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RNA # 4> (telomerase RNA component, TERC) ,
it L g 15 5% 5% Biff (telomerase reverse transcriptase,
TERT) % [H 948 , i 1 ifiL 41 i o5 62 hn 3 45 52 . 40 g
A1 4 4

2. AN FEARAWRR o B G0 H AR

—_—

B 1EE AR

PERR ML R SE RAEEE R S % B 3 1 T 4H 40 Jifg Bk
B3

(DFERHE 3 1 SR A1 8 3 b R B %
AN A FANC, #ZE 2011 FE R H 15 4
FANC, 4 5| fif 4 3 FANCA, FANCB, FANCC,
FANCD1/BRCA2, FANCD2, FANCE, FANCF,
FANCG, FANCI, FANC]J/BRIP1, FANCL,
FANCM, FANCN/PALB2, FANCO/RAD51C #0
FANCP/SLX4, H# FANCA,FANCC, FANCG,
FANCDZ B (EE RN RO EBREFTHRE
TR 2 ETERHE R B E 1 9004,

BRI A9 1 FANCB (3 68, 4 %€ i Xp22. 2) 5]
EE A X EM AR LR E Y AR 8
%.

FANC #%if% & (1 L FA/BRCA #&#7E DNA
LR B E LR P REREEM, P OoR
f& FANCD2 #l FANCI 76 DNA i i J5 f 8.Z &
k.

FA/BRCA L #If & & #9 FANCA., FANCB,
FANCC, FANCE, FANCF, FANCG, FANCL #
FANCM X 8 Ff 3 [H % % (9 2 H T AH/E A, 2 AR
“YE# e R/ 4% 0 & A 1k (Fanconi anemia core
complex)”, IEH1E I T, DNA % 4 3¢ Bk 4t f
Ja LR R B B 0 B A R e EUE Y o e
(ataxia telangiectasia-mutated and Rad-3 related,
ATR) WL AL I W% » #4538 if FANCL iy E3 {Z K %
BB E2 45 &8 UBE2T jfif 8232 £ 1k FANCD2
1 FANCI, Z&1k#) FANCD2/FANCI & &k %
AT DNA it E s EME AR L, 5SHENER
It & H FANCD1/BRCA2, FANCN/PALB2,
FANCJ/BRIP1, FANCO/RAD51C ( radiation re-
sistance 51C) . FANCP/SLX4 LA & Hfil1 DNA 5%
FEH U BRCA1 (breast cancer 1), MRE11 (meiotic
recombination 11), ATM ( ataxia telangiectasia-
mutated) \,RAD50, NBS1 (Nijmegen breakage syn-
drome 1) %/ JH, 3t [A] & & 52 #1 ) DNA, k& 5§
€ 7% R Ik N AE DNA $it45 J5 o3k g 3hiX
—BE &, Wi S B0E T8 90 AT, &
AR .

) ERMEMEA R 2 b T 25 B 6E 5 B804A
Ji it 4 1, 365 00 40 N A BB AR 455 JFL 1 B B 1T R
AEHER, 92010 FERAEREALARE
W% W 6 4~, B} DKC1, TERC, TERT, NOP10
(NOLA3) ,NHP2(NOLA2) fil TINF2.

—~



AL SHAE - X
‘

(3)Shwachman-Diamond & & fF: BH T 7 5
et {3 22 R0 SBDS 5 28 45 , o B (4 4% 5% — F
EHEAL) ZHAENRERTHED. FEMNEZE
EAR 60s I3 1) i VAR B2, DA T 5% el A% 2R 5 1A 1Y
WA .

7300 |

(—)EBEBEERERNL

KA A A M A A I PR R B & i & i

. MG R M R, ERES

e PR RIA & . Y 7 A e 9 A il o 2 ik
MRS T, i 3E A P A B 65 4% 9T 1L (nonsevere
aplastic anemia, NSAA) & & #f X 28 . F 2 18 . 55 1
B.

1. R e JFTE RY P A B 5 P 93 0 A8 30 A
A, WO RN EEAER, BB RSP ER
I, AP A R G A A AR R R AR A
g, U TRiFERE™EHML, MOEAHE
HEATHETREmMER P EERM.

7M1 i PR 3R B 5 3 s A BE i & AR A
FE 0y 4% EURE T RERR B L IR R VIR AR R X R
i RERmZRE N FA X, B8 REMAME
T T SURNE A% B S 7 A B RE AR B A B
BREIREE Z 0 k& LW 08 S ORI
Pedf. AR T &, d T i A &2k
A B 55 K i A 5% A4 R, 3 B R A8 67 K i
&R LEFMAELPR.EREZSEE TGk
A, KW ™ER M, O N8 i f7 T 4E B O UL
AR, 2FEA MmO BER, R OLBRERE L
BEAE O EY R VO NUE R, 2L A Z .

