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K2. SNP 7 VAL DA T VIVRIOMENT

BEDL— o AENTCI, BRENSEESNRD o7 31 BifkEAVWT SNP 7 L+ (Affymetrx
Gene Chip) & CNAG 7= ? ACHEETFIV—EEZRE L, ZOREE, 31 #F 6 #1TRP &ix
FORTUARBAER SN, (A) EFH03. RPLs % &—&RAMEORKE (B) EF#TL.
RPL35a % &e 3B/ Yafhn Rk (C) FEFH#14, #60, and #62. RPSI17% &1 15 FHEAAEDK

x4 (D) SEFH#T2.RPSI9 % &1 9 BYGEED KK, (B) 6 EFDORIENICE N5 EILF. RP
BLEFHARELTND,
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1. ¥
Diamond-Blackfan anemia (DBA) (&, FLIBEHICRAET A RMERE M O ADBEE X N5 5RO FRIERRE T
Hro BHIIERRTS 22 ROEAMILO AR L, KM TIIEROEITHRD L, KEREEaESEE
ME23 5, §940% DEFI T4 L BFREEHET AL ENMONT WS, KHE, L L OEL. EioR
BARLE (LI R WREHESRR, CEORECEERVAEONS, BEAEPEREATH LD, &
10~20% DIEBICIIRIEELSH D . FICEREEEEEORR T L5,

19364FJosephsiZ & ) 26120, 2 4% (213 Diamond 3B & U'BlackfaniZ & 1) 4 I 2SHE & n3), JHIT L 7 B
SLLTHILLZ, 2%, CORBOFRICHET 284 RFEMIMTOUTE 7205 £5 (HREEAHTH -
720 19994, Draptchinskaia & (& §<EBAREREE % & DDBABRE OBEEZ TR 2 £ H SRR B ETF OBIEFRELE
19 et R R i (19q13) ICHFE L, S S ICEREIEF280ED 5 1) BV — 4 ¥ v 737 (RP) D—2Td BRPS1I
= NI AHEEFTHHIEEHLMIILAY, RPSIGEEFERIZH25% DDBABE ICFHD 5D 8,
BTRPS24 . RPSI7. RPLS . RPL1I B X URPL35a% & DEEFEEDNVHBFIODBATRER Sz, Bk
THEAI50% . RIBTIEAI30% DEETHEFERESREEN TS0, ZhF THRR S W/:DBAEMETF X
ETRPZI—FLTWARI DL, VRV —ADOBERECL > TELAFROEEH, KEBORFRE
MEEDHLHEAHTZALATHD I EDPHLPIR>TERTD,

DBA b D S5 R MR MAESE & AR, B B RERBERERE (MDS) RHMFE L & OMEEECE
AlEZ% EOEBREL ST 2HEENE V. BRI E 2704 FEESERTH b, #H70~80% DFiLE
MOATBA NIZFIES 555, 60~70% 0 MIRFEIC 2 DHRTH B, IHEEAFI T, FETHE
TEDOBIEH D % > % DBAL, BEMOMON L0, EEAENHEE & UM TRNGERNEED %
BONTOURERIIBOTZ LV, LoT, DI ESLEBNCHEET 2EEEFELETEONLT— & 2 3UH
H LICHEMEIMERT T IO, DO EODBAOBE I LB A TRIERSNIZHESA P4 v %1k
B L7

)t

2. 2 W
1) EEAMA

VARV = LA OREEAEZERIC, 1) RFRE, 2) FAEFH. 3) MDSRHMAE~OBTLEEBOA
PFEmfe v MBEETH S, '

2) ki

WRGIORRIGEE LTid, 1) —RREORE, 2) Mo 2 ROMBESEBO L VAREEM (H 2\
FIEERMERM) . 3) MRFMERRD . 4) RFFKFBMBOW R LML) ERLBHATR 2RO, hTHE
e L L, ZORFBEIEHT, REACERE LFA—DORETFEEL L OBEMLEATRLMED RV
BEGIDFET 5o L7chT > T, BREDATHRRELREZH T 50EATEETH L, BETFEEIHER
SNIUTBUNIHEET 275, 50% D LOBE TIE, BEEREFFRESH TRV, RESESRES &
LRgnIehs, FAEFMBHED N —2 BT 2 ETRESOBIIEEEREII 2 > TWwb, BEFOD
FUTO TR LM EERZR 1 IR T,
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1. L£XMFRIERE (Diamond-Blackfan& Ml : DBA) D

