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E, BEFEE. B AL NK MR OET, Mtk
FERERE L VST EZ R R EKREORERT %
B, &I, DKC OFBHIE AR RA TR 2
AELHVBZERELWGEERH DL, —FH T, BHR
ERELS DI 6 D30 B AR D IO R2R DKC I,
AA X MDS 72 E DM OERERSIE & O EE L
WIEERH D, E7z. BERKIZ DKC %35 2 I2EH
DOHIZITT 1 A T EOEMEORRENRE OSSR
HBEETFREEINRZVHEAZ2ELH Y 2WncE
BETD I Enbial i,

ZO X9z, DRCITEER & B 2 Hivd HHS »»
SEYER ORER DKC £ T% ORECHKREN S
FTHHMN, ZHETO DKC DEFEFOEREIX
FIZEKBHLTT V7 ATBNTE, DEDIES]
WEDHTH D, BKALSADAFEIZE TS DKC
DERRBI RO OJRREEFOHEER S 6 )
272> TV, RAFFEIE, BAANICEIT S DKC
DOEEREIFS, RRBETOEE, RERER S %
BHOLMIT DI ENENTH D,

B. WFRFE

AU BT B EERAIC DKC S 7= fEF,
DKC LA DEREBEHAEENSEENRT B AT
O LA RO - F ik BMF, & MiHREIC R
it BMF TF v 2 7 BOERLENRLEZ RO IZIE
Bl BMF % &-0F U 7o SRV BSRHERE D RE B 2 56t 52 &
L7z, ZWnicB L Cid, REoMERazRELE, FH
BE, MOEHEOWTNIOHERE LT o AT R

DEMe % H T D ERERNSIEERZ DKC D5V VEF]
L L EEENLSORER % 2B DRCYER] & L7z,

TR AT EBFTIEYY T ey NED
TeloTAGGG kit (7 » > = #t) | flow-fluorescence in
situ hybridization (flow-FISH) ¥ @ Telomere
PNAKkit (# =), Real time PCR &% V=, BE
HOBEBRFEREIIX, TEROY o T —1ELSMNZ—
HOEFICE L TT, RERY—7 =¥ —ickiT
% exon —J T URBRBLNIY ) Ao B — RN
AW,

(R ERE ~ DB RE)

AEFFEIL, YhE BT HREEEZESICBNT
ABEPELNTEY, UTOEEEZFEL TS,
AMmHE EOBEICE L Tk, BE., ROEERERT
VT4 T DA, FIEEOREIZOWTEIZT, +
SAE Lz ECREERG D, £ IR~
WHEBLE®TH-Th, TOREZIMVETI L
MTEDLZ L, BICAHES~ORENELNRWEG
AZBNTH, 5% OIRE R EII3T O ARFIE 28
LRWZ EEUAT S5, EAFBRBRRIZETDEY
A & UCHIZEME S 13BN @MAERE RS L E X,
BAETREEA LM - 7 LT 21T 5., FEI K
Bl SN2 HmE, Wk, BEEHR. EEEHRIT. T
RTEBALENTZEEHANCIVEET D, Goh
FRERIT, $A0MTLE LTRET LN, BAEH
DD Z L3y, BEFERORREIERNSE
NERTHEAT. GEANMELZEZELEBT Y
YU T ERITL, BROSEMIIREKEREME
@EEITET—) KEVITI,

C. R

1. DKC <> HHS EHFI D BRI R
AFIZBN T, BEAIZ DKC Ol & o7 E
B 16 FEGI, HHS O & 72 o 72 FEFIT 3 FEFH
272, DKC i%, HHS & iz L CH BICZWisaEn
BB ) o 7= (DKC 9.484+2.419 vs HHS
0.8333+0.1667, p=0.003), DKC & HHS 1%, %«
2 25%% i, FEREIZ, DKC OZKrcEE
RFTiEdb 52, FIEEEZBRDERIT DKC O 2
SEG] (12.5%) IR BDHTH -7-, DKC D
FIE AT RAZBE LTIk, NOZEHE 16/16 (93.75%)
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SEG. FE oMK ERILE 14/16 (87.5%) JEH,
FEHRBUE 13/16 (81.3%) ERICFEH I, 2 b 3
DOHEHRETXTRD HERFNIL 11/16 (68.8%)
FEFITH o 72, —F. HHS ORI H AT I L
TIE, K ofEReasEks 3/3 (100%) EF. Mo
ZHE 2/3 (66.7%) fEMI. FHBE 1/3 (33.3%) JiE
W:ﬁ@%ﬂtﬁ\:ﬂ63o®5¢%£ﬁfﬁf
B DERNIIFED b ho Tz,

