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75y R, BREASHREIZRT) VY- LBRAS5 7 bELvTovy—+¥ (GALC) ORIBICE > Ty ik
MR, REEEOOBEEMERTRETH D, B2 ORETEAMROEE., ERTFORBEET -7, Bic, KNEERE
BICB U 2RERIT, BRTRELZBYOMEEHEOIA LT IO, AREOBETFRIFET - 7.
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1. BEOEETFHET
108D 7 5 v NREE QBN EIFHIEMIE, Sl L7/22 RNA 2 W T GALC ¢cDNA 2EK L. £ coding $A
BIZ2WT, 470y =72 v Rk ->T BEREFZREL7, WEBOEEEEEL. BIclE s TV 330
kbp large deletion (L.Del) &12bp deletion— 3 bp insertion (Del—Ins) RISHic, #7 L\ 8 D RER T2621, T
652R. W647X, R515H, G43R. S52F. Y319C. W410G 2B\ /L1, IR, BEEBEBEHEFMEL v ME L
727/ 5 DNA %2 PCRIFICTHEIBL . BALHRMETHILT A LILE-T, ¥/ 2 L TOBER LR L 72,
Z DR, 3ZDEHTRSI5H, L.Del, Del-Ins M+ ET, 58DEETG43R,L.Del, Y319C, L.Del, S52F,/
W410G. T2621 Del—Ins, T652R./Del—Ins B~F o TEEL., KD 2ZOEEFRIRIMOER L Th Fh W64TX,
Del—Ins ED~NF 0 TH BT EHMHEAL I,
2. BERORHEER
BEFE D GALC cDNA # Direct Mutagenesis PCR iEIc & O fEEX L 7o pSVL B~ 2 ¥ —ICIEH GALC ¢DNA
EHAANI TSI FEBUELT, 1Ay F 754 v—FAVAPCRFEICE > TERRENY & —2ERK L
oo YR 720V a VIRICE T, EBRBNY 4 —LEERE N7 5 —% COS~ 1 AfgIcEBA L, 48Rk, &
AfIE%EIN L T GALCTEHZRIEL 72, 8EOSERD GALCTERIRVINOEEDQIOBUTTH ), SERM
75y NRORETH B LR LT,
3. /—Fv7o.y MR
BERBRERMEFMIEL D42 RNA 2 L, GALC cDNA %2 70— 7 & L TREEL2MITL 72, T652R. T
26210 HZERBEED GALC mRNA BIEEFORFB L ENNZRDRD UM -7, WAMTX SEREH, R5I5H 5ZER
FBETRZINENEEDI0%. 50%ICHBB DL TV, G43R SAZEREE TR, WILEEZFICL.Del BEEL
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foto®i, BV mRNA /N v FEEEO mRNA Sy FARD 5H, TNENO mRNA ORFEBRBIEED0%TH 12,
4. ZRUERNT

1)  936A—-GEAEUMENR 156Z0%EE (1BEA2EC6ZONEARELIZOARAERE) L0ZOEERR

AERIc>WT Del—-Ins &7 7 ¥ 9 DIBA—=G IO WTHHT Lo Del-Ins 2 ETH S 2ZDHEAAERE L |

ZOHEABEI96AADFEERL, B TZOAFRAEEILIB06A/ GO~FoiRlli, 5HZOAANEBER

VTN H936G,/ GO EERL, EEEARAEFATOEE L. 936A 5523%. 936G BTTHTH - 12,

2)  502C—T HAYEHT L.Del £502C—>T ic2W\WTDfifT% LiL15BDEE L20LDEFHRAERICOWTIT-

o 1 ZOBEABELRVT, OS5 BOEABE I LDl EEL T Y MIC502T 2E->TW0h, 9ZDOEHAAR

L1 Z2OBEABEIL LD £502T DVWTFhbRaih-t, EEBRAEFTO02TERSEE RS %TH » 1
(€23ET|

1. 10807 7 » ~NREED GALCEIZFERFFT L, IIBOXREZFEL, 20 BH LV BOREREELR VT
L7

2. BREXRORBRERIY, SHEOSERERVEFN S GALCER2ETSETEY, 735 v NFORELNED S
BT EHBRL 7,

3. REERCRIEWUNFEHETE2EDLICbh b 5, Del—Ins. T652R. T2620 EE 2> EED GALC

mRNA RIEEEERHBOLARAVTREL TV, ARINELEASLREETH 300, 73/ BEMICK D BERTENY

hMCHEERIET X I B FBEOE{SELLOh, 5HOKRFTEET 3,

4., BRARE LBEARBZICED SN Del—Ins ZE L 7 1 W EIC936A 2E W\, BARE 5 ZI3T X TEHI936

GOHsEERLI, B2TOHERHARETO0%, BRAEERTNTH020TH - 7

5. BAADIIRE Y 5 » ~EDHI50% I Del —Ins TEAE RV IH L7, 30kbp @ L.Del i3 5 AOEABREDLOXIL

BT 6B EFICSHEE BRI, BRAZZB CRREI LS, BRAREI I BEREEZ SN,
6. LRI 5 » N TED N7 L.Del & Del—Ins A DBIZFERBEHTH B EEL LN B,

WXNBEORKRODEES

AR 7 7 v NRBEFICB T 2RERT. BRTFRELEXFABOMGREHLI, LTI, RREEEOR
EERTHIA57 bkLr 7oy s —+ (GALC) DEETFHNET -

WEDY7 5 v NREBEORBEERHEFMIEH SHlH L2 RNA 2H\WT GALC ¢DNA 2{EK L+ 2 coding 8
Bz > W, direct sequence ZITWHRT L 72, 3L W S(EOJ,"’—?“\EE T262I, T652R. W647X. R515H. G43R. S52F,
Y319C, WAI0G #RWH L7z, 3 &DHEHIIR515H, L.Del (30kbp large deletion), Del—Ins (12bp deletion— 3
bp insertion) MFET, S5 ZDEETII2BOLERM IV Y FAFoTHEL. B 2B0EZRKRMOLERE
ZNEN W64TX, Del-Ins DI VXY FANFOTHBIIEMHEALA, £/, BEERIIY / L DNATHHER
L7

Ric, BRERERH > mRNA ORBREART L, EERUVEBERBXEHEHEFMITL 02 RNA £iH L.
GALC cDNA % 7o — 7 & LT, Northern blot ###7 %17 - 7o Del—Ins EH D GALC mRNA J1EH & F#HD L~
VT, WB4TX ~F o, R51BH # ERERBE TR TN ZTNIEED10%. 50%IcRREZBED LTV,

BEiZ, 8HOSRERIIOVWT, BRERBE~NY 5 —% COS—IBIICBA L, GALCTEMZBIEL L, 8BOAER
D GALCEMRIE LTI EROWINLTTHD, 75 » ~HOME & HIBL 72,

SE0ER» S b, BRADOILEE Krabbe R ICH0% A 0N EZER I Del-Ins BRTH 5 Z LRI iz,
F-AADIRTEEIC L.Del IESEEICREEN, T/, Del—Ins REIL TV WV EI2936A £T % L.Del (2]
C7 ) Mics0eTERZHE-TW I LB RV LT,

PEDESITARRIZ, 77 v NREBETOHLVBEZFREELRVHL, BEFEF LXRFUOBREZREM L.
RAREFMIET2LEZON S,
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