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Differences in Clinical Phenotype Among Patients with XP
Complementation Group D; 3-D Structure and ATP-Docking of
XPD in silico
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GERMEBAE (Xeroderma Pigmentosum ; XP) I3FPEMESIERZEL. FF
2o EXRBRICKEELETHERAGHUERGEHERSE TH S, XP i2 DNA EHEEE
KEb3BEFOERBRORKILL>TEBI &N, TORRBETFND 8 2DTN—
TSNS, DNA BEBEO—2TH B, X7 VAT FREEEICED BT O
FILED AN GRE, X2 LATF FREBERER Th5 bODOBRGERY BN
DOEEIZLB) 7 MInLRS, XP IHBENEhREB TS 28, BRKCORE
BEFFAC—ATHIOTH L, T T 22 PAR—ALBHECRONE, AKX
A ALY 7o MRS B TIX C 3D BASY, SBHHEIC X » Tike
REBEOY BRI £ ORBERES L UHRERE 2T 2, .

XPD ¥ (XP-D) BEECKHBEELZE LERCRERELREL. BMREREMED
ZEBENEINTWBR, ZOEEEIMEx OEFIZL > T4 Th 5, EBKkR
HDHE T, BEFETOKEE, XPDBREFO 683 FB D= FUiZ hot spot BH Y |
TAE=ZURBY P77 0~ L ERT S R683W BBED 13%ICR O, £, £h
b OEFICBOTIEEROE MRS, —F, BAnSO XP-D OHETIE, &=
FRENTE EME LIERIIS RV, HERERET D b OOBRERITE D, BET
»3, XPD BB, ATP (k77 5-3 DNA~Y 7 — R T, X7 LA F FREEE BN
Tk, BESSO DNA ZAEHEZEERL, B LiTLo T, BEREITEIR B
& &¥o, I, HBEO XPD BEHORRMTSREN, TOMLMEERRESRT
VAR, b MIBWTE, REBREESRTHRY, XPD BRIZZ 2O~V -2 F2
L FeS IFRF— T—F AL D 4 DD FAL U BERE, ~VFr—2
AZ——T 7 LY —HBHFORFINLERERD, £, Z2O~NVF—RXNAL D
B ATP RAEEASHEEL TS, 5, B2 iZAARA 4 5% 6 EFOHREREH#D
2 XP-D BHFIC &, DR L UEETENT. ¥£72 in silico Tk F XPD ERD Y
a2 b—a VR ET o T,

BROIIIEFIZBOTHPOR X VRV ERREIERZ A L. BT aREE2R
b, ZHOBHE. K& SOFHFHVLREEEEZRO TV, 4 FICREBEERELTWY
b0, FRERE D BEIIRD o, BIMIZL D DNA BEOCEHEELR
NBHEHE, BERE L ORHESERIRE RN L, SMHRBREORESY DNA 6. aw
= THREEIC & B EA BB R 21T o7, FES DNA ARk, =0 =—Jomae
EHIREEIY hu—Mcl, 2FL bIIET2R®7%, 2% 9, DNAEHEOKT
BHy, XP 2 TR THHRTHo, L L, EERTHD A HBREMIRLLETS
b ETOREREL . XP OPp#sEbL I, XP OBMHELED DNA 2 EH TS
75 Z X FEAIRX 3ETMREERRTIE. BEMIIC XPD O cDNA #EBA L L
EQHAYT = F—PEROEERRD, BEE XP-D LBK Lk, XPDEEFOLT
IV ERESA VY b— 2 T AT LT, BETRITOE. 6 #lF 4 613 hot
spot IWERERBOn, BROWRE TR LN R683W LIZRRY, TAX=VRI
FIERET D R683Q Thole, 6 HlD 5 btk 2 Filid R683Q & del619 DILA.
~FOER, HEO 25 R683Q & Q368X DILE~T e LR ThHolk, #1D 2 HhiTi



BRI S, FL S541R DFETLERChoTe, del6l9 & Q368X it NE Ttk

BEOERTH T, ]