1FRETH 5o

KEMUEM (5 IZEREAM) THO 2 ROMEKED & FBD %\
MRARIMERIRAD % 7D B o

ARFERRTBRMAB DM R 2 ) ERREMTREA T 5,0

DA TR 5 E%
T EUE
1. HHEMDBAICRONIBETERLAET 5,
2. REEZHT 5,
INF ke

1. Erythrocyte ADA (eADA) activity &1Eo

2. HHEMDBAILALNLERGHEZET S,

3. HbF® EH,

4, MOEFEEEHASEBEEOERDI V.
HHEDBA 4 DDOBMERE L T THEAT,
FEHMBDBAIR, TROO~ODWVTNILEHZT,

D3 2ODTWEHEL 1 DDKRD A\ ik 2 DT FEHE
@2 o0 EMEL 2 ODDKD D VI 3 DD/INIFEERE
®2 OoDOKRIFHYE

) ERSBH L L CiL, tansient erythroblastopenia of childhood (TEC) 2 b EETH
%o TECIZ 1 LA EDGIRICIFR L AT 2 7 4 VARBBICHFES 2 2 EHFSVERET
B2 ATLALDEFIIEBRETL~2 7 ADNICEREET 5, EERERM%Z 2 L \HbF
B L ORMEADAEE TH S (£2),

oo =

o+

3) o7 —Fr—F (E1)

DBAIZIX, BWO/DICERLEA Y ) —= ¥ FiEd v, TECE OERIZHTICIE, ARIMIRADAE LD EE
RRITLIEVEATH D, BEFEMIERTH L), A TEERBETIFRE S NS DREEDH
0%ICTER (Fh), BEDY -7 IV ALETRETERYFAETCE 2VWEEE. AT VIVORKEE
RS BUEND S,

$LIRORERR I BRI & £ 5 RBRER M (3 5V VIFERER M)

A
BHERE CRIFMAIBMImOMRE 5 ERREHERTR

N4
Erythrocyte ADA {E{EE/E
HbF B1E

b

DBA & U ClfsF2Wr

X1 2Eo7o—F+v—b
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4) EERHBH (R2)

IRFEKEL 2T AERBOERNZN & L TIL, transient erythroblastopenia of childhood (TEC) A" b BEE TH
%o TECIH 1 L EDGBICHR L, BATT 574 VABBICHERT 5 EDRSVEETT, [ TLALDE
BUIEIERR T 1 ~ 2 v BUMICARERT 5. ERERMZE L, DBAL £/ YHOFE & OFRIMERADAIE
BWThHAH(ER2) ¥ T72. BHAERNETHL YL T2 AREEOASEREIICE, B3IRT I I,
1) Dyskeratosis congenita, 2) Schwachman-DiamondfE&#, 3 ) Congenital amegakaryocytic thrombocytopenia,
4) PearsonfEREEL EMHONT VD, WThd, MPERTIED 205, R ENOBEEI R TER
WEETH S, Bill, EFRICHITLRBIOVTER, IRTRREERFIRES NI LD 5, 5 FREDRE
PG E L DT, BEFIHOTRE R o TV,

+2. TEC & DERIZHT

DBA TEC
IRFEREE B "
EHG — R —fEl L
BEER B, EEEE i3
REFE <) 4
SRR BRAFE EE E®
HbF EfE E%
i RBCHLE " Fis
FRIMEKADATE = e %

&3, ERMBERARMEM

FA DKC SDS CAMT
AR >1000 >225 >300 45
BEEK AR (BEE) AR (BHEE) AR AR, XL
FANCB ¢ 2% XLR DCK1:XLR
TERC:AD

EE#{=F  FANCA (57-66%) DKC1 (30%) SDBS (95%) c-Mp1 (~100%)

FANCB (rare) TERC (<5%)

FANCC (10-15%) TERT (<5%))

FANCD1/BRCA2 (2-4%) TINF2 (11%)

