5 +4 Tay—Sachs WAENBHEORYH

RRREERAE
2 #}OK B2
% x S I R %

BENFEMIC, L 3Hl0 Tay - Sachs ROHMEMBHOKEEL ST, =
BEEKBBOBRAEBELCOVWTRE Lk, TOME, N-actyl -8~he-
xosaminidase EMOA, BAEEKE, HERIIxz holliEHEoE .
RKBBTEND ok, X, TOPO 1Hik, Tay—Sachs WBRELZHL,
BROBER, BEINTACBEHNECLI Y ERL B0 ST 5.

B % . H- & S B
ERC NG Tay Sachs HE L% 3 ofcﬂ:@ﬁ(@ﬁﬁﬁ%'ﬁé b, #EE16—
1 9BCERERRL 2, EF 1 REREFERIRY, EF2GHEBAIE
B, EH3REAKESARNOENTS ), BEELAHORRETHE bR
%o EXBEOREZIAZ2LT, BELAEAMBEOICDVWT, BEAER
HKork, 4 —8HMEEER, BREVENCHEI S, £BYHREKT 2EHE
Wlres BEKCBEI ¢, BEECHRZ2HEL230%;, t032BRE..
ELTHWE, , - - SN
N-acetyl - B~ hexosaminidase WEHM, 4-methyl - umbellif=-: =
eryl -N-acetyl-f-glucosaminidez ZH & LT, pHASTHIEL 2o -
BEREL, BEBE(1nM, 01 M2 =vBEBBRT) Lt 11 2CRAEL, =
3PC a1\ BHoRIGE, 02M7 Yy 8%, pH10L7EMsT7Ad &
IR Lk, Byt (excitation 234 5mu , emission 448

m# ) Efip o BT . .
N-acetyl - 8- hexosaminidase A , BOSECE, MF® 3. 901555,3.‘..—;
R %o ‘ B T Lo
(1) mspmEy S e s

ﬁ%i@%ﬁﬁm01%7»7\/&mz 5CC, 3BEEMmE, mBEE0 &
_81....



BEERE BAEL L, MAMORELES L BEEEIICA L0 ASELE L
o

(2) DEABE+®Ap—2%y 5?2

0. Lg DEAEt Vv =R (C, @i?ﬁ(:ﬂ A vm)w®ms, 154
i, ALz KER ELL, LHE2BHBEE LA, 1 0mMY VB
BEW ( pHSEO ) THEZ KRS, 0.2MaeEKkEML, 15 0MERKK
BL, BL%0 L¥Z2 ADBEE LAs ThiCL D, AB%ﬁw&ﬁbk @M
B, LRSI IELS 70-80%Thok, RS S 1
(3) BEKEHEY ‘ SEO ‘ : SRR
trp—=RT7EF b EECHELA, 20 mMY = v BEREY vB%pH
6.0 & LABERT KB AL, FALBERCE M ~RA 727 — FEBL
THB T Tok. TEM200vT40—6 04MAME b0l 0BRK
*BLABIOELN B ~AT7 2T~ ECER, 37°C, 304/ vFa~—
PLk, Thg 7vE=yREPT7Ars0HEL, B vrodxRy b
BB L mBoBHEE, co%ﬁ&ﬁb&b,QZMﬁUVVﬁ@ﬁTm
iy é%%@&ﬁokw S e ‘ Lo

H IE AN - ARRES - <

%%$Kﬂﬁ¢©ﬁiﬂﬁ%ﬁ&i1mikbt IEFE, NRRAIEE DN

#ﬁﬁmﬁ&b@%%#&&hkoﬂ&<%%%#@§mwx5%@a%
A 6NDdo . o N e v «
ABAEOERC DV, 3 s0bkE: b RkEzERALbhks Thb
FP<Ed2EEREL, HBLAER TS, BLHED, B—&HCoF
BUEL>230LEL I B, FOBEY, BREDERC IS AGEOBEES,
BAEA L OBRE koo BB SPOMBIL, HHEICL b XE xENE
AL, TOHELE#ETI ok, ThHLDL, COHFEHLIZ, EF, BREE,
Tay-Sachs REEOLOBMIBLBIL OCI LR, MRBERA>AE
[kBD-2x2 —vt, BR(BR) EHLONBALCKEEZERD D (DFD
QEOZﬁ/b#&mT§&M)&m5$%ID TurSmmsﬁﬁﬁ&
BHL, BROALRELT %, |