IS OREFEEONEETRD 12, ModBase & Y B bz wild-type ® XPD
ZOOMAEEL., BETELRONS R68IW, HRFAITR LN R683Q, S541R.
del619 IZ2oWTC in silico T7 I / BeE#H, REZ ¥, SBERELETo75 2T, M
HWEERVWTHNT L, wildtype BT DL, ThENOT I/ BER REROEE
TS DB LT, REOBERT o v VEHT T3, wild-type 1238V C ATP
RBAPBMEECHEEL VA0 L, EEEBABVW e, $ERAOHEEI
FLTEBY, ATP ZBEERET T3 LFRENE, £Z T, ATP L XPDEHLOF
v XU PHT R T o7, ATP ORAEE ZOME BHESNTVER, wild-type T
BTk 100 BN < 50 BIEERE L R LA & TORKE 2R, —J57,8541R, del619,
R683Q IKBWTiEhFh 100 B 22 B, 32 E. 34 BRI LAE CORBEGE2RD T,
LA U RE8SW KBV THFALEEICHESTHZ L E, o, BEX Y. RE8SW i
ATP L ORFAEBBRIET LTS EELEN54, S541R, del619, R683Q iX
wildtype LV IXEB DD ATP L DEGERHIBERFE TR EEZ O,

FAEBBRY . XP-D KB\ TEREFEITSZ SN, DORBEROFEI SV TR
_RENTWBEFNE 37T EFlDH Y, BARFD 6 FEFIZBML, 43 FliC>VWTEETFER
L BRAERDOBEIZOWTREf L, 43 D55, RE83W R FETLERTRHOHOIX 7
FilH D, R683Q 2HREERTHOHDS 7 Filid7, R683Q DFEEREHTIX. 7
Bl 3 PlEAEERE RO, 3 FIRBMRAMEERE 2 L, 1 fIREERERDHE
LERTVD, —7F, R6S3W & FEERL LTHS 74, 6 FINHEEREEL, 1
FIIBMDER TH oz, EBERICE L TAHATHS &, RE83W TIHEBEEORIEDH
FEZOWTRERH -/ 5 61P 551 DCHBEELRIEL ., TOMNRERIT 1548UT
Tholz, —HTR683Q THEHKDOH -7 5 Hit 4 FINKEELRIE L, FHORE
i3 5.3 R Thok, FRNBEOZEVCEBRER L2 S0 RANRHNE LT
HRIEROEEE > ZEMICEMT 5 2 LISMETIHEL . T EBEORE b KIS
REELR OB LEET 523, R683W & R683Q % i1 3 & A& OF NEEEIER &
LTEEfIRZNEEZ LRI,

XPDBEFOERDOELFI~YVr—A RAL VCERLTEY, £RIZX>TDNA
A ATPase BHEBKT T2 ELXBND, R683 I~V —X FAL VIZABLT
BY ., FEHRE T R683W AU 7y —REMREVWLTEH0L, EFLVLHDH0
DEBELTHNS L T58ENRSHS, R68IW & R683Q DB TIIEE D F 48 ATPase I&
L ssDNA BAERME LV bEV L TERERD B, Fx O in silico BATIZHBNT
LBRERCBVWTREFLY DL HODATP LD Ry R 7RO H L, #iEiT
ATP L0 Fy %> Z 3R R20o 1=, XPD B H 1 ATP (ki DNA~Y 7 — X Th 1 |
ATP OMASRIZ L > TDNADERERLEIToTEY, ZThb0BER I UMBITER

RENENOEREFOBEOEEEOE O LBEL TV B THEMNH B, %72, S541R

R del619 2BV TH R683Q L FHRIC, BRARMERE U THEBBRE TH DO ATP &

DR y*L PEFBRETH T LTRILS 5.

