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Four types of possible founder mutations are responsible for 87 % of Japanese patients with
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BT REPOBSHE. B2 PR ONREME. 725 CICHEBERKRSIZ
IVECLBRIER MV AR EDOARKEOHEIL L > TRIERE LTS, BEFIC
ECBBEDEERHINTE-LBEFERBELIONB I L#ECEDI, £
MCIBEFCELREEEET 2B ABEREDLoTVE, & hTIREMR
DNABRETHEF A Y I VU ZRBEOBEHRIZIIR 2 UAF FIREEHR (nucleotide
excision repair ; NER) 2EI< 23, TN THLERE-TLE - f:%ﬁ‘h’_\ BELT 3—7
2% DNA BB EE LB RELRVBX THEZ R I 2 5 BER 0 B2 s
b,

X7 VEF FREEERKBLEBEIC, AREEEE (xeroderma pigmentosum :
XP) O A~GHBRIEL, HERVBUBBIRESRH 5 LY 7Y FEXP-V)BR
HET D, AAAXP OFBEREIZ, EARITH LT 22,000 Al 1 ALEEShTE
. BEREKD 250,000 AT L AL BT B L BV, TOF T, XP-A BITHESTHY .
XP-V BIIH 1/ 4% 5D TV, XP-V #iX, BATCRERERET S ERERS
LHBERFTHIB, MEERIEDLRY, AXBEEORELBEEL TRV
EREL, BARFAS2EDIT. PEUBCELBICREENELT, DHTR
B3RS hot, ¥, X7 VA F FREBEOIIE L 72 2 R EH DNA &/
BITETLRNI 28, MREDZHEET X P CTOREBHIIE LY, XP-V
DREREFN 199 ECHEBSIZL Y DNA U AF—¥ h (POLH) LRESH,
IERBERTDE TR EZEET D 2 LA E RoTe, XP-V 2 6 BREAENH
6p21.1-6pI2 ICER LTV, 40kb DEEL VARV, 117V ohbhoTWN3,

AR T, ZHETITRKRKN, MIREDZHICXP XY 72 MERR Bo i
BIDD LRAEFEWMB TE 29 EFIZO>NTDNARY A5 —€ h OERIZ2T
B, BRRE. MIBEHZENEERL OBBERIZ VTR, BEOEBRIMIT
137F~82F (EHERSSLF) BER A, K176, 262V TREREEEL
Tz, BEBERRERIZ 2 F~76 F (FH46 F) Thot, UDS X 57~115%

(FH81%), An=—HREZ AV REFERZERIES 2V LEERSH T,

F7zA Y (0.5—1mM) HFET TRIVBEFEBZHEITB® LIz,

BEFRITL XP-V BETFOZ 7 VoA v M Vv BERESEED T 54— R
FEL., l1Exon 2TV —7 VAL & 25, 29 % 27 PHZBEFOEREZED
oo 2 V4, 6, 8, 9. 11DTHIHRKERERRSIT, BBEH 4505 5
SFDERLA-DERBVEENL.TDI B =7 V4 OG0T DER33%,

1

TI V6D CT25GH 1%, T Y 8D GII6T H 20%, =2 V2 11 O del 1661A
RRPT. 204 AFOERBBEANY 7V MEBEDEROBLE8 7T%% &
B, INODABEROERIZERALSTIEROD-THE LT, BIAEERDOW
BENTRIND, BETFREHETOIBIC, ZhbDEERFIZH 3 LaH
ThdLBbh3,

Wiz, BEFERNLHMENIEA L ENLOERPEOSBEORKERE D
HWECEEERELDERM L. POLHERIZT 1 37 I VBB LR > TNA,
catalytic domain IXZA®D 51 17 3 /B, FHFEERIIBDDOL4007 I/ BTH
Do del 1661A 721713 catalytic domain ZR&#F L TV 5 Z & A HEE & 1. C725G. G916T,
C1066T I catalytic domain & ¥ R TEIN 2 = & BIEER &N 5, GA90T DER P HIX
2EEORTT4 Z%"‘a‘biﬁé D7), ERENSERORESR#HET S 0IZE
B<hb, BAMHE (MED), EFHRERREOHBEARY. REBEVRER. TE
HIDNA G (UDS) REEZWIFEL LT, TR PBETFE L BRER E OBEL S
KL THEe, REBMNEEBUNADRIT OV TIRREARERL LN ),
EEMaE. AEME, EERAEOTHRBYREHFBEFEREOEHAIC
HBT DL, dell661A REHERE (HBHWVII~IEAK) 6 EFHOEHERIT 56,
637, 67 TH V. C725G, G916T, C1066T DHEHERE (b BV id~ IHEAK)
SIEGIDTHER 472, 537, BRIV BB TH o, ERFBEEEDRV 24
b dell661A % homozygous I b DBEFICE T e, G490T OEEMIEE,. Al
BOEHRBAFEERHIL B2 R, B2 B Thol, BETFELRER L OMBEHN
BHEINIDE, EFAENERELS TRV R, AXAREBFMOBAZLSHY, &
nrbORFBETHS,

HBER G2V CiT FL32S-E-30 sunlamps 2/ L, &#HH5 5 3 Ocm O BEEEH S
EARERE Uitk MED (B/MIBEE) (RSS2 4B IIA55 LCR
BT OREOHBNE U SR/MIER) 2REL TV, 2 9EFD S H MED %
AR L OMKEL 9BITIZEH, BEAAD MED OEERTHB60~140
mlfem® DRPITINE 7. AABRBEEESHHLRV2LTVEBRE LTV 3 ER
BPRNZ L LFBELREVERTHY, AREBIENY 72 MNEOBER, hE
DB ERBEELTH D TRENESZ LRSI Shd 2 L 23HT 5,
SE, REBREEAD] IROREATRBMNTI LOTER/NRANRSD, BE
ANBREERIEND 72 MEOBMO 7 DIC, B ILEIE L del1661A,CT25G, GO16T,
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MEHIT, BERAT, MMM AR RE (xeroderma pigmentosum : XP) /3 T

241 % del1661A % homozygous I b OBFICE TNz, BEFE & RER L OREENE

v MBE (XP-V) B o Io5E ] 20 T ST, 2 OEEEET TS DNA K U A

SN, EFERERE+HSTRNIER, BAREBBOBAZLH Y, Zhbid,

—¥ n (POLH) OERIZOVTHA, BEG. MELEYFHEERE L 0BEERIZSN

Ihh b OBRFRE L BRSO,

TR Ui, HEAEDERATIL1 F~82 F (THER 551 F) B 12 5l 4tk 17

ShITR/MINEE (MED) %2F~2 2 & DHikE 19 FITixep, BAADMED OFE

Bl 2 BIERCTRBEE & U T, RSBISRERI 2 T~T6 7 (TH46F) Th

EHTH D 60-140mlcm® DRMTUNE o7, BHEBHEBHRRVDTVEEELT

o7, REH DNA 5 EEE (UDS) 1% 57~115% (FEHy 87%). =m=—TURAEE MV o

WAEFRIRPRNZ L EFELRVRERETH S,
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AR, ARABREFERE D 7 FEOBEITIL, dell661A, CT725G, GI16T,
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BETHL XPV ETOT s VoA v b a v BRERY 8k 754 <—T., 1] =
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RICHFER, BRFERPLHRBSINIBEALENOOERZF O BEEDRKER &

DBV EEMRAE B R RT LTz, POLH O del 1661A Di&{EFEMIZ POLH BB D

511 7 3 /B & Y 725 catalytic domain &85 LTV 248, C725G, GI16T. CLO66T b
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