FANCDZ (~2%) NOP10 (rare)

FANCE (rare) NHP2 (rare)

FANCF (2%)

FANCG/XRCCY (9%)
FANCI/J/BACH1 (rare)
FANCL/PHF9/P0G (rare)
FANC M/Hef (rare)
FANCN/PALB2 (2%)

W RWER 7.6 5 5~15 8% 4R 9L A

SFATY 75% 100% 60% 40%

P BRIk 90% 10 #% % TIZ 50% TF BRI 95% 40%

MDS/AML ~D#AT >14% 0.4~1.3% 5~33% 5%

FeFE 7% 8~12% 0% 0%

REEREENE B EH EHE E&

F1% gLy 30 55 NFEETISHARL ey 35 5% 3EETIZS0% AL

FA : Fanconi anemia DKC @ Dyskeratosis congenita SDS : Schwachman-Diamond syndrome

MMC ¢ mitomycinC CAMT : Congenital amegakaryocytic thrombocytopenia

DEB : diepoxybutane AR : autosomal recessive AD @ autosomal dominant XL ¢ X-linked
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3. &¥
1) ZEEHE (R3)
FKIRMEICRE LERBEEEEROERZ £ 5D DH10~20%TH 5, 521 ﬂfl"fé’ﬂ%’@@iﬁﬁ:%“ﬁ% &
LEREARETS B, BEHMEIL, HEADIOAAEZZN#HE~THEHEEIN TV D, HANRMBES
DEET—F 12 X, 1988~20054F 12 Bk E N 7zDBABE 398K TH o729,

®3. BANEMEZRFSE BETRUEMNESSTHEN

L FF4s {2 %4 Fanconi Diamond- &
=g Blackfan &1

'_I_J_!il_l_l

1988 63 6 0 4 6 79
1989 56 6 0 7 3 72
1990 - 52 5 0 9 3 69
1991 69 11 1 4 4 89
1992 84 8 1 6 4 103
1993 62 6 1 8 9 86
1994 70 8 0 4 6 88
1995 49 8 2 5 9 73
1996 52 12 1 3 4 72
1997 76 5 0 7 6 94
1998 64 7 0 7 8 86
1999 52 5 1 2 7 67
2000 51 11 0 8 7 7
2001 41 11 0 8 7 67
2002 54 7 0 0 5 66
2003 33 1 0 2 4 40
2004 40 8 0 3 4 55
2005 34 4 1 2 2 43

& 1002 129 8 89 98 1326

2) BRRE - T#&

EaFHRIEI—BRWICBIFCTH LN, AT 04 MEES L UMIKFERNIH40%TOFELTEY, kR

CEMERB X OAPHED /DI, ROV HE SN, AFORE L THVWEWZ RV, 72, DBA
{3FanconiB I & ¥ R LKV AY, SRR, Hodgkin!) /NfE, FHHiflafE, BRELR COBMREL A6
LTV, ;

INET, FHREFICOWVTORTES 2 SHTEH, HRIEHEE FHITE 2 WBROPTRAHSL 22
Lo Tz, BAENCBIT 28EP, DI, BIE 1 FROBMOOEFWMRFHEICEELZZ L0, 1
EFOBEBERSEC L ) EMBMEBEEZR T HILEFH L0 Lz no,

4. ®RHA - RHEE

T, FREERTFORGTFENEIOFEREARMICFE SN, Z22ICHFETAEREREFIFI RV -4 5
VST D—DTHAHRPSIO% I — FT LBRFTHEH I EHHELPIZENTz, RPSIIBIETERIIDBADK
B%IZEDENLY, 5T, IO RV —u% /%7 (RPS24, RPS17, RPS10, RPS26, RPL5, RPL1l,
RPL35A) DEEFEENFRRE EN, BRK TIEH50% DDBADFESIICBW CHETFEEVHL NI ER TV
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(F+4) 29, —F, TAETIEH30% DEBNIEEFEENIMMRBE SN TWVS ),

