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3. Shelterin
Shelterin
ACD(TPP1)
Shelterin DKC
( TINF2

DNA
— ATM 1

FILS syndrome
1 DNA
POLE 1

1. DNA
DNA WRN 1
1 RECQL4 3

P/F-Z 2 BLM 2 Clinical Daiganosis Mutation 1 Mutation 2 Mutation 3
1 HHS PIF1 P109S
2 DKC
R TEL'Z 3 R TEL'Z 3 DKC ACD F461L RECQL4 G1105R
4 DKC
2 (14 15) RTELI 5 o
6 cryptic DKC BLM G1129R PIF1 P109S ATM V1260M
7 tic DKC BLM L716F
102+1G>A 8 23&12 DKC
9 cryptic DKC TEP1W1079fs
10 cryptic DKC
102+ 1G >A F 709 L 11 cryptic DKC WRN 3139-1G>C RECQL4 T465M
12 cryptic DKC RECQL4 A72V
13 cryptic DKC TEP1 R1237X
14 cryptic DKC RTEL1 102+1G>A RTEL1 F709L
15 cryptic DKC RTEL1 102+1G>A RTEL1 F709L
6 16 cryptic DKC POLE R266X
17 cryptic DKC
BL M PIFl 18 cryptic DKC RTEL1 V643G

11 WRN
RECQL4 D.

2. DNA

TEP1 2 1 Shelterin
nonsense mutation 1 frameshift
mutation
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DKC DKC
2013
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( 14 15) 102+1G>A F.
F709L

RTEL1 1) Fukuhara A, Tanino Y, Ishii T,
Inokoshi Y, Saito K, Fukuhara N, Sato

bKC S, Saito J, Ishida T, Yamaguchi H,
HHS Munakata M. Pulmonary fibrosis in
14 15 dyskeratosis congenita with TINF2
DKC gene mutation. Eur Respir J. 2013; 42:
1757-1759.
RTEL1
2) ) :
.2013; 23(6): 816-820.
9/18 (50%) DNA
6 11
DNA
2 G.
DKC
TEPI
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