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¥4 XEH  Characterization of a splicing mutation in group A xeroderma
pigmentosum (BRMUEZREAFICETEZ2—XTSA LV IEED
SFEEERBT)

. (E#)

mXEEEH # & MH Hif
%ﬁaugﬁ;ﬁ EHRERES # & Ml #A

w XA B OE

I

(H #

B FM R AE xeroderma pigmentosum (X P) 3, FHEAMEHELR T, AR CERZHET,
NEHR I v OREIERE 2L, SRICKEREZAHT 2, MHEREMES DI, de Sanctis-
Cacchione FEMERE S FEIE N T W 3, WIRE LT, DNABEEEBOXRENIEL SN TWSE, £t FODN
ABEBBIC W, BEREACAHTHY, AKREAER, £ PODNABBEREBEHOROIKE S
bOELTHEHENTWS, HAEE T A~HBEOBEEWHEMER L variant OBFH I HSBH LN T
W3, XP ABE, XPOPTRGERERPERT, HAAXPREOKEHELD 2, B,
iz, XP ABRIAERREOCHET <y 205 ADNABEREFO/ 0 — =Y 7 IEIL,
Z DEIEF % Xeroderma Pigmentosum Group A Complementing (XPAC) Gene &g L7, &
Dwy AOXPACHEET%probeic LT, E b BLUTYRDOXPAC cDNAZ/w—=v7L,
ZOREBEFHES T Ui, X512, E FOXPAC cDNAZ% probe iz LT, £E#25kb, 6 fil @ exon
o zeror s AXPACHEEZETF 270 —=v s Ui, RifFETE, XP ABEZEOXPACHE
EFIROWTHFEEFOFETEZTO, TO0RE2HS L, S5, HAAXPABODNAZ
hEER LT,

(HIE1S & DI )

A EERERERT AAAX P ABEEMICc>WTE P XPAC cDNA% probe iZ L T,
northern blot 217 - 7z WFNOBEMIEOXPACm RNASEFEHRICILL T/hal, BMICE
FEH RO LTV, thooEEflaodT, XP20S#Egicowe, XPACERTOY -7z
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AR ARIT>720 XP20OSHIlEDYy , ADNASA 75 ) —%fEL, £ FPXPAC ¢DNA % probe
LT, XP20SHEOXPACHEEZFA 7 u—=v7 L7, 5 flanking fHIR&% U flanking intron
EEULE1IDPOE6exon DY — 7 = v RBEFTOFER, 55 3 intron splice acceptor site D AGHACIC
HERERL TV &AL, COERICKD, HIREER AlwN [ OZBEFALH3S 4 exon FIC
it U7, £ P XPAC cDNA % probe i2 LT, AIwNT ic &3 X P 2 O SHEla® Southern blot
ZiTo172E2 5%, XP20SKE, COERIKODVTHEFEARTHE I EMHIHL, TOERITXD,
XP2OSHICRNAR TS A v v IRBEBELTWAZ EEmRT DI, PCREAHVWTXP 20
SHIEOXPAC cDNAAMIEL, 20y —2 v R %E{T> o TOFER, F4exon DHEH D 2
EEAKIELTOE S M 7O 2MOXPAC mRNABEIFEL TS T LA L, &0
&b, XP2OSHITIE, 5 4exon ORFID 2 HEHS cryptic splice site & LTHIHENTWBE & E
Zoh, TOEEICLD, RNAXRTZIA Y v FRBESEL, BIEECELZ D EEZEL SN, S5,
COERITED, EEICHBESEABRSZMEICE 2 EE2RTD, XP2OSHEICEEXPACH
GFBLUIOZEREET S XPACEMLT% transfection L7z, ZTORE, FEXPACEET%®
transfection L7c X P 2 O SHifEId, BABBIiHEIC S - 7cds, ZEX P A CEf& T % transfection L
72XP20OSHbaE, EAREZIHOTETh-, CORKRRE, CoZE LA ENRERZHE
KRBIEERLTHY, CORRICLIDXPHRIET S LEISIWHMIIFTEODLEEAL SN,

CDRATFS5AY v FEROHEXHLMITE-0XDP ARG (AAA21H, GA11H], BEA2
B, Mo X PEES Fl, IEEXTIR 4 Flic>WT, Southern blot itk % AlwN I RFLPAFH N/, %
DOFER, MEBIFROZVWEAA2LFIH, 166] (76%) 25+ THEEE, 44 (19%) B~TF oELHETH
b, HAAXP ABBETR, BYTHRRICIOEENSBDLNE T EHBHIH L, TOXRR, o
AEOXP AF thoXPEHBIUCLEERBTHEDONL M, LD ->T, TOZERIE, racial
divergence BBICHE L bDTHB T EBEZoNTz, PCRIckD, TOEEEEAE 4 exon fHE %
HIEL, COfEER® AlwN [ RFLP 2EHOMRIC>WTHTNH, BUEREBL, £/, TOE
RIZOWTHEBEGRTHA2EHEDORRICODWVWT, PCRIck 3 AlwN 1 RFLP 2HX7chs, W&
DIRKETH 5 T EAIIAL, NENHREEELSERIEERNTRIET 5 C MR T LNV TRE WG,
(&

XPABEZEDOXPACEEZFIEOVTHTFRIZFHWIRITEIT - 720 T DR, 5 3 intron splice
acceptor site DAGH A CIKHERER L T, COERICKD, RNARXRTFSA v v It BEE &
L, RIEREBEEZONE, CORTIA Y Y VERBZMBEROBVAARAXP ABEEZH
2061 (95%) i@ o, PCRick 3 AlwN 1 RFLP &3, HARIZEASD-HAAXP
AFODNAZWICHERICEHTO S EEZL o0,
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AR, BRUERIEABON FERIEFHFENTZIT- L bDTH S, ZORER, BAABRE O K
a5, XPACBRIRTORIA Y boy 77275 —DRERERITLIDRIES 2 EHHSDITE

Nice TOERIZ, XPACEERTY, OREEZEKERABORKNERLRTTHS I L2MXET D
DEW T, ’

BREZRIEABOKRKNEZ, BT LV THOPIC LAEEYOMETH D, AREBO HAERZH %
Y7 DNABWEZHO THREL AT, APER, BEHRXIMds60TH 5,
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