FAEGBR MRS EHRERESETIRIEEE EHaREERMIEESE) )
SRR EE

BAPER M DS REAERA & SR ORESLIZ B3 D HT7E
HIEERERMAEE I OFBRHE BT ORE | KLFI18EET

WroEs g

BE (Z GERETFERKEGL - My aws o 78 #i%)

Z b,

WIREE : REAHOLEREELEE M 8 FEFIZ OV TE ORE 2 F LR, ARifER
FrROBRESRFTHD KLFI B FOERZRE L, £61& bER KLFI DBE~T
AR TH o7z, KLF1 RFEDRRGITH A R EE RIS & ORI ERE . %
LT OHAERBLIERETH Y . LA B2 D% 7R i Bk i 7744 o BEE @ v i
BNz L, 4%, LEOWELZETDEMCIT, KLF1 BaFRESZHICHELS

A. BIEEHB
ZHZ2HPFO#EM, RME L L E L BFF—F
(PK) {EMEDIRT %1 5 JREAH DS R IR MR
1. 8 FEFNZ DN TIR R 21T > 72,

B. #f5E5FIE
SRR X A e KRR R A EE S
7o Z A NSIEBNZDOWT, LT DA FEEZ VTR
MLERF M FZAE D IRE & 7T LT,
1) Eosin 5-maleimide (EMA) f&&HE
2) FRIMEREESRTEMEEIE
3) Hb&ER L UEE R EXIKE)
4) V7 IT7ELETHRE (Gap PCR)
5) KLF1i&{=TfEtT

(fE~DEUE)
AT — Z 1T ERRE 2 BRI U LR ZeRE <
& 5 5 A Mahidol KZFEZFEH/NER FEEIZBWV T,

BRIEFFEERE LSMITM b2 L D IZEAL,

BANT —& OFH - (FEIZEDT, £7-. HEEE
ZELSTARRINTFRHEEICESXERI AL
HAYE - AEXELAVTREZS-E2E®F0L
rxtg e L,

C. WroFER

AR O e R MR MAER MAEFIZ DOV TEDIF
A& et U 7R, 8 FllC R mEkEF R 2R ER 7T
HDHKLFIBRETOERZREE L, 26, £R

KLF1 DEE~T v Th o7,

BrAE R ERE BRI CORRBRIEOBEER H 0 | 15K
KFE CICRMERERER A LETHY | 8FIDH L5
BliL# Otk b IR Bk MK 7 O EE BN %2373
Wic, FlOMIRTRAZ R 11277, RILEKFEE
7B ITHRO/NREREARERELTHY, /e
EUETRIENLAAKEENR SO, mEEMNE X
OFZORMERPEHMICHHA L TEY, EfioE
BIXEm & E 2 biLlz, RILEKBIIZETHY | F
L\ hypochromasia, K/NA[E % £ 9 poikilocytosis,
ERRILER, RRIMERZ: EREE I,

#1 8HIOMEATR & Hb 5318

Pt# Hb MC | MCH Ret HbF | HbA:
(grd) | V(D) | (pg) (%) (%) (%)
1 3.0 | 80.1 28.1 6.0 16.2 3.1
2 59 | 65.9 21.4 5.0 16.6 3.0
3 52 | 74.0 21.0 11.0 ND ND
4 6.5 | 70.6 21.7 10.0 5.5 7.3
5 3.4 | 810 24.8 10.0 29.0 4.6
6 6.6 | 71.0 22.3 10.1 49.8 2.4
7 57 | 67.0 21.2 11.0 54.6 2.2
8 54 | 75.0 24.7 10.0 19.0 10.0

EBEABRKBB I OERE N RO Lz~
T/ OEESHTTIE. Hb Bart's(y4) BLIW
Hb Portland I({ 2v 2) 238D 7=, 7 v v L E&EFE



