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LbOHBKES % hexosaminidase EHZBELA, DEAExA R —
X4 EES LU MBES B T hexosaminidase A& B, ¢ —MU
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TLRWiEEn FHOMBE~F Y 4 =4 —¥iEHEAEL, EKBH
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6 < homozygote TH2H LHNL, MBEOHHEC I b ER 2 3ATHE .
ok, MEKRRBEREBEL &R, B GM:: ganglioside :O.EH%.
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hyBERXTFHEHELA, ThdFHoMBE~FY ¥ s =L —¥ AERLH
SEL,; kW RO EK LW, FERBFKMEE BEFEAERO~FY Y =
FLATERE L B L AR BEE AR oENENL FHOMBEOELE
3L =KL ks LANSTTay=Sachs HOEKBECIIEREKHERD -
FMEEELRET 2 HESRL FHEERBV L I RR e/

4 % AfED homozygote, heterozygote » IV EEBOXEKLT AWV retro
spective’ I heXosamidse % EREMARERM  DEAE—tL =X
S KPR VI T A= EDAFLAKSE, “homozygote, heterozygot -
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ﬂ@é%ﬁﬁﬁﬁﬁ@TW52>té:ﬂwT@?é?Lko

ML R OB AT R B BA O —
- f X #%# B B @ ® T E E (1976)
Prenatal Diagnosis and Fetal Pathology of Tay-Sachs:
‘Disease. Tohoku J. exp, Med., 118, 19«
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#1 Hexosaminidase activity in amniotic fluid, uncultured cells,
and cultured cells
1. -Amniotic Fluid Uncultured Cells Cultured Cells
. Total Hex. | Hex. A | Tetal Hex.| Hex. A] Total Hex. | Hex. A
Subject
Activity " % | Activity 2) %| Activity 2 %
1.0.H. (22w) 559 16 13 43 — -
2. K N. (20w) 568 8 55 3) 0 1045 0
.S Y. (24w) 554 40 356 37 1240 67
L KN (2ow)| 460 55 81 33 1192 34
5. S.M. (20w) 633 28 94 27 1360 73
8. U. F. (22w) 270 13 523 2 14 1207 40
CONTROL 320-650 | 10-60 | 50-420 30-50 | to20-2580 60-80
(N=10) (N==10) (N=10)
1) n mol substrate cleaved/h/ml ’
2) n mol substrate cleaved/h/mg protein
3) n mol substrate cleaved/h/0.1m2 homogenate -
%2 Serum hexosaminidase A activity
Subiect Sex Gestational | Birth Age at Hexosaminidase
) © age (W) Weight (8){ examination (Y) | A %
1 Child | Male 40 | 4000 - 1% .60
3Child |Female | 40 2920 R 64
4AChild | Male 36. 2610 = 30
5 Baby Male \ ‘40; 3180 at birth .65
6Baby - |Female | - 37. 2470 at birth 45
Control o 52~70
Child (1Y) {N=10)
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2.0tM phosphate bufter (pH 5.0} 0 05M NaCil in 0.01M ;;hospha(e butter (pH 6.9)

n mot substrate cleaved/n/Q t Mt of each traction
i

B
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© Elution Number (1.0me fractions)

44 : Q1o

0.01M phosphate bulfer {pr 6.8} 0O5M  NaCl in ¢.01M phosphate bufier(pH 6.0)
34
24

A

1 1 10 15 z0 25 30 35 40 a5
Elution MNumber (1.9m¢ tfractions)
g] 1 Separation of hexosaminidase components of amniotic fiuid on

DEAE -celivlose chromatography in 0.01 M sodium phosphate buffer, 13
A.Control fluid. B.Case 4 (heterozygote). C.Case 2 (homozygote). pHSO.
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