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1. # &

Diamond-Blackfan anemia (DBA)(Z, FLYEHITHIE T 2 7R L BKIE I 0D A 23 R S 41 5 Je RIMED IR FER
BECTHDL, BRITERKTH D 0RIMECRMIED AW L, KM TR mER DS B U, KERMEIE
BEEEME 2T 5, I 40%DEFTHEA &G BEEHTHZ ERMbENTWA, KEH, /NHEZRED
SEER, B ORE DR LS, B IR, WWRAEZSR, DIEORESCERGENROND, 1TEAERN
BB TIH 52, K9 10~20% DIEFI TIEFHERERH VY . TICHarEErorRe L 5 Y,

1936 4 Josephs = L v 2 i1 P, 2 4E4#%|21% Diamond 35 L 0Y Blackfan (2 L ¥ 4 fasE Sn ¥,
SEUT RS L LTS LTz, T 0%, ZOFRBOIFKICET Dk 4 M Thh TE 7208, 5
<HIRIEARBCTdh o 72, 1999 4, Draptchinskaia & XYL A (R#isHE % ¢ > DBA B OBAR AT 72 &
SRR T OB TN 19 FY R R (19913) IZFEL, S HICKFKER 723 80 [HH 5 U A
V—AH %7 (RP) D—>Th% RPSI9 & a— R 5BIETFTH D L 2B 5 LY, RPS19
BAR T RITHK) 25% D DBA BFIZE D bILH 0, £ D%, RPS7, RPS10, RPS17, RPS24, RPS26,
RPS27, RPL5, RPL11, RPL27, RPS29, RPL26 5 J Ut RPL35a 73 & D {s 125 B A3 $f5l o> DBA T
R ST I X IR X R O EARTER A T DBA OIERIIC AR IMLER - EALEK R 5 E K 1 GATAL
o— FTA8EBEFICERRRE SR P, Wek TR 50~60% 1 A TIEK 55% Mo g
Bl FERNRBHERLTWS, ZHETHEREINT- DBA Eis 1% GATAL Z[R T RP Z=2— KL T
WHZ EMNL, VR —LOEEREIC L > THE L BFIROBE D, AEEBOIRIFERIE M FEE O LR
BAHZRALTEHDZERH LMo TE ),

DBA & fthh o> S RYEE A 4E & [RARIS, #Ral IS E B RIE AUEEE (MDS) <0 E s 72 £ o Mk E
5 L KRB P & O RS 2 SO 2B S 1O, IR & 2T n A NRENEATEH
%o K1 80%DBNIEAD AT v A RIZIIST DA, 60~70%RNEMIEKFIEC /2 DDA THD Y, &
WP CIL. FAEEEEEOMEERH S B, DBA X, BERLIEOLN D720, BIELEIRER A
E TR RPNERAFIEIZ D72 < B O TV D HERIIMD TZ LV, Lo T, DRESHIMIFET D
RHRBFFEETH LN T — Ok E b SICHMAZENEEZ T, D2EO DBA O EF TR LB
AR CROMERSNDIBIENA N T4 v 2ER LT,

2. Z¥
1) REME
VR Y —ADOKREREA2 RIS, 1) FRHFHE, 2) FEEGIE. 3) MDS XA LR ~D BT A
ORI L T2 KR TH D,

2) ke

BRI OEERE & L CiX, 1) — RO, 2) o 2 ZOMmERED %585 72 O KERER M (B
DUNTIEERMEE ) . 3) MRARMERGEA . 4) IRIFERRTBGHIIL OVE K 2 1F 5 [ERARUERERT L2780,
HEHFEEES, L, ZORBAIZEE T, FHENICHEE & F—OBEFEZE %2 oA ML
HRAT 2 LD R OEBIEB G FET D, LMo T, BRIE DO TAKBREZHEZET % O1EA AT
RThDH, Bl FEEDHR S NIUTZENIME T 525, 50%LL EoBE T, BEE 2 FRE
ENTWRW, RENEEEEZAIFLLT W &b, FEHBIED R —%28R+ 5 E Tt
FEBI OB WHIEEREIZ /2> T\ D, BIEFIOZWS FIRER 2N EEER AR LITRT,
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2. FEBEHT D,
N R EYE
1. RMERTT /v F 7 2 —EiEME (eADA) L&A/ V2 F 4 (eGSH) OEfE (£ 1)
2. HHDBAIZALND KRG EZHT D,
3. HbF ® 5H.,
4. O RMEEBERIEGEREDREIL 720,