Freix8flh6flic a7 EITREFERERD
7o FRMA - SO CER TR O & ST,

FRIRAEINIZE LS BEETH o7z (R2), £-HLFD
WMZHRAL S 2B YT eI TREFEERETD
BEE—BILES, Floy 7 v B RBRE 235

Hisk D ¥ ARIEATIRO LR bRIE LISR 1o T,

#2 SEHIOT v BETH

Pt# | Alpha globin | Beta globin
1 caolaa B/B

2 --SEA/ o BEB

3 acalaa BE/BE
4 --SEA/- o 3.7 BE/B

5 acalaa B/B

6 aCSala a B/B

7 a3 o B/B

8 aalaa BE/B

RMERBEEREEDOA I )V —= TRETHD
eosin 5-maleimide (EMA) #5&REIXEH] CRIEME
NTholz, RMEKERIEEDRAS Y —=2 7Tl
EAEUEEX T (PK) EHOIKRT %226 TR
N, BRREER LRz Y o—o v ha VAR
S OBETERIFEE LSRR,

B 7 vt L UORMERAPKIZFERICEEREE
NHFETDHEELY, WEEFICEED N T RIE
LA+ T H %85 K -FEKLF (erythroid
Krippel-like factor) DOIEMHART 28V, ZOHEE
B FCHDLKLFIOERFNZER LIZE Z 5,
R IITT LD REREE,

%3 RELEKLFIEBGTFER, 7 BEHR

Pt# Allele 1 Allele 2
1 R331W G335R
2 | G176RfsX179 R301H
3 -154C/T A298P
4 Q58X A298P
5 | G176R{sX179 A298P
6 | G176RfsX179 A298P
7 | G176R£sX179 A298P
8 G176RfsX179 A298P

D. B£
KLFIEETFEAEPROERANHDFEZ NI T3
HPFH ( hereditary persistence of fetal

hemoglobin) & BI#d 5 Z & IZBEICHA L MITR- T
VW35 (Borg J,et al. Nat Genet 42:801-805,2010;
Satta S, etal. Haematologica 96:767-770, 2011)
—7%. EKLF® 2% ®Dzinc fingerlZ B2 I 2 k&
v AER (E325K) 1I~T Ak~ v ANCDA

(congenital dyserythropoietic anemia) FRDFEH
BZRTZ L b EIEH &I 7 o 72 (Esteghamat F,
Gillemans N, et al. Blood 121:2553-2562, 2013),

SEOBRFHRER D, KLF1&inTERIIHRE~
BIRB 7oy OHBBIOB 7/ B U BEKT,
TRILERAPKIEMEDIET & W 5 Zo0#EETREIC
X DRI ERF A OFMEZ k7= U, \EELRME E
BMEERTDZ ENRHLNTRo T,

fRPEREERREIC L 2 ERME LR L TR HE
EORmOWPKEFEIZRBWTIE, B 7 LVICHRERE!
PK&{nF 25 8 7% R E R RS 03 —EBICFEET
%, SBRFRMERPKIEME DR T % 3k U2 SRR i
BIUEHITIX, PKLRBETIZINZ CKLFI&isT
EROT S LB LEZ BT,

E. &
SERME MR M OFHRRRELET & LT, KLFI
B ERE LR,

F. BFRERK
fim LK
1) Tsuzuki S, Akahira-Azuma M, Kaneshige M,
Shoya K, Hosokawa S, Kanno H, Matsushita
T. A Japanese

[y

neonatal case of

glucose-6-phosphate dehydrogenase
deficiency presenting as severe jaundice and
hemolytic anemia without apparent trigger.
Springerplus 2013;2:434.

2) Viprakasit V, Ekwattanakit S, Riolueang S,
Chalaow N, Fisher C, Lower K, Kanno H,
Tachavanich K, Bejrachandra S, Saipin J,
Monthana J, Sanpakit K, Tanphaichitr VS,
Songdej D, Babbs C, Gibbons R, Philipsen S,
Higgs DR: Mutations in Kriippel-like factor 1



3)

4)

5)

6)

7

8)

1

2)

3)

cause  transfusion-dependent  hemolytic
anemia and persistence of embryonic globin
gene expression. Blood [in press].

B VU IDUF-XI LAFH—ERFIE.
H A< BRI /i ML AR 25 20K T 20135311-313.
BB TFABMY T —EREE. BARKRK
Sl R R S 20 T 2013;308-310.
B, 75/ VT 7 I —CBRELE.
H A B PR 1 i FAE R AF S5 2R T 2013;306-307.
BE{. TUVRI—VFAREME. B AR
WIAEMRRESE2RR I 2013;278-281.

B ~F VX F—EEEE. BABRNH
MRFEEREE2MR I 2013;274-277.

