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WIEEGITH ), BrA BN EEF R 2L, iR
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18y B (250~750 umol/L) | MK EEBESR (FAH) |KITYE, A>T b—XAREER, ©@HRIE
(%1%) K. R
BF OV VINE | BReHk BELRE FOVYFPI/RE EOER KEOREAL BRUSA,
28l B (1,000 umol/L BILE) | #BEESR (TAT) B
(%51%)
BFOYVINE | BREH hEE LR e ROFY T KA, TUNA, BEER
38l B | (500~1,000 umol/L) JLEILE VEE " BETR
(%51%) BER (HPD)
M—FV VR | BLREH —iEt e ROFY T | —BUREGEE BEAKR HERES,
fiE BRI WEIWEVBT#ESR 7Y R—UR
() 7BE% (HPD)
TPIWAT VIR | BREE BELR RESVYFIVEZ PILVAHULUERNBBEZEET . 20
fiE A (5~15mg/dL)  BERNMIER HED S DREEK, 30 RADOHEBOER
(%) | (250~750 mol/L) ThiE, 40 A COXREMRIAR, XEINRF
PREIBAOEREADE, BiEA
FEECHDS | RERIC R4 BEEICELD
BFOVVME| £ BE
ER—BM% U 42 AR F 2 FARNER
S5F Oy VIME BE
E9Y=vCeRZ| 17U 5354 RERICKD
ERIRARIERETTIE BE
BEM

| mmFoyvE >200umol/lL |

MEEATF A Z2/8 > 130umol/L ME{XFA=fE = 130umol/L
PRAEHER DT FRAEHERDHT
YOV ERY “4-E RFOFVTIZILEILEVEE

cA-E ROFY T ZTILEE
cA-b ROF2 T T Z)UERRE

R ERSD | RBPEFEHTU RIAOEFFL | RPERHD
mEEFOv B mEgFOv B
J J J = 1,000 umol/L J < 1,000 umol/L
SF0Ov Y B, HFAZ,
mfE 1 2 Y N RBEDED Y o v
l BIGFHEET — BL TR
S «— EirS
SLCP5A13 EREMAIE BREMAIE
it =50 =50
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Hr =T b roPREIER, 4-v Faf s
Tz )VENVEVEE, 4~ Fudxs 7 o= VAL
BLU4-v FaFy 7 = 2 VEERR O HEEB N
OBRTEMNED 2 VIS EET IS B 5 2
4 FCHREAE
(1}

1 BRER « RIEE 09 b 1EHEU E»o

2 BWBT—9 0Oz &7 2HA U L7 ¢
B, mFud vIENSDbN, HEZSHOD
DOIAEEIT .
OTEEIH

ZW ORI L % 2 3 HEIRE 0O THREN
RN A DL L &, FEESIE 5. 3 HEN
BE O@IZL > T, TEIUIHEEZIT % DN
ZF L.

| sierezz70-=>7 (NBS) TBONLSS

—¥HR I F O Y SR fRE S L CHAR
YAAZY == (NBS) OMREENTND
B, % IR HRIEH & 7o T e\, NBS KifTh:
2, M a s MEREEICRL I LIZENTH
Bz, HEROBETIREREINR TV, &
o sfiE 1 BT, R o NTBC#5-&£ 7o
CHIBRIC L D, FEAE - FFEOM#ETEINZ 5 2
ENTE D20, NBS 12 & 5 BIF R OBEEM A
W FAEINLED KR FREEAS S, I
Fro Y AMEOFHIE Y SRFEY =Tk b
YOFRHHS LY LBRERETH L. ZOFHFEIC
Lo TERPHEL L TR WIEGIR LT HIEE
HUREE 7 5.

1 GEESZHR

NBS Tl F 12 ¥ » 2SEfE T o 756, 1M
T X WA B X CIRBEEERGHT (7 2=
T b)) \CTHEEBW T
2 ECHREETE F COX

B HREIRTH > T, MEHRATEHE Tkt
ERERE R T V7 I VIE, #E, M UART
IF—EoLAPH L, ABREHICTHREZE
BTV, JxZ VT I - Fuy YBRERL
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(BEIS-1) #HWTHREEHZIT).

