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FRMEEMARRIEDBEGR L AT LOBELBMHTA BT A OERICET DHF5E

DKC DEERT — 4% . BT

e EE  niEE (AARERRZFLERNF  HEER)

MREE : ERXMEATLIE (Dyskeratosis congenita (DKC)) 1, BEEHMLEZx HNh 5
Hoyeraal Hreidarsson syndrome (HHS) 7 GEFER DR 2H DKC F T ORECHEIKE
BEXTHD, ZHETT V7 AIBITSH DKC DEEEREECFRE G T OFEE 2 T L
FRFZR 2, AR, BAAICI 5 DKC ORBRMEM, FRBET ORI, 1HFK
BREERALNCTHZLRENTHD, BRIRANIC DKC OR2HrL 2 -7 16 fEF. HHS 3
FEGF, R2R DKC 21 EF 2T Lz, A O DKCIZB LTk, REFH, MRS
T ROBEE 2 KX NE TORKOHE L IZEREOKRELE LN, —F T, DKC
FEGIE I/ MEED AL ERERoNE /B EE R THBIEETH S Z LB LN 5
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HHS 2 f£f5l, ¢DKC 3 fEf) (ZiToi, 11EFITEREFELI G LN (BiEE 10 FAGFE

69.2%)

A. BFEER
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(DKC)) 1%, MkfakikE, MoOFEHE, EhED
PR B EE 2 5 B RN 2JE (Bone marrow
failure: BMF) T 10 %Al £ TITHI 80% LA LD
BN Z L & ORHERY SRR R AMTHE L BMF % %JE
T 5, BEEAL, X#ESFHLSHEEEIK 35%., FHk
EBEEMEEIH 15%., FRAERSEREIE%IC
BOOLNDMN, B DO 40%i < NEKXFRATH D,

DKC 0E&EMFELEFELTTurTy—BEEEE
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transcriptase (TERT)., NOP10, NHP2. Shelterin
BEIKE#EKT 5 TRF-interacting nuclear protein
(TINF2), 71 X7 —EEEEEZEAND Cajalbody
WCRBAT & E 5D TCABIBRIE & iz, £72. 5 DNA

component reverse

YA —BD—>ThH b Regulator of Telomere
Elongation Helicase 1 (RTEL1) DERN HYE
RLHEEED DKC RZOBEFEMEEZ LN TWD
Hoyeraal Hreidarsson syndrome (HHS) TR X
iz, DKC i, 2o DBEFOERIZEID T A
T AERE L L, FORERE MR EoEEkER
ICHEREREENA L, EFROEESEREND EEZ
LI TW5, '
FTo. AT o TR S KRT R & D3R
WCRIET D R2H D DKC OFEERRE LN -T2,
AR O DKC i, BROIIIFEATRESEE M (AA)
JLE AR AUEGER (MDS) 72 X0 BMF L2 &
NTWDZ ENE < BMF O 2-5%IZ AR fn BA%ER
DT ATENREGL, LT v X7 EEEET
HBEZRDAHARLH O DKC &I T3,
DKC DJREEFRICIE, OF v A 7 EEEE T2
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Wrax+sd, LrL, 2OEEHIEZZLATNS
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B, EbiZ DKC DR AR RET R A RBD 720
ELHVBEHPELNEERDH L, —FH T, BHEFR
EIELSN DA L H 7 BE 2RO 2 VWAER DKC I,
AA X MDS 7¢ E O OB SIE & ORIDEE L
WIEERH D, Fio. BRMIC DKC %% 2 7= iEH)
DFITIET 7 A T ROEMHEORENEE OHEOR
RBETHREINLWEERELH D, BWncE
BET2DZ N,

IO XS, DRCIFEER & B x bhd HHS 7
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ETHHN, ZhETO DKC DOFEIEROZEFEIT
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WMEDHTH D, WCKALUSND AFEIZK TS DKC
D ERRHIFFEP 2 DR R B F OME 72 3B 5 A
2722 T2, AR B AR AIZE TS DKC ©
FEPRAOS, BIRE G T OMEE., 1REER &%
LT HIENENTH D,

B. BrRGE

AR T HERIC DRKC MAEb 7= iER .
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FE ML 2RO I-FHENE BMF, S MslEEICR
Jatk BMF C©F v 2 7 EOERREMZEOIE
%, BMF % & ff U 7 IR SRR AMERE O EB] 2 Xt 5 &

Lz, ZWncBL Tk, KEoMmREaRIEE. &1
HE, MOFEEONTNOOHEERFE LT AT R
DFEiME % BT 5 ERENSEES L DKC DEey ViEH]
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TR ATEBKFIEIYY Ty NEOD
TeloTAGGG kit (= v 3= #h) | flow-fluorescence in
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HOBIRTERENTIX, KDY I —1ELSZ—
HOREFNCE L Tkt — 7 = —i2BiT 2
exon ¥ — 7 T RARHLNTY / ba —HRT %
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(fm PR ~DELFE)
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MHAE LI ECRIEEEB D, £, FRE~DHm iz
RELEZZETHS TCHLZTOREBEEZRVETZENT
EHI L, BICAHE~ORIENE L2 WEAI
BT HEB ORI ST O RRIZEE2 86 720
ZEEHBAT L, EABHRRRIIHTHEMEAS L
U CHFZERER L 13BN R EBE 2 E X,
AREEA L E - 7o L CRT 21T 5, RE S HE S
NIEGEAE, iR, 2% ER. BREHRITTTE
glbEaN-EEHERCL VET S, BONEHER
IEFERRML E LTHEERT D8, MAFHRFEDZ
L7, BETFEROBRTREZESE NERT
HHEE. MENMEEZBELEEF IV BT
TEMAITL, BROEMIBEREREME (EED
vt T—) ILLVITI,