EEA. ZREY VEEA Y AT —BREE. A
A PRI M BAEBRE B 2R T 2013;271-273.

FaFER

HEART, FOBKT, KEF—, FIHE—
BR, EHEB—ER, FEGT, RREBRER, B
R, B—8, KEE—, BB, Gk
. LALZHESAMEAMTRELE
Diamond-Blackfan& 1 O EH. 116[E HA
NRBVESFEWNES CER25%4A 19-21H, A
5). BA/NERFESHES 2013;117:1346.
PEE—, =H—8, NEFET, R, 2
1T, BIRER, HERE, BB, /NEH,
Edigh, 7 AaL e vigE Y RT T e L D6
FAERENED ChoTeBBEA h~ES e
mfE. ZF116[E B A/NERIFREMES (F25
F4H 19218, EB). BARNER LM
2013;117:431.

EHC. ERERLEELBIOF A T7EY
K597 77 BlOBWIEDE. $55
B HAUNEILEK - BDAFS FRES BHEEY
Ta U 3RMEKRER (ERk254E11H29R, &
i) .

. R ERED R - BERIL

L



EAEGTBR MRS EERBS RIS (BHAEREITRMEESR) )
YRR &

BAMER M DOFFREAREA & 2 WA DOFESLIZBE ¥+ DHTZE
7 7 v a =F OB

s EE mE B GUERKRFREREMEE & —

%)

HIRER : ERRHEAE B L OERMAET, BEAATZ 7 a=&lL (FA) B&D
BT aED -, BREGFZHRE L FA BF 64 fllIcBWT, 75 b R
FThHsH ALDH2 OZB AT, BIREB & OBVEEL A LM L, iz, ALDH2 B
SEEEOXEL Lo TERNERAEOET 2R RET S AL, SFE, &
NHERLE, TNLORFERIE. FA BEOERICKIT 2WEBOFREICHRVRELZEX, %
TSR OIRRIE B ~DEZBES bO L E 2D,

A. WEEM
7rra=gZm (FA) X, BHFAL, 3%, AL
H. EREEREZEL, Thiins, ZoEER
SEIR & ZWTIREREDRESL OB, Br/NR DR
REBKZBBEE 2> T3, HBE R RER T3t
R EORS G b 2WRATRER GBS b H D03, FEi
G, RAFEORIER], /BB FOU A=V
K BEYA TRERFZETIE, BENcES TR
SN TLFERERICEERBERZRET 572 8D
AREME DR SN TV B,
BIEOHFREOERIZ L V. FA i DNA BE£~0H
SEXRBEEEE L UTRIET D 7 ARZER
EREE] OOEDTHDHI ENRFALMNE 272, FA
FEFNCIUNTIL, 16 BEICB L5 HSL VW ERERERLRT
DEFEICE Y DNA BESEREEICBWTERER
HrEZ D FARKROBIENKE L, DNAEEDE
FRIC L » CHEMBMEAE, BRALREOEERE
WEBIERITEBEZLND, LML, ZTORED
MRS BRI iV, BESELL
g, ARERIIRIBEEOBRREIZIZIE > TV,
FABETFEFIZ. BANEFICBOTIERLE S E
VIRTSILTE LT, 16 EOBEBLETFREFIZOVTY
Z DEXHIBEE 2 XX, FANCA 2% ¥ % 5D 5%
LIsh, A MZEN TV, AIFFERIETIE, BAR
BT 5 FA L EEREN DN D BE OBEEME
DIRFEI=FEFEE L. BEFD 16 D FA Bz +0
WTNRERELTCWEO0EHALMNI L, FiflEx
TEROREEZBRE T E LT,

£z, RA~v T AD FA 7 /LB WT, 75
b REEESR ALDH2 L X TN v 777 FHME
M, BMHEOETHRRE I N D22 EDBEER
EORBADNHE SN, 6, EEpMaics
WT, #Z£ V> Aldehyde dehydrogenase DN T,
ALDH2 OFEAPEBMTHHZ b RHS, FAD
REBIZB T 27 V7 b FEEORENER ST
B, ZDOXDREBRREICH LT, BEFERMEN
b DR % ATz,

