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MCThHHZ LITHRINED, ZThETCEBEBRESRINEZ LERKRRRHAOE $
T —SNTWBEFOHFERH D LELOND, AR TIE., BARICBIT DB
VIROBEE R, TORWHEEDIET U r— MREICLVEERL, ¥R Iuv T 7
WWEBDRHP NAA DRAZ Y —= 0 TREIZL Y D F R UEERWBIOBEWNELE RS ) —
=V TRAEOHNSEZ BIEETEMN Tz, &R, BWHAZEDTH, VT AUVFEOR
RO H DRI 2 FEER 2 R OATH A Z LA L, 16833 TIETLTE
V. ZOFBRENERIITATH 2. BEAFELTVWS 1413, §E, RE&-T U
A DTFNAAL AEERL, Biz&V, ADL 248 Tha0, BELEECERIN TR
D, BE 10RETIHETT S L VDDA ORER & ODLRRLBBE L >TND.

A. TFEEW

F1F 395 Idaspartoacylase(ASPA) D
RI1Z X 5 N-acetyl-aspartate (NAA) @
ERN ETEOPIEMBEREELRET S
AEEMEDISTHS. ZIFALRED
CHEMERRERN, KHE, HRRET,
i, EEBARFASHBE L, T ARHEM
BEMR LB, BITLTWIKRRATHS.

DWIIRPONAADERZ LR (EF LR
D20FFLLE) , FRERRMESF MR DASPATE
HOET, FHEARES T REEHMRI Lo
BEBRE)HIT ), MEREBFIX1ITERA
EERICTFEE LR Ra S ERERE &
D, W, NAAOKESCEEBTERR LR
KRBT 2EMBBREV DO DH.2N
ETCOHRETIZ. BRIZBWTL, HFREN



REVNFTRT H5ELREERIRLE ¥ —
T7 48— LTS RBENHE—REEDN S
Nz A+ 398 T o 7= (Hamaguchi et al.
1993, k[, 2EF 5 2009),

HF 3 ¥R ik Ashkenazi Jewsiz %<,
DBA OBEFEIT 2B E (E285A;854A>C,
Y231X;693C>A)DER N8N % LED D, B
7, BRICBIT 2BEFROBPEFITR LN
7 % 1 — L T AHAEHD1143T(428T>C)72
TThHB, BEHEECROCAEERD Y &
BFREOANREICL2EFBLRDOONDLZ &
o, ABICL2RBEHEOZHEMELEZD
., BT ARTOIFANUREROER
BUNETHDHEEZT, I TN VRE—E
PN EE, LWRHEHICRE L, B
RELEE T L JETHOREE &
D 105 $ CIZFFRERBEAE L & THTET S
Lans, LelBART7 A —FORRE
THE—FEED W SRR 22F KHEIITES
TEEDO T 7 22T BRAICEELTWVD,
ZNRFEBR AR B 72 D DR D L AR % O
L7z b O ITEFIOFEREZFRFO LRV,

BFNIETHPBERBRICEET D
NAAVE, B LI LB R 77— b Ofdg
BTh5b, £, NAARBBETEESEEZE L,
TN FTIRRRAESAY S5 Fe
P4 PCHREEEREEZT, DFEY.,
NAADKRBREEIC L HHMWER, A
BBEEOFFTOBENS L T A UFHOFRE L
BET 5 EBESND, REBZAWEY
Ay avw b7 7IC L BNAAD G
HFNRAAFREOR Y Y —= 7 L FRIC
{LFZWNEETH S (YInoue et al, I
Chromatogr. B. 806: 33-39 (2004)), FREREUC
X BANAABIEIZBEIZA M2 252D
TELRHERFETHY ., BHhTW

LRFNARBENEFDOA T ) —= Tk
LTOERIIKRENEEZHRD,
ARFR T, BT S IRIER O ZEFHE
TV, RABICRBA DI D BEEME
DOBEIR LTRS NAA OR 7 Y —=Vv
TREOHESLEZIT Y B TITbh,

