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ZNOBRAR GRS CEAFRECTH D, i, ERRICHITHEBIZOVTIL, £< DRRERT
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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%) TCAB1 (¥i)
FANCG/XRCC9 (9%) RTEL1 ()
FANCI/BACH1 (¥)
FANCL/PHF9/POG
(¥%)
FANCM/Hef (#)
FANCN/PALB2 (2%)
FANCO/RAD51 (¥#)
FANCP/SLX4 (%)
FANCQ/ERCC4 (i)
FANCS/BRCAL (%)
FANCT/UBE2T (##)
LA W A i 7.6 W% 5~15 % 4 » A 9 » A
FERETH 75% 100% 60% 40%
N2 90% 50% (up to 10 7%)  95%( % ERIAE) 40%
MDS/AML ~D#BAT >14% 0.4~1.3% 5~33% 5%
I 7% 8~12% 0% 0%
AR NN S H B B EH
80% 7% 30 7% £ TIC
gt 30 % A 35 7% 3 E Tl 50% ML

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. g

1) BAME (& 4)

FIEMCTRIE Ui Qe BB O E2 L 5 5 DO 10~20% THh 5, 780 X EFREoM &
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%, BA/NRIMESEES ORET — 212 LAUE, 1988~2011 4F 0 %4k S 7= DBA I35
FER L W S NLTIERI S &8 175 4 Th o 7= 2,

x4. BRNRMBZEFR BETRMENZEREHRES

Fanconi Diamond- -
FeFEPE T R4 DD =R M &1 Blackfan at
=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 ARIEEREE % & e,
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EMTPRITEROICEIFTH DN, AT a4 FEER L OEIMKTEIER 235 40% 3 S1FE L T
BY, BB LEREHB LOEHEDOTDIC, BEMICbl-ofME S, AFOELE L TEWES
2720 F 7= DBA IE Fanconi &1L L 0 SRS, BB R AERERE (MDS) . 1 L5,
K., BRER EOEMEEREZAIFLOTV,

INET, THRERFIZOWTOMNIEDN 72 SN TE 720, IGFEKIGMEZ TRITE 2412 RO AT A
EHA ST > T, FAEICE T 28G5 1%, FBIE 1 FE1% O- Mo [ 25§ i K 7
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AR, TRREAR T OBB TN FHL9F Y AR ERICFE S, & ZICHEET D RIKEE 28 Y R Y
— LB T D—DTHDHRPSI9% 2 — KT HEIn T THDH Z ENHL NSz, RPS19E L T4
FLIZIDBADKI25%IZ38H H 57D, S HI12 B U R Y — A% 57 (RPST.RPS10, RPS17,. RPS24,
RPS26, RPL5, RPL11, RPL35a# L U'RPL26) DR ARSI 4, Bk TIEAKI50~60% D
DBADJERFIC 3310 TR T-BE A LI STV D (K5) Y1022 fnE it BEAEE
T RO FERITHIBZ0% LBk L 0 IRWEB Th 7227, LnL, B, @EoF (L7 hy—s =
V AYE T T & 22 WEEE O DBAJRIKGEIG 7D 7 LIV KRR DHI10% DIEBNAFIET D Z LN S
N7, 2 OfE R, AETIEHI58% DIE S CREBIA T ORIENAIREL /o7 (&5) 12,

UARY —LIMRNAOFIER 24 5 Mg N EEE TH Y . AFEORNAL 8 O FHFED U AR Y — L Z X
TENSIRBERBEEERTH D, 1FHEDOV R Y —A4(80S)iE, K¥7=2=v k (60S) &/ T=2=
vk (B0S)INBERY . ENENOY T 2=y MEYKRY—LRNA (IRNA) & URY—LZ LRI BT
ks Tnsd (K2), /M7=y Nk T oI R =L % NI HEIFRPS, K7 =2=v &
RERLT 5 B FIIRPLE FEEN 5, ATEEE D AL L 72 rRNALL, #ME 72 T A 8 C @ O BiTBR A 2 & a9
5 (®3), MY Ta=y FEERTDHURY —0F 37 RPS19, RPS24, RPS10, RPS2611. 18S rRNA
DRRELA0SY R Y — LAY T 2=y FOMBSETICEEARREZ R LT0EY23, 5 k7=
= NERERT DU RY —hZ 7 ThHRPL35A, RPL5 & RPL11IE, 28SE5.85 rRNAD L &
60S VAR Y —LH¥ T 2=y NOMAL TICEERFREZRZLTHEY D, LER-T, ZhHbn U R
V—LEEDKRZIL, FXE7240SEH 5 VNE60S U R Y — L DRZ Z4RE . FIERBRGREDIR T 2 5] &k
T EEZXOND, . FRICGATALER G A+ ORFRIK TR M2 - ¢ EHEREFH LR L 1D
BB B ShED,

