BRIEERE (XP)DFHEwHEE XP-J ZFE
~50 FA3YICHHR XP BEEETF (GTF2H4/ XP) &R~

[FHAZEDRA K]
"BREPACHBRIERZRIET I ECHH T CHD. BFEMEKEIE (xeroderma
pigmentosum: XP; IEEH#HE 159) DFH B HEHEMER XP-J EEXEGLF
GTF2H4/ XPJZ=RIEUT=,
-BARAD XP BERE 2~3 AAICT A (HRDEEEIL 500 AFEEHEINT
L\3) TOBLHREDHR TIIEEHRNZ,

‘XP-J & GTF2H4/ XPJ B FDEREICKURIET D& ZHSMNI UL,
- GTF2H4/ XPJ EBaFIE. XOLAFRERZE DNA 18 (NER)ICEES5 95 TFIIH %
B (EFREGEERFESER)DEBRATFD 1 D pb2 EABEI—RLTHY. I5RD
ARICEY XP CEHEREBDRAERERICDORN D EHFINS,

[RFEBE]

BHERFEREREZRARRMBHRES BEEDY FEEMREY— 2 FER
ZORR HE B REEFNEM REETCOE/#RT / LBITEY—D3k
BB %S DY IL—T L. Rare Disease UK (E)MD Hiva Fassihi &R,
Shehla Mohammed [EEf. Heather Faucett #&fi. Alan Lehmann #i&%5 &
DHEMER T IEEHRD 1 DTHHIERMEZEIE (xeroderma pigmentosum:
XP) DFT=/2A8/% R XP-J EEEELF GTF2H4/ XPJ ZRELFE U,

XP & £FENDOE DNA BIEZE1E T DHIBICIEEN H DT85 RIMNROCERARTE
RINDIEEMBICEL > TELURZ DNA EEMNEYTICEBEINT . ZDH/ER. BN
HIBEMIICEENAZECCT < ETHDHRESESEEICRHONDEET
9. BAR, PXUA, I—OV/N\RETHRIZ<DEENREINTUVEXT,

CNETIC XP-A~GHEHH XU XP-V D 8 DOHEEMEEN SN THY . XP-J 8
(& 50 FEAVICFEINZ 9 HEDHEMERHCRUET EFDEEHN S XP-J &
X, GTF2H4/ XPJ) Bl FDEEICLKUREIT S &EZHSMNICLEX L,
GTF2H4/ XPJ EIcFI&. XUV LA FREREEE#E (nucleotide excision
repair: NER)ICEE5 93 TFIIH &% (EAGERFESHK) DIERERE p52
Z1—RUTWET, TFIIH BEAEREFOERIGEE TIE XP DIEH . BHiE
b7~ IT1iEEEE (Cockayne syndrome: CS)®RBHEEEFEZ I K
OFAIZAROT 14— (Trichothiodystrophy: TTD)REEFRET D ENFSN
TWET . AAEIE CNSDRIEA N ZX LD FREDERIC DN D E8FIN
£,

AAERRRIE. 2025 F9 B9 H12:00PMEDT(HARRE 9 B 10 H 01:00
AM) ICEREZAMEST Journal of Clinical Investigation (UCI)IDA 54 ERIC
BEINELRZ. /2. 2025 £ 10 BRITOHRIRICIBE T E T,
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1. B8

<% DNA B1EE - DNABERZHEBOERRICXURIET Y7/ LFLREERSE
HENRIC, TOREFERZEDHFECERERIEA N Z X LD, BhEET T DEEE
FENTIC & D DNA EE#EEDIRR CEEBD D FRERERICIVEATLET,

BEEMEEE (xeroderma pigmentosum: XP, 18EE5K 159)(%. DNA (S5
BOEREICLY ., BABRERORBENRARE ) RIONSFEDECHEAMERETT &
[CABASIUI—0O0V/IN, PAXUATREVRIDNGWVWCENHOSNTWET , XTI,
XPA~XPGHEXU POLHD 8 DMELFDEEN XP REICEANDIZEMNIHEIN
THY, FNFNXP-A~XP-G BELU XP-variant (XP-V)EIZHEINET (&
1o

£E, I—0O0v/IXD XP Z8HONI=ER (XP140BR: 6 &L R)ICDVWTRERR
TEFEREERLUFLU.