3 BHItEEEZ DG
O EWaE (§F 0 VINEE 1 8Y)

=F3 /v (NTBC: #—7 771 »%) #45.
LW ERILHE R 2 NTBC %5 % BiA+
5. WICEREE LT ALEDND S,
OBEEE (SFO0YVIMiE1 8, 28, 38
MmeEFaoy yfEiraryba— VT30, K
Tz VT I - ARF UL VEICE ) EHER
FIRZATWRDS, 72V 752y - Fav v
BERAL (FEIS-1) 2B0HEL, UELREH, K
BBLIUHE (ZAVF—) 2HHET L. LELR
EABLO AV g, EREA AR EER
R /H: O A 4% B/ s 5 &K 2% (FAO/WHO/
UNU) O3 L T 5 EHSB L O A0 F— 80
wmEBEIIT L (BARER). HER - AR,
BIASL—HFRABALLE 7227 5= - F 0
TUBRERIL (FEIS-D) 2 FH L, BWELEH,
FEBIVZANVF-242HHET 5. MILAEIC
2~3 |, IMHET I /RO ZATV, FHEI VY
7 AHEEZHET.
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1 5F0Y I 18
O EEZHA

BELFEEZ & LENTEEFOY VI
iE 1 MR gE RASMIEIE, —RE e, g
ERetAE, 7= THEIEICMA, M7 I8k
S BATH . WMEEBWTIITR A BER S AN E
ThbH720, REFRINE, WHEFL, HLhI
BB~ 2 KT %

O S DIRE

JFBE%, 7> E=7, AFP, #tlRE, BHEREHR
2, MA A, M/ RB T 3 7B, R AR
ST, BER T I — (LG U CHERER CT &
721% MRI).

O 2HHDBESE
(1) KEBORELL RHEFF2DES) O

REWHE L ATHESR (WETHIUD).
QEFIRIV — b OFEAR.

(2) mMFH L MTETIRO

AMIALET, EWLREERRESCEHT v E=
T E % RO 72 AR S EMET . Bk
B~FLGVE CIIBBR BN R~ O B & £ B8 | FRfti

WIEENT S — BN E 7 5. % & T3
HETT RE 72 125 KRB R~ R 2 it 974 2 &8
EETH L.

(3) NTBC 50

BWIHRER, HIHVIEBEA O VTR T
IRV 7 =7t b okl sl E T
O CIMAE 1 BI2sis < BEb N b a 1%, #EYxE
P Bt 7 LA & A L 720 B e A 12 NTBC #
5%B%9 5. 1lmg/kg/H% 1 H1REITES 5
GRS 54 B Tdh 5 720)% . BZE OIRAEIC
Lo THRZWHT A, ER#E1X2mg/kg/HT
5. NTBC 2 L 2 \WHITIZHARICES Z
EWE L, TR TOINS Z L D3% . T 72,
NTBC z i L 7261 T & FFHigiE o Z8 460 T LT
BRA T THh 52,
ORE=ELZ0

NTBC tf&kFu v - K7 2= V7 5=V &
DOPHBEENE—RIRTH 5. T L D IERD
I MU= VIR A TEFE T T 5. HFE
EOMHITE TELLZITHRLAIET A EPEET
H5b.
O FT#gtE
SUEFAEICH LT, fidiiFE T Iy ha—
VHEETH 561, FRBMISERS NS,

| eemomez-

1 BSEE

FOL - 72T T = OBIHIRE B
L7z, BRIV ROER L - E A HIBR & ke
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o B O F O Y VRESITWILAR I L X
WHEEBEZ 52 TwbEEZLNTWE. Z0D7:
O, MAEF o v E% 200~400 umol/L (200~500
umol/L L D#FHFELHAH) Tarbu—V§52
ERHEET L. ROAEBEIZF O Y v 28800
umol/L # FEhoTWAEEIIINTH 5.
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R 2 2 TR W EOE T 1 ¥ Y IIE 1
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fRICE - CliEF o s VMEN LA T 5720, 14t
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FRANEFERERE 12 £ 2180 ¥ MEME < 2912t L
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VERAT 75—+ (ALP), 25- Fu¥ o K4 3
> D (25 (OH) D), 125-Ye Fuf ¥y 3
D; (125-(OH),D) fHx EMrIcEhlL, ) o=
V4 3y DRENC X AT ERET 5.
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ETHbH. TIVFATAACT I EL WS
DVER ST RETZEM A RREIC T STV B DT,
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- RARA A1 AR
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- R AR 1 AR
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mF Oy CE 1 RITIR, PEEEO R
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WERERERE B LIS CILIMR AT LT L 22 B
O ERE
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O EH)