B. BFRFE

D) W FARUROERERE

T F SRR N RN RAE T 5 AR A
KB THHO, FOXEEHLHEIL. T
RN REL, KRB, DRFERR, REE
VE—THBEEZ LN, Baik, b
NRUBROEEREOT-DIC, £ENIMERIZ
NHFEREG LT Vo — FREEZ KT L,
Ty — FOEBANEIR. TThETh A
viREEEh, b LRV RH DA
KPWO, RFEAEEERBDORERR)
ENEHBAFTANRRCOBER TGS
WRFNAAREZEBHLIZWEE D 2 W
IHbDTHY ., 668MEFR (EEHRT2.5%) X
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HEZMIT LREZHO—B1ET 5,
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(T. Kuhara et al., J. Inhert. Metab. Dis.
25: 98-106(2002)) (25> T logE# L7z
BEERV., TR ENOERMHEYEICH LT
DEREEn%

[n = (NAA RE — %t fREEEI9MH) /
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ni,
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B CH LN BHOT — & 5 b il
BB E DI TRF NAA BEFMETY
B ERbho TWER, SEEFIZEM
U7z, 26~34 X OB 11 ADORABEDR
h NAA BT 4~12 FOBL Y S 5IE
BEThotz (K1), XABHDO NAARER
loge B+ 5 Z & C, FHITERSFEZE
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RBEMICIT %A TORBRETHEEY
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Fig.1 Average and SD of Urinary NAA

in Control Groups
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AFRERE 1 REEFT 6 40 NAA
HEHLEEORT NAABE L ZhEho
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L7, 22FWiroteh b N iBEPOD
PERBOREBELRLEELS, BV b4
DORHF NAA ODRFE n i3S CEFHHE
RNIZE -7,

Table 1 Urinary NAA Concentration in

a Patient, and Suspected Patients.

Patienis Age NAA* Abnom?®* Control Gr.

P01 22y 1420 107 4y ~l2y
(1.5 30y )
P02 Ty ns 1 dy ~2y
P 03 Ty ns3 L1 dy ~12y
P 04 8m 48.4 06 Im~1ly
P 05 8y 40 34 dy~12y
P 05 17y . 57 28 4y ~12y
PO1-1 9m 2340 73 Im~ly
PO1-2 1y 1390 97 Iy~ 4y
PO1-3  3y¥m 2170 87 Iy~ 4y

*. mmol/mol credtinine, **:n=(X-Mean)/s.D.

# 1 @ P01-1~P01-3 IZLARIIZ PO1 2>
DERLZREBESH LEAERET. &
FERmBEYONBEREHACCEH ULBREE
n b TRLE, PO1 RS NAA BE
3. & TREBMETHY. PTH 1 FER
EEChol, REEIL22 FRIEXTH
o, 2, ZThoDEEOE(LIIREEE
DEINTMBOEEE K& ZIFTWRd

277,

D. &%
INETREONZMBEHOT — & )
O, FERPEE LIS TRF NAA BE
PETT 22 ERnbho TR, BEHO
HIBEEL 12 FLATOT —& Linizdo e,
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HLUTOEREEIZ—06 ThHho7odd, 30 F
OBHZHBE LGS —2ICBREER
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LM E S pOREHEIITEETEY OXR
HOEEHVLLEER LY ARICTE L
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BEZHNWDEZ LT, AFAVREMOB
LURB L OENA L VAR TEZ 2N
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FILAPVREEZBZ LR ERTE,
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A F 3 PR G E B ORI BN R A E B
REBHLETIBETCORI Y —= 7
REL LTOEBRIKREVWEEILLNS,

E. &

BT RRBEORS NAA BEZFE
LIEEAPEBRRIBE-EBTHo DI
L., BEE TIIFEHRPEDICONVET T
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B A SR SR e 2 RR B & (META VIR S IR SE )
SERSEE

