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H E

HE: B0 E T Bw (XP)AE R B A Ak B2 98 53 B XPEE DR 5838 DA I A AW 0 B2 98 2HL 30 B AP 1E .
Fik: FARUIBRZEEREAMREEFTHRRESRE. RIUXEHSEMLE4DNA, PCRY™
BXPRIIEFNREIETFXE, ESEBENFURZBES EFEAFIEZRUHEBURRE. H
MutationTasterfE&RAEVE B ERGITBRETEF. 48 AEVIBRBERARRARREERE
SRN, REANTE, EXREREREHAREE, MYS5ABEARERZ. 23FAE, BiERET
FERERTF. BEFISTERER, ZBEXPRIEFFETMEURE, AT URE., iR
254y BIAL T XPBEE 5144 B F R 26060 3E, c. 260A > G (p. Lys 87 Arg); XPCHEEF4 B FHI
50601583, c. 506T > C (p. Leu169Ser); 1652 FHFE 211461582, c. 211A > C (p. Ser 71 Arg);
XPFEFH %114 B T K 55488058 E, c. 488C > T (p. Pro 163Leu); XPGE: K 5524 & T I 55 50hr iR,
. 50C > T (p. Thr17Met); 284 EFHIZE706AL5EE, c. 706C > G (p. Leu 236Val); F155FBFH
#3460, c. 346C > G (p. Thr117Met). Jo X RZE 5 HIAL T XPBEH F 145 B F I FE 312600 ZE ;
XPCER BT H8I B FHEINIIE: XPDEFESIIEFE6/ B TFHIE108AIME: XPCEFE 445
BFHIEABAIIRES; XPIEER E 34N EFHIE33ME . £MutationTasterFELREVE B F R4
RER: XPCEFRFISNETF, c 506T>C (p. Leu169Ser), PARXPCEREE164ETF, c.211A> C (p.
Ser 71 Arg) R R AFERE. i ABEMLHECETERHERAAUREE. XPCERRE(F
94 EF, c.506T > C (p. Leu169Ser), PLRXPCEFEFE164METF, c. 211A > C (p. Ser 71 Arg))F fiE
RNEBERBURRE.
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Abstract

Objective: To investigate the XP gene mutation and histopathological characteristics of periocular
keratoacanthoma in patients with xeroderma pigmentosa (XP). Methods: The periocular keratoa-
canthoma was resected and histopathological examination was performed. DNA was extracted
from peripheral blood leukocytes of the patient, the exon region of XP gene was amplified by PCR.
The difference between the patient and the normal was compared by direct sequencing to deter-
mine the pathogenic mutation. Results: Histopathological examination showed hyperkeratosis of
the epidermis, chronic infiltration of inflammatory cells in the superficial dermis, there is a clear
boundary between the tumor and the surrounding. The results of gene sequence analysis showed
that there were 7 missense mutations and 5 nonsense mutations in XP gene. The missense muta-
tions were located at c. 260A > G (p. Lys 87 Arg) in exon 14 of XPB gene; c. 506T > C (p. Leu169Ser)
in exon 9 and c. 211A > C (p. Ser 71 Arg) in exon 160f XPC gene; c. 488C > T (p. Pro 163Leu) in exon
11 of XPF gene; c. 50C > T (p. Thr17Met) in exon 2, c. 706C > G (p. Leu 236Val) in exon 8 and c.
706C > G (p. Leu 236Val) in exon 15 of XPG gene. The nonsense mutations were located at c. 312A >
Gin exon 14 of XPB gene; c. 39T > C in exon 8 of XPC gene, c. 108C > A in exon 6 of XPD gene, c. 48A >
T in exon 4 of XPG gene and c. 33C > T in exon 3 of XPI gene. Telephone follow-up for half a year
recovered well after the operation. The results showed that c. 506T > C (p. Leu169Ser) in exon 9
and c. 211A > C (p. Ser 71 Arg) in exon 16 of XPC gene, were harmful mutations. Conclusion: The
patient was diagnosed as xeroderma pigmentosum with periocular keratoacanthoma. XPC gene
mutation (c. 506T > C (p. Leu169Ser) in exon 9 and c. 211A > C (p. Ser 71 Arg) in exon 16) may be
pathogenic mutations in this patient.
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1. 5|15