INFETRASNIZDBADEML FERIL, GATALUAMIT R TCIU R Y —LAX R TBIETO~T B
ERCHoTz, BlMOEZ HHFMAII OV I ELZZRICHEMIN TV W, VR Y — AORERE
DOFEF:. pE3DTHEMEALN K = 5 = & ADBAD FULAIHEIN & £ % b5,

% 5. Diamond-Blackfan EMmaE{&FE

BiEF FRK (%) BAX (%)
n=272 n =160
RPS19 25 21.3
RPL5 6.6 9.4
RPL11 4.8 6.3
RPL35A 3.5 6.3
RPS17 <1 5.0
RPL26 NA 0
RPS26 2.6 3.1
RPS7 NA 2.5
RPS10 6.4 0.6
RPS24 2 0.6
RPL27 NA 0.6
RPS27 NA 0.6
RPS15A NA 1.9
GATA1l NA 0
Total 52.9 58.2
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60S
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5S rRNA

5.8S rRNA
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18S rRNA
33 EDUKRY— LS NOH
B2 YRY—LOEE
Ribosomal DNA
01 | 02
S’ETS ITSI {TS2 T 3'ETS
458 : |18 5.88— 288
1 3E 2 l 4 3
} v Vo
458’ — 185 —588— 285 |
pathway A pathway B
3E2 4 ¥ / Nsm 1 18
i 4 | Iy
418 [ 18s 5 83} 285 | 308 188 — =588— 285
‘/2 2\ I 1 /
21S | 188 — |5.88— 285  |32S 21S 18§ — 128
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18S 5.88 28S 18S 5.88 288
B3 rRNA QR E RPS19 D% E|

R L 7218S, 5.8S, 28S rRNADHEILELFHIL, 45S #A5 PEY) D H Texternal transcribed spacer
(5-ETS L 3-ETS) A il i (A& L, internal transcribed spacer (ITS1EITS2)IC L > TR THAT
W5, 458 ([ZUIM R EREE L7z, mAICS-ETS Edsitel T rtk v v 7 S ubpathway AL
ISTLEDsite 2 TFrty v 7 Eubpathway BO 2 SORKENRH D, & bOMIEICEIT S
18S rRNAD3 end DT, ZEEBERIICHE %, Pathway ATIE. £7°. ITS1 Ldsite 2 TR =

D, Wilsite E. & L Tt iTsite 3TUIWr &, kA L7218S rRNA D3 endN523 5, RPS19

DHERE S HHRAEZ X P I RO

L7-., &KFHllZcleavage site& 1~9",
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FIET D,
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Diamond-Blackfan & ifi. > i K8 12 45 T, #9 40% DI TE A2 OHFEE ST 508, &< FiEH
T3 B NIRVEG & 7F/ET 2 13, BEE - BEE O R AR b2 < KIEE, /A, KIRMBIK.
BEIAELE . NEE. NEZ. B, REREBN20%ICED N5, EEORE L LR
DAY, FHEE R 72 8N 9~21%ICBD B D, BIWIRIER DR R LREEZ K 7%
ICRD D, 7o, AREREE, BEERLLRDOONDLI LN D,

3) EMAEG OO

ZHUE TIZ 700 LA > DBA FEFIA S 29 ] (4%) OFEMIEEOWENH S Y, dbk DBA L
YA MU — (DBAR) 288k ST 5 608 ORI HRAIEAT7~5 . A MLIFR-CE TR &8 -4
TOEMEIEOFIELEN, —HOEMICERTHEEICE N & (5.445) BHELMIR-71,
¥FiZ, AML/IMDS, ‘BRIIE, KB, ZHESIEEORERNE,

% 6. Diamond-Blackfan BMIcH&# b5 b EHEHOEE

bk PR HAR
B 420 229 113
SHER, BAm, M2 WIRMREEE, DHZ, &H0HE., 24% 21% 25%
/NBRE, /NSEAE, /NEE. BARAL,
NIRfE VW, IRig T L
;i3 HEE OB ZE, EAENE. 21% 9% 16%
PHEACIZ AL, SRR ER, S FRIE,
R ER KR
R WK AR R, BEEE . BRI AR 19% 7% %
D - fifi DEPRRRE, LB RR KR 15% 7% 17%
KREMRMEZE, M OA T
Z DAt
FHHED FHSH, R NA 4% 4%
5} SERVERENEE, RIE, SERMEENE  NA 12% 3%
R R NA 7% 12%
K& E NA 30% 46%
HUFEEH Y 47% 41% 50%
HE AT 25% 24% 29%
6. IRRIE
1) i