DAY = LIZmRNAOEIRZ ) MIANEECTH ) . 4 BEORNALSOEE DY KV — L% VS 2BHh b
LHERLEBREETH D, BHAHEDOY AV =4 (80S) &, K¥ 7=y} (60S) &/~NF72=v b (408)
PORY), TNENOY T2=y MY ARY—LRNA ((RNA) L UERY—L ¥ VN7 BTERSNLTHA
(B2)o M7=y PEHRT ARV — L5 VSZBIERPS, kY712 b %K 5 EHIIRPLY
WIS, 4 T OBH L 72IRNAL, BMLBRE 2 E CHRBOMBEEL S RRT 2 (”3), ATy
MERERT A Y KV — 45 /I RPSI9, RPS24, RPS10, RPS26i3, 18S RNADELIL L4081 K — A+
L=y POMATL TICEREREEEZ R L TRRYY, —F A¥ 7212y FEHRT YRV —A % 2
7 Td HRPL35A, RPL5ERPLILIE, 28S&5.88 tRNADEH L 60S VKR Y — A% T 2=y NOMATTIZE
BB ZRLTnB0 10, LizhsT, TREDYRY —ABEHDOKRZIE., HxTH 724083 5 1136081
RY = LDORZeRE, WRFABEOERT 2RI TEEZ NS,

CNETHRESNIDBADBIZTERE, TXTIERY =L 5 YRV BEFONTUERTH 72, Bl
DEIBAMAIZOVTRELELICHEBINTULR VD, R Y — ADBREEEEDHE R, po3DIEHELIH
Z 5 ZEADBADHLMZHER EZEZ L TWw A2,

¥ 4. Diamond-Blackfan®& M M&{zFE

BinF BE (%)
BOK BEA
RPSI9 25 11
RPL5 6.6 9
RPSI0 6.4 ND
RPLII 4.8 4
RPL354 35 0
RPS26 2.6 ND
RPS24 2 0
RPS17 1 2
Total 52.9 27
608

288 rRNA

55 rRNA

5.88 fRNA

47 HOUAN — LT 7K

408

408
188 rRNA
33 @OURS—AS1OR

K2 URv—LOEE
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458

pathway A ‘
{4 i

418 | 308

3 rRNADRFE L RPS19D#&E]

B3 72188, 5. 8S, 28S IRNA DI FALF 13, 458 BEEFEWY) O it Texternal transcribed spacer (5-ETS & 3-ETS)
ASFBI T L2428 L+ internal transcribed spacer (ITS1&£1TS2) 12X > THRTHN TV %, 458 ICEIRT R ZRLE L
72e BHICS-ETS EDsitel T7 0ty v ¥ v 7 &N bpathway ALISTI EDsite 2TT Oty v ¥ 78N 5
pathway BD 2 DDOREHDH 5, & P DMILICB 1T 5 18S IRNADS endDELF T, ZEFERIICHE S o Pathway A
Tk, T, ITS1 L Dsite 2 THEITERI D, Kisite B, £ L THREIIsite 3 THIRT S, B L 72188
RNA D3 endH 5T 5o RPSIODHERE SN 5 #EE % M ICFEH L 720 KENdcleavage site® 7R3 o

5. BREREEIR
1) &
BT A RHASEERBRTRREND ZEHNEL. 6 7 AFTIITB%. 1RETICNBPRIET 50
2) &PHHE (R5)

Diamond-Blackfan & Ifl D FEFRR IZZ T #940% DB TEA OF R &M T 505, £ FRFESALNE
VIEFI D FET A5, BHE - EMOBRENR S CKHE, AE, REMRAKR, BREE, M D2 E
£ REREFHS0%ICED NS, FEOEE L L CRBRROFIEL, BEERE R ET9 ~19% 125
HHEND, BIMREROEHREREIERETHTBICRD L, T, MEEE, KFRZEIFDLNL
ZENH B,

3) BEHEEOEH

EMIEE S S LTV, S E TIZT00H UL EDDBARESIA 52961 (4 %) DEMEZEOBRENDH 55,
SIEOHRRAEIT15H T — O FERF O P RIEHCSHEI IR THR Y EETH S, FFICAML/MDSDHE D
bEV, FOM, BHE, BEY SE RVFY, ERYF ) e, B FHRERZ CHE ST
%o

=)
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5%5. Diamond-BlackfanBM(C& 5 3 S HSHOEE

