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[Abstract] Objective This study aims to investigate the gene mutational characteristics of cathepsin C (CTSC) gene in a
Chinese patient with Papillon-Lefévre syndrome (PLS), then further confirm the genetic basis for the phenotype of PLS, and
obtain genetic information that can be used as guide in the diagnosis and treatment of PLS. Methods With their consent,
peripheral blood samples were obtained from the proband and his family members (his parents and older sister) for genomic
DNA extraction. The coding region and exon/intron boundaries of the CTSC gene were amplified and sequenced using poly-
merase chain reaction and direct sequencing of DNA. Results Compound heterozygous mutations of CTSC gene were iden-
tified in the patient. The proband carries one heterozygous nonsense mutation ¢.754C>T in exon 5 and one heterozygous
missense mutation ¢.1040A>G in exon 7. Both parents were heterozygous carriers without the clinical symptoms of PLS.
None of the mutations were detected in the proband’s sister. Conclusion The study proves that mutations of CTSC gene
are responsible for the phenotype of Papillon-Lefévre syndrome.

[Key words] cathepsin C; Papillon-Lefévre syndrome; gene mutation

AL JARIRZEGAE (Papillon-Lefévre syn-
drome, PLS) 219244 ¥ [E A PapillonfilLefévre
YA I Y R BRI AR MR, ORI
FHERpZ—2MN, Bk pZriel, KW
FeSE, ZRTHIEESIERNE R, PLSLLFE &
PR PR T R (1) 5 2 ) A 2R S RN 2 Bl BE AR AL

[ EHEA] 2015-12-16; [f&[EIHHEA] 2016-02-18

[EE=mAN] MR, (EReEEf, A1, E-mail: chenyuanjiao2010@
163.com

[BiEEE] 2%, B T(EENM, i+, E-mail. lichenjun65@163.
com

FRAE, F A4 40™ SRR H % B e e 5 2erL iE
TR . 24 M1k, PLSHR R AEOE L
WA SEATERE, (BEA BTSSR RN T YL @ik
11q14. 20 HZ1 % 1 HEC ( cathepsin C, CTSC) JE:[H
(12845 JEPLSIHBUR SLREE . AT X I R 2 1 —
MPLSEE R R A TCTSCHEH 4347 .

1 MR E

1.1 W5
JEIEHE N—2mRA2 APLSHI &L, B JL



e o A

34 4l 201648 )]
West China Journal of Stomatology Vol.34 No.4 Aug. 2016

http://www.hxkqyxzz.net 347

T20104:9 (8% ) i A ithsh. ARG
PO . AR 2 . steH DR BTa RS
W75, 3. 8.9, 10, 14, 19, 23, 24, 25, 26, 30
B, ZECFFF IR RS . TR, &
W E S DX T G0 IR P zs SRR D BH S 2R
JERI (L) o XER/REO TS 2RI,
AT — P AR ARk W B 2 plig (E2) o T
ORI E A, BiE, RHREEA—, 2
R . LR R AR R T AR, U e
WX DR R R E . T . TeH RN T JCE
S . BB RRTCHRI, T2 K R, BB
13%, K& RIF, BHIER, mAHH, 5
B, 019, 24, 25580l , FIREBRERIE. K
FiBWAMR, BUFLTN, JOUrSRasus s, TS
§, WMERRMAITEG ARG, Uk
MG — %% R BIEEIEERMBEIAN, 4
AR BoE — 20, 3SARF JE K 4 Bk
,H%E/T‘yj%{

P TR R S AEEAR

Bl 1 WnghheuiE o

Fig 1 Intraoral view of propositus at the baseline
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Fig 2 Panoramic radiograph of propositus at the baseline
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Fig 3 Sequencing of CTSC gene mutation of exon 5
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Fig 4 Sequencing of CTSC gene mutation of exon 7
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Fig 5 Sequencing of CTSC gene mutation of intron 1
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