BTN PR DB EAEERR K OEBIER O 72 D O A

B R FROBE E HRIZOWT
WMamEE AGRBRN ESKREERENEEY— MENREE
WMEGHE Ko — EHRKFEZRSNERE

MEEE W FAVBIEIT R TCOABIZEETIERLINTCWAY, BAEITIABENEH TH S, Ashkenazi
Jews TR CHEMNE <, common mutation MO{REZRIT 1:40~57 & &k, HIFRIX 1/6,400-13,456 L Sh
%.Non—-Jews TIIEEIZIZ OO TR L 25, SEIEEREBEIT o722, BARZBW T 1L HOH LIZE SN TV

FRTHD LEDbND,

WEWIERTH -7z, RP N BIEE WO BELRZEIAY V —=V VORBEHTIIH 2035 %R0OBEREIC

AW EH

HF 89K IX aspartoacylase(ASPA) D KR I
& % N-acetyl-aspartate (NAA) OZEFEN,EITHE
DR EHEREEL 2T 5 AEERED 15TH
5. ZEALREHICHEMES R EER, KE,
BEBIET, B, EBHRAIUBRTS. zo%,
TWHAREMBREERRZERD, BITL TR
BTHd. 2L 10 BEURKETTSH. 2B
RHEDONAADER L LR (EH LRO 2024 L)
E, RERMESFME T O ASPA B OET, B
MZ2ERFR»OITY. REEETFIE 17 BReE
FERCFEELERAKSEEREREZ LY, &
£ NAADBBELREFERREARBINTS
HEREEV - >2b5. AEBOBEECIIA"EE
MTELE L, Ashkenazi Jews KB RIETH N, H
ATCREFCHRERT, 1998 4£|Z Hamaguchi
b UREME LER D, BARATRANICAELFENI
PWEANRNEESNTHO-oR.BERRZIREDDTAHR
WHEBTHIN I F UK (CD) KB L THEIE
DEHRZZODRET LT,

B.BF9E5 ik

BIREB., HE. B (BHRFTR. NAAJE,
STEEEORE) KOXRXROBREBLI AR
BIOREKRBBOFEME R LT,
C.BFFuMs 2

923 3D

BRR & UC B, R, EHREN 36 PAE

TIBODONEZHEIE CD 2<% LEEH
WWREL, 0% BAPREBELERST LI LKL
EITHEORBE LY 10 B E TIIIFRBBGAE 2
ETHETD.L2LBETRERN ST O%E
KWLV ERMEGTHIEALRDLNEIN, I FX
ERERIXENLELR D 3. £ ,HE MRI
CT COMEMHOEITIIAKEB OB ERHRESN
DOEELINTNS D,

[#EEE)

CD BT ~TOARBIZHFEETIRBALEL TN
SR BRERIABENEH CThH D, Ashkenazi
Jews THB® THE N H <, common mutation @
ERERE 1:40~57 & X, AR BRI
1/6,400-13,456 & &1 % .Non-Jews TIIBEE 1L &
DO THFELERZDZ.BRICBW TR 1IAOARALNE
rah T V. CD KT 3,2< OEFRE
KT — % O# % 1T Ashkenazi Jews HETH 5,

(]

(& BT R)

CD BN LEBERREE2T 5. BHE CT T
BOXARICEEOEEREELZED S, MRI T
HEETHEBEMOUVEAMN. T: BESE2RD,
RRIZHRE AR, $LR, R HED T2 BiES
TROLONEHTHDH. £z, proton MR
spectroscopy (\H-MRS) Cit, NAA v'— 7 O
50, NAA/= Y v it (ER&EH1.0—2.0) oL

.__9_._




B2Eos V. BHICIBERELETCRIKE
DOEEL ER L 70 55, TH-MRS T NAA IXERE
WE— 27 BRT.

(NAA O #E)

Gas chromatography-mass
(GC-MS)IZ L B2R* NAA OHEETH D, FHR
B 1 [ R T 1440.5+/-873.3 p mol/mmol

spectrometry

creatinine (control 23.5+/-16.1 u mol/mmol
creatinine). — ¥ DEH THX CD ThHhoTHRF
NAAHFHBESEFHICHS LRAVWEERH DI, L
NTHEH/MULDEITE S.