2. o YR o T RY P A RS 2T I A O A
(9 3= ZAE AR . & i1 A (R R BE Y afi s AR R A T | AR T
RERMINGEEEHR. KI5 H ARG M8
HE S R B BRI R B BE B O R
I 1 JeE b AR 3 BR A5 S . & M R A 2
L, CEHIEE RIS EE W, R
i IR i i R R R T 13 2 B R A R
BEERW] AN Y R R A A AR RS A I R
AU P AR A A 0 A O RORE , R B BUR E A
TCHIR N Z —. NSAA iy Hi i il vy 8252, LA B ik
B 0k 2, PN R > WL, H Y R A

3. R A PR BN AR UL AR A b R4 O D
B Z H BSR4 RS AR IR
9 Bof ) 2 B R 2 — R P A RS A I AR A P T
M EZRENZ— . W0 5 Ge R | B ik

~

4

ZURYL T AE B A A A W O LK L nZ R L g
ML 97 O e T e Bz JER e e o D e i 5

IR 40 i = |1 FH B 95 400 ] 24 1 T R P AR
R e 1 R il AR, ORI N O IR A O W B AT
Y PE . FL T 3R R, 6 T BB 6 1 Py I S v K B A
BRI G0 908 KRR R RS R EE .

A T Y A M B A A R Y A T YR A A
PR 52, 8 5 ), R L b W g SRR g, i il
# WL I AF 45 T E B e D

(D)EEEFBLERBERND

10 % M A A R AR i B LA R R O Y I
RFBSID, BB BENZRELREIE .

1. ALK FEBHE R b KRR 2 ST
4 1 - 0 O R i ) R A R . BRI,
I i 17 a2 J A AL TR £ I R B Bt

(DM A HRE SR B A JLALERY R
RIHEBABTRERE B, 56 &/ ek
AW BF (Café au lait spots, k£ H W .18 0
MERIERAOEBR L. HR 1~12cm) ,'F BRI
W T /NIR W /N Sk IR L DR A R (LA
WBiEARGTEEASERS) HAERE HE.E
T O SR A B R R = R R o il el A
PR MR ERES. REARER
AEEREFTAS. KA LIRS E I GHE/D,
Bk (6 R UL | 0 F B 0 5 XU H4E LB &
A2,

) FRETEIR : ZA4E 5—10 2 &N , i 48 i i 2>
SE= N RS R R EE I i 55, TE R B R A

QAMMAMME M. SHFHHAES
fiE . B+ LS B HEN B R A SRR 40 H i
5 B N A LR A TR UG S

C4) SR8 « BAE A W B & 4B S5 198 ) XU G 4
e

] FRyE AR 2 I B0 4k (IFAR) 4 i 19 754 4
fmBl 50 F I ERERERN RBEEFRLY 90X, &
B S 3 A 2R 5 1E A S PR B R A0 s A R R
BHER A0V, LB H R A RE 35%. HFE
B Ao & AT A9 R IR E (NAS 1, BF R XT £ 4
145§l f 3,48 F It 2 10 % & 4 St 2 40 i 1 1f
420 %% K SRR L 55 Yo ik R O T B BE R,
DAL 1 0 P ) 2 A SRR UK Ry S 1 AR 4 L
S 39T FR R LR 200 IR A B SR 4 R A i

A 30%~40 % BH THEERE FH (LR

~



RERERHE—-RI, XEBEHHIRES. 1/3 L
FRERNAEMEREMABREAKEKRR. AL
BRAE 1T, 76 A B AR AR AR F B PE B 2 1 /B 3 (it
fe* CABS Wi i) . B 5 B R4 B &, , M
ks & B AT IE W & 8 5 & 4 20 vE B & 40 M ol
975 1S40

2. AXMANLRRE KXUHALAIRBEAR
MEPER MR R ZDLE D ERRAR P E
FARBKIE, WAMEREBR.TK.BiHE.
WIREFLR WERKEREH . LHB0R 0 & EH
RN, HEMEREERBERTCHESE
JE A 5 B A A& A T I R A B 1 i O REE 1Y
i . 2 %0 B L & E i, I8 A A NERE .
WM AEAE 2 A~ ™HEMIER, — K Hoyeraal-
Hreidarsson £5&fiE , J 4 1F v 08 2 /D i & & A
2 UNAEIE EBFRE . RERKB.ENRFTREE
MEHER KPP PIRAEALEILTLH . 3
A ok AR N s, T B A LA DKCI, TINF2
8 TERT JEHEE, H—EIERE Revesz GiH
fiE o FLAF AE M B8 2 DU 8 H 1 PR ) R s 7 L Bl
EH.EARFRE. TEEAMA.PRHERLEH
. HEBRELAHBEPFEFRARMOBERBE AR
I 7Y 8 (W] PR BLA AR S b, F R LA TINF2
RN R,