WEOEBNIAHEALOFBR E 72 ) 3 <, 2
HOLRWHIFIZE EDDLVEND S,

O i - HiE

BTV AE 1 B OEIC BT S NTBC 0%
PR ENT WAV, ThE T, NTBC MR
o 3FEGITHE L72REDH 5. T NDER]
DR L IERIN I BE 2RO o7z BEL
BRI EKRFIZT 7 VTR b USRS
nNa. M TiEy 7= v7e & AFP O
LFHERD L. BREEBE LICEF Y UIME
1 BICTH - 72854, NTBC I35 EE LIEIED
FRIROEITOHIZ L I ENTELEEZLND.

T/, B Z 25T 0y CIdE 1 O AER]
T, W R - WEEAT R ER D B S
«Cmézm_

BT O E 2 BBV h, TR - HED
FEBNIFRE SN TV D, RSN TV ARnET O
¥ UIME 2 MOEIR T, BEFEOETF O Y »IME
DI=DINEE, 1 FWLA, BHERO &9 i
AR RS RIBICESL Z EBHE S TW
5% BEOEF OV IMEORERTIE, EES
NCTWi L TOIERTIE - BEORIIF L H 5.
F/z, AHEFIBRICL Y, m¥EF o U fE 100~200
umol/L & M4 7 = =)V 7 5 = > fii 200~400
umol/L 123 >¥ ba— V352 &, BBIE - &8
EBDWLIEF OB REH - L IEEIN TN
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EF O Y Y IE 3 B OV T OIFRE - HEERES]
OHEIZED EZ DR,
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RN 1) —F /> (NTBC; A—T7F 1 >®) [CDLTHH®

ZF /Y (NTBO) lF, FOVYVDHRICHER 4-£ RO+ T 1 Z)LEIVE VEBETBERAINESR
(HPD) DFEEERETH 2. AFERSTDEICLY, BFOYVME | MOFBESDREREGD T
UIL7 2 NEEBDEENIFSTUEEYIRZ Y. L ULEBAS, FOVVOARNEEZ NFHIEEFET
TRVDT, FOVY - Tz ZIL7 S ZVDERGHIEZHAT 2HNEND 2. BSHRBRBEWEAE U TMmEED
FOVVRED LRICKZIRES (BERES, AEE/ARK, BB JEXGE) ZRDBIENHD
fe8, AR KB EEMARIICIE, BOMBRKIEMIEIREZITD CENEEFLL. Fie, BRIREAE,
BMERRAME, IM/AWRAMNEZSRD D Z EHH 21z, EHNBREETONEN G S. REPAFEICDOL
TlF, FIEEFDEREFAFEVA, NTBC BSICKIIIRPDFOY VEEN LR 2/ct, RESEE
BROERES (BEEEREE D LUSEES) HROSNDEDHREN G 2.

QUVZANIIRF3>

CQ1 : BEQMPF O ANENHRIEREBLS IO ?

MEFF O MBI, 200~400 tmol/L (200~500 umol/L &DIREHH D) #EHEBEE LTIV ~O—)b
TRENEETHD. COMPFOYVVEEEZIY NO—)LT D EF, BFOYVIME 2 BOEED
KREEIRDNUET 22T TR, MOBEEERE(ICEEDDEHICNETHD. Tv hDRHMDEERTIF,
SBFOVVIMERRF, =32 RUTPORIREDOREEET, TCA U1 JILOEEEIRT, JLF7FU+r—F
PEILE VBT F—EBOFEHET, BEX NURBRERSIERIL, MOKEE (TRILF—FEE) ZET
TEBTENMREIN VB, &fe, BF OV VI 3 BBE(CHT BFHIRN S DBRIAR NO ELE
B, EAIAX—IEEZTVBEOREDHVY, BFOYVMELBRUTVNIELDERECE
T, BELGNTFOY VEEIE, MP#ENIA—IZEZ DT EHNREINTNS.

e, FIERYARATU—Z7 (NBS) TRON >eE&FOY VI 3 BUDMERE, FERATU—
ZVJTEMEINGH > lceF Oy VIME 3 BIORERICHENT, BEHRZFNTERNLL, ANEENER
ETH3IENEV. MPFOY VEOSEN, BHERINFTRICAEREEZESIDLEEAOND
Y, Mo 0O MEOEEN R T > THERFZHNEHEIFE < DIERIC &> TRIES.