HUGO

XP gene name aliases TFIIH relevant references
A XPA XPA - De Weerd-Kastelein et al., Nat New Biol (1972)
B (CS/TTD) ERCC3 XPB XPB Robbins et al., Ann Int Med (1974)
C XPC XPC - De Weerd-Kastelein et al., Nat New Biol (1972)
D (CS/TTD) ERCC2 XPD XPD Robbins et al., Ann Int Med (1974)
E DDB2 XPE - De Weerd-Kastelein et al., Mutation Res (1974)
F (CS/FA/XFE/XP-CS-FA) ERCC4 XPF - Arase et al., Mutation Res (1979)
G ERCC5 XPG  (XPG) Keijzer et al., Mutation Res (1979)
H/l - - - Withdrawn (Vermeulen et al., 1991 ; Bootsma et al. 1989)
J GTF2H4 XPJ p52 this study
(CS/COFS/others) ERCC1 ERCC1 - Kashiyama et al., AmJHG (2013)
variant POLH poin - Burk et al., J Lab Clin Med (1971)
TTD-A GTF2H5 TTDA p8 Giglia-Mari et al., Nature Genetics (2004)

(& 1) XP OR#HEE CBEEELFHSURERSE

2. HFER

NEAIFEWVEAMRRZEZRLU ERMCEEDRAERERECHEIAINTSY,
BRI XP BBRON TVRUZDRAECFEE>ITHETUE,

XP FBETIX FHREFEFE DNA BEDEBEEEMETLCVWET, 7/ L2EKTEIK
XOUAFREREEERE (GG-NER) X XP-V ZFR<£THD XP TEENRBHOSNE
T — A BEEHRUEXIVATFREREEERE (TC-NER)IL XP-C & XP-E %
PR< XP TEENZRHS5NFET . GG-NER & TC-NER DEHZERANDZE T[RRI E
BRBIBELFDRVAHMNTEXT, T T BEBFKMIEE (XP140BR)ZRAWVT. GG-
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NER & TC-NER DEMZERBELZECA. WITNEETLTLWBRZEADMYFEUE
(E 1),

YRIC.XP DREICEES T 2 ENHSNBEEAD NER BEELEFIZC DL T, J1ILR
MEtEARZERULEIL D BHOEGTFOEENRATIFRWCENREINELE
(K 2), €T 27/ LEMZzEREL ZERERZEDFERZHAATZEZA. TFIIH
BERDERATFD 1 DTH3 pb2 #0—RIDBILF GTF2H4 LICERERERE
LEURE (B 3) . AZENKERERTHDI_EEHRT D6, XP140BR #aIC
GTF2H4 0 cDNA ZagHlIFIR S & BEEEZFTMUELZECS (T1IVRBRMERSR) .
BETFUTWEBERENERIET S ENERINELE (F2),

T5IC.ph2 EABORAEEERALLECS. JL—LYINERZHED7JIVICH
KID3EAEMEELNSFEIFL VWD &, TFIIH #8FDIEETF (XPB.p62.
XPD RE)MRPRLUTVWBZEEHERINELE (H4),

LU EDERIS. H2 L TFIIH EE81k p52 ZEABEI1—R9 3 GTF2H4 EIFD
BEICLOTHRIETD XP .9 HEHD XP 1HEEE XP-J &L B-FOENEE
XPJEULTHRELELEE (F 1)

GG-NER TC-NER
1500+ S 200+
—~ -]
] 1
< S
= 2 150
G 1000+ S &
g z g
= o >1004 e T & @ &
= o
5 so0{ ¢ 8
4 © 50-
o = &
2 ,® &Bes 3 . &
[0
Q\ X Q‘ X Q‘ X Q\ X Q\ X Q‘
& & 8 & & &
,\b& Q’\ ,\b& Q\
& &