FEAR B S R
BEH 420 229
HEES. Him. OE WIRFREE., DEZ. B0s. 24% 21%

/NEREE, /NERUE. ANEE. BHRALL
NIRAEVE, RigTERLE

Rz WIEEEHESE, EERE. 21% 9%
IR, HEBIEER, SFEIE.
BEIRKE
B, R BiExE, BEHE. BERRK 19% 7%
i« i DEPREXRE, DBEFERXE 15% 7%
KREWRAER, B LFHE
Z Ot
IHE S3E, BRHE NA 4%
iR ERMEFNE, £E, ERERNE N 12%
R R FEEE NA 7%
EHE NA 30%
aEEdH Y 47% 41%
BEAFE 25% 24%
6. BEE
1) Wik

BIBRE AT O FEEIZH80% DES CRIGHRD SNE, MEERE LTTL F=vn > 2 mgkg/H
POEERET 5. F20%DEFIEATIA FHRLBERTREE 255, BIEA L L OREEE, ML)
fE. EWE. I, WERWE. BB, BAEZ EICEESLETE v AREOEFICB VTR I LW,
MOBEFEEHE LTI 2B AR v, A 7O R, EPOREVHITONEH, 7L Fovnr+dv 70
R VBEREELED, —EOMEIR T ZE L TVR Y,

2) Eqyifm

BIEEEAT O FEIETHLHEI1013., 4 ~ 8 BEOWMMALEL b, NEZ/ Y /EIE, 8gd%
MET 22 L PERTH A EHEOMMIT BRI ANEYFO -V A% &7, 8RihE 0L A FEE,
MEFRIR. LERREE BT 5 728, desferasiroxd A M (L deferoxamine 12 & A B EE O HEITE F Ly,

3) &M

AT U4 FRLEOBMARFS X, ENHMEBHEOBEL L 25, RFOBHEEEITEMCK L TREFT
HbhHo INTTIZIWIDOFEBERIES T2 DI, BEHBEEZIT721360 (64 : HLA—EF. 760 M
FNF-) BETEFEFLTVWASY, LaL, BFLEMHE (CBT) 58T bh, MEEMCBTE %
72 2 BN EFRETF LT 5%, FEMEERCBTE X 7236109 b, 2FIEEEIE LT, 16IT4ESE
L72h3) VSERISIEMEREB CHTE L TwaY, Ldo T, HEATEBEY -2 LTRTELZITEHN
BIRTRETH 5,
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7. HEA - FEREE

H A3E DDiamond-BlackfanE M A F X, HA/NBMBEFEOBENREUENEZER T, BEFEREHKOE
BRBREOBRAENBI bR TV, BMIEERRICT 2 ENTE, FRAEED LR 2 M
B VAT LR, BETSWOMGB L, LaL., BESE CERICZWH CE 22HEEIELCH
FELBWicD, BNBHEEDIERFLETH S,

DBAIZ, UERY—AF Y7 DRBIZE > TRIME—DL FOXRUEERTH S, LirL, —HOERNE
BBEALSE (Dyskeratosis Congenita®®> Shwchman-DiamondfEf&E#E) DEREKEBEEZETFED DL TY KV — L EHIZ
M5 LT3 LEILNTVE, INLDERIT, FRAZOMICERFELEVAZRZHA LDBALD
WAL, VR —LOBBAEICL > TRIAEMASERBECHL LEZLNDL, 51T, i,
BRUEMEHEETH H5qREEBRED [VERY -4 THbH I EPHELDPIIR o7, bgRFFEBEREIL, del
(5q) DYAREF & RMECRHMBOSMEEE LY E T2 EMBREEBERO—DOTH L, ZOREIE, b
FELMEICIFR L. REREE, MM, FREOFRE 5 %Ki, BEMETENIEZRPEIOZ L
DM D B, £ IFRMERBMMAKGTEICHES 25, SERIUFNOBIT BN v, 20084, Ebert
SIFAREBROBRRNNY R Y =L % )87 % 23— FTHRPSUBIZTFTHALZ L ZHLNPII LD, Ldo
T, DBADHIR I BREEMAEDOTH - IREOESRICOKRELERETHLEEILNL,
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