& (MET B2 i (xerogpimentosum, XP)s& — i Je i fR B tE it i, 248 SRAMR IR 5 R Ik R AR Dl
T, AR H IR RS « 48 (0 IR s S B, L2 WSO g o IR R A5 S P JUE e 1) 1 M2 I [1] [2] -
XP &5 — MR I 5447 DNA B kKA REPE[3], v RS FIRARE, PLH A A G 2R AR
i IS MR A BRI, HAE XP R 1) AT AR M AH F RS T8 i i) 2 F 4t i ] DL B iR 15
$if5i DNA BEIIRES), 1RBAT XP B 2 A H &M 2 M HAN4]. 3 EERAEMH ARG A (The
National Center for Biotechnology Information, NCBI) 2 ¥ B2 2445 A R 2 4 PubMed
(http://www.ncbi.nIm.nih.gov/pubmed/) H # &7~ . XP B0 2 KB XPA. XPB(ERCC3). XPC.
XPD(ERCC2). XPE(DDB1). XPF(ERCC4). XPG(ERCCS5). XPH(POLH). XPI(ERCC1). £ 1k ik jz %
(keratoacanthoma) & — it A= K {1 Jz Bk, o R T8 4R (5] AR BiZ 1) 1 451 XP AR & £ 1L ik
B B HING IR« ZHGUR BE A% DL SR DR 22 RE s AT A0 AT, BRI A (T B i) B AR B S SR A I8
SOprTpEis

2. MRMRERE
21 MIRMRHEERE

WETEXT RO H M TR ERBEtiZ ) 1 AN kT B 8 (K 1) AVSAETLIRHM . 71 24k, BIARK
R, ANIREE U S W R IO T B AT WA/INANEE L ARSI ()48t (3R O B S R i 2R
FEHRTN ISR T3 AR, 2 A A PR — SR Y BT BRI, IR, K/ 18 mm x 4 mm x
4mm, HARERFRFELNN, BB WA B F T, B ST o XUIR S Bk 45 B S T g
EMARGNL) S om, FHEETEL) 4 cmo XUR SORAVEL . ASHT T MOBAE M /R E S5, T A D SUES
BEREFE.

22. SEWE

2.2.1. FARYIBRAIARARELE

TR NI B AEIRR + FIEEH A . VIR K ES 2 om, VIR, Fibd. YIERm
PRAZE A% HEEE 2, HRBK. B, U, B, J5KK - tRAL(HE)gete, TOuB FUE. Ri5—H
SEPEIF AT RIEREY) .
2.2.2. 5MEI DNA 28

KRy AN 15 T R B A & I R 3 R 41 DNA,  FE%F DNA 4T R &I © HU5 puL DNA ¥
T 1%IEAERE . 1 x TAE SV FL vk (FEL K 120~180 V)KG, B—2%717 16 0] DNA ST, A W51
St Ut IR B AT LA AL PCR Z23R; @ Nanodrop W5 T MLAF DNA ¥RFEFIZENE, HL ODogo/ODagy HUAE
1.6~1.9 40 R[] DNA. 4 DNA #KREMFEH] 50 pg/ml, Fid 5N -20 CUKFE R4 H -

2.2.3. 3|1¥ngit

Wik 51 Y% Primer Premier 5, — S8 514K ELE 18~30 bp: Tm {EH7E 55~65 &, B K
E 60°C7iAi: GC & & 40%~70%; ELRFHIVE R8G5 4 — SRR A ARRE LY S I AE7E . PCR Y11k
JE AL 5IITE 150~300 bp Ze A5, AMRAS IS4 bR 150 bp A4 s H RN R ) PCR
PR S — RN 1200 bp.

2.2.4. XP EFEFF 14
SRAR G R FH 8 I BRSO AL I XP A SE 3L (XPA. XPB(ERCC3). XPC. XPD(ERCC2).
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XPE(DDB1). XPF(ERCC4). XPG(ERCC5). XPH(POLH). XPI(ERCC1))i#{T2582: 7%, F NextSeq500 (3£
INumina 2 &) AT = =0T - I GenBank 3K B3 K] 21 /7 471 (https://www.ncbi.nlm.nih.gov/gene) »
S0 Primer Premier 5 #1519, 519055 W7 1~9,

KA PCRVEY S X, 51907 5F1 PCR R KR . LAKEDNZH DNA AR, ilid PCR B}
H IR Bt AT 14 . PCR Nk 2 30 ul, G FEHEAR L K241 DNA 1l (50 ng/ul), 10 x Buffer ZZ1#1#E 5 ul,
10 mmol/L it EAZFEZ T BR(ANTP) 5 ul, Tag DNA R4 0.25 ul, b FiF5147% 0.5 ul (10 mmol/L).
SN2 AT N 95°C AR PE 3 min, 95°C7AEME 30 s, 1Bk 63°C~53°C 30s, 72°CHEfi 45, 3£ 20 MG,
Bk AT PCR P4 (B 1). ¥ PCR =ik LA TAM TREBRMGAR AR M. WFECH
3730DNAsequencer. FEATRUFFF s X 1F [ A X UG B 25 U6 & BLAST & DNA A8 St AEAT 2
37 PCR ) 1E S )i 1 BASGHIE

2.3. FHILER AR SREE 53 4h

W FIRFED v B (i Fr 45 SR 5 Genebank 3R XP &[5 52 41 147 LU X, 4 FH DNAstar £ (DNASTAR
Inc, Madison, WI)+' SeqMan 25 #4743 #7. F Mutation Taster (http://www.mutationtaster.org/)7E & £ )15
B BT R R A (RSP DL A SR TS