3. Shwachman-Diamond 42 4-4E  $¢fiF P i 248
JE B AR A1 41 0 Ty 1B B AT BT 51 A M WO B IR B
15, 8 & SC R # .

(B ]

1. feik—fEid MR ATE— RN R
/b Bl 1 2 R 2 4 I 4 O 2 . R 25 Ok I 40 Y
EAFRPER L, ) UL 40 i e il A4 X B T RE. B
240 M Bk 2L, v A 240 L L 48 0 6 P T R AR
EEL 400 i L 491 0F 38 R . AT Y ot A ) AE K | ol Bk [m]
AR, M¥RAE M, AL H RIS T B R
T TC 5 0 R S0 A M . A% O A A PR A

TERHE B MM & 6 i L R 1E W, {5 BT A L 40 i K
NI IEME . A B Y BE AR B A — A I 40 i vk
D il /AR U3 20 B TR i U A N B I 2 AT

2. B A R AE I 2 AL
T A= vl ARG 2 T R IR, ORL L 40 AR X 0l 4 Y A
Ay H 3y P SR, TS K BUE R . BB B
o 44 i e A e o 5 40 o gl 4, S 8 o 40 Y b E2
41 % 40 L PR 40 G | 2H 2 i A1 R 55D L 1 A
Xt . E#/ R i, ARG g ok . F il

o~

B8 TR R

-

ERE A EHMASNE®RA 6O, AWK, FERNIE
i i, S8EXHH MR E,
T M AR £ 4

VA VB B I 8 A ek A, A 4 O A4S 6 B
BE, RO HBEERK. &I TR R CFU-
GM #I BFU-E 3> .

3. L FHE REHEEREBRALA THK
B MTh e T LR E R AR, I CD4T/
CD8™ L. filf8 & .CD8™ 4i i/ CD3™* 4l Jig Lk B 3 5 .
M T 79 B B F (IL-2 , IFNy, TNF) K 7 & &
Th1(CD4"IFNy" )/Th2(CD4* IL-4*) [ {5 Thl

SERRBE . PIEOUAR KGR N T Sm $TESE A

B 1 93 975 F 5% T A AR B 4

4. e e w4 R R A
BB AG 1 AT I AR R BE. Ab A I 40 M # i CDSS5,
CDS9 RIKIER R AMPIERIEALR. Yeflk
B a0 S A 24 38 (FISH) 6 41 Jil it 15 2 7 %

5. 4T AMmEHRE HHRE R IM A FHWE 4
LA 3 5 fR X DNA ZZBRAl in 22 W |/ K C HAUF
AT HiFET A RN 55 SUR O A R KR
5 AIVE R % EE (B2 L 5 . 3 P AR A 4G I AT HIE
LW IFREREBFEHXER. AAERERSA
&2 b B L4, B 4 R 40 B A
(7] F1 38 1 4 R, XoF 3 8 4 KB 3 3 B A B2 Bk i 4 4 4
JifL 1% 3% e UE S 2 16 7 ok e £ 4 ) 45 405

6. i d MWAEMEE -MEFFEK. 0
WM R4 B KPR, R A A BERS
P22 i A 978 2 ot 2F AT P, AT A B | . R
AFEFE. WRERMAEHTA HbF 5 . i
cHRE M.

(2 Wi X 4% 52 W1

(— )B4 E A FEAE M 2] M A9 B

R 495 A8 2 B ML e O R D I PR 2% B, I 4 i
Uk /D, 25 A0 B B A AR, T K S 4 T T BB T 3
IR Ah HoAth 5| A2 4> i 40 I 0 20 09 59 . BRI 2 .
i TR A RS R I M R R MR R,
PR I, 2 4 A A X I A 2 T S R R A 2
b o BB S0 8 A v A Al R R M Gk R A B
PR CUF L2 B2 B .

2 W7 B A T A A A i B DR R RS 3
T 2 37 (TAAAS, 1987) : (D IfiL £T % 11 <<100g/L; @
M/ VBT 8<<50 X 10° /L 5 Q) Hr kL 4t i 3% <<1. 5 X
10°/L, BRi23RAS ¥ A4 B i dE R L )5, o 7 K 4
AT R BE 0 5 (4r ) , B 42 SR 1 9 1 O R °F b o

~