BRI, BEMEIE AW T, FA ORGER2H
IELIBRIEORBICERT 22 2B LT,

B. #EHE

SEEIT, FICHBRFREAIHELENED FA
BEOYF L TIANLS ) LaSBEL, FERENI
MFEEIZES L TR — oY —ic kb s
— LR A KR LT,

TV — LT ORERICESE, RHSNW-E:
FERIZONT, ¥/ 5 DNA 2V TYURERS
PMEBEIEL, ¥4 L7 b —F U ARICEVERED

BETST,

ALDH2 BEFEIZOWTIE, LN KZEEZEO
MEEKERE 25 Tagman PCR EDORIEALE &
%Z1F. real time PCRIZ X » TIRE L7, #atam
REIZONTYH, REETOEEEZZ T,

(fEEm ~DELE)

AWFFEEtENL, (77 a2 L BEREDR



REBEFRIT) & LTERBRE EOMEZARIC
HEE L., G434 B L LTAREZIT TV 5, KA
LD LD O ORIEITEK « HR~OEMEHZ T
TELLSh, fExkav 7 v arofEt JCRB
~DTRY y MRZEALEZFET LT3,

C. MFERR
1. ALDH2 ZEo FA ZHAA~DOEE

ALDH2 ¥, #ESO/EM, FERNAEICZL D
WREOTEZ F 7 AT e ReERhEHEEL, 7T/
Tb FBHCEDIEELRBRTH L, BAR, &
EH, FEICBWCEHEEICEREMT LY (22T
WEFREEDO DL GB IEHEORNEDE AR
ETD) BRHEND, Thbb, FETARE
B oE AN CITBERTEMERHE L, ~Tud GA A
TH FIFV MRTT 4 7HRICE VIEMED 10
D 1UTICRT L, BiB%OEmLRE., Sk
EORRERDZENABNTND, ZOEEED
TG L FA REBEOREFREZ  MIBWTH LN
T 57D, 64 flORARN FA BEIZBWT,
ALDH2 &z TR &#RE L, GG, GAF, AA
X, ENEN 36, 25, 3HITHo7z, FHELL
DEZIITEE FANCA, FANCG OERMNFEE S
NTNW5, =7 Y — LI L > TEL DREFD
BEREEFOZMROWTZDT, Bl FERDFK
REDBEEIL S FOARTH S,

T, BHAEORETHRINT S L. GG BT
GA., AA BNZEE~T, BIERINELS . NI
MBI ZE 2RO, AA BIITAETED
HUVTEBIER RS, MDS BIEZFRO B2 L,
MEICEEM CTh o7, —F7. B, MDS D3
EIZBWTIE, AEREZRDRNP-T,

FA OEEZRERICHEE OB, FE72 EMREET
bhbd, L»nL, 4E, ALDH2 #&=FARICED
AT RHAE & A ORI R Z TR b s
o7, UL, DigZs & o—Eges T ALDH2 &
GFNY TV ML B HFEEOHBEEOERHPFED
bl

2. FA BEORREBG T OREN
HANOREKICBE L-/NIHCRBIT B
— MO RICESE, RSB TER

IZ2WT, 7/ 5 DNA AW THUREREM %
L, #A V7 bo—F U RRICLVEROM
REIToT, AT FABE Y 7V 68 Bl AT L.
41 FIZBWTET Lk, 17 BlZBW TR T Lob
DERZRH Uz, fRE LT, ERENTHE
bz Z L DENoT- FA RREGTFOER LR
STFEBIBHEROTRE SN, Flz, EERD
PCR & Sanger {EIZ & 52—/ o R RN CRINE
BFDREICE SR> TEFICBW T, W
Y R &0 BRI ET A B A
RO, TNOOFBRIT, SEOFIERBIE
FDOFIEIZH L TIHEFITHESITH D Z E0NH LR
®LTWb,

BT, 16 B FICERNPED DR o TE
BilHEEHI T, FA &8s T & BAER R BIE AR ST
WL OPDOBEBEFOERENRF ST & 1T
REIET D, Zhii, FiH0 FA EFORE
Bl ENT AR RS T 5, BfEAEMIRICE
T AR A OIS, BRERT A D TV D,