3. R
3.1 AARIBFRELER

DIBR Ik HAUR B2 B A ROR, R, HEGREEME R NIRIE, HE Jetasi T WAk
YR AL, JAGR B AR sy, AR AR L BRI A, TSR B b B AR R A
P B L S RIS A, e R B o NPT KBk A P R R 4 S A R AR R (B 2) 'R AR A o
FEHATREVIM AR E K

3.2. EEMFER

SR T I MR, 75 XP ZERAMNE TP, %8 #H cDNA B H ISR (18] 3~7). R 2 548 4y
42T cDNA K-

XPB K5 14 AT 260 Arfdds, BFHZL AL NRENNRAE, WEHATHNG, T
Fm AL I R IR R R (Lys, K)AE U 2R (Arg, R) (4 3): 55 14 4h 87055 312 frhisidt, i s
FAE—NIRER R, WA AN G, RAHERMIBMEIERAA, ZRB RN SURAL(E 4);

XPC JER 5 8 #ME T 158 39 fMifds, BE M SAFE— N AW s RAR, Bkt T AN C, RATH]
JE ISR LR AR, 1ZRANTC LR (K 5); 5 9 4B TR 506 Filudt, B maar— 1 ae
M RRAS, B TR C, FEUWMI I FE MR th o 2B (Leu, L) A2 22 2R (Ser, S) (4] 6); 28 16 M+
MIE 210 PrBsE, B ZAL AT — R A I SR, Tl A C, FEmiD 1 & HE R H 22 2 % (Ser,
S)AE Uk 2 (Arg, R) (41 7):

XPD J: 2 6 4T[0 108 hrfisidd, BE A RAFE—NMRE MR, Tt C BN A, R
A GBI E LR A, 2R NI R (H 8);

XPF SR 55 11 AMR 1155 488 S, M AL S — DA AR, Eh C N T, T3
2t ) B R Hh I Z BR (Pro, P)AZ R e (Leu, L) (141 9);

XPG JEF 5 2 #MEFEE 50 frflds, M ZAL A — MR EIARA, AR CERNT, 5
A LR IR R (Thr, TR AR R (Me) (14 10); 28 4 42 TS 48 fligidt, %A SAEqE
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—MNREMSRRAE, BEEH C AT, RAHEMIEMEIERAAL, %IRRT LRAL(E 11); 2 8 4+
LTS 108 Ak, BEIZASAAE—NRE AR, Wit CAN G, FEUMMLIEEER
B2 (Leu, L) pk i ik (Val) (151 12); 27 15 A7 I35 346 Arfiihs, BF LN SAAE DN IRE I ERAE,
B C &N G, FE YD E IR B 75 2K (Thr, T)2 i A 2082 (Met) (14 13);
XPl FE[A 5 3 MR 1[5 33 Arb ke, BE LA SAFE— N IE R, WA CA&NT, RAH]
Ja gt M E LA, 1ZRA NI LRAB (A 14).
MutationTaster 7£4% £ 245 B A B L 7 AN SCRAZ 7 #, 43 H“ phylop ” F1“ phastcons " {E (phylop
NIEBENRE S, B sy, BN RST . phastcons f&—AN 0~1 [(E, #EEIT 1BRIRSF, Mdsin
0 BARST . )
XPB £ [A %5 14 42T, ¢.260A > G (p. Lys 87 Arg), “phylop” 1 “phastcons” &3 %4 “—0.609”
407 o AL FIARSY, AR50 8 R A K
XPC JE[ %5 9 #MET, ¢.506T > C (p. Leul69Ser), “phylop” F1 “phastcons” {4 %A “0.207” Al
“0.995” . IZALRPAIRSY, LR NHERE.

XPC J: % 16 42T, c. 211A > C (p. Ser 71 Arg), phylop” F1 “phastcons” &4y “0.897” #i
“17 o BN EFIRST, BRNAHFRE.

XPF £ [H %5 11 #ME 7, c.488C > T (p. Pro 163Leu), phylop” il “phastcons” 1E 43 HIA “—4.574” A
“07 o ML EF AR, AR SRR E R A K

XPG #:[H% 2 4hE-T, ¢. 50C > T (p. Thri7Met), phylop” 1 “phastcons” 15454 “—0.189” F
“0.978” o ZALEFHIALRSY, AR SN H A K .

XPG H:[H % 8 #ME T+, ¢. 706C > G (p. Leu 236Val), phylop” Al “phastcons” &35 “0.122” 1
“0.058” o ZALRFFIMREEIRSY, R NREARFRE.

XPG LA % 15 42T, c¢. 346C > G (p. Thri17Met), phylop” Fl “phastcons” {4 %]~ “0.178” Al
“0.053” o ZALEUFINRELRSY, R R NREAHFRE.

