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[Abstract] Objective To investigate the genetic instability in patients with Dyskeration congenita.
Method The spontaneous chromosome instability of lymphocytes from 4 DC patients, 29 FA patients and
24 healthy volunteers was assessed with comet assay. The percent of DNA in comet head (HeadDNA% ),
the percent of DNA in comet tail (TailDNA% ), tail moment (TM), olive tail moment (OTM), the comet
cell percentage (CCP) were compared between groups. And the results of MMC test, PNH clones and
karotype were analysed additionally. The correlation between TM, OTM, CCP and the severity degree of
bone marrow failure in DC group were evaluated. Result (DPNH clones and karotype abnormalities were
not found in 4 DC patients. @ TM (6.77+0.90), OTM(6.19+0.80) and CCP [ (46.00+5.03)% | in DC were
significantly higher than those in normal control group [0.61£0.49, 0.66+0.42, (5.91+£3.19)%, P<0.05],
however, not distinguished from FA patients [7.81+3.58, 6.65+2.21, (56.03+13.47)%, P=0.05]. The
aberrant cell percent at the MMC concentration of 80 pg/L in DC group was significantly lower than that in
FA group [ (21.00£3.16)% vs (31.97+6.33)%, P=0.003 ]. @ The correlation between TM, OTM, CCP and
the severity of bone marrow failure in DC group were not found (P>0.05). Conclusion DC patients were
of significantly increased genetic instability and normal DNA repair, which was different from that in FA
patients. And there was no correlation between the degree of genetic instability and the severity of bone
marrow failure in DC patients presenting as aplastic anemia.

[Key words] Dyskeratosis congenital; Microsatellite instability; ~Comet assay; Anemia,
aplastic
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4L AR K CellQuest 1 14 % 5 Mot ir A fR A
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e R Il R ‘ A WIS AN E A
(R el () %) FEDW M HERR EkeR fxR Gk HE HGB ANC PLT
AR I3 & Wi /N AR 4k (g/L)  (x10°L)  (x10°L)
1 5B 4.5 7.5 + + + + - - - 136 1.83 27
2 5 2.0 20.0 + + + + + + + 109 0.90 30
308 3.0 23.0 + + + - - - - 55 1.86 14
4 5 1.6 3.9 + + + - - - - 69 0.49 16
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Pearson #H ¢ 22507 M AR 1 2 (0] A AH DG 5 45 T 22
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55 , i FH Spearson AH 5 22 £ 70 By W4 A% £ 2 [6] ) 4H
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KR PNH 5ElE ., 411 DC B3 B BEg o g (o 4R
RIEH A R B E M A AL 53 o

2. B BRI E 2, 46]DC R
# TailDNA% . TM, OTM. CCP 43 5 Jy (20.91 +

2.68)% .6.77+0.90 . 6.19+0.80 F1(46.00+5.03)% , 14
I T OE R X IR [ (2.03£0.79)% . 0.61+£0.49
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3. MMC iR 56 : MMC iR 50 25 S WL £ 3. 70
ng/L MMC Z50F T, DC FR 34 4 M I A% 268 1 1 3 X
WEZH (P<0.01) ; ZEAICHE 5 MMC (40 pg/L) il i ¢ J3
MMC (80 pg/L) &1, DC B 5 1F % % FEZH 20 i
WA A8 e A 25 S JC e T4 B L (P>0.05) 5 76 = R
MMC (80 pg/L) 5515 T, FA H 355 20 o s 728 % 5 T
DC 835 M IEF X RRZH (PHYY < 0.05) (3R 3),

R3I  ZBEE CHUS YN B ARR F A (%, x+5)

MMC % (ng/L)

205

0 40 80
TEH X A 0.3840.92  6.79+0.83  15.33+0.82
SERMAARA 4.00£0.00  7.00+0.82  21.00+3.16
Fanconi %% IfiL.41 438+1.21 8.79+4.11  31.97+6.33

4. AL AT E PR 3 I v M B R A3 AT 4
il DC & # 1 &2 L % 45 2 (CCP. OTM.,
TailDNA% . TM) 5 H HGB .PLT . ANC I C & , 4541
AH I R ELF 4, ¥R K UM G 1 (P B >0.05) o
FH DC BB BB AL A e M 5 10k i s vl ™ o
A

R4 S RVEMAA BT B B AT PE 15 1 1 258 41
JE MBI A R AL

215 HGB(g/L) PLT(x10°/L) ANC(x10°/L)
CCP -0.416 -0.743 -0.015
OTM 0.054 -0.384 0.447
TailDNA% 0.759 0.456 0.698
A 0.256 -0.187 0.462

¥ : CCP: £ B 41l ; OTM: Olive JE i ; TailDNA% : £ & R 4H
DNA 43 s ANC : ok 20 it 266 365 145

F2 HERBRSHILE (L)

417 g HeadDNA%(%) TailDNA% (%) ™ OTM CCP(%)
IE % e 24 97.97+0.79 2.03+0.79 0.61+0.49 0.66+0.42 5.91+3.19
TRV RA 4 79.05+2.63 20.91+2.68 6.77+0.90 6.190.80 46.00+5.03
Fanconi 73 1141 29 75.18+8.77 24.83+8.77 7.81+3.58 6.65+2.21 56.03+13.47

1 :HeadDNA% : £ 5 3L DNA 1 43t ; TailDNA% : 2 5L JFE# DNA 43 e ; TM: B Jfi ; OTM : Olive JBJ ; CCP: £ B 4 i %
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A BRI BT L (AA) 5 B BN B AR A 2848, kit T
T, OB PR . DC B F IR IR KBRS
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