B DBA [X 4 SO W ER J T 727,

JFEHHA DBA 1X. FitOO~@D W NnEiii=7,
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*1)
eADA & eGSH ZFIIFHIE L. SVM IEIC X AHBIRIC XL 0 HET 5,

3 Worve—Fr—K (K1)
DBA \[ZIX, WD 7= DICH R A 7 ) — = 7¥EH 72\, Transient erythroblastopenia of childhood
(TEC) L DEERIZWHIIZ, eADA OEfE (mean=3SD UL k) #HElT 5 Z EBNHHTH D, Lo
L. DBAERIDH 20%IE eADA BNAHE D ES 2R & 720y, eADA & eGSH ORIFFAIEIZ LY, &
(B HA CHEEZ I L1572 DBA JEGIZ 2B FENIERR BT &L BN AIRE T h 5, MEEZ KNI ER
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4) @RIz (R 2)

IREFEREE A R DB OERZE L LTiX, TEC A b EETH S, TEC X 1kl Losh Rzt
L, TATT D UANAERII R T D ENZVERE SRS, 1FE A EDIEFITIERE T 1 ~2
r HUWNICHRIGE T 5, EEMEEmMAZE L, DBA & 72V HbF B X OURIMMERY 7/ > 77 2
F—PEM (eADA) ZEHTHZ (F2) 9, £, BHAELAETH A MK & T2 e KIEERD
ARAEREBERECIE, £ 31287 X 912, 1) Dyskeratosis congenita, 2) Schwachman-Diamond JE{5
#£. 3) Congenital amegakaryocytic thrombocytopenia, 4) Pearson JEEREZ: E VA H TV D, W
Thb, MPEBTIEIH LN, ENENOEREIN R TEITETH D, i, ERRICHITT
PRBIZOWTE, X TRREBERTFRREEINIZZ &6, S rWREBOMIANET & & b2, BB
FZWibARE L 7> T D,

% 2. TEC & DERIFZE
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FA DKC SDS CAMT
WEH >1000 >225 >300 >45
AR AR
BEEA i DKC:XLR AR AR, XL
FANCB:XLR TERC, TINF2:AD
BLEET FANCA (57-66%) DKC1 (30%) SDBS (95%) c-Mpl (—100%)
FANCB (rare) TERC (<5%)
FANCC (10-15%) TERT (<5%)
FANCD1/BRCA2
(2-4%) TINF2 (11%)
FANCD2 (~2%) NOP10 (%)
FANCE (rare) NHP2 (F)
FANCF (2%)
FANCG/XRCC9 (9%)
FANCI/BACH1 (¥)
FANCL/PHF9/POG
(¥%)
FANCM/Hef (#)
FANCN/PALB2 (2%)
FANCO/RAD51 (¥#)
FANCP/SLX4 (%)
LA W A i 7.6 W% 5~15 % 4 » A 9 »A
FERETH 75% 100% 60% 40%
HANIIRE R % 90% 50% (up to 10 %)  95%( 4fHEREME) 40%
MDS/AML ~D#BAT >14% 0.4~1.3% 5~33% 5%
I 7% 8~12% 0% 0%
Yt AR AL TENE H EH EH EH
80% 7’ 30 ik % Tl
SEE) S A 30 % e 35 &% 3HRE TIT 0% AL

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

MMC: mitomycin C, CAMT: Congenital amegakaryocytic thrombocytopenia

DEB: diepoxybutane, AR: autosomal recessive, AD: autosomal dominant, XL: X-linked

3. EE
1) AL (F4)

FIRMEIZIIE U Q@R Em O E L 5500 10~20%Th 5, 0 ITEFEGICMh o0&
BB E & DFEENFEAETH D, FEHE L, HAEAND 100 5 AYT-V R E5~74 LHES T
%o AA/NRMEFESORET —Z I LiE, 1988~2011 4EIC &Gk S 7= DBA B TR ER
SRS L BT S NER LD 175 4 Th 7= 19,
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x4. BRNRMBZEFR BETRMENZAEREHRES