2. DKC X HHS ESI O MKFEREE

DKC O MmE=#mEFEICEL Tk, Pk
1000/pl LAFIL 1716 (6.3%) SEF DI, ~ET
N 7g/d1 BLTF b 1/16 FEHI (6.3%) DAHIZFED B vz

W LT MR E 20000/ PATF 1L 7/16 (43.8%)

J“ FNZFRD b, DKC ORI O MK FHRE T
3 RHOMERD F T/ MUERTHREETH - 7,
HHS O FHEEICE Uik, ERE N D72
DB SR fERITHEE VA, T ERE 1000/ul LA
T 1/3 (33.3%) FEFI DI, M/IMREL ZOOOO/pl LA
T 1/3(88.3%) FEFI D AIZFRD bz DTkt LT,
Hb7g/dl LL R 2/3 (66.7%) FEFNZRD bz,

BB ICE LT, DKC @ 1 EH LAG THEMT A3
T, 2EFREAEE CRIMEAEETIIRD S
N7 mot-,

3. DKCRHHSEMIDOFuXT7EMITFLTurT
REETEREN

T u A7 EfF#riZ, DKC TiX 7/16 (43.8%) JE
BICHENT I TP L, 6/7 (85.7%) DEFITT O AT
EOERNRD bz, HHS TiX 2/3 (66.6%) T
EHT T4, 2/2 (100%) DEFTT B AT ED
BEHEMRRD bz,

DKC 7 r A7 HHERFERICEAL TX
11/16 (68.7%) FEHNZFRD bz (DKCIE Eﬁn
SEG], TINF2RERN 3 fEfl, TERTZEEN 2 EH],
TERCEE N 1ER, ERMBFEE IR0 T2 iEH]
28 5 fEF) ., —JF. HHSICB L TiE, 8 fEF & HiT
FRBGRFERIRESNRNhoT,

ZOH T, TERT AE ¢.1002_1004del'p.334_
335del % A E TROTIEFNCER L Tid, R —
YLK BT Ao AT T, Rl
5%FD TERTHEGT%a— RTAEBRICH T LD

RRKEZBDTe, TERT BETFTEEDORRKDIERF
RO TOREITRD, T OEGOFERTZITH
&, TERTERZFRETRDIEFIL, TuATE
DERREREEZRD .5 EE LY DKC @%ﬁ"‘”“@%ﬁ
fEL, HHS TRH 55 & 9 B RE2nAHIc
DEERERMEXEVIRLTEY ., DKC @@“m
b LN TS, —JF, TERT 0))#7’ LD
KR DI %78 ma@ X, TrATREMET

2 6 M E T DKC DOFERIE bk%m«&q—é’ﬂ;@.%
LT, ik\TERRJWZJMMdeM_
335del ~T AR EH T LRI, BREOEMILEE
DN, Ta AT EEBIRO TR,

4. AL DKC OBREKRHSH., WKFHRE. 7
0 AT RN E T u AT REETERMEN
4% DKC X, 21 EfZErShiz, DKC 0%
WrETOERRAIZETIE, 11 EFIIEARESEE M, 3
FEGNI B RERERIEGRE. 3 EAITFRMEMRMEE
LB I TWe, ZWiEEERT 20.50+4.674 T,
DKC (p=0.045) <> HHS (p<0.001) :L#LTH
BlZEM-oT-, 74% DKC %, 7/21 (33.3%) fiE
BB TH o1z, RIEBEZROIIESIL. 6/21
(28.6%) & DKC < HHS & il L TE <RI,
BMF DAL DOABHE & U CiE, FBHERED 3 FERI, 3
EEEY 2EF, FEE 1EM, BEE 1EMZ2R
Wio, BERFMEEORTICEL X, F9Eki
1000/pl AT 4/21 (19.0%) JEFl, ~E/ ey
7g/dl LLFIE 6/21 FEB] (28.6%) . IfiL/MEE 20000/l
PATIX 7/21 (33.3%) JEFICEE®., ~2F DKC O
LTI M A Tld. DKC ORI /MDD % 58
DBHEFD, EEIZEZNEWS &I T, B
BERREICEA LTIk, 19 EFITITOL, 17 ERITIK
TERBE . LERNC-10 OREEEF BB b,