CQ2: 570 MmfE 2 BlE 3RCHT BBEREIFEELELDD ?

BFOYVIMA 2 BE 3 BDBEAL, FEIILIZFERLE, FOVY - Tz ZILP S ZVOHRZE
I5CETHY, BEATE, BYREERFFEELEZV. SF0YVIMEDS Y M EFILTIE, BlEX
NUZNDFEESN, SSICTOREETA SAHA Y (INF-a, IL-16, IL-6 BEXVIL-10) (K> THE
SNDRAEMRENIKICHE SN D T ENEIBHINTUVS. 2020 F, w-3 BIHBOKRS(ICL>T, 5FOY
VIMEETILS v SMCHBIFIRMTOTONERY A bAA > (INF-a, IL-18, IL-6 BRUVIL-10) BE=
EFSE2TEFTRUCREY D ETE . w-3 EHBOBEIMEICOVTIE, SEBESBRIREIHNNE
THDH, w-3 BB, BEED—D&EUTHFN BTN D LIEL.

CQ3: ®FO0> VM 1 BUCHWT, FFRHERIC NTBC REH ?

FF#&4B% (C NTBC DERANBRENE S HCDNTIE, HERERNE SN TLIRL). FEER(CRPY
T ZIV7E VDR U, BAEIETUERIDRSNHS. Ffc, RPY I ZIL7EHVHE
AR Ueht, 28D NTBC Z kit 9 2 & CBESZHVIERSE©H 5.
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VBIUOTEESETI OBy, TIVFEZ Y,
FN=F V) OFRINEETH ) #EHOT I/
Br7 o AR—Y —REETHL. EkiE~TO
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PAH

Phe ——————> Tyr

Tyr } »——> HFI-LP=V)
TH

Trp ] > » LOMZV
TPH

E4-10F +SEROEFTFUY (BH) £ERBEELET TV VETER (SR) RIEEICSIT ZEER
Phe: DTV S, Tyr: FOVY, Tip: NUTFRT 7, PAH: JT TP S ZKEEEEESR, TH: FOY UK
EB{tBER, TPH: MU T 7 kBbESR, GTP: J7 /Y V=UVE, PTP: 6-E/LRAILT S ROFTUY,
SR : EE7 T U VETER, CR : NUIRZJLETTEESR, AR @ 7 R—)LiETTE#R, DHFR | EESSTESR, BH, | 7.8~
JeROEFFFUY, BH,: T hIEROEFTSTUY

1 BROXIBHA. SVRTHSZEDFEE7 T U VETER (SR) KIBEICHSIF B TO BH,AMRDITEEE.
BUORTH S M CIREBRITTE#S (DHFR) JEMH O TR TOFOBEFIFLAEBHNTLRVEEZEZ 5N S.
BULEHEHRIFFFORE (Pha KER(LEER) . RUE M SRREMOMNH (Tyr KELEER, Trp KE{LER).

(Shintaku, H : Disorders of tetrahydrobiopterin metabolism and their treatment. Curr Drug Metab 2002 ; 3 @ 123131 & W {EAE)
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G102C
Q119X
N127K
S136F
V138D
R150fs
R150G
P163L
Y196G
Q206fs K230x
-136>A  VOfs R219X Ke51x
‘o —F
O.58kb_-_2.2kb
TH E2 Tm
ATG T TAA
c.596-2A>G

E420 EE7 T U VIETER (SR) RIBEDER
FOER

(Friedman J, et al. : Sepiapterin reductase deficiency : a

treatable mimic of cerebral palsy. Ann Neurol 2012 ; 71 :

520-530 ZE(C1ER)
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(NBS) TIZFERTE LA o7z 20054E, Neville

BIZX BV BORSR TIREB OB HIFIEH
B S s X2,

SR RIBMEIX STOFHFET I/ Bk B LiES
OWEFETHL T P I FuLYsr 77~ (BHY)
DESBIC DS SR % 3 — FT 5 #BIETFOR
W2, BORZR & 723 # -t kEtEx
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ZOFER, BHRIBAE & [k AR AR e R % 5
JET AN, B72NVT7 I VIEE &2 80
720, NBS TIIFERTE S, B inE ENLD
T EHRIEE 2 Y.