Table 1. Primer sequence of XPA gene amplification
@ 1. XPA EE 1S5 955

SEF LI5IM(5-3) T#EI(5-3)
1 AGCCGAGGTGCAGCGAAGAA TGTTGGGCTCTATGACTGGCACT
2 AGAAAGAAGTAAAACAGCATC TCTGTGGCTTTAGTTACCCA
3 CCTTGTACATGGCTGGGATTCAGA AAGGCCCCACTCCTCTGACC
4 ACCATGAGAGTTGCAGGAAAAAGT TGTGAAGCATATGCAAAACTAGGGA
5 CCTGCAGATCAGAAGTCAAGTCG TGGTAAAACACAATCCTTCACGA
6 TTGCATACCACCAACCCACA TGACTTAGCCTTTCTCCAAGC

Table 2. Primer sequence of XPB(ERCC3) gene amplification
5% 2. XPB(ERCC3I)EEH 1#ErI5|141/F51

ShEF FIEIW(5-3) THEIW(5-3)
1 TAGAGAAATGAACAGTGGAGGACC CACCGCTTGGCAGCATTT
2 GGGATGCAGGTGGCTCTTAG TGTTGCCTTGGGCTGTTCC
3 CTGTGGTGTTGGGCAGCTTAT TGGCTACAATGGGCCTGAAT
4 AGGCACATCTGACCACTTTAGGA CCTTCGCCAAATCTGTACCAT
5 TGAGGCTTGTATTTCCAGACCAT AATGGGTGAAGTTGTAAAGGGTAG
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Continued

CCTGCTGGTTCTACCCTTTACA
GTGTTGTTAGTCTGGGTTGCTTT
TGTCGCTCAGATGTCAGCTATGT

AAAGCAATTCAGGGACCAACA
TTGTTCTAGCCACCATAATACCC
GAGGTGGAAGTTGTGGTGAGC

9 GAGGCCAGGAGTTCAAGACC GGTAGCAGGTGAGCCTAAGTCC
10 CAAGGGTTAGTTCAGGTGGTGTC CTAATCCTCACCCACAGAAATCC
11 TGCCTCAGCCTCCCAAACT CCTCTGACTCCAACCACCTACTT

12
13
14
15
16

CTACATGACGAGGGCTTTCTACT
ATAGACCCTGGTATAAAGAGGAGAA
AGTTCAGGTGGTAACCCCGAG
TAAAGGCGGCTCCTGATGC
AACAATGCCTGAGACAGTAAGC

AGTCTGCTCCTTCCACTAACCC
GAAATAATGATGGGCCATAAGGAT
CTAATGCTTGGTGCCTGCCT
CATCCTGGGCTTCAACATCAA
CTCCATCTTACTCATCTGTGCTTG

Table 3. Primer sequence of XPC gene amplification
& 3. XPC EE #8555

SET L#5IM(5-3) TiESIM(5-3")
1 AAACCTGTTGTGCTCTTTCCTG CTTCCTGGGACACAAATAACTGC
2 GGGTTTGGAGACAGGTCATAGAG CGTGCTTGAGGACAGTAGTATGA
3 ATGTTGATGGAGGAAGTGAGGC AAGCCTGTGCTCCTTCTCCTAA
4 GATTCAACCCAGTATCTCTATGCTT GGTAAGATAACGGATGACCTGCT
5 GAAGTGAGCTTTGAGGCATGTAG GCAAGTGCTCTTTATTTAGCCTCT
6 CCTTTGAAGGAATGAGTATACAGAG ATTACCTGGTATGTATTTGTCTCCC
7 GTGATGATAGGAGTTAGCTAGACGG GTACACCACAACTAGAGGCGATA
8 GGATGCTTTTTCAAATATACGTGTA TACAGAACAGAACAAAAGCAGCACT
9 TAGCCAATACATACATACAACCCTG TACCTCCAAGTCTTCTTTCTTCTCC

e L A o =
o U~ W N B O

17

TATAGACCAGTGGCTAGAGGTGTTC

TGCCACAAGCCACAGATTTATT

GCAGAGGAGAAGAAAACCTATGAAG

CTGAGGCAGGAGAATTGCTTAAA

GAGGAACTGGATGCCTTTGTTGTAA

AGTGAGCAAAAAACAGTCAGCATC
TTCTGGAAGACCTCACCCACTAA
TGTCCTCCCAGAGTTACACAGCTT

ATGGGTTATTCCTTCTTTCACTCAG
TATTCCTTCCTTTTGTATGTTTTTG
AATGCTCAGTGAACTGCCAAAC
GGTACACATTCCCAAACTCGTTC
AGCCTCACCCATCATGGAACAG
CTGAAAGCCACAAAAACAGATAAC
TAAAAACAAGCGGCCTTAGAGAC
GCAAAGTGTTCTGTAGCTCAAAGG