5. AL DKC T u X7 EENET e ATEE
{5 ¥ BT

T a AT RENTITEES T, 1 EFASIER
TRTH-TM, TOMOERFIT, £HIFERRT o
AT ROEHENRD bz, 71 AT HIEELRTE
FIZB L Cix, 11/21 (52.4%) EFITHEETEEN
B b (TERTER 5 5EH|, TINF2ZE R 3 5ER,
RTELIER 2 fEf] (155%). TERCER 1EH]),
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RTELIERIZIET VAER, ZOMOERIZ, ~T
nERChote, RTELI ER I ERAESEELE
A THHSIZEZ L BRINEZBLEBFEETIEIH 505,
= D 2EBIIE & 737 DKC DR 72 B (R R %
RO, RTELIERZHT 580 TORL% DKC
Thbd, £, ZO2EFOFT VD RTELI R
ZAHLTOVOMERIL, HFRHEESSMREIRE %
BOIRVN, T AT REOERLREREZRDTND,

6. DKC <A 2% DKC (cryptic DKC : cDKC) i
3L TR
VI BARY RATaA Rip 8 OGEHIRE
%, 4%Ef (DKC 3 fEf, ¢cDKC 1EH]) 1ZHifT &
nizn, \OELRESERGELNR» o, BAR
fbATaA REEACEL T, 10 EH (DKC 5
FEF], HHS 2 JEf]. cDKC 3 JER]) \ZHifT S iz,
3 (30%) FEMNZMKFNT —& DWEBPF LN
(DKC : &l oREE 1 ER., f/IMsidb otk
1 fEF], HHS : /MR O E 1 ER), i
EMRRRAE L. 13 EH] (DKC 8 SEH], HHS 2 5EH,
cDKC 3 fEf) 21T, VIEFNIBME v A LA
B, 1 JEGIIIERHEE I K DR ARETHRT LT
WBHDS, D 1LEFITEMAFEIE LN (BiER
10 AR 69.2%)

D. B

2% DKC ORERAFFECRERERFOEE R &
B LN oTz,

DKC (2B L Tid, FBIEF#E. MRS & (T
ROBEER X, ZhE TORRKOHE LIZIER%
ORERND/ LN, —J7 T, DKC EFIT i/ MRS
HILEREA~E S/ m B E R THRBRIVEETH
BHBIEBBELMNI o, ZORRERML TS
D H>E BEIOWFEXBIERNIZ BT, DKC O
< BT DEG R B2 W 134 38 ME /OB A SR B 03K
115 ST\, £/, BETFERICEL T
TERC EREBRORD I WMERIB B o 7203, ZOFEHR
NHAAND DKC JEfF DOBsF IR DR DT
SLRDEGOBTBLETHDEERD, T2,
WY — 7 =Pz LB 5/ Lo BRI
TG EEbED TERTEGF & =2 — N T 28I,
F7 VDO KRRKE TERT EHE ¢.1002_1004del:

p.334_335del 58 5 DKC fiEf %2 3R L7=, TERT
BEETFERORRIDOEFIIND TOREIT LD,
FRELETFERNFER I DKC EFOHIZIE
Z D & 5 2BER O JREEAR T O KR KD F K D fiE i
DEENTHWDAREENRH D,

HHS 2B U T, EFED DT R
BERTZEIITE D)o, LU, HHS iZ DKC
DR E B BT ROSERE MK L | 8 D ORI B (KT
Ra3T TR DERIXe -7z, HHS |Z,. DKC
2R B D R B RET RAMRI 3. DKC 12389
LNRWMOHERRESRBREDEDO LN TN D,
7o, AFRO HHS E WS NERIL. 7T e AT E
FEMT DMT O TIEFNZ, 100% T v A 7 R OENERR
HHNBHD, DKC OBEMOBLEFERIIFBDO LT
Wiy, PiEX Y. HHS i3 DKC OEER L9 &
ZIFET TR, TaATHIERBIZE > TRET
% DKC & 13872 5 %KM BMF 038 £ 5 D Tixi
VWinkEZ D,