UEXY, BETHREDE R683W i3 ATP L OREESRENIZE A LEL | BHFRERL
LTEEFANSVOIZH L, A TR LN R683Q, S541R, del6l9 iX ATP & O&4S
BEARAE L. BAEROBERICEH TS LEXL N, DkY, XP-D BFBIT
BEFEROZERILEGETFERDOBNE BET B Z LFRRI N,
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BRI (xeroderma pigmentosum; XP) i3, EHLRNHBBEERTE L, BETO
BREORELTD DERAELERGHERTH S, BREEATIEHINEARATORE
BEEIL 22,000 AIC L ACECKREEL Y bEWVW L &3, P IIEGHESIET X Mo kY
AGEE, VEDSOIZGITBNTWS, XP DEEEE (XP-D) ik, BEERE UCiTEEN
BENLBEINTCNER, He DEFNC L - TERITEL TH D, BN DORE
TIXEEER, #RERL DREETHELALE RO IDIIH L, BBOEFCITE
FETORMEORER YL, KREREZR LIS bOOBWBERE ST AT, &
EFRATOBRE Tid. 683FB D= FUIT hot spot bV, BRETRTAE=L25 R Y
FR7 7 o~DER (R683N) BEL ., FOBRBFERLZEBSBEIIEREFANE, FHT
HEETEN BT o BERLROLOD, RESW I 1HTLIE SR TRV, XPDEY
35814 DNA 18I 2 DNA (B CH B, X7 LA F FREBEEICED 5 ATP ik
HDODINANY r—2ThHY, BEBMNODNA D _ELHAPEEETEILIVIESL, F
=T VAR REED LI LD RN EERMICET VT SR L EL LT
Wa, EE, THEICBO T XD BHOKEMTN R EN TSR, & FXPD B ER
wRLIh TRy,

AEFFET, HEEE O IX4F R 6 FEHID XP-D R OB G TME % 1TV . in silico
Tt FPDEBEADV I ab—va VR 21To 7, RSEMISFORGEERB LT
BRULELLEPTROES 2 EORBERERD, BETCORGBOREL R B
bHY, BRERPIEL LTORBERIIBEEThH 728, #EERILS Athiho
oo BEREH DRI U RHESRBRE AV e SR BRSO R E S DNA & R8s
FERZERR TIIRH & bICHIREBICHT 5 DM BEOETE2RDE, Lasl, BE
TRLERONDEERDO AR CTRTAEHEREREE2Y bu—AL O 5% TTHS
DEN L, FEIO 6 FITNTRHEFE L br—1 0 0%BEIEZNTEY, o, %
ABBZEL ABLEERE 2 b u— L OFMBEDEY R LE, 75X FEAILLEE
FHBEIERBRICIBV T, XPD cDNA DEAIZ L U DNA EEEOEER RN D D
XP-D LREEZUT LIz, 2FIICBVWTREL R2EEFEREZFAEL. ) b 20OBRETE
£ (de1619, 9368X) IIBEREDRVEEFERTH o, KK TEL ROND RESIW 28
DEFIZEL . BRLBIFHOI FUDERETEH B, SN ¥ I ~LERT S R683Q
BAPNCHF~ToERE LTALNZ, MEBIMED2 2 HICIXFI T S541R DR ELR
2RI, Insilico TOXPDBAD Y I 2 L— a3 VENH CIL. EEEH & S541R. del619,
R683Q. R683W DEZREOOHEAITV, TEEATIIIASE. XEOBERT L+
NVREFEEALIIRRZ - L 2RLE,

Rl AP LD Py 7ETTIE. ZREQRESEOICHSAT L OBAESETL
TN, FEREAOF THETORESRERZ I ERTBRIN., i, BT
RONDBEBEFERTHO, BERMICEEREF DLV VR8N T, ATP LD Fyxy




THOEBETHREETHY ., EREOAZXTO Ny XL V2R Ehotc—F ., HEHER
BEETHLBHEICROND S54IRROR683Q TIXATP LD Ry v Vit b 2RERE L
TWe, BHEFICL2NAOEREDE L HTIZR683W & R683Q 2 RELERL LTHoMH
FZTNEN THTORESN TV S, RESIW CREEEOREIIFED D - 26T
R, POREREL, FRERDEZVDIZH L, R683Q CHEBBEORERDH-TH
HBRIEE T, HRIERDEMTHBEFANLY, MOBFIEEIC L5 R6S3W & R683Q DE
B OBERE R LB U 7 28R CIX R683Q 43 R683W X 1 % ssDNA RES-8ER0 ATPase FEMENRE VN & 3
DEELDHY, THIEOVTHSEDRERLEDETEEL TS,

BELY | BHLEHEOOBEOE VY, BRAOREEEDECEHAL S 5 LR
I7THEY ., genotype-phenotype DHABZERMICHBET R DO THB, Lo T, KHFET
XPD BEFDOERR XPD ¥ 37 OBEDE, DD TIHSEOBRWICRU-OE, Fhit
BARIEROZEL RV IZLVHIEERAREBELOL LT, MEHIEETHS LRD
Do Lo T, ABFEEIX, L (B OFRMEEBIERBETLLRDE,