1 {RBHRI

SRIF=aF >V T7IRT7FZ VX LFFR
) Ug (FEICE  NADPH) OFFEAETIZ 6-E LR
AVT hZe a7 7r) >y (PTP) »5 BHz&
W35 (B4-1)Y. v MSRIE, 261 DT 2/
B X ) RS NUHESE 5 T804 56 kDa 35— 7

V7= FO2EREEEX LS. L FOSRE
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L, 32017V IZE VBRSNS, #EET
EROEZTy VY 21200 LT 59 (F 4-
2)7.

B MR O SATZ L ) SRIEMED
T2 S I &N, 2pl4-pl2 (2f7iEd 5 SR
57 (SPR) EEHMRNE L CHHS L. L
L, BHAEAKRRELZOREIZL 22D ST, &
TV T I VIMPER & 72 8 L WIREIZ DWW T
IR ML 3%, Bonafée Hid, & b DOFHE Tl
SRAXKELTWT S 7 F—A&ETEHE (AR)
HNPTP%26-5 27 P VF rI Fasrs1) »
(LTP) 12®TL, Z®LTP I3IEEEZEMICLET
TFYrERY, INVEZLVETHEE (CR) A
78-Yev Fav¥+ 759 v (BHy) IZ@TTL, 2
% TR o % (DHFR) 28BHZ®ETTT 5 & L
TV ([E4-1 EOFETHAZES). Ll
Ji%C & DHFR {EPEAME 7260 BH Z A T & T,
WREEMEORZ % &7 (R 4-1 HORBT
FAAZZES) EHIALTWwa.

ft1)7C, lino 51, & MO TIZ 7 IV F—A
7 @S (AKRIC3) 7PTP % 1'-k Fo ¥
Y2 -FFvTFu T bIe Rarsry VILE
L, SNEEHIZHH)—D2DTIVF—AF M&E
TeEE#%E (AKRIB1) ' BHAZ®ETTT 5725, SR 7%
KL TWTHE 722V 7 5= VIMFEICIE RS
Rk LTwaY.

WENRORFUCE &, BT TR ET 7T
v & BH2 0 L T\ 5 %%, DHPR RIRIE & [
Bk, WEMERIO BHAIRZ L, F0 3 KBRS
(TH) & bUF b7 7 vKkELEESE (TPH) O
T DOEEDET T 5.

2 BE

BHICHPHERATEEOREDNS {, M
HuIg | BB MARASTEAE S A W REME DS RIZ S LT
5. 2009 4B\ HAT L 72 E A R SE RIS & B
SEFAETIEEIRAB S 2720, 20
%, DHRENZBWTS, MEFISZHisns L e
BICBER D HEENL LI IR > TE A,
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1 BREFRwREY

FREISEITIRE S TV, fERB L UE
RS L TR D,

2 IEERBLVEFFRR ([ZHEHEs 2
e IEHOSHR)

Neville 5 DHETIE, 427 BICLELH 5 05
B 5ER & SERE RN © & ORI RS E R
WwERLEY. 209 b 66T, HNEE %M
9 EBFEE L B2 5 OIREREERSE (OGC) %
AL, 5ENEFINARES R 2 ) A =7, 2
B2 Parkinson Jtk DR SR S L7z, FLIEH
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2 & S VRIS 3R B SE B < BRFR IR % 520 72

FEBI D & - 72, BEIRIC X ) —EBOEBEE DL
A LN, MERZICOGC DHKE AIERD
Hotz. Fiz, EEWEIRD S X action type
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MREARAERERD B8 U RENFHEND.

