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%1 Summary of Prenatal Diagnoses (1985)

Subjects Family | Cases | Normal | Affected
Lipidoses (46%) ’
GM,; Gangliosidoses 4 4 1 3
GM, Gangliosidoses
TSD 4 5 3 2
SD 1 2 2 0
Mucopolysaccharidoses (38%)
MPS I 2 2 0
MPS TI 5 5 1
MPS IV A 1 1 0
Mucolipidoses (8 %)
Galactosialidosis 1 1 1 0
I-cell Disease 1 1 1 0
Others (8 %)
Methylmalonic acidemia 1 1 1 0
Adenosine deaminase def. 1 1 1 0
Total 21 24 18 6
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#l, #OM2EFDARR2UEFTH %0

IR 16~1TIC B0 TR S FIC20mFE L, 1,000rpm 5 s BiEEFK
L, <Ly b OMIC, 20%4EERIMES ST Eagle's MEM E#iEnA 2 <> Y2 ¥ U
5% CO; FTTHEEL.

BERER, K BEEEKAROY v=r—v s YiLLEFEY 2 4 - PEBRRE LT
B, BER, #r /U A4AYF—vR, 43 ) EF—-vY 2R, baBEEI] 1 BV Tliz4-methyl-
umbelliferyl ik AMUG) ZHW, 2aZEL, VA, 2 Fu< o YBIOECEOTE
FAY +—F 5 <~ VDOREEEF, Adenosine Deaminase {3 UV BT, £NENDHIRIC
THITE Lo

GM, # v 7 Y4+ F—v22H0H L0 #EA THEE  (4-methyl-umbelliferyl-6-sulfo-2-
acetamide-2-deoxy-B-D-glucopyranoside, 4AMUGS) i3 Inui 5V OFEICL OER LT,
F 733 %KM Hexosaminidase (Hex) ¢ DE-527 w =t 7 5 4% Inui 52 OFEL
XOfFots

# R

#=1IRTCE L ARLUER G, EFEBHMSNIOERZIBH (75%), BFH LEHIn
b DR (25%) TH-to BERRBEEOFECTAIREETY, Hk (9208) s
BT THALY, ERSHICHER Lz, Ve F—v 205, Ny —EREO 1 HlIcT, &
BT TIR) vV —a~DEFEBBR LGN

CGM, H v 7 VA ¥ F—2DTBAD3FRIEH (£2, case 1, case 2! Tay-Sachs J&,
case 3 : Sandhoff %) BT 5, HLOBEALEE UMUGS) ZHVWAHKRER2ICRT,
BEEKICBOTIE, Hex ADBPMEBEOOBEMECTRHPRETH 45, COEEE

% 2 Prenatal Diagnosis for GM,; Gangliosidoses in
Three At Risk Pregnancies

Samples Hexosaminidase
» Subject toward 4MUG Hex A !toward 4MUGS
Amniotic Fluid . % nmol/h/ml
case 1 14.0
case 2 1.8
case 3 13.8
TSD (confirmed, n=8, mean+SD) 2.00+0.98
Controls (n=14, mean=SD) 22.9x8.46
Cultured AFC nmol/h/mg nmol/h/mg
case 1 2060 53 580
case 2 2280 15 4.2
case 3 1430 78 388
Controls (n=7, mean*SD) 2710480 67+6.9 451+81

AFC : Amniotic fluid cells.
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Y F—v2BE, ) EF— v ABLKROBBEEDI. &3 BHEEE VEFATEEDIBEE
G, TOHRTH NV 2 —FERBENTBTH » 7.

A ) € F—v 2 (Galactosialidosis, I-cell &) @ 2EFIZEZDBEY v/ — 2HEBEET
QB ENTe CORBEREARDSDYY LB LI bDEK 2R WTNOREILE
WTHY EF—v R, AaZEEREVDYE Y VY - 2BEBAEEESED TV, LLE
BT EF—yATE, GM, GMy # v 7 ) & ¥ F— Y AWFTRTTHD, Tl &2 ZHEE
TRV E —EREESELIE-> TS CRRYBTRIELCH v/ 14 Y F—¥X, Ny 2 —
ERBADLE LUTHRET > TS EELbNE. o
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FEAEBEAER N in vivo BIEEICEDATREL S > T B9, Tl GM, #~ 7 ) #
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