKARICBWTE. Ao
e BEBOR L AT e BEOERAEICR S
TREEATE 2 b Tz,

FERAHOAMEE#HE L4l Lz. A
HEEBONERSE CH Y., LHOFERIZEZE R D
bV, TIRARICBOCHEN OB IR TE
WS, B RRERYE L SN TR WERD RS
NBWHEEEIE 2 b/,



WA )19 D B R AR IS DWW T

g

W™ 1971 FiCll &4, [FEHLZANEHZ
B 2@ REETERMEERER] L LTIl
TRRBIZ S L. 0%k, S RARORK
BRS8N —F 2 VIR LW LR L
IRT [HEWLANEEZ BT 5EEEETEY A
=7l EFFRL 720 1986 4E1Z Deonna 7F Segawa
syndrome & \» 9 % % % $2 "8 L. dopa-responsive
dystonia & D —HEHS 0L B D ESHICE ST
Who ZORREITHEN SIS RATH
5 [FEWHLRHNEB 22T 5 8EEETEY A M=
71 AR L TwA, Tbb #ialtk #17
YA =T, HNEBTH S, ZOMDOEMI%
e LTk, OLEEMoME. QFRKGEED
BRAR RS, @ L-dopa 23 E# LIRS R T 52 &
Thbo, QOEFKFEOBRKREE L L CRMAMIC
. 6 RRIBIC N R CHORE. 10 R LLRE S IR G
AHBL 5T CTICIA b= 7 BEDEICER,
30 ACHNEIINEE LERIREL 25,

MREFITR L LTI ERERO VA b =7 55—
The. £ REBMIZED SN S, BikRltkofE
BRI, 8-10Hz O EHIHRIK 2700, TN b Ot
REVA o7 ERARICEAZEZRT AR
FEBICII IR AT T LR % 29 581055 »,
Babinski 816 7 & O HE A BRI ERD e v, Stria-
tal toe sign & L THAERBL DL LPHAHD

E—I

WERINEERE Y 5 —

e

THEZET L. ETHTIRED & BPHRREEL
950, 7 ARRMEDTOIE—Y 3 VITRE
SNbo MRIER, BRERE. R, MaekE
RO v,

WA ATl B R4 Tl PET & Eotkse
MAZED, WO aREERD LRV, iR
# C I& homovanillic acid. 5-hydroxyindole acetic
acid PMEM 2R ¥ X 512, B neopterin.  biop-
terin IZIEH D 0% LT GTP ¥ Z7ue Fug—¥
I 20% DL FICIK T LCB ) BT IcEE R
THhb. MEBOMHIHHTH o 72 EIERE ) 7
7 7 TR O, %6 CICHBEB DR & %
DWENRBE R R MBUHE O RE 28D 5,

BRI A 2T RIEEE A P TH
RS NG, BfEVA b= T RIGEHIA 2T
WA TEBRR ERHONY) AAKOVA =T
el 5. IHOBETFREMVHREINTES,
COBEY A b= 7 B & B SHR) R O 2 AR D3
ORI TEY, fB3H, BEROKAFER. HH
PERE, 5 DIRRE, RN 2 BT 5 OFED
HEPIT RS TW5A,

FEIE IR BRARELC X D BT O RS EDE NI
HOLN LA FEARIZIE L-dopa TEMHMPE S,
SHICEORRRRL 30 PRI E TR & T
5.5