Friedman 5%, SR KIEiEEH 43 Bl OERIKG
G L, 3EALOERD, EEFEEER LS
RISEENS, MROmBIRIKT, YAM=T, B
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KT LTW2O088 T, REREHRMHES O

SRIGEMEDOWE, SR EILT (SPR) T 2TV
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| =riew

SR MR, HINER) & B, L ¥
PSR A T B 720, SR S SIS e
LS 2 )1, &4 Parkinson i & #5123

EREERDL. o BHKIBEE OFEE 771 ¥
VORI L VTITRE. BEEL-T I/ BRI RS
RIBFEIZ L- R2SIIE RS LWz X S s,

B
1 fER

ORBIIEREFSZEEFENRDO O N D,

@HWZEB % £ 5 EBhREE R B 2 & OIRER AR
BIEDRRDO SN D,

@WK ESEZ £S5 P A b =7, Parkinson %%
FROIREASTRDO NS,

@OFLRINC IR oM BRI T 2R L, FLEMRE
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END GEFIIME SN * %,
BEFRELT, 24770 VRIER, €17
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RA41CERPOFTUIVHH—RENZUVE (HVA) E5-EROFVAY

R—IVBEESE (5-HIAA) DIEFEEE

- N B HVA 5-HIAA HVA 5-HIAA
(M) | (M) | (hmol/L) | (nmol/L) (ng/mL) (ng/mL)
R 15~35120~70 | 300~1000 | 144~800 |57.3~191.2 | 26.4~146.5
I DB~1% 12~30 15~40 295~932 | 114~336 |56.4~178.2 20.9~61.5
2~4 1% 9~20 | 10~30| 211~871 105~299 |40.3~166.5 | 19.2~54.8
5~10 % 9~20 | 10~30| 144~801 88~178 |27.3~153.1| 16.1~32.6
11~16 7% | 9~20 | 10~30| 133~551 74~163 | 25.4~1053 | 13.6~29.9
17mALE | 9~20 | 10~30 115~488 66~141 22.0~93.3 | 12.1~25.8

N:ZRZFFFU, B:

FIA Y R—)UEEER
(Blau N, et al. : Disorders of Phenylalanine and Tetrahydrobiopterin Metabolism. In :
Blau N, et al., eds. : Physician’s Guide to the Diagnosis, Treatment, and Follow—Up of
Inherited Metabolic Diseases. Springer—Verlag, 2014 : 3-21 Z&(Z{ERL)
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BH/RIBSE, )19, #41E Parkinson 9, 75
THEL-7 3/ BRI i BRI R AR E.
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— Hak7=/BiikEEsx (AADC)

R i

LAk

| s=a=

FHEEL-T 3 BiRBEES (AADC) 135 E
BT XD S KRB B CTAMREET I v
REETLIMETH L. ZOBEORIBIERXY 7
I—=LVT7IVRA VY F=NVT3IV (kO b=V)
e EOMBAEWE OBEADET L, AR5
ERFIET A0 T E N BEEERET, 1990 4,
4 F1) 2® Hyland & Claytonni 12 & o THAIZH
wany.

JE A B AR & LC, Hn R A TR
WFFEg3E TIT o 7o/ N B S E Y BRI R O 1K
R AR ARG R (PFes3emhn9) & L
THRIERE > & — %@L CTh— o= (http//
www.nanbyou.or.jp/entry/615) IR L Tw
5.

AADC &, L-F/X% B33 {2, 5-e Faf ¥
M) 7 N7 7 (5-HTP) #+tu b=> (5-HT)
IZBLRERIL T 2R TH Y, HRLEMETH 5
FX3I Y, JVTRLFY Y, TRLFY Y, &
O b= OEBICUEOEETH D, ZDRIBIE
ORBGNL, FURHEE 25 o5&, MR
7% RERMIRFEAE (OGC) 72 & ORERGES)RFE B &
O A b= 7 THRIEL, fEPORENZY)
Vg (HVA) BXU5-v FaFy 4 ¥ F— )V
i (5-HIAA) OEfEZ &, 2T C&kr
ENE. FRIVTIZA M ERBWNRE
BHRAALNT VLD, PRIIART, £<IEHE
72EVDOEFEOLVIREIZE & 5.