(B4 1) DNA {E&5E £ D
1BR [$f&% AR, XP140BR (IR EEBFEHMAL. XP15BR (& GG-NER & TC-NER O
A DEEMMETU TS EE B,
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lentivirus complementation (GG-NER)
1500

5
<
21000~
[
2
E & s e
C
g 500- ®
o ®
é C@ e 0P oPoPoslooeo®e oo
AX L © o R O K Lo N X © v
M L L ELEE IS
N2
+lentivirus +lentivirus
XP140BR XP15BR

(K 2) GG-NER DEMEZIERICUZ 1L R EFEMEER

1BR & 48BR (&% AHBsk#lE. XP140BR [SxfREEHBEHMIR. XP15BR X GG-NER & TC-
NER DA DEENMETL TV S EBEBEFRMIL &)L BMHMEER T, MialicL > F 1)L R
THEREEGFOEHER cDNA ZREASTEICETEREEENEE TSN HEFHTIN) ZRALT
AR

GTF2H4
€.1203_1204delinsGAG

c.138-1G>A [ p.L4O1fs
1 2 3 4 56 7 8 9 10 11 1213 14
ORF start ORF end

(K 3) BETRONORER

o
m
=]
3
? X
48 —
— —p52
- = —XPB
—— —p62
w— = XPD
— — — XPG
W e —SMC3

(K 4) EHEOFHEIBRREM
48BR [$f&% AB#Hli2. XP140BR IR EEBHKME. SMC3 [$O0—-7 27 1b0O—
Wo
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. SEOERM

TFIIH B8 EBRERBEDLERNREETIE XP DIFH . BEBLOETHEDHER
TR EERT 71 VEEEE (Cockayne syndrome: CS)®, KEFKEERFEOE
ERBREZRIN)IFAIRSOT1— (Trichothiodystrophy: TTD)REEHE
FEITDENMHONTVEY (k1) AAK T, Fi7zIC TFIIH EE5ADBEKEF p52
DEEN XP REICEAND &, —A.CS ¥ TTD DIERIFEESH SNRNCENREIN
FUTzo GTF2H4/ XPJ BIFDIEEERRM N EH . S S ITERBETIIVEY DI ER
FBZET XP.CS.TTD OFRIEANZXLX®, LYY FREDIERIC DN
TH<EHFFENET,

4. IR -HIEF

AFEICEAL T, FIRAZEL. AMED #aMEREXAMRERE (071 EEEFE
TOEZREEDD FRREMRR - AEERFE) . JSPS BIZEMRE(JP24K02223).
JST BRI ZIZEFE(UPMIFR221E) . REHBFREFICLUZRBINTLE
9. 3kAABIE. AMED #AaMEREERLIARER (U / LAFREREREREHEHRLELE
HBEVESATEREDRRETH REERE VIV TFAZIIOREREFHAUCAIEREROE
HKOES HREOT )/ LAEBEERRICAITIZ2S / LBTOREREE DB KK, K2k
&1 -7 FJ (Initiative on Rare and Undiagnosed Diseases(IRUD)):
Y ROMERBIIN T2 O SLAREBORREEEETEMETIHAE).
JSPS BIEMREUP 23H00516). LIREER2ERIFHE .. KBERFIREEFC L
DZHEINTUVET,

[GRIEER]

M=t Journal of Clinical Investigation

WX Y1 IV XP-J, a ninth xeroderma pigmentosum complementation
group, results from mutations in GTF2H4, encoding TFIIH-p52 subunit.
=% Hiva Fassihi, Shehla Mohammed, Yuka Nakazawa (&A% FE&),
Heather Fawcett, Sally Turner, Joanne Palfrey, Isabel Garrood,
Adesoji Abiona, Ana Morley, Mayuko Shimada (ZKRH/ w5/ LS
—), Kana Kato (& XEM/&5%5"/ L% —), Alan Lehmann, Tomoo Ogi (&
KR/ #m T/ L5 —)

DOI: 10.1172/JCI195731

English ver.
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