FER DKCIZE LT, 78 X THIEER AR
RO IALE DKC IZBE L Tid, 02 WnixiE
PNEEZD, LI, TrATHEEETERY
HBORWALE DKC EFNCE L TiL, X7 LTR
2RI DKC EZH L TWDDD»? L9 SRR A,
FENICHARBHE L O—EOEFTIZ, TuAT
FED-2SD UL EOEMEERD D L ORENDH D, 4H
DXL 1o 7z 21 FEFIORER DKCIEFIL, 7o
AT EBHEMEE LT BMF ICFRBR® 5. FRMEM
BHEEN DD, REMERENRTRE ThoTei &%
RO DEF BT RE LR, ZOHRZiET o X
7%@5@3%% WD B BMF B&EL TV 5 AHE
HEBEEIFEETER, 9 LIEfZ R LT
DKC &ﬁmwﬁﬁ%‘é’“é Fe O, AR — 7 =
— L AFROREERTFERORENLETH D,

DKC % ¢cDKC {Z%f L COBREDIEEIL, EAF
fEAT oA RFENEERET D) FFEE L
BHELE 25, BARMELRAT 2 A RRAE VISR
TR buaF iR i TERT ® promoter fEH
DTA b F U EEREN L TT 2 AT —EiEH
EHEIELEEZLNTHS, ZNET DKC ®
#2138 DIEFNZEEMERH D LA SN TWB 0,
ERRIZEDL DWDREBNIRN H D DI ITARIC
RSN TITWRY, SEOHZIZEWNT, # 1/3
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DIER T H 2> D MIRFHILEN B O G TV D,
Z OHEIIBBATDKC L HAS 2% L CHOHFL A
HBELIIESVE, —F . DKC°HHS 0EEE
BEREEIZ X LT, REEnESMEBENFRT
W& 50, BiEOMEDHER & TFOIREMEIT
FHIEERVWBDOTEHARWEEZ BN TE, L
L. SEIOHFEICBOTIE, $ 70%DER/ 10 4
AFELTEY, BIRERSICIRETAZ LK
STHERIBEELRAZDTIERVWNEEZ LN,

E. &

A D DKC 2B LTk, FIEFH, HRISOREA
FIEFTROBEERL1L, 2N E TORKORE & 1F
FERISORRENE LN, —F T, DKCIEFIIL, M
IREAS A LR~ S B ERT, AR
ICIERECH A Z ERRALNCRoTz, £, TERT
BIEFEROKRKEIZL S DKC EFZFIOTRER
L7z,

AF D HHS 13, DKC DR A B (R R OB R
K<, &HIZ 350 DKC OB E AR R %24+ T
RO DERT Do T2, FTo, AFRO HHS i DKC
DOEEFMDOBETFEENTBH LTV, ULEXD,
HHS OFEBEMAICIL, DKC OFEEM L VNI EZF
TR, TurATHIBEREICL > TRET S
DKC L1X B AHEXRME BMF BEEN 5D T2
mEEZD,

FEH DKC B L Tt BB OBRERTEREZRD
TRVEBIOREEZRIIE L, =5 LIZESZ RS
7 DKC & fEERW 23 572013, kiR —27 =
P LB FHROFRERTERDORENPLETH D,

DKC 2% DKC Oia®EICBE L Tid, BEHRML
2T A RENVEANZ L DIBEOHREIL, BB T
DKC < HHS iZxF L COFLIRE L 1TSSV E,
—J, FfEEn#MEEEIL. DKC 4748 DKC
DOBHMAEIEICK L TORIBEIETIIH 23, Zh
T CAEHEIC L ZIREBEEECERE W & 03 FE
Th -T2, AFD DKC LAR2E! DKC (Zxt L TORE
G mEMEBHEOMEIX. ZhETowEITHES
TIHERESEZEE LIRS, FERBETH D W EEMHE
ZRLTZ,
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IV. 28B4 KI714
@ Diamond-Blackfan & Ifi.
PRk 27 - EETRR)
@® Fanconi & M
(FR% 27 FEEETAR)