1 {CHHRE

7p121-pl23\ZFHET 5 AADCBEZEH % I —
N9 2 BT OREIGER T 2 BaEE TH A
iR (HMEE) B TH 5. AADC I
DORIBITL- 23005 RF/S3I VOREAMETL, /
V7 RLFYETFLFY) Y OREELKTT 5
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2, §RTCOITI—=NT I VEEDET T
R SND. FHEEIC, 5-HTP A5k u b= D
FEELETT L. Zooimagcid, AADC
DY (L- F/3B X O 5-HTP) & 2R E#ED T
5 3-0-AF )V K% (3-OMD) DR AN
FRL, EEMosTFa— LT IvEbO oy
DRBFEW TdH H HVA & 5-HIAA IFFR L T
% (®5-1)?,

MAE R R SBURBRG ISR T L, £ < I3HlEK
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TiE, HB—on 7L —20v 7 VEROERE IVS6+
AAST) BHEVXhCTwa, BENL A, 3
At v AR OEREMEIE . L- FSRUstED
BRG] CHE SN RBERH AT TOT I/ Rl
#wite 29 p.[G102S] ZEELHEE B O p.[S250F]
i CHFB R Boh o T B,
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2009 4 FE 12 HEAT & 7 SRR S5 ) iR TR R
SERRAFZEERSE [/ AR B B O S i o
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WP h o720 2RAD I ANTH 729, Hi
DTENLREERTH Y, HFOHETD 100
B 727220

D720, HAD AADC KIBHED BFHFHEIE
[N EWE R R FES (JPND) | 2375 |
\F AADC RIBAE DA O /INJE MR AR W B 4l
Db 2 FHPERBEBEREICR— L= (b
R EY E WA RS © https//jpnd.org/) %
U TR EZITo T b, BB TIE, 8 A
DEENBW A ZIT TN D,
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l TJIZIV7 SZUKE bR (PAH)

FOv
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l FOVKBEEEER (TH)

AT IV

(5-HTP) L- )¢ —ﬂ 3-0MD H VMA ‘
BERV /B
Wbk EREESR
l (AADC)
N-7E&F)b 0Ok~ M
-7 v 0P N
gro=>y € G-HD '\/l\/ P _HVA
l l JIV7 RUFUY

MHPG

5-1® B/ 7S V{R#EE AADC RIBEEICH 1T B BH T

AADC RIEE TIFT L —DHEN FED DREHME T ULICHEYD HVA, MHPG, 5-HIAA (BDHEN ITE?) MMETT 2.
3-OMD : 3-O-XFJUR/Y, VMA : /NZUJLX VT I)UEE, HVA : RE/NZU E, MHPG : 3-methoxy—4-hydroxyphenyl-

glycol, 5-HIAA :5-t ROFA > R—)VEEEE

(MBI © AADC AREDERRR CREAIE. In @ HEER, i 1 /\EHREEYSROZEEEDIER & BERDR
EHEICEHT MARSS (T 21 FEMIE - DIBARRSES). BESBHNZM MBS ES RSN SE

BIARDEr (ARAFRE FEBK). 2010 : 15-16 ZE(CIER)

| swoms

1 BERwREY

FEIRB L CEIER X, BETEICE LS.
Wassenberg 51%, Ity % AL K514~
IZBWT, S nBELEE % BRER (80%),
FEPIE T SER ORI RE 2 35 & 2 HIE R (5%)
ZohEzhEE (15%) 58l TWwa7,

2 EEFERS LURKFIR

HEMEITIE, 672 LAINICHERE 7 OGC & IUfiE
DTAMZTTERIEL, FHES)IEITERT
L. ZOENTHEOEWEIRE LTiE, M
BOREE B, ocular convergence spasm,

[EERY A N7, 347 0—-XA%ENDHD
(& 5-1)2.

ZETIL, FBRROMT &, Babinski 4TI E
AL L T2 28, EEEKSOTHEIRED S
L. BEOL L, BLE) TEREORVIREET
DA, FHIFRET LR TEY FERE LM
oL REED RS, EBIEEE R b3 HEE
MEREIRD B % B3 IR b s ST W BY,

AADC RIBETIX, F/S3 VEAMETT 572
B, WEEOBERAEZIIY A =7 EHEET O
BEDFREE 725 (T 5-2)%.
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% 5-1 ® AADC DEEHIR (HIRSE

