dyskeratosis congenita DKC Hoyeraal
Hreidarsson syndrome HHS DKC
DKC
DKC
DKC 16 HHS3 DKC21
DKC
DKC
TERT
DKC HHS DKC
3 DKC
HHS DKC DKC 11/21
52.4
DKC
DKC
dyskeratosis congenita Hoyeraal Hreidarsson syndrome HHS
DKC DKC
Bone marrow
failure: BMF 10 80
BMF
X 35
15 DKC
40 DKC AA
DKC MDS BMF
DKC1 telomerase RNA BMF 2-5
component TERC telomerase reverse
transcriptase TERT NOP10 NHP2 Shelterin DKC
TRF-interacting nuclear protein DKC
TINF2 Cajal
body TCAB1 3 DKC
DNA Regulator of TERC TERT haploinsufficiency

Telomere Elongation Helicase 1 RTEL1
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DKC

DKC
DKC
DKC
HHS
B NK
DKC
DKC
AA  MDS
DKC
DKC HHS
DKC
DKC
DKC
DKC
DKC
DKC
BMF
BMF
BMF
DKC
DKC
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TeloTAGGG kit flow-fluorescence in

situ hybridization flow-FISH Telomere
PNA kit Real time PCR
exon
1. DKC HHS
DKC
16 HHS 3
DKC HHS
DKC 9.484+2.419 vs HHS 0.8333+0.1667,
p=0.003 DKC HHS 25
DKC
DKC 2 12.5
DKC
15/16 93.75
14/16 87.5 13/16 81.3



3

11/16 68.8
HHS
3/3 100 2/3 66.7
1/3 33.3
3
2. DKC HHS
DKC
1000/41 /16 6.3
7g/dl 1/16 6.3
20000/p1 7/16 43.8
DKC
3
HHS
1000/l
1/3 33.3 20000/
1/3 33.3
Hb7g/dl 213 66.7
DKC 1
3. DKC HHS
DKC 716 43.8
6/7 85.7
HHS 2/3 66.6
2/2 100
DKC
11/16 68.7 DKC1 5
TINF2 3 TERT 2
TERC 1
5 HHS 3
TERT ¢.1002_1004delp.334_
335del
5
TERT

TERT

TERT
5 DKC
HHS
DKC
TERT
6
DKC
TERTc.1002_1004del:p.334_335del
4. DKC
DKC 21 DKC
11 3
3
20.50+4.674 DKC
p=0.045  HHS p<0.001
DKC 7/21 33.3
6/21 28.6
DKC HHS BMF
3
2 1
1000/l
4/21 19.0 7Tgldl
6/21 28.6 20000/
7/21 33.3 DKC
DKC
19 17
1 -10
5, DKC
1
11/21 52.4
TERT 5 TINF2 3
RTEL1 2 1 TERC 1
RTEL1



RTEL1
HHS
2 DKC
RTEL1
DKC 2 RTEL1
DKC HHS DKC
DKC
DKC
DKC
DKC
1/5 DKC
TERC
DKC
5 TERT
TERT HHS
¢.1002_1004del:p.334_335del DKC 3
TERT
DKC HHS
HHS
HHS DKC
3 DKC
HHS DKC
DKC DKC
HHS
100
DKC
HHS DKC 1
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DKC

BMF
DKC
DKC
DKC
-28D
21
BMF
BMF
DKC
DKC
TERT
DKC
DKC
DKC
HHS DKC
DKC
DKC
BMF
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