Fanconi Diamond- -
s 1% ZF Do kM P Blackfan 2t
=yt
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 77
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
2006 58 5 0 5 10 68
2007 62 8 0 4 10 84
2008 68 11 0 6 14 99
2009 68 7 0 1 18 94
2010 55 13 0 4 10 92
2011 56 5 0 2 15 78
Total 1369 178 8 111 175 1841
%) Diamond-Blackfan & Ifi. : R AR IEEREE % & i,

2) BREE - T#

EMTPRITEROICEIFTH DN, AT a4 FEER L OEIMKTEIEF 235 40% 3 D1FE L T
BY., ERLEZFVEABIOEMED DIz, BEMicbzyME S, AIE0EELTHWES
z 72 F7- . DBA IE Fanconi &1L L 0 SRS, BB R AERERE (MDS) . 1 L5,
K., BRER EOEMEEEZ A LTV,

INET, THRERFIZOWTOMNIEDN 72 SN TE 720, IGFEKIOMEZ TRITE 24120 AT A
EHA ST T, FAEICE T 2 8HE 51k, FBIE 1 1% 0= Mo B 25§ i K 7
B L7 &b, 1 SRR SMEIC L 0 G Bi 2 EE T2 0LERNH 50 LitZawn
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4. WA - wE (R5)

WA, WIKEB T OBREBTENF IR REAKRERICHE S, £ ZICHFET 2 HKRER TR Y A Y
— LB R D—DTHAHRPSIOE 2 — RTHBBMLE T THDH I EBRHLNISINT, RPSIOEE A
FLIIDBADKI25%IZ38H 5 50, S H12 Bl U AR Y — A% %7 (RPST.RPS10, RPS17,. RPS24,
RPS26, RPL5, RPL11, RPL35a# L U'RPL26) DR FERNFE LS4, Bk TIEAKI50~60% D
DBADJEFNC B\ TR E T RFE NS S TNS (85) Y920 % HaETIE, B E T
B O ELITH30% WKk LV IRWEA CH o722, LarL, &, BEOF ALY Ry —sxy
AZETIEHME TE 2 WEERODBARIKE LT DR T LIV REDFIL0% DIEFNAFIET D Z L RIS
1272572, ZORER, A E TIZHI40% OIEF] CIRREE T ORIENRIREL 22> 7= (F5),

U R Y —LIMRNAOFIRR 240 5 Mg EE TH Y . 4 FHEHORNAL 8 OO U AR Y — & X
TENSIRDERBEEERTH D, 1FHEDOV R Y —A4(80S)iE, K¥7=2=v k (60S) &/ T =2=
v b (40S)I B, FRENOY T 2=y MIUARY—LRNA ((RNA) & VARV —LZ L RIET
ks Tnsd (K2), M7=y Nk T oV R =% NI HIFRPS, K7 =2=v &
RERLT 5 B FIIRPLE FEEN 5, ATEEE DAL L 72 rRNALL, #ME72 R A 5 C @ O BiTBR A 2 & A4
5 (®3), MY Ta=y FEERTDHURY —0F 37 RPS19, RPS24, RPS10, RPS2611. 18S rRNA
DRI L A0S Y R Y —hH T 2=y NOMABNT TICEEREE 2 B2 LT 220) %) k¥ 7 =
= FEtERTHY R Y=L %37 THHRPL3SA, RPL5E RPL1LIE, 28SE5.8S rRNAD JkEL &
60S UARY—h¥Ta=y NOMBT TICEEREEZ R LTV, LEnsT, 2habn IR
V—LEEDRZIL, HXE7240SEH 5 VNE60S U R Y — L DRZ 24 E . FIERBEREDIR T 2 5] &
ITEEZOND, BT, FICGATALERGR - OFFIK T M2 - THEEREH AL R LT D
BB B shE,

INFETRASNIZDBADEML FERIL, GATALUAMIT R TIU R Y —LX R TBIETO~T B
ETRTH-T2, BIiLOE Z A OV TITELZR/ICHB SN TRV, VR Y — hOREREREE
DFER, pSIDTHEMALAIE Z 5 Z & 23DBAD FLLHIZAHIR & £ 2 5T 5%,

% 5. Diamond-Blackfan B M M) &E{&FH!