@ T (= MEER IR ER M 1
(R 27 G BT

@ Congenital Dyserythropoietic Anemia
(SRR 27 4BESEThR)
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(R 27 FEERE)
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3. (1)-5 Diamon-Blackfan 8D A KZ A DL E

Diamond-Blackfan BfNDEEHA FS54 >

Rk 21 F EWREThR

JBAEGER AR E MBI & BEAIER BBURITJE RS
TRMEEMABIEDRER L AT DOBELBREIA T4 > OIERICE S D FESE

PRI AR
NS
KEE—
AN

' E

BRI IE
PR - B

WRFEERE O

Diamond-Blackfan & ifn$H 4

GARTRZFRZRE  /NNERD

GEHBRZERFER DNER)

(L RFRFEE NERD

CRARZE Haii #5)

CREZFER R - a7 et 7))
CRIEBRZFEZE MEgHEERYE 2 —)
GARTRZFERZERE  /NERD

TR 2 74 (20154F) 12 (3D
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1) R
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3) ZWOTO—F ¥ — b
4) EERIDE
5) BEIEESHE
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1) FEAME
2) BERE - Tk
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[TAZ RN
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1B E - IREFEE
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2) BEMpEIE
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Diamond-Blackfan BN EBIR AT 4 N

1. #% B

Diamond-Blackfan anemia (DBA) &, LIEHENIRE T 2 RMERE M O A3 EE X5 EREDIRE
HREETH D, BEITERRK TH I DRI ZAMEOL S ER L, KL CIIM@RILER A L, KEkiE
FEEMEMEETD, K 40%DEF T REBLAHT L2 ERMON TS, KEE, /JEERE
DEEH, EHOBRENE G S, B, B, WRAMER, VBROBEPREENROND, FLAY
DG TH DD, K 10~20% DIEFI TIXFEERH V. FIoERaEEEEORRE LS Y,

1936 4 Josephs 12 & 0 24P, 2 F#%{21% Diamond 3 L 0% Blackfan (2 & ¥ 4 B3 S n ¥,
SUTREBHEA L LTS LTz, 0%, 2 DRBOKREICET 284 2N TR TER0n, B
<IERIEFRHETH -T2, 1999 £, Drapichinskaia 51T YA KERE S 4> DBA BE OBE T2 &b
BIRREE T OGNS 19 B ER (19913) IWHEEL. SOIEREET N80 EH S VR
V=B RY (RP) D—2ThdRPS19 % 01— KT 3EEFTHB I EEHLMNCLE Y, RPS19
BIETFERITH 25% D DBA BFITERD LB S, £ D%, RPS7, RPS10, RPS17, RPS24, RPS26,
RPS27, RPS29, RPL5, RPL11, RPL27, RPL26 & LU RPL35A 73 ¥ OEIE T E RN DBA C
FBREINE I S HICER XGE#HDOBRIEFRZ T DBA OFEFIC , FRILEK - BRI RIEE T E T GATA1
o— RT3 EEFICERARAESNE P, BRETIZH 50~60% ° 'Y, KM TIaw 55% ™ Y oBE
TEEFEENRBENTNS, ThETERINE DBA BEFI1L GATAT 2RV TRP #a— L
TNBZEND, VR Y — AOBEREIZL > TELIHROBEN, REBOKRERENEED S
{72 AN =R L THDHZ ERHLMC R TE ),

DBA b KiE&E M ASRE & R, BRPICEHMERREFER (MDS) AIMFAR & O MmkiE
B KBEOTHIESR COEREY ST AEERE W O, BRI L 2T o4 FEERERTH
2, #180%DENIREAD AT v FIZRIST B3, 60~70% RSBl IEEEFEMICR220HTHS Y, 1A
FHEHFICIY. AETHBHEOBEENHS P, DBA X, BEMLBEON L0, EELEINRRE
SR FRAIEEM IV 2L BONTVAFERITBO TS LV, Lo T, BBERHEIMGFEET S
FRBGHRETEHEONL T — XXM E L S ICEMEMEEZ T 70, FHOED DBA 0EF I3 LE
RS CROEEINIBET A FT4 U 2ER L,