D. B8

BAN FA B28EIZBT 5 ALDH2 BRI OfENT
N, BHAEeEPLE LI FA OREBIZT VT B
FREID K& R BZEEZR-TZEEHALNE L,
—F. HECEEEORFICEA L TX, ZRIEEE
Bp7p < | EmEMRLS O CIEftho ALDH 7
AV EALT W LT AT b RESA O DNA 8EHY
EREETHIAREERD D, EHSEIOEFFET
I3, BERERAORERTEE T 2 fllBE T, AR
BRENZIZ R 6oz, EbIE%, b oM
HIREIZ BT 2 ALDH Y 7 7 A 7 ORB E 2R L
TV BEREZ NS, E/o, MOMEERIZE
{75 ALDH2 B{nFHRDEEN DWW T HIRRENS L
EBRbh3,
AEIOMRIZ LY, EmERICET 2 NEED
T/VT & N33 DNA #[EE L, £ DEERR+5IT72
BT, BRI DNAEENER L., pb3 HEk
ED DNA BERENFI R IND Z EBREN
HRoTETCWDE, Sk, BEDIRE~DEMRL L
T, O&MFOT AT e REOEE, QWNERMET v
T b FEAD A J = X L7F @ALDH2 BERTEHED
TEHEALBIOIS %N E 2 5 b, ALDH2 IHHE(LANE

__44__



TTIHREIED LN TRY ., BT OBEKRIGHD
FABFIZASTLL DD EEBbD, EE, B, ¥
ET7NVT b FEL—57y MIEBRAROEERF C
5B EVSEREE,

AAAND FA BEHTA OBV TRIE S
FFRERBETOARZ N ZL2RDE, R0, H
AN EBKANORIZITBEH NNy 7 7T 7 ROE
WARH Y . FANCA & FANCG 238\ & W 5 S5k
EH5H DD FA BERELEFOIENVIZHEODRH
HEWIERDNRoT, FZ, TVarF—YV%RD
2 H Y NTHHRT S FANCCEENAARAY T L
TELABDHONRVDIE, AFEOENBR KB Eh
bDEEZD,

BT, PERBCKIZRIT D 1,000 412 h RS
REBNTHRHENTWARWFHEGETFEENRD
MoT-FEEMRH B, 4k, SEIRHEINBET
EERPARBIZ FA REBZFIEEILTWDHONE
S0, BEME~OEFREETFEAN, ZYUBEHTFX
BHE~OLRBETFOEAICLY, SERHESH
BETEROBENLREELROILEND D, *
W, FAIZRBWTHE, Radiasmtd, EROBIZLS
MR ERIEEIT D G2 IR A EHEIL R ERIED
BEIRNRTA—EI NI L TNDHDT, FERFGE
THEREED TWFFETH D,

E. %

AN FA BEOBERFMIMITIZELY ., HEOAR
HIZBITAT7ATE Ficks DNA BIEOEEMEN
AN EIRoT, 72, BAAN FA BEITECKIZE
T AT TR SN TV RWEHEEEFOEREN
FETOFRIEERH D, 5% OFMRBRFNLET
H B,

F. BFJERER

1. W3R

1) Tomida J, Itaya A, Shigechi T, Unno J,
Uchida E, Tkura M, Masuda Y, Matsuda S,
Adachi J, Kobayashi M, Meetei AR, Maehara
Y, Yamamoto KI, Kamiya K, Matsuura A,
Matsuda T, Ikura T, Ishiai M, Takata M. A
novel interplay between the Fanconi anemia
core complex and ATR-ATRIP kinase during

DNA cross-link repair. Nucleic Acids Res.
2013 Aug 1;41(14):6930-6941.

2) Hira A, Yabe H, Yoshida K, Okuno Y,
Shiraishi Y, Chiba K, Tanaka H, Miyano S,
Nakamura J, Kojima S, Ogawa S, Matsuo K,
Takata M, Yabe M. Variant ALDH2 is
associated with accelerated progression of
bone marrow failure in Japanese Fanconi
anemia  patients. Blood 2013  Oct
31;122(18):3206-9.

3) Hosono Y, Abe T, Ishiai M, Islam MN,
Arakawa H, Wang W, Takeda S, Ishii Y,
Takata M, Seki M, Enomoto T. Tumor
suppressor RecQLb5 controls recombination
induced by DNA crosslinking agents. Biochim
Biophys Acta. 2014 Jan 10. pii: S0167-
4889(14)00006-8. doi: 10.1016/j.bbamcr.2014.
01.005.