C. BrEmsR
1. DKC %> HHS JEfi 0 B R 5%
AFRIZ BV THREIC DKC DZW & 722 - T 5EH)
% 16 5EFI, HHS OB & 72 o TEANT 8 EEFH -
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TEH D0, FHEREEZRDZESIZ DKC @ 2 fEF]
(12.5%) OHTH -7, DKC OEEHH KFT R
B L CiX. JNOEHE 15/16 (93.75%) JEH]. K& D
HIREFREILAE 14/16 (87.5%) fEFI. FHBEHE 13/16
(81.83%) FERNCFRDHIL, T b 3 DOHEHE
FT N CERD BREFNT 11/16 (68.8%) JEFI T - 7=,
—77. HHS OIS FETRICB LTk, KB D
WEFELE 3/3 (100%) EF. IMOZEHE 2/3 (66.7%)
JEFl, EABHE 1/3 (33.3%) SEHI ;mb&bgntﬁn
IND 3 ODHEHRFET N THD DEHNLR

Nrghoiz,

2. DKC X° HHS S0 Mk F 2%
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> Tgldl AT % 1/16 FER] (6.3%) DARIZFRD bl
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p ALY
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D TERTEET% 2— RTAHHEBICA T LLOX
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WD TOWERD, ZOEGOFERT 1T &
TERT ERZFRECROEFIL, TrXATEOE
AR EEZRD . 5 EILL Y DKC OFRBEITRIEL,
HHS TROOLND LI RBEREZOEHICLVE
B EA R VIELTEY  DKC OEERTHD
LR2ish b, —F, TERT OF 7 LLOKRK
FDLERDDHEIL, 70 AT EEMRIRDL, 6
R E T DKC DRERRERSC MK FHIRERFITRLT
Wiavy, F72. TERTe.1002_1004del:p.334_335del
~TREREZETHARIIBRECBEMIZIFBD A, 7
a2 A7 BREMBITERO TV,

4. F2% DKC ORERHMSH, MRFHEE, 7
0 AT R LT AT ERETERBEN

Ref DKC (cryptic DKC : ¢cDKC) 1% 21 fEFI
X7z, DKC ORZWraiOERIZENEZ, 11 EH
FEARBRHEN, 3 EMIXEHERBEREE. 3
FE BT FIRMERTRRAEE & BB STz, BRREE
Eix 20.50£4.674 T, DKC (p=0.045) <> HHS

(p<0.001) & H#: L CHEICED > T2, A48 DKC
1% 7/21 (33.3%) FEFIRLMETH o7z, FEREEZFR
DIFEFIE 6/21 (28.6%) & DKC <° HHS &tk
LT BTz, BMF DA OEHHE & LTid, Ak
MEREADS 8 JEM], REEES 2 ER. FFESE 1 EH
BEE 1EMZRDE, PERLERFHREICEL
T, AFHEREL 1000/ul LLF i 4/21 (19.0%) FEH],
~EJ 1 ey Tgidl LTI 6/21 ERF (28.6%) . I/
*ﬁéﬁt 20000/l LA T X 7/21 (33.3%) FEHIZFRD, &~

A DKC OZWRF IR FHRE T, DKCO LS I

mwmawmmz)mi MPEIZLZNE NS Z LT
IR T, BREREICHE L T, 19 JEFITIThh,
17 FEFNIARFERCEE C 1 ERNIC-10 DG AKRE 1R
b,

5. R2% DKC O7uATRMHLET AT RE
o7 RARAT

T u AT RIATIZEES TITO, 1 EFINIER

TRTH T, EOMOIEFITEFIZER LT 1 A
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Doz (TERTER 5 ER., TINF2ZE R 3 fEH],
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Z 0 2 FEFIXEA 5 57 DKC D4 SEY 72 B R R E
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FREZFEL TV HWEBIL, HEMREOMKFRR
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Bae. 1 FEBITIRRRHEE IZ L BAIFIRRE TR LT
WD, ML 11 FEFNIRBIEFEN G O (BiE%
10 FFAETFER 69.2%) .
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ARFFEIZ LT, BARAIZET A DKC, HHS, R
2% DKC ORISR EEEFOEER &0
B ST o7,

DKC 2B L CiE, FAEGHN, MERISCREA & (T
ROBEER LI, ZNETORKOME L IFIERS
DFERNE BNz, —J7 T, DKC EGITIm/ MR
BHMERERONE/ B B L N THEEICEE TS
HZEBBHLMNIRoT, TORBRERBLTWD
D>, A EIOMFFER ZHEFNIZ I T DKC OZBis-2
< BTOERREIZBIL, FEFME ML/ MR P SRBEHR A3
15 2ED TV, £, BEFERICELOX
TERC ZEEBRRD RVMEM D o 722, T OREHR

BHAAND DKC FEFDOBIEFERDEE D)X
S ORDIEFOENBLETHD EEXD, £,
WK — 7 2P =2 X D5 b a ©— I
T, Yl 5 FD TERTEET% 2 — N3 58I
RF7 VDR EKR&E TERT E#E ¢.1002_1004del:
p.334_335del #3588 5 DKC Efl &3 R L, TERT

BLEFERORREDOIEFIIHD TOHREIZIR DM,
FERERTFERPERINV DKC EFOFIZIX
D& O IRBEM O FEE LR T O KK ENRRDEF]
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