2. W
1) RESE
URY — AOBREAEEERIZ, 1) RFHE, 2) FEFH, 3) MDS °AMB~DBITOER
FEOEHE BB L THMBEETH D,

2) DA

BB ORRE L LT 1) —RREORIE, 2) o 2 ROMERBD 25RO 2VRERER D (H
DUVNTIERMEEM) . 3) MRRARMERGEA, 4) FREFERBTBEMIA DM K20k O ERCE BET R 25
FEFREED, L, TORAMIZHRT, FRANICRERE LR—-0OBGTEREEZ bR
BEHFREEORVBREF G FET D, Lo T, BREOR CRRELREZHTT 2 DR
RETH D, BETFRRPHER SNIVTBENIREE T 205, 50%LL LOBE TIL, BERETHFE
ST, NERBHEREBRZEH LT NI &b, AEEFHBHEDO N —%2BRT 5 L TR
FEGIOBRNTIEERBIC 2> TV D, BIEBIOZET & AIRERZEIEER 2R 1177,
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Diamond-Blackfan B MBE OB AT A N

1. £KHEFRFEBRE (Diamond-Blackfan Bl : DBA) DEMEME (FERE 27 £ 12 BRTE)

A
1
2.
3.
4

DU
1 FRWFEIETDH D,
REMERM (52 VIIIERMERE M) T 2 ZOMmEKED 2780720,
MR AR . B 2 3880 D
TREFERATBEMIRA O R & 5 ETRARCE BT A2 H 5,

PR XRT o &

RERrETE

1. HEEDBA IR OWBEETFEREZAT D,
2. FiEEEET %,

INK R ETE

1. ROETF ) Lo F 7 I F—BEME (eADA) LBTE NV FF A4 (GSH) OEME (FE1)
2. HHFDBAIZALNDAERFEREEHTD (F2),

3. HbF D LR,

4. OERMEEHRE r@%ﬁmnmr»m\

Definite: A D 4 T B % T/ 7
Probable: Tt nOQ~Q@ D W& 7=,

D3 -DBUWTEHEL 1 >DORHDWE 2 o/NTE L%
@ 2->DOBWIEKEL 3 HOD/NTELYE
@ 2 oDKRIEGHUE

1) eADA & eGSH Z[RIFFHAIZE L. SVMIEIZ L DHBIFUC L W HET D,

% 2. Diamond-Blackfan EMlic# bh 2 &S

SHER, HiE., A& MARMRREAE ., FE. mAE, NELE, DE, NEEE. BARAL,
MRV, IREg TR &

il RIEEERSIE. ERMAE, WEERR, FHEIER, SHE.
B EIRKIE

NS KR, BEE, BIRBK

O - i DEPRRE, LETRXIE. KBNEE, SHELFE

Z DAty

B s, BIRE

iR SeRVERRNEE, B, ERERNRE

TR FEEE

K& &

3) ?4)%&0)71:—?%“}\ (121 1)

DBA I BWOEDICHERRAZ ) —= v ZENIR W, Transient erythroblastopenia of
childhood (TEC) L DEFIZIZIL, eADA OEE (mean+3SD LU L) %HEERTAHZEBNERAT
B, LnL., DBAJEFIDH 20%iT eADA BNEED EH 2R, eADA & GSH ORIEREIEIC
BN E‘h%*ﬁéfﬁﬁﬁi ST L157- DBA SEBII &GN KIENIEREE L HBIBWEETH 5,

RICHEEZE O DIZBEBETR2EE21TH, R, BH DY —7 = A% (Sanger v —7 TR,
&35% Bt — 7 2 A= AW F—Fy h—F 2 R) CEERFEREZRETE 20

HlE. AT VVORRBEMBIT T DLERH D, ZOX I RN EIT-oTH, AMTIIREEREE
%73>Hméhé®i PARDK 60%IZ T X220,
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Diamond-Blackfan B MZEDER YT A K

FLIE ORBRAR BRI & £ 5 KERIER M (B 5 VITERMEE M)

4

FRERE THRIFRATESMR O MR % 5 EFERLE BEFT A

eADA 3 X (R GSH & fE
HbF &1E

A\ 4

DBA ¢ L CEIETF2W

1 s@Hmo0—Fv—F

4) &Rl (& 3)