Table 4. Primer sequence of XPD(ERCC2) gene amplification
%2 4. XPD(ERCC2)EE ¥ 115 141551

SR L#EFIM(5-3) THETI(5-3)
1 GCTCTGCCCTAGCGGATTG CTCGCTATCACTGCTGCTCC
2 TCCTGAGGACCTGAGGGTTACC CCAGCCTATTCACCATTATTGTTT
34 TTCAAACCCACTGCCCAATC TCGCCCTCCTGCTTCTCATA
5 TGGAGGTGACCAAACTCATCTACT GGGCCACGATGAATGAGAAT
6-7 CTTGTATCCCTGCATTAAGTTCC CAGACTCACAGCAAGCAACAGAC
8-9 GGTGCCCGTATCTGTTGGTCT GGCAACCCTGGGGACAAG
10-11 CAACGTCTGCATCGACTCCAT CTCGCCCAGCTCACTCACT
12 CGGCAATGGCTATTTGTGAC TTACTCAAGAACTATGTATGGCTCC
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Continued
13-14-15 GTCATGTTTGGTCGCATTTACTC ATCCCGAACCCAGCCTCTT
16 AGGCGGGATGGTCACTTGA GAAACTCTGGGCTGAGCAACT
17 TGCTGGGATTACAGGCGTG CAAGGAACCTAGAACGTGGG
18 CCCTTCTGCACTCATTTCATTG CTGCTTACACCCCATTCCTACAT
19 CCACCCTCCCTCACCACATC CCCAGGATGCTGTGTCTGAGTT
20-21 GACTTTGGTGAGTGGACTGGG ACAGAAGGTCATTCGGGGAG

22
23

CCAGGCTGTTTCCCGTTCA
TACGGACATCTCCAAATTCATTCA

GGCACGTAGATGCACGATAAACT
CTGTGCCTGTCTCCAGTTTCC

Table 5. Primer sequence of XPE(DDB1) gene amplification
= 5. XPE(DDB1)EEH 185149551

SEF LI5IM(5-3) THESIH(5-3)
1 GAGTGAGCGACAGAGCCAGAC GTGCAGCTAACAAGCGTGACTA
2 GGAACCCTGCACGACTGTAT TCCAAGTCCTCCCACCAAA
3 TTGGTTCACCAGCTTGTCAGA CAGGCTGGAGTGTAATGGTGC
3 AATGTCTTATGTTGTAAAGGTCCCA TTTTAGTAGAGACGGGGTTTCAC
4 AATTAGCTGGGCATGGTGG TAGTGAGGGTCAAGGTCCAGTC
'y AAAGAAGTGAAGGCCCTGTAGAG TGAGGGTCAAGGTCCAGTCTAAT
5-6 ATCCACGGCAAGACAGTTATTC TAGACAGGAGCGGAAAGGAAG

10
10’

CCCTGCCTGTCTGACCACTG
GGGGTTTCACCATGTTAGCC
CAAAGTGTTGAGATTACAGGTGTG
GGCTCAATGCAAGCTCCG
TATTTTTAGTAGAGACAGGGTTTCG

GCTGAGAAGACAGAACAGAGGGT
TGAGCCAAGATCACGCCAC
CAAGACAAAGCCAGAGGAATG
TCCCTCTGCTACCACCCACT
CTGAGAGGAGAAAAGTCATTTAGTT

Table 6. Primer sequence of XPF(ERCC4) gene amplification
5% 6. XPF(ERCC4)EEH 18IS 141551

SETF FIEFH(E-3) TIEI¥(5-3)

1 CACGATCATCTCAGTCTCAGCTCT CTCCTAGCGACCCCTTACATAC

2 AAATGTAGACTGGTTGGCTGAA CAATTCACAACAAAGTAGTCAGGA
3 CTCATACATACTCCCTCTCCTCCTT CCTAAAGCTGTTGTATATGTGGGTC
4 GTAGTTTGCTGACCCTTTCCTTATC GCAAAAGTCAGAGTGATGCTTATAT
5 ATTAACTGAAATGTTCTAGCCACTT AACAACTAAACTTCCAGAACACAAC
6 GACAGATCACAGTAGTGGGAGG GCTCCTCATGTAGCATACTTTTG

7 TCACAGAAACAACTAACACAGAATG AAAACAACATCAAACGAACAGAA
8 TTTAAGTAATCTTGCCAGAGAGGAG GCAAACCAATACCCAAAGAATA

9 CGAGAAATAAGCAGTAGCCCAG CAAACCAATACCCAAAGAATAAAG

PR e
N L O

GAGAAGCCTCTAAAATTTGTGTGTT
AAATCAAGAAGTAGTATCCGACCAA
TTAGCAGGTATGTGTGGATTTATGA

ATTTCTCGTGTTTTATCATACTGCT
AAGTACATTCTGAGTCTCAACCAAC
GGTCCACCGTACAATCATTAAGAG
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Table 7. Primer sequence of XPG(ERCC5) gene amplification