2. FEFER

) EHE. 7y a=8MEDNAZaRY 7
EEOS T — B OEHR — . B AMKFS
TuJ v AHE#RE (20184 10 A 1113 B,
FLIR) .

2) J Unno, A Itaya, M Taoka, K Sato, J Tomida,
W Sakai, T Tkura, T Isobe, H Kurumizaka, M
Takata. FANCD2 in chromatin anchors CtIP
and regulates DNA end resection during
crosslink repair. 25th  Annual Fanconi

anemia research fund Scientific Symposium

(October 24-27, 2013, Houston, Texas).
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EAEFBRFH RS ERAERBERRIIEESRE ERRERERITESEE) )
SRR EE

R M OFEEERFRA & B2 RTEDOMESLIC B3 B HF5E
Diamond Blackfan % 1fi o i 5 Pl K R L FEATHE O RS

W syRE &O

Iy (ESCRRUYERTZERT IR « REMEMER )

BAREE A B (ESERRMENIERTIRE - KEWMER MRER)

RPS17 23 1 4,

BFEER : Diamond-Blackfan &ifi (DBA) DREBETFDORKED q-PCR IZLHES
HUERIEEEZ ZNE CHBEIICBOWTEEL TE L, REETIE, FM1LV7 hr—F X
. SNP 7 LA, RS —F7 U —IC K AT THIRAR L L TERETRHD DBA KiFiZ
DWT qPCR REFEIT E1T o 72, £ DFER, 29 il @ 3 FEF] (FE4 RPL35A 25 1 i,
RPS19 7 1 ) T DBA JREEEFORRKMBREEL K, 2D Ldr
OARED X 572 q-PCR = U —HFTIEIL, B2 R HIE CERBRIEH k2o T8
FRIEFICK L THO—EORRENMFHERLIADRFETHL EEX LN,

A. BFEEMW

INE TOEAFHEFHE - FREIHIB VT,
FHUCHZE LRI HEIE T 5q-PCR primer®
v N TODBADELRTF = ©—8f#trikiz L v, DBA
DRRBIETFORKEES - BEICFEL, BAD
DBATIXBEM O R EEEF DO RKEIFI10% TR
A ENELMAZ L (Blood 2012),

I, & ARSI A SEICEREL, BER
ODBABFEREIZE W T H RERICHFBIHIC BV T
X — LENTCSNPT LA S0 ) LRV TIHY
WCIEDLILTWAE L ZATH D,

ek, WY —r o —ECDBABLGTFER
BAREADEE THHDBABREREKIZOWT, ¢PCR
TEETIC—EMEITEITO 2 & T, &5 LET
THY ZIFL TV A AREMED & 5 iR/ S WE R
FRE D KRR EDFIE Z AT,

B. WAL

DBA B3/ & DNA i3, SARTRZ/NERHF RN
BAZZIC L 0 BERMM D SRR - INE SRk
ZHER L7,

R q-PCR 1%, PCR ¥ 7 L CRHAEIIET S
Primer & » + % H v, RPL5,L11,L35A,RPS7,
S10,514,S17,519,524,526 iZ DWW CEnF 2 £ —#%
FEAT 2 EHE LTz,

(fERE ~DERE)

DBA B3 OREE = TRENT I B3 289813, ESz
BEM T OMBEEETBE S OEARD ETHEE L
Yral

C. WrofER

HA VY Nr—r v REL K BB ETESIRT.
TV — LfENT. SNP 7 L A T4 CRREEF O
ERNFREHERD - 72 DBA BBE 29 BAKIZ OV T,
DBA OEEHBETEZ X —F7 v b & L TRHEIE
Primer|Z £ % q PCREGF =2 ©— T 21T - 1=,

ZDFER . RPL35A, RPS17, RPS19 (2 >WT#h
EFN1BRETOTqgPCRIZBITA CtEN1YA 7
JVBIE L 7= Z b, 29 FlFOAE 3 fEFIT DBA
DRREDBRIFEH K-, FiZ, RPS19 DREMNH -
7= TiX. RPS19 @ intron3 £ ¥ 3 FiRDBELET
aE—HIEHETHY ., 5UTR 7*5 exonl,2,3 &5
CELFEOAZN 1 YA 7 BELRE LTS
ZEpRE T,