e Gazda et al. (%) Kuramitsu et al. (%)
BT (5K) (FA)
RPS19 25 17.6

RPL5 6.6 10.3
RPS10 6.4 15
RPL11 4.8 4.4
RPL35A 3.5 15
RPS26 2.6 15
RPS24 2.0 0
RPS17 1.0 5.9

Total 52.9 42.6
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60S

28S rRNA

58 rRNA 60S
5.8S rRNA
47 BDURY— LS INOH

408
408
18S rRNA
33 BEDOURY—ALY I INOH
B2 JYRY—LOEE
Ribosomal DNA
01 l 02
5'ETS ITSI {TS2 T 3ETS
458 : | 18S p——588—— = 288 p———
1 3E 2 l 4 3
| (N Vo

455’ — 185 —588— 285 |

pathway A pathway B
32 4 % / Nﬂ“ ‘f f 328
b Vo | Wi
418 [ 18s (58S} 288 | 308 188 — —s8s— 285
‘/2 2\ I 1 /
21S | 188 — |5.88—  28s |32 21S  1g§ ——  [5.88— 128
RPS19 | E /3 RPS19 | E 3
18SE| 188 =  [5.88— 128 | 3’ I8SE 185 =— 4

18SE

l 3 1 4 3 i
18S 5.88 28S 18S | 5.88 28S

3 rRNA OFEE RPS19 D&EE

F# L 7218S, 5.8S, 28S rRNADMEILEIFIL, 45S #55FEH D H Texternal transcribed spacer
(5-ETS & 3-ETS) N WA IZAZL{E L. internal transcribed spacer (ITS1&ITS2)IZ L > TR THLT

W5, 458 ([ZUIM R EREE L7z, mAICS-ETS Edsitel T rtk v v 7 I ubpathway AL

DOHEE SN HRE A KHICFLHk L7z, ZKFHliLcleavage siteZ 7,

5. BRER IR
1) A

IST1EDsite 2 TFrty v 7 Eudpathway BO 2 >DORKENRH D, & bOMIEICEIT S
18S rRNAD3 end DT, LB BERIICHE %, Pathway ATIE. £7°. ITS1 Ldsite 2 TR =

D, Wizsite E. & L T ITsite 3TUIKF &, Ak L7218S rRNA ©3 endR 523 5, RPS19
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BT AE RN SEARBETHRRAEIND ZENEL, 6 » AF TIZ 75%. 1 F TIZ 90%H
RIET D,

&0 (R 6)

Diamond-Blackfan % Ifi. D B R 1 X 246 T, § 40% DENZTE % DETE A2 ST 528, &< FikEr
TR B NIRVEG b 1EIET 5 12, BEY - B O RE N B2 < KA. /NE, KRB, E
AR NEL. NEZ. BE. REAR SR 20%ICED LG, ERRORE L U CIIRHEERD
AR, RHEE R SN 9~21%ICRD b D, BIRIEE D HERE KM DR B AR 7%
BODH, £, MEEEE, BIRERELBOLNLZLNH D,

M O A OF

ZAVE TIT 700 fiILL 10> DBA FERIA 5 29 il (4%) OEMIEHEOHRENH S P, JLk DBA L
YA MU — (DBAR) IZ8&k STV 5 608 ORI HRAIEAT7~5 . A MLIFR-CE TR & & b 7= 4
TOEMEEOFIEEN, —BOERICHRTEEICE VL (5.4 BRHELNTE-72 1,
FFIZ, AML/IMDS., BHHIE, KIGHE. MRS ORIERNE U,
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% 6. Diamond-Blackfan BMIZH 5N SHAROMEE
JEIR B[S R
BEH 420 229
GIER (T T WRMREE, DER, sns, 24% 21%
/NBRE, /NSEAE, /NEE, BARAL,
IRV, IRg TR L
% R E R 2 AE, EERE. 21% 9%
PHEACIE AL, EHHARFRER, SFRIE,
EEF IR K HE
LR AR R, B, BRI AR 19% 7%
D - fifi DEFFERAE, LFE R R IE 15% 7%
KENRAEAS, M LA
Z Dt
FHES FSH, HEIRHH NA 4%
i5S SERVERENEE, RHE, SERMEENE  NA 12%
R TR EE NA 7%
K& E NA 30%
HUFaFEH Y 47% 41%
HETE 25% 24%
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6. IRRIE

1) Syypik
BIERE AT 1A NFIEITHR 80%DIER] TRISHHED Hivd, #HEH & LT prednisolone 2
mg/kg/ B 2> 5 £ G- BAET 5, 59 20% DIEBNE AT 1 A R LEERL TR & 725 9, RIMEA & L TR E
BEd . EOHLL X OE, MR, SIE., BERWE. ARNEE, SRR SICEENLE T 6 » A AR OAE
BlCBWTHEE S e B, hotREERI L LTy r ARy v, A /753 R, EPO ;¥
NHToNDLN, 7L F=yar+r 7 AR UHFHEELED, —EOFMEIX 7255 TR
A