BIERE AT a4 FIFETHHEEICIT. 4~8 ORI A NE L 22D, ~E/ by
EiX, 8gldl Z#iFrd 25 Z ENEARTHLNEWMOEWMMIT, SHBRICEI~EY TR A% &
729, SRILFEIC X AIFREE, HRE., DAREELZBET 5720, desferasirox & 5\ id deferoxamine

W2 & DEREFEIEDPEAINE E LU,

2) Wik

LarL. BRSO O A BREFIEIIMEL L TW72R0Y,

B E AT v A REREITK 80%DIER] TRILNRO HDd, ILIE~OEM AT 11 RgEfIC
1% Pneumocystis jirovecii J&4: T B 24T 5 Z L 32 E L 30, #ii55E & L C prednisolone 2 mg/kg/

A2 bHEBRLAT D,
HHLL X DE, A,

9

59 20% DIEBNE AT oA ROBEEBLATAE S 722 M, BIVER & L ChiEREE,
BT, BERE. NS, SN SICEESLE T 6 4 H R OIERIICE
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3) i i R e A A

AT 0 A RAIGHEO R FEIL, &R OIS & 72D, RILOBRAGRE XM L
TRIEFTHD, ZIVETIZ 19 HlORFEBH T/, FHBM A2 527 7= 13 4] (6 # : HLA —3k
FIR, 7 61 JEMEE R —) IR TERAFL TS 2, LavL, I mBHCBT)IE 5 fllcfT
b MEE R CBT 252 1) 72 2 BT MR ALE L TV 5 A JEMEE R CBT 2% 7= 36D 9 b,
2 FNFAEENEBONT., L FNIAEE LY L BEEEEBTIEE L TWS, Lz -> T, BREE
T Y — AL LTI TE LT EEARINT XX Th 5, Busulfan (#11T 16 mg/kg & 51 i
560 mg/m?) . cyclophosphamide (120~200 mg/kg) % ffiir& L7-RiTALE 1% HLA — SR H A
FLTH LN, BEFRAEISE LN TS, DEF 722 5 busulfan % 812 U7z AL (X IE iz
HECTH BAF7eiE 7223, busulfan %42 < W72 WETLE TIZORAEB RN L L, BREFEREEN AT
WE % KT 5T — 2 IR Th D P,

7. ER - REE

DM ED Diamond-Blackfan &1L &1L, HA/NRMEF SO BFARBMEAMEE ST, HEHER
ABOTRCEE OBIHENB Z2b TV, SRS EN SN TE 2, Yk 21 FEE )
OHRZEI AL D BRI AT AEEL L, Bia 2B bRt Lz, Lo L, BIER F CIEfEICRZK T
LWL FE LW, BN BMEREOIERALETH D,

DBA X, VARV —LFZ LRI DRBIZL>TELME—DE NOERMEERTHDL, L, —HO
S RMEEBEARE (Dyskeratosis Congenita X° Shwachman-Diamond JEERE) OJFRINEE M b 4
TURY—LARICEELTWEEEZLNTWD, ZEDOEAIL, BHAEOMIZIERKAFELREMN
JFERZ G L DBA & OFLEENR %L, VR Y —AOMREARIC L > TR Z 2 EHMASERERETH S
EEZLND, IHIT, i, BRMEMKEETHD 50 REEFERED VARV —25] THhoHZ en
B B2 572, 5q KARGEGEREL, del (5q) DY R E g & IR M ER RO /LT 2 F5 L 5 558
BIERIEGEREO— 2> TH 5D, ZOHEIL, THELMEICHR L, REMERIM, f/MaEm, & oEekix
5 Yo A, BAZ MR B/ NI ERZER DS BNED 2 & 70 E ORI B 5 . o < VIR M EREIIAR AR 5 23
APk AR ~DOBATIZ A 72V, 2008 4E, Ebert 1%, ARBOFERNY R Y — L Z 37 &
— R+ 5 RPSUBEFTHEZEAHLNILE Y, L=t > T, DBA ORFFEIEH RIS A4 D
P IRROERICHL REREMRETDHEEZBND,

IR E AT a4 MRIEUANOFBIGEIEORBENEEND, i, v UVARET T 74 v 2D
DBA E7 VA& MWT, AT I /B L-1 A v SR AT 2 R0 5 = L avR & ¥, gE
12, DBAIZXIT DIRHIR%Z A B R KE THE > TV D,

BEA1D DBA DR KB FE S FI ST w723, 2 b OREFIZBIT 2 kR —7r
T O MBI S T I H R KA F O REICH I Th 5 et b 5 49,
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