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Clinical diagnostic value of telomere length
measurement in inherited bone
marrow failure syndromes
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BB R T ST A KON ER D 2 Fr & U, B A #8~ 42JE (Inherited
bone marrow failure syndromes :IBMFS) & H CL6afZ i) 722 RN K - Tl 2 % 1% KM FE
AN B PEE 1M (aplastic anemia :AA) IZ KA & 415, IBMFS 13/h ] O & # A 25E D 5-30%
5o, @M Mk~ 2 JE (dyskeratosis congenita :DC) . Fanconi #& i (Fanconi
anemia :FA) . Diamond-Blackfan & Ifi. (Diamond-Blackfan anemia :DBA) ., Shwachman-
Diamond JiE % ## (Shwachman-Diamond syndrome :SDS) 72 E 7238 £415, IBMFS ($ R
B2 H KOG A RT 5 2 ENEIERITERZMP RSN TEREN, ZORK
BRIZERTH Y . KB LS OREKRIERA AN 2N &b b D, TF, Binf
FRNT OHEHART 0 LIRTIE% RIE AA E 2B SN CE R R R Ee b2 WE RN
BIEICBNT S, WS — 7 v — & A T2 R 8 s 7T IC L D IBMFS O [k
WIREINDH LI >TET,

7 B AT L DNA O fEAEEN D ROREZRET 2 &EZH T Bl L b
ZHEMT D Z LA e R T v ——L S TWwd, IBMFS ® 955, DC (&
TRATICHETLEETORENRKNTHY . 7 AT RPEICEMET HZ &0
MHENTWNWD, —J7 T, DC LSO IBMFS KRB KM AA BN TS, TrAT RN
KD ZeBME SN TS, IBMFS LRI AA OFT 1 A7 K& B L 72 hF
FEXZINE TIZR SN, RUFZE TITEBEARAE 133 Flicx L TR — o o
—Z AW RN 72 B T 21T, BB R 2SE4Z DC(1 i), DC LSt o
IBMFS (15 #1) . %K1t AA(107 B) O 3RFIC O L7, SHIC, 3HOT v AT RAZL
W52 & T, BHMARIEORZKICBIT A7 0 AT RHMEDERIZOWV TR L
7o
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2013 E0 6 2018 FFIZ4 B R FEFSHMERE NIRRT —Fy hvr—r 20X
IC KD BT L, R v RO Ta AT EZRE L EARSIE 133 4
ERGE L, 2=y b= A FRER S — 7 =% T 184 @ IBMFS (I
B U 7235 1 2 M09 MT L7z, 7 1 A 7 KId Flow-FISH {#E2 HWTHIE L, 71
ANDOREFENZSRELIEFRAEZOMEIINT v 27 K OEME(F Z (standard
deviation :SD) & & H U bR F L 72,
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133 Bl O i # AR 2IE O B % Figure 1A (2R T2 Wi B HEIZHEV, 26 5l 2 IBMFS, 107
Bl %% KME AA L2 L7=, IBMFS 26 iR IE DC 11 ], FA9 5], DBA4 f4i], SDS
1 %, Bloom JEMERE 1 % T& - 7= (Figure 1B), DC ® 9 f5iliX, TINF2|Z 6 {5, TERTZ
3BIOBIRFERDBFEE S NERFFHZWICEST-, BRFEEDPRES LR -
7= DC @ 2 ik, ERIRZWrEHEIZHE > T2l L7=, DC L4 @ IBMFS I%, IBMFS B
DBARFZEE N 2ETRE S 4L 15 Gl BEFFRHZWNICE 572, DL EA  DC(11 f) |



DC LISt IBMFS (15 i) %% RYE AA (107 f51]) @ 3 BEIZ /3 H L | Fleds 5T L 72 (Table 1),
M & VERNT 3 BB CHAEZZRD RN -, MERBAMED BEE « K EIED RN,
DC 1% 3 f51(30%). DC LI4h@ IBMFS 1% 2 f51] (17%) T, AA @ 57 5] (53%) & ki LT
BRI - 72 (P=0.024), 133 FIOEEKIZE T H 7T 0 AT £EOFRAEIX-0.96SD (HilH
-5.73 to +4.00 SD) Th o 7=, WAEBTLOT v AT EOHRIEE LT 5 &, DC Ti-
3.50 SD (#i[fl -5.73 to +0.83 SD). DC LA%k? IBMFS Ti%-1.89 SD (#il -4.74 to +2.05
SD). #% KM AA Ti%-0.84 SD (#il/l -4.27 to +4.00 SD) TH v . DC 5 L U DC LISt D
IBMFS (3% KM AA LV &7 v AT RMNAEIZEM L Tz (Figure 2A) ., £ 72,
Receiver Operating Characteristic (ROC) #i# Z T DC & DC LA DB il A 4E 2 Xl
THTRATEDONy N4 7% <-2.19SD & H i L., Very short telomere length & &
7¢ L7z (Figure 2B), F£7-. DC # &1 IBMFS L% KMt AA ZXHT 250~ bA 7%
<-1.71SD L& L. Relatively short telomere length (TL) & & L 7= (Figure 2C), 2fk
Dakr—rdHH 44 5] (33%) H Relatively short TL (ZF84 L, DC @ 10 1 (91%) & DC
LIAk @ IBMFS @ 9 i (60%) 1X. AA @ 25§ (23%) & Hik L TH E (2 Relatively short TL
DIBEED E < (Table 1), IBMFS @7 1 X 7 Rl RYE AAIZH_RTHEME L TWDH 2 &
DR NT,
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AR TIIERMER Y —Fr oY —F2 Wi —F Yy b — 7 2RI K D EENEREG
TR &2 i L 7= 2R — MIZEB W T Flow-FISHEZ HWTT B AT EZHIE L,
Ta AT RENIEREDO-1.71SD Kl Z # 7= 72 ZHE L L T Relatively short TL & EF& L 7=,
ZDOIHERT - LI BT, DC(91%) & DC LLA D IBMFS (60%) T. #% KM AA(23%)
FoevmBEEICRLNTZ, LEND, BHMAREICBIT 272 A7 EOREIX DC @
AN == THREDH TR, MENRBL T2 03 L3 25 DC LIS IBMFS
DZWHIZBNTYH, AHARMENRZE Y — Ll 595 EEZX LN, KIFFEDOIRR
VIEBIEE D72 E N E 2 Hb M, IBMFS O 2281 % Relatively short TL @
B EFHRELIZE 2 A 0998 ORI BHFE LI, +0RIEGEOMEIT T D Z & n
RE Tz, DC LSO IBMFS OJEFIE R V72 < (n=15), lx OEEDOT v AT REHE
B3 5 Z LIXEHE L W2, FA @ 6/9 fil, DBA @ 2/4 ], SDS ® 1 I TT7 B AT ED
FEAE (<-1.71SD) Z# & (Figure 1B) . 7 17 A 7 £ O H Il FA T-1.84SD (i -4.74 to
+2.05SD). DBA T-0.89SD (#iPH -2.83 to+1.21SD)., SDS T-1.99 SD Tdh-7-, T D
fEHIX, FA, DBA, SDS THL7 a2 AT EMNEM L T\ 5D Z & &R Ll EORERI#HE
EXFFTDHHLDOTH -7 (Table 2), EMEE R IEIFIVIEEOT O, 5% OHEH
DEENLEEND,
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