5% 7. XPG(ERCCS)E F 5| 49 F 51

SETF FIEFIH(5-3) T#E B3

1 GCCATTCTCTGGACCTGTCTTT CGAGGGACGACTGTACTTAGAAAA
2 ACTTTAGGTAGATCCCATGAGAGCT GCCGCATCCTTGAAATAAATATA

3 TTAAGTAATAGATGGAAACTCTGGGT GCCACAACTCCAAATTACCAG

4 GACCTGGTAATTTGGAGTTGTG AGAGGAATAAGAATCATGAATCACC
5 TCCCTATTGCATCTCTAGTGACCT AGCCATCTGTCTTTACTTTTTATCA
6 TGAATGAATTAAAGAGTGAATGGCT AGTAAATGTCTATAGGCTCAAACGT
7 AAGGAAGCTGTAGTTTTTCTTGTTA CAGTTTTACAGTGTGACAATACGCT
8 ATTCTATAAACTAGCACCCCTGGAT ATTAGTGCTGGCTACGTGCTC

10
11
12
13
14
15

TGACGATGACGAAGATGTAAAAGT
AAAGACAGTGCCAGTTTACCTAATT
TTTGTGTAGGTTACTGGCTGGG
GGGTCACTGTGTGTCCCTAACTC
TGGTTCAGAGAGACTCAGGCTAG
TCTGTGAGGTGAGGGTAACGATA
TTATGCTGGAGTCATTTATTTTGT
TCATTTGAGATGTGGACTAAAGACT
AGAGAACTGGGTTTTGGGAGATA

TCTACGTCTCTCGTTCCTTATCTGT
TTTACAAAAAGCCTGCATTTAGTCT
GTTCCTGCAGAGTGAGGGGTA
TCCTATTCCTCTATATAAGCCAAAG
ACTGGCTTTGTACCCTTGAACTAG
AACAACAACTGAGGAGAGGGAAG
ATGTCTGCTCTATGCCCCAAA
GACAAAGCCTGTGAATACAAGATAA
AGCTGTTCTCCTTTGTACATTCA

Table 8. Primer sequence of XPH(POLH) gene amplification
Fz 8. XPH(POLH)E E# 181514951

HET L#5I¥(5-3) THEBI#(5-3")

1 TTTTGAGATTTCTGAACTGCTTTGT ATGGAGAACATGGGAATTGGTA

2 GCTTCTATTATTGACCATCTGCCT CCTTCCATGTGAGTCCTTGTGA

3 TGAGCTCTCTTATAATTGGTCTTCT CTCCTGAGTAGCTGGGACTGTAG
4 ATGTGGGAAGAACAGTGAGGATAA CAGCGTGTGTTTCAAAATGTTC

5 ATGCTCTCATTTGTCCTGAACCT ATAGTGACCCAAGATATTGAAGCA
6 AAAACCAGTGTTCTCATTGTCCA CCAAACTTGAAGCATAATATCCTAG
7 TCCTTTGATTATGGGGAGTCTTT GAGCCTAAGAGGTAGAGGTTGC

8 CTACTGTTTCCAAACCATTGTCAC TTACCTCATTGAAGGACTAATCTGT
9 GGTTCTCAAGACATAACATCAGCAT CTGTTGGTAAAGAGTTTGGTAATGC

=
o

CTCATTACCTTTTCAAACCAGTCA

TACTTTATGACACTGCCTCCCTA

Table 9. Primer sequence of XPI(ERCC1) gene amplification
2 9. XPI(ERCCLE R M5 |45

ST
1

© 00 N O U B~ W DN

FIEFH(5-3)
GACGCTATGGAGCTCTCGG
CAACCAGTCCCCTGCAAAC

TAGGAGGAGAGAGAAGCTGGAAA
CTGAGCCCTTAGTATTCCAGTGA
GATCTTGGCTCACTGCAACG
TAGTAGAAACGAGGTTTCACCATG
GCCTCGAAAGTGCTGGGAT
GTCACCCATTTCCTTCCATCTC
ATAAATGCTTGAGGGTATAGGGG

TH#HFW(GE-3)
CTCTGCCTTAGCCCTCTCTTA
GAGCTACACCAATACAGCCACA
TCTCATAGAACAGTCCAGAACACTG
AAAGAAGAGATATTTAGGTGGCAGA
GAAGGAGAAGGGAAGGGCT
GAGGGTAGCAGCAGATTTGTG
GAGACTGAAAGGTGAAAGCGAG
CACCTCAGTCTCCCCAGTAGC
GGGAAACTGAGGAACTAAAGAAAG
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Figure 1. Photos of the patient’s face, tumor and anterior segment
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Figure 2. Tumor tissue and pathological section
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BEFEA =t g ctvgaggaagiatgecatecaag

A/GH :
6 CT GA GG A A AUG:IATITGTCA ATTCA ARS ADSGEG
5 260 PRI A > G 22 &P AE: ¢ 260A > G (p.Lys87Arg).