2) i
BIBREAT oA NEHMETH L AL, 4~8 BEORIMASLEL 25, ~T7 1 B EiT,
8o/l ZHMEFFT 2 Z ENEARTHLZNEHMOEIMIX, SHARICEIA~EYT e — v RAEXT,
BRILAEIZ X D ATFEE . BERNE. OfFFEEZBET 5729, desferasirox & % V& deferoxamine (2 X %
PREGRIEDOOFANEE L, L, AR O O BREEIEIIMENL L TR0,

3) i i A e R A

AT aA RARIGHEOEMARTTENIL, &M aBEOES & 725, A OBMABRE I L
TRIFTHD, ZIETIZ 19 FIORIFEBAENIT /204, BB Z % 7= 1341 (6 1] : HLA —%
FIR, 7 61 JEMEE R —) A TERAFL TS 9, LavL., I#mBCBT)IE 5 #illcfT
b MEE R CBT 252172 2 BT MERALE L TV 5 A JEMEE R CBT 2% 7= 36D 9 b,
2 FNFAEENEBONT., L FNIAEE LY L BEEMEBTIEE L TWS, Lz -> T, BRES
TIEHBME Y — AL LTI TE L2 ERi A RIS <& TH %, Busulfan (1T 16 mg/kg & 5\
560 mg/m?) . cyclophosphamide (120~200 mg/kg) % l»& L 7= BiLE 13 HLA — B fa R A3
L TH DN, BIFR0ERELILTN D, DEBI7223 5 busulfan % 812 U7 iALE 1 X FE M5
BT BAF72 A 7223, busulfan %4 < W W ETLE TIZOREFEREN L BREIEmIEN AT
WiE % KT 5T — 2R Th D P,

7.FERER - FREE

P H3E @ Diamond-Blackfan & fi B 1X, B A/NRMEFSOFARBERINEB ST, BEFER
A OMRECRE OBBHEN S 2 b T2y, BRI E N SN TE 2, VRl 21 FE )
DHRZW AL BER T AT xS L, B F2E b Lz, Lo L, BER E CIEfMICEcE
LW EEIXE T FE LW, BN ZBIEEDIER S LIETH 5.

DBAIX, UARY =L Z NI DRBPIZE>TELME—DE NOERMEKEETHD, LnL, —HD
e RKMEEBER4SE (Dyskeratosis Congenita <> Shwchman-Diamond JEERE) ORINEE M H 2T
URY —AERICEELTWD EBZX LN TS, 2 OERIL, BHMAEOMIZIERTIORS A
FR &AL DBA & OFLANEL . VAR Y —LADOMERSICL > TR Z 2EHARSEERTH D &
EZbND, 85T, BT, BREMEHEETHD 5q KEEGERED VR Y —L0F] THDHZ LM
DT o7z, 5q RIGEMREL, del (5q) DY EAMREF & AR MECRHMIAL O/ U FEE 2 R & 3 25 iR
FERIEGERED— D Th D, T OBEBIL, FHFELMEITLFFE U, RERMER M, (/M. B8 OFERIL 5 %
i, MRS/ NUERERN BN Z LR EORKMN S D, % ISR ERER MK EME I 5 28, A&
PE AR ~DOBATIX LAY D 72\, 2008 45, Ebert 5%, AEBOJRKN Y R Y —LH¥ LR & a—
N9 % RPS14 MIGTFTHDH Z L &ML LE®, Len->T, DBA OB % KEEMREDD
Wr - IR OERIC L RERBERETHEB 2615,

BB EAT v A FEEUIOFHIGRIEORENLEEND, K, ~TVARLET T 7 4 v ad
DBA £ 7 V&M TC, MAT /B L-uA ¥ U BRI AT RN DD 2 LAVRS NI 0, 3
(2. DBA IZxIT B IR R % 4 5 BRRBR S K E Tl E > TV 5,

BEEn > DBA OJFKEAR 3 FE SN HEFIG TSI 2o OIEFICIT H kit —7 v
P — T OMFEAEA AT IR R B R OREICAE A TH 2 \REER B 5,
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