E)
EREE 100%
ERIROEFIE (0GC) 100%
BEEMRES 92%
HDRHEEEE) 69%
TR - FEHALRR 69%
e 62%
BAZE) - BIRBONE | 54%

IR - AADC RIBFEDERKER
CIRAEAEIRE. In: FTEBK, Mt )
RERCEVERDZIEEDE
HEEBERDOERAEICEHT ZH
WEE (R 21 EERE - Hi8
WRHKEE). EEFHEBR 2R
B E#a RE R ESE EA
WRIEF WARRKE FTER).
2010 : 15-16 ZE(C1ERR)

KMOHATFI—NT I UARIE, BRERNRRE
W, BH, Bikw, ER TR, REBTEZRZ SO
HEER 2T X2+ (R5-3)2. 72, &
M £ 2 EHEER T WA ZRITI LD
. TRELF) YORTIHMRMEEZT SR L
HISHATE OFEREA AR ER O R O —>
EoTWLEEZLNS.

o b= ORI, EBREEETISREIT
ZhuE, EIRAVESTHE AT b= rHhEn b
ZUMBERENLD, REBTOXT h=v
AREREEDS B LM E NS (R5-1)2.

| 5-2 ® AADC RIBFEDTNRERIEE)

PN N =EE
P ERIROEFIE (0GC) A
| U Ny

P RHFRI AT
FELSEEISVp Y iy
P =A I O—XR/ESEIS

- RATEEESIR
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CERTTN—U/TF P

L VAW EN

- IREX \J

- BEERHIIE

(IDEESIL © AADC RIBAEDBRIRR & FRARAETE.
In: BBk, b NESRmEYBROZIE
EDERN & BEROERRAEICET DMRRS
£ (TR 21 FEMIE - DIEMARSEE). BEES
BRI 2R AR e R BRI ZR =2 EA
MRIEF WARREKE FHEEX). 2010 15-16
HE(CVERY

5% 5-3 ® AADC RISFED BEMHEAEIR

- IR - FBHARRE
- RFEEES

- 80 - ERD MBS

- IREE T E - BAZIL

- EMm/E

- TR

- MR EIRES

- FERHESE - WRES B

(IDEESXIL © AADC RIBAEDERIRIR & FRARAETE.
In: FEAK fit /N\EHRGEYDROZHE
HEDIER & BEHDRERAEICEHT 2WRRS
ZE (PR 21 EERE - DBIARBEE). BES
BRI 2B H A R BRI =2 A
MEDE (TFFRAERSE FTEEKR). 2010 15-16
EE(CIER)

il
i
i

EE

1 MhFOSI9FVDLER

X3 Y OEHEETERT S E SN, AADC
RIBERBFEOHNEHTCLERA L 0HMEND
B0 70Ty F o AEIRAER I A RIS
29 7L, TuIsFUNEFETHLI IR
AADC RIEEZ BT 5 b D TiE AR

2 EREB MRI

24% DIEBITRMZEHE, HEZEYE, MR oIEHL,
BESHLOBIEZ: E DO R %2R L72Y. AADC K3R
EDZ% L TIREHERMRIIZIER Th 5%, MoEE
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s LRANVZF (VA VT ®) 1 50~100 mg/

kg/H O

(T IVF »® FF WA 10%, F 72T
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TR GBEEOBITFNBE A v T — 7 L EER
WREZ LA MY REH LAY TV — )V FLE
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I (FRIE) 7 VIVAIL=F VPR O Ik
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(Kodama H, et al. : Copper metabolism and inherited copper transport disorders : molecular mechanisms, screening,

and treatment. Metallomics 2009 ; 1 : 42-52 K ') 5|AHNZE])
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e I2/BENIciE 5/11 (45%) VAL 10/25 (40%)
EERR 14/19 (74%) R 1/23 (4%)
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[Beyens A, et al. : Defining the Clinical, Molecular and Ultrastructural Characteristics in Occipital Horn Syn-
drome : Two New Cases and Review of the Literature. Genes (Basel) 2019 ; 12 ; 10 : 528 &) 5 |FHHZ)
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MRA
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BRI AR EOEFEE S EITR I T
v BV, F2RE - BE ORI RE
% L OREE RS E X, Ehlers-Danlos EBE#E & #1
.9 %. Ehlers-Danlos B # (X5 28R (168)
TEHMHE - TEESEIR I TR,
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