ERIEEEER CFEERT
RAER - NP WERESED2 R -2 7 ] —=> 7,
EATMHE R ORI ERICBT 2%,

EETHEEZRALLAERRNBEREER 2 YV —= v 7O
(DHEHHRE: =X - 22 ) —=V7OFLOXREERLE
T DERFEEICET 2470
$]RK |2, KE ¥, AHF PE
[ZH] ZRERBBCBVTR. BR - FECFFEPLEHIcRRER
FOMPEBITObhBEICR, Bezhit X2 ) —= v Z7iBHT 2408
BaEh-o2d 5, 5. X & LCERMKEZRH Y., MERKkD% 7057
—EKBLUV 7 =/ — VAT Z LR, BELCEARTFHEIIER~ETIF
Hticdk, HHNBETFOLWBAEIEZRET L, BNERETELT
B, BRHAAZ7 7 7V —RO—HTZ0EROEFEESERIL TV S
a -Galactosidase ABETDE 6 exon® 213385 bpdD 7 5 7 A b %iE
. % polymerase chain reaction (PCR) THIEBL. = F Y9 A7
neAd FRERUCYY Y ETHNEMBEoN LB EZME LI, €D
B, CoTtHVWohEERNER X DRSSHAERERTF IS /A v b
OB MNAEE L EZ iz,

[(REUE

[(HFEHEY EEEDISHAE
W22y —=v7HERKCED
L. ZRET2BEBRELL. Th
D ERIL mm (£M50x Lict
LY o7 vy FEYIDE D, MY
Lo CHRET 9RVYIFATF =
— 7RHICAN., 1.5 mlo Y vEREE
FHEREKEMA T, ZET604H
BYMIciRE L CIMERES 2 BN
Sd, EIE®. HMKREKS 25
LV Mol00u l0BEEZKSE
IMACHEMEE, 92°CT 5 4
BlLi, CO>BTOu 1% EE

BRI, B THEE. 77V R

PCROFE¥ & L THW 7, PCRIZ
50 M KCl. 10mM Tris-Cl1 (pH
8.3) . 1.5mM MgCl=. 0.001 %
gelatin., 200 M dATP . 200
oM dCTP. 200 M dGTP. 200
uM dAdTTP. 1 ¢ M primer1 (¥
1) . 1 guMprimer2 (1) .
0.5 u/ml Tag polymerase
(Cetus) OKHTHRELIN p1
L. 2HiCcl100 g 1o mineral
oil (Sigma) *&ERB L C17 -
2 o RIS 1 denaturation 94°C
1.543. annealing 55°C 2 4.

(B) RAETERRE S & U R BRRE RV RE
(Department of Clinical Genetics, The Tokyo Metropolita

Institute of Medical Science)
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Xtensioen 72°C 4 43> C30[|I&E D
BLUIR, 20 EELTIEEEH
KD0.248D% / LADNAZ[E—D
EBTHIIEBLL, RIDRTH®. X
BEWMIE 7 2/ =N/ ook
LAHWTDNAMIHE 2T w2 2 /
— WiEE L ¢, 10mM Tris-Cl
(pH 8.0) . 1 mM EDTAICA#E L
foo THERABELTLIONTH
0— 25 VEKKHBLZF YA
TuewAd FREBET>77, 36
. CORIGEMZF A4 o VE

( Hybond-N ; Amersham) i< iz
E L . %P 35 x NV L &
a -Galactosidase A cDNA% 7
n—7EL TN ATV ITAE—
a YERITW A—bsSVFT 57
J—Trﬁ:]rﬂ?bfio

[8) N2, KEkRLY
BRETFHEIEZET > BORIGEY
DEXRKEBERLIL, L—V1
i3 = % DNA ( ¢ X174 Hae II
digest) . U — v 2~ 4 MEHKI
2EEE LAPCREM E L —
558% ) ADNA%RRT, L— 2
~4 BT, V—rY5ickn
T, BERH»RB 0BV ODOTFE
AntBic Y FEgEsh
oo RIBKKE. Bl—2FX VE2RHL
THH T ey bl ELEGR
BT Lo L—r2bhobicb
TE—DO% 14X (385 bP) 2H T
28 ~2Z1EBDONY FEBDHON
oo CNOLOER»S. MEOR
EiMmz=aREE LT, AMkzad
MER 32 BEH SE., ChrERE
PCRicfER T A C&ickn, HH
EEF7S AV FOHBEIEBEAEE
ThHEEZLONT,

[ERK] #BEEETHEITZFAHL
hERER#EKEOzZ 7Y —=
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vIZORKMEELELL TR, HEK
BohTUELELS. RETUET
POV BTHMAETHS I EH
PE LV, 19874 icMcCabe s ¥
REREHERM»SHMER~<LY v b
ARBL., TueFT—FKEBEXU
7 =/ — VLT X 0 DNA% Hili
L, ¥ Uy S BAtEThd 3 I &
R Ut 19884ELIR. COHHE
W TR A S H L 72DNA
» PCR T ¥ M L cystic
fibrosis® % sickle cell
disease® o Z M ic G4 2
BENRTOV B, A LRER
fMZ&EEFR2V)—=v7ORE
ELCHEBTEaRIcHIRS T
BIEEOBE S ARSI, 2T
. BEWSP OB EICHE U CEK
SR H L MBS 0 —E %=
WT. DNAfjiH o 7- > 0 JLE % &
TIHEEEERTFHEEZ~2LCC
L X v, a-Galactosidase A&
EZFOE 6 exonk 51385 bpod
757Xy FOBIBREIEETH -
too BERAZ 7 7V —fKO—FT
i3 a -Galactosidase A= F Lk
DWW EFEEHD T F v WBCGARL B
CAARER L THKT I VBOE
IEELCTEBD, IhBBRER
ODETZEITLEELISN B,
COEREFHEIBA %L S LDNAL I
BL. ChEEFTIZIEREDNA
CEAHBHBERA VT X7 L
FFREDAALT YT E—v 3
VOFEEREZET LI EIRED,
COZERORBENHEEER S, &
> T, SHOEBRERI. 5L
c—WD7 7Y —FROBEBETE
Mg BEERELERA VT AR Y

J—=2 Y TOLRATITWES
EERLTOV S, &, XD R7
J—= VS ONBEBEOFVEREIR

X 2 RECIHBHT SN,
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DNA microextraction from 4) EHILER S : PCREEEZH
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M1 #EFEEECHWVAEIVIRIVEAFITS42—
primer1 5'- CCG GTC GAC TGG GTC ATC TAG GTA ACT-3'

1141 1458
primer 2 5'- TAG GAA TTC TAG TAA CAT CAA GA-3'
10809 10792

T2 o -Galactosidase AD (+) ¥ 72 i3 (-)#ic. HENBET =ET
%o
BEWRG) itk B,

2 K3

DNA Amplification Southern Analysis

=385 bp




BEHTFX A b OCRGEEZMXTERYIMER ﬂ
BXO—8BTIH. BREOBRATEENEThIRANBYET

GalactosidaseA 6exon 385bp

polymerase chain reaction (PCR)