FOREMARIED W TH, REFHEBREGFT > TR W, M@ﬂ/?)
v FEEEACRE 5 —vERL TV, ?&b%E%PﬁTmE&A&
BMEERZAGM: OAXy FRBERIEED bH, #w/;uw/r@20~
RO EEDT VR, HER BERERORBECL V23 AL Tay Sachs
B OB 7)Y KO8 0S990 %RCM, THBOKRML, 0
SEEEN 5, TTCBRBCHEER I L2 oTw b 2 LARRBEIN R H
TTH b,y LR {-%A{io%ﬁ%ﬂi#ﬁ& Bh%%AVCd ﬂ‘*&%iﬁﬂm
EARRAETELEANVT ELE B, : »
s&X@mﬁ@74/y—&%i%ﬁﬂﬁk:bﬁ%i%tNiuewuw-g—
ludosaminidase A OKREAB 2 & nWBEIH%, N-acetyl-B- -glu
cosaminidase B, ‘B-galactosilasé, B - gluc051dase %@'ﬂblfi“f
NT, HERRE BN, ERRLhERNSE, #oT, WEIN, BEEHE
ﬁ;ﬁ@iﬁﬂf#fp COWRATay - Sachs ﬁ%%'@éafct&d@%?é%o
BT EERBDOMEL Y, ~7 o BERELBN L, HReM6EL, e
5.04E 1O FMEME LA, E&Zﬁﬁ@ﬁ#ﬁ&ﬁﬂ @@b&@%@»’
— S EE 5Tk, : : o
A2 BRRBKREE TS o 2, ?(&%Tw'Smmsﬁﬁﬁfﬁ
&m&@¢M@%am,ﬁ%&ﬁmutob1¢1ﬂm¢ﬁ.Eﬁt%ﬁa@-
CETHEBH, EB 1Y ATOMEBEEES S, ﬁﬁ%ﬂéruﬂﬁfé
¥ EREPEEP T, ChEFR MR THEIh ALY DTS Y, KA
OERAMBEOBEHORBRETE 2 s, BESCERLEHL bh 5,
CZOMRMLLHBRD, @@Hﬁm%mkso@ﬁ&%m&?é& %ﬁ
%@&#%%ﬁﬁﬁ#@m&mﬁﬁﬁ#ﬁ6hko A

EREIUER
Tay- Sachs NOZMIE, O B¥ien ot all OWEBR, &ﬁ*fﬁ
(firbhn, Tay-Sachs KEROBEHIL Fa ML DS 2, tﬁi*‘r%%ﬁ
HBELFHabhaebeld, TOFERIEY IR THZTREZ bRV,
BeohiTcoRBRTH, N“’acety;"i—'ﬁ H’biosamlnldase O AB&
i i, ﬁ%mxbkéﬁ%#&Lﬁ%tmﬁmﬁﬁéok YaEfkbhT



wBHEEASS, NEEBCASEETS ), GEA, HCEOROINE
mECERMARTE, MERSVC LRMbA TR, REKEZENE, B

ko BEBEOETSH Y, TORBICO:Brien . Ly 7A TSI VEMA,
BROREHERLYE, MAKL Y BLESEET 202HCIREL TV

ﬁ*@4*V&@ﬂv*%fﬁufﬁﬁﬁbﬁﬂﬁﬁﬁéb,mﬁé%%6@L¢%
g’ b » ﬁﬁ ﬁ!@l&%m Eﬂ'c é e f’_@ #,.ﬁﬂﬁkfﬁ%‘%‘&ﬂ‘f L/ % %ﬁ L % /3 ‘f