FRFHBE 2T HRABOERNZE & LTIE, TECHARLEETH D, TEC 1T 1l LRIz
L, BT TDVANVRBEPIRET D2 LNREVWEREBE SND, FEALEOEFIIEIGETL ~
2y AUNICERIBET 5, EERMEEMAZ 2L, DBA LRV HoF BLORMEKT 5/ v F 7
TS —PiEME (eADA) IZEHTHD (F#3) ¥, T/, BHALOARTH LML 3 5 LR S
MARSREFERECIE, #4127 7 & 912, 1) Dyskeratosis congenita, 2) Schwachman-Diamond JE
fit, 3) Congenital amegakaryocytic thrombocytopenia, 4) Pearson JEEEE /2 E 3 m 5TV 5,
WL, BMDRBTIISH 503, FNENOBEREDFBH CEINFRETH D, T, LiicdhiS
TRBIZOWTIE, TRTHERREGFRRIESNZ &b, SFREOMENER L L b2, &
EFREMbrEEL 2o T 5,

# 3. TEC LO&EAIZ

DBA TEC
TRIEERES A =l
Fifn 1 R 1wk
B BOEE, BRI i
S RHF el i
TR I ER BT = fE E#®
HbF = E EH
i RBC #i& ) *®
eADA EiE EH

4
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K4 ARMEBETRMEM

FA DKC ~ SDS CAMT
HER >1000 >225 >300 >45
EES FANég:XLR DKC‘:A\XFT.R AR AR, XL
TERC, TINF2:AD
BLWET 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 (¥5)
FANCE (rare) NHP2 ()
FANCF (2%) TCABT (#)
FANCG/XRCC9 (9%) RTEL1 (%)

FANCI/BACH1 (%)
FANCJ/BRIP1(#%)
FANCL/PHF9/POG ()
FANCM/Hef (¥5)
FANCN/PALB2 (2%)
FANCO/RAD51C ()
FANCP/SLX4 ()
FANCQ/ERCC4 ()
FANCR/RADS51(F%)
FANCS/BRCA1 (Ffs)
FANCT/UBE2T (%)

SRR 7.6 B 5~15 &% 4 7 A 9 »A
FRFW 75% 100% 60% 40%

IRt BR L 90% 50% (up to 10 %) 95% (4F " ERBME) 40%

MDS/AML ~DF 17 >14% 0.4~1.3% 5~33% 5%

TR 7% 8~12% 0% 0%

R EN H ER E® B
S 30 7% 80%7% 30 i E TIZFEL 35 % 3 5 E TIC 50% MBS

FA: Fanconi anemia, DKC: Dyskeratosis congenita, SDS: Schwachman-Diamond syndrome,
CAMT: Congenital amegakaryocytic thrombocytopenia

AR: autosomal recessive, AD: autosomal dominant, XL: X-linked
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5) BREESE (R5)

HEESHED stage 2 LI EBIEEHREORNSR L2 5,

®5 EEESE
stage 1 ®E WM ARV CEMBIEE LE L LW
stage 2 R SE WM IERAFIEIZA, AT A RLUSNOEYE L LB L T2
stage 3 HREE AT A FREFEE
stage 4 #H E TEHARY 72 AR i Bk i % B L 3B
1 BYEEL L, A7 a4 RofirA 702l Y v PEET,
F2 A7uA MEFEHELIE, ~E 70U RE 8.0 ~10.0g/dL ZHERFT2DICAT oA R
DEAHDVIIBERENLERE 2T,
E3 EHIReRMEREM & X, ~E 7 e e RE 8.0 g/dl ZHEHFT 202 ~ 8 EEDE
MANELRE X 5T,
¥4 EEESFEO stage 2 UL EBHEEEROMNSR LD, LML, EEROBEN ERROEE
EREET—EULIZE LRNETH LD, EREREWRT D 2 L BNUERFI
DWTIE, EREBROXNE LT 5,
3. #¥

1) RAEHE (F6)

FIRMEI

RIE LEREREEREOERE L2 H08 10~20%TH 5, 7E D ITHEFACMOE

X% L AFENBETH D, BEHEET, HAAD 100 FAYVHE5~T L LHEEIILTY
%, BAU/NRMIE - RAFSOEET —Z I L, 1988~2011 FIC B4 S 7= DBA BE 1144
FMETREEREE L P S NTEG LB D 175 4 Th o "9,

®6. HANRME - MAFR BETFRUMENESSEFREN
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