B, R P O NAA bEEE L 525, R NAA
DOHFNEL BELD720D,CDOZHICIIRZ
AWBOBREE LW
EK :EIR 16-18 A TO NAAREIX LR 28D
HAERBEHO 12 LTHAWSZ LB TE S 9,

(ASA TEH DR E)

B AR SE A B R A f B i BR, BB A AV S
NCDCHEHOETHLLRHEELRRDLN
5. %% U7 CREETERLTWS.

(FTFELFHRE)
*ERORFE
Ashkenazi Jews TiZ 2 DDER T I8%% 5 5.
¥ /= ,Ashkenazi Jews YD 3 — 1 v BN T
1ODERDPBED 40060%DHEL 5D 5 KR
OHIREEMBEOOND (K1)
FNUANDARBTIEIEODTERTH Y ALK,
Pva FEREEETCTERBERTFORED DD
DEFAREL_ATHY , KEREMOLVA— b
TIXTDII4Y B 4 F R, D249V R 2 F R THE ©
RELDIV,BEFEROFLEFIFEE CEMNRSE
VARATHY, 7Y TETHLHEES common
mutation 72 LT L RBAER R FT 1 131TH
T,
I REFHBREORNM L
STERFHRELBEBRNCHATE,CDOR
KL D& Ashkenazi Jews Tli ¥ v U 7 O ¥ E,
HARZEHREICHHASLTWS.

D.%Z %

[CD »FfE & NAA]

CD ix 'H-MRS T, NAA ' — 27 O#ME®EH,
NAA/=2 ) VO ERERD L. —F REEERE
7R B Alzheimer AR S DMBERT
NAA P— 7 3EFL, 2R EEHBEMEBOSE
HEET2EEZLNTWVWS.—F,CD XHHET
NAA OEBZ2RITEBTHY, ZOKRBOH
B NAA OB TOMEDHEBIZ O RB > T
5.

NAA BRABMBEEOMEMBANOI har Ky
TTCHAEKRIN,BEOAYV AT FathA b
%&b, —F5, ASPAII NAA 27 AT ¥
BLTET— MM TO2BRT, BEOAY A
FrFRFatS MZBELTEHRHLTNS.

CD Tix ASPA Rk, AV ITF v Fu¥
A PCONAADOEHE LT ET— MRZIVREZ S,
NAA T, MWL B BT 7 — FOHRBETH
D, CD ODFBELTCT T~ DORZICLEH
BMELEEN—2OBERBFLEIND 9. Eiz,
NAA BB ZEFEHEZAL, CD THHEKBBEERA
yIaFr S hCREEELEZEZT Y. o
ED . NAAORBRIIBHER, RBRPLEEED
FAHCHEFRL, 2o CD OFBEEFEOMA &
HBEEIN 5K 2).

[(BEELEERRABIZOVWT]
CD KBIJH2BEFHLERBAISOVWTOBEEK
DVTORBLERENTVER, ZLDERITE
GCFHELRBAMOBEEIRED T, AI—FRZNTH
REBIBRRDZ LI TWVWE. LML, —~HOBRE
B(Y288C)CBEICEE Ry — A CRBEFR L
RAEMOBMEREOLNDIZ L b HELEXD
NTWVLRERITTTVARN Y,
BEBXRCBT2BEFROBRYE 19 REH
D 1143T I TH D FBAEBEICHWVARBER S
D EBEFRHOABICLIZ2EHELADOND Z &
no, ANBREDZEFABOZEHOFELEZLD
o, 5% bbPETH CDEFOERSLET
b5

(7651
COPWBERT,EEADRLDOEIRIINATEH
9O 2R 70 B B B PR R BR By B 0 TR ), I R vk



BEETHD PERERBREEKTE, TR
IWODBEBRETHD WTREFOMBIRXKEAZE
RHREEE 5.
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