57 -0 Boh R b ok LALERY, TATs vEMABT LD,
—ICHERBOND L IR ok EBDbh %,

- X, ToBRO ABLER, %ﬁ%ﬁ&mi%2901¢/bktfﬁﬁ
BhAIDTHY, BRKBEN FROBKTHEL HHK % Tay - Sachs
ﬁ*ﬁ&?éét&ﬁ%&#fé% L LEhR, SEREOMERENC &
WTHE LD, N PIrOYNOHERRSI bR ADITHL, i

BRAOKS, [AEI&H, BREEELTRELCI)ETCLnTE, X,
mﬁﬁﬁﬁm%ﬁgﬁéﬁﬁmﬁaha;&#,%(@ﬁ%%@&&ﬁ%an
Twh, ChiEKL, BAEZME WY, By (EXEDBMNHNO 3 228
BRCEATE, BIBEERZFETEH T2 0EREIN D, oT45HO
METHLpZ ML, P E3BRO Tay ~ Sachs HoBME, LFEKK
BRI hfTost i 0bELL, . ORI

KkR2H OB A, 5&&@&@@?6%%@&< ﬁ%&ab&&ﬁowﬁ

THATH 5, §§E dRLTHEEZIOTE RS, FEISFHCBETUETD , -
5, L OBLAHKBE (e e —2A 25— bE)BBEORETL i

, TORIDPBQEEMEEE S LB TH S o

FlLGM:-gangliosidasis T 5%, Sandhoff ﬁ@ﬂjéﬁ‘] i3
Kﬁé(ﬁ%ﬁ&moN-wﬂﬂ~ﬁghmwumnﬂ%e%ﬁﬁ&ﬁ%?é
TEREY, B L Brctd, EBCRSELABI THS, LAL

KB OMEER, TayrSachs st Sandhoff D3 —4fELFHIh LD, -

%ﬁ,Twmsa@gﬁ%%ﬁﬁ%méﬁam&pbﬁ@ﬁihéo

- Xﬁblv%ﬁﬁi PRR
12 O Brlep,J S et 8l 1970 ). New Eng.J.Med.
-84~

W
Mg

ARSI



283, 15.
2 ) Suzuki, Y. et al. (197 3). Clin. Chim. Acta, 48, 153.
3) Suzuki, Y. et al.(1971), J. Pediat. 78. 64 3.
4) O Brien ;J.S.et al. (197 1). Science, 172, 61.

£ 1

 Tay-Sachs ¥ H 481284
(N-acetyl ~p- 'glucosamini'éasei%"l’éé )

CwEe A(%) HAERn R
" tein/hr) DEAE v o
(fl mol/mg protein‘hr) : A BENE KEE A (%)
LA ’
B 1 fEo 7133 507 645 265 1540 35¢%
- ~ (278)
2 o 1210 825 620 435 2280 44%
NS E7-D
3 #o 1300 344 765 0.02 (ATRKE) '
1 2440 587 790
2 - 9500 4643 720
E . 1870 670 890 400
?‘- o+
X, “’-‘i”
—85—



BREHTX R b OCRGEEMXTER) Y IMER @
WX O—HTEt. BREOEECRTNATNIRANBYET

FRANE

W# 1 AERNZ, Fex 1% 3 B> Tay-Sachs 5 D HERTZ BT OMKEEE 5 1, Ki& %
ARG OEEFR R E BN DV THRE L7, & OFE R, N-actyl- f ~he-xosaminidase
[EMED A B ZENEIZIE, FIEICL D037 OREMEDOENHDH Z Linm ol
X, ZDOFD 1 Fi%, Tay-Sachs UL & B L, IRIRIOTEER, I8 28T M O
FEHEIC LR LS oTHiEd 5,