Figure 3. Sequencing results of exon 14 of XPB gene
3. XPB EESMNEF 14 MFLER
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Figure 4. Sequencing results of exon 14 of XPB gene
4. XPB ERENEF 14 MFFLER
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Figure 5. Sequencing results of exon 8 of XPC gene

5. XPC EFESNEF 8 MFLER
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HERER a g c t t gccagec
T/TH

A6 € T T 66€ € A6 I
55 506 MBI T > C A PEeEE: ¢ 506T > C (p. Leul69Ser).

Figure 6. Sequencing results of exon 9 of XPC gene
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2211 frBEE I A > C A PESUE: ¢ 211A > C (p. Ser71Arg).

Figure 7. Sequencing results of exon 16 of XPC gene
7.XPC ERESMEF 16 MFLEHER

A G CTGT G A

HFEAR ¢ c c a ¢c t g c c g ait t c t a t g a
A/CEY AAA&&MA
¢ € € AC TG E €6 AT T €T A TG A
55 108 RIBREEH L C > A &M ¢ 108C > A (B 5%,
Figure 8. Sequencing results of exon 6 of XPD gene
& 8. XPD EREIMNEF 6 MFLER
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g&] cagcagattct%gaaacccttc

Cc/TH

€C A 6 € A6 ATT®ECCI6G6AAREECCTTC
25 488 SIBEE I C > T J+ A PEMUE: c. 488C > T (p. Pro 163Leu).

Figure 9. Sequencing results of exon 11 of XPF gene
9. XPF EESNBF 11 MEFLHR

E [F R g g g atcgecc atigggaac¢tc a a

c/TH

G GG ATT CGTCTCM AT:G G G
25 50 frfg L I C > T 8 & PEXAE: ¢. 50C > T (p. Thri7Met).
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Figure 10. Sequencing results of exon 2 of XPG gene

& 10. XPG EFHINEF 2 MFLER
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G A AAACGR RCCTICTATSG
48 fIARIE L A>T A PEREEE: ¢ 48A > T (L X H%E).

Figure 11. Sequencing results of exon 4 of XPG gene

& 11. XPG EFEIINEF 4 MFLER
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T € T G € & & C T T 6;iT A A ATTCI1
3 706 AIIREE L C > G A A EHCE: ¢. 706C > G (p. Leu236Val).
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Figure 12. Sequencing results of exon 8 of XPG gene
& 12. XPG EEINBF 8 MFLER

E XA t t c a a gt g aagiatgect gaaag

oot AN

T T € A A G T G A A CiA T 6
25 346 SrBEE I C > G A PESUE: . 346C > G (p. Thrll7Met).

Figure 13. Sequencing results of exon 15 of XPG gene
13. XPG EEINBF 15 MEFLER
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gﬂ tcgtgcgcaat%gtgccccggg

c/ci

ICGIGCGCAAC%GTGCCCIGGG
55 33 MIBRFE I C > T 2 & ®: ¢.33C > T (B LK),

Figure 14. Sequencing results of exon 3 of XPI gene
B 14. XPI EESEF 3 MFLER

4. Wi

XP AP LI Y O ARBRPE AL, RIFEAR, XP 2K Bt AR B 51 & ¥ DNA Jit Ui
e —RARYIBRE S RRAL] [2]. W2 TAEER R, 75%EF KIWFER LR 6 M HE 3L, IfK
R ETN: RIFVIIE R E AL, s, 1SS S & /MR AL B B ok T,
FANH Stk iz %%, dkim t IR AME R B AT LA 5k . HAE 20 BE A B AT H B KN AN S [ K (e B A £
B AEDERE BB UK B R R B, A I AT LSS AT RS I AR (6] [7]. BEAE ARG, TSR
F, g MEEAENE . TR, AERUR. KM, K50, SBEaRIEMANRES, L
BB R k2 R VE R . IR R R A A, FERT T 3~4 AE N H BB R [2] [8]. XP TGHH AR ZE
S, SRS NIZIRIER R R 2 —[9]. XPA, XPE 515 DNA FF 624, ThiE b XPA WA & H
JRRBAT IEMALE, SREIZIEE XPG A1 XPF YIHI B4 ¥ DNA J-H 56521 DNA B, 385 550
TR RIS E S R EE 5 LA B . XPC fil XPE A RAEBMABEFREER, HAdm
XP EAEMMEE LR EAEN. Bk XPC. XPE FEK BRI 1) B AERA R — 5, — RS
P ST [10]. 243 TURRAUE[1L], XP 43h 3 M. i) XP, RE @M T AR XP A, $L7 XP (1)
RIRF-GYTE S ST, P45, DNABEIReskiE: XP AR, BFAMA XP AR, FB K
HIRG. BT EMERMRER: REEMET R, BAA 0 XP R, AWM, EHsETRE
oy, R REFMIMELER, FNEERERSL . BIREA. ONREEREHRE, T2k
N XPo ARG, HICH Bk AEIR, B3 T ROw Y. W e S BRI T B B4
T Ht . DARBURIE R 2848 XPC A B8 51 e /™ 8 AR (1 Rk U K.

FA AT Bz 8 — i AR IR E Y B SRR (5], A T RYE SR 2 8], 7R 2= T Hoy b
g, W A SRR A R [12] [13]. AR BB U T 2 48 N B Bk 2 B AE H OGRSB4,
WNTH AR SREMER ATEE A F T 5S4 [5]. A A 7 I8 0 4 S0 B AR A 3R 7 TR okl B, AR FE L
fakte, SRR BTG A B AR EOIR M) B AN ZE A, S8 AR B T LA AR . KL O LR R R R
FRH, A ANHE TG TR T VR S AR R R A e 1 BB, T AR r 4G, L PN A PR 4 I i B
A B KT A MR RIS 7 3 S AR, DI I 47328 20 208 B 24 4G 1 45 SRAIE SN A AL R R R . XP 5 A1k
R IR IR R A 38 5 H ORI OG, {H XP J& 75 AT 75 R A A R I8 v Ry itk — 2B W FLAF 3

E&ImHE
M TR H (CJ20190062)

S50k
[ BRI, XSPRBY, FAIERS, . (A S 0T kT o | BI0). IRPRM A K, 2012, 41(1): 45-46.

DOI: 10.12677/acm.2021.115341 2379 I IR 2= =23t e


https://doi.org/10.12677/acm.2021.115341

ARVLH 4

[2]
(3]

(4]
[5]
(6]

(7]

(8]

(9]
[10]
[11]
[12]
[13]

Black, J.0. (2016) Xeroderma Pigmentosum. Head and Neck Pathology, 10, 139-144.
https://doi.org/10.1007/s12105-016-0707-8

Alkatan, H.M. and Maktabi, A. (2017) Corneoscleral Locally Aggressive Fibrous Histiocytoma in Xeroderma Pig-
mentosum Patient: A Case Report. Saudi Journal of Ophthalmology, 2019, 297-299.
https://doi.org/10.1016/j.sjopt.2017.08.001

RS, Sk, Mak. O ROR R RALEI AR TRk RE[9]. [ R B Bk 1 24 44 &, 2005, 31(4): 241-243.
MREAS, KBk, AR R 14 Bl AR B s SRR ST 0], P 1 Rz etk 24 4 &, 2020, 34(2): 170-172.

ALk, SRR, A G T R 4k R R R IR PR R s B AR TT[I]. ARG 22 S Rk i,
2012, 4(5): 272-275.

FIW, TR, BIGTT. HONETEIREIFE. S 1 Bl AOCRE SI[3]. Hh st 2R A, 2010, 8(6):
574-576.

KUFZR, 5Kk, RIEE, &5 FARIGIT A CAMET RO AR I B KSR 20 o fes A EE 40 e — B[], b o kA
&, 2011, 44(11): 822.

HRH, B0, Sl G ORI RV IT R TR D). BEEALRIR, 2010, 16(24): 3760-3763.
Wik, HOEGE, &, % BT ARSI RN b EBOGES:4E, 2019, 28(2): 112-118.
T, £HE, R, & 11 G1E O BRI R AL ER T[], AEEEARE, 1983, 63(1): 9-13.
FEATHE, ZRKER, RN . 38 A S SR I AR B 3 BT [9]. +P R XU B 2k &, 2011, 27(4): 296.
XUk, Ui, Bdh, . MABEOR I sT T[], AR R, 2010, 43(4): 275-276.

DOI: 10.12677/acm.2021.115341 2380 I IR 2= =23t e


https://doi.org/10.12677/acm.2021.115341
https://doi.org/10.1007/s12105-016-0707-8
https://doi.org/10.1016/j.sjopt.2017.08.001

	一例着色性干皮病(XP)伴眼周角化棘皮瘤患者的XP基因突变及角化棘皮瘤组织病理学特征
	摘  要
	关键词
	Mutation of XP Gene and Histopathological Features of Keratoacanthoma in a Patient with Xeroderma Pigmentosum and Periocular Keratoacanthoma
	Abstract
	Keywords
	1. 引言
	2. 研究对象与方法
	2.1. 研究对象病史采集
	2.2. 实验方法
	2.2.1. 手术切除肿物以及标本处理
	2.2.2. 外周血DNA提取
	2.2.3. 引物设计
	2.2.4. XP基因序列扩增

	2.3. 序列比对以及突变分析

	3. 结果
	3.1. 组织病理学检查结果
	3.2. 基因测序结果

	4. 讨论
	基金项目
	参考文献