D. ££

DBA [REEETFDORKRKERE LIz 3EFIL, =
¥V — LENTRe. SNP 7 U A AT CIXE RN R EH
KRS TRETHD Z L b BEDREERIT,
7l 2 123 Mbps IZHES X 9 e RRETIERL, ¥k



~#¥+ kbps DLLEHYNSWEIKDORETH S L 18
EEND,

F, SEIRELEZ 3FlELE A VY ho—Fr v
ZVETIE, BREZFEHRZVVBETHDLEZD
. BB S CHIAITE COARERMERERTH
S EEBEZOND,

X o T FH#AENE T 5 Primer & EH L7- ¢"PCR
o BRI, Bk AT A CER D RIEH
Serp o T BEREIZR LT H—E DR MR
kBDEYBRFETHDLEZEZBND,

TRRETERIT, 2961F 3H LV THo720, H

A7 V7D DBA ODEREREBLFHOENFNLOE

BOEBIIMKOEIG L 1TRRD T EDBRBINT
BV, SEIOHF—5y MEEFICEENTORVE
KT~ A F— BB B AR TRIE S L8
L\ DBA FEEETEN., REEBREDOHFIZEL
EENTCVDAREMENRH B,

E. #m

FIZAHENE ¢ 2 Primer & > & A7z -PCR &is
F o IR, R - fETH Y, BRa R
fEFRRNT ORRETOFE R A R FEE SRR - TR iE
W L TR T 2 BB HRCH D LEZDND,
L% B —y MEIGFDOL/S— ) —ZENXE X
D —BHROICERTEDLIRFTTTOILERH D,

F. BFEsExR

1. FRCHER

1) Kuramitsu M, Sato-Otsubo A, Morio T, Takagi
M, Toki T, Terui K, RuNan Wang, Kanno H,
Ohga S, Ohara A, Kojima S, Kitoh T, Goi K,
Kudo K, Matsubayashi T, Mizue N, Ozeki M,
Masumi A, Momose H, Takizawa K,
Mizukami T, Yamaguchi K, Ogawa S, Ito E,
Hamaguchi I. Extensive gene deletions in
Japanese patients with Diamond-Blackfan
anemia. Blood 2012;119(10):2376-84.

2. FRER

1) A%k Diamond Blackfan &Il D4 FHHE.
#® 13 ElMK 7 +—7 & 21— EMALE  BFFE
H (201345 H 18 H, EH).
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BAZBREHEERME @R EETRIIEEE ERERETRTEESE))
YRR &

EURER M O REMR & 2WHEORESLIZE 4 2%

FERERFRBZRFFORFR L B FRICE T 55

WoEmiE KREE— (UNRERFEREFIEREES - NLERE  2d%)
B - GORZFERRFEL - Mla7 ot 785 #i%)

MEER : RARHOEREE M ORET 3 #l 6 4 ICHRMEKEERIENE & B FENT (Sanger
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F. BFEER%E
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NE MR SR BB EREF T 2006 I S 4,
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L7, 2EEEEFMAEETHL, F2EP0
L L7 2WioFE & 0RIT, BiEF2WOEHREE L

LEF, FROWEPRIDEMFELRZICLY, Ffl 2. ZE2ER
PWHEGIHEML, SOIBWREREE->TVD RN AR ZE DO RRIC BIFR T D R R R 2
T ERBRARND, Lo

ST, 1D CRMEA LR OB G5 IVEE

Uiz, RMEKERRFEIZERENRERESES G, ABMEED R - BE&IREL
%<, £, ~EREUVREEFREESNTVND 1 FEFES
RAIREMED 3 B, SMENBEELHNE AN & OIEIAD 2L
mTBICPe, PERBARICIIMm Ch o BatEEmL 2. ERASIERE
PERBDS, SH%IEINT 2 FREMED H 2, L
3. Fofh
2L
(F)
Diagnosis / Year 2006 2007 2008 2009 2010 2011 2012
Hospitals (registered/member) 184 /223 | 204 /231 | 212/235 | 213/236 | 216/239 | 216/239 | 219/242
(%) 83% 88% 90% 90% 90.3% 90.4% 90.5%
Idiopathic AA 58 62 68 68 55 61 45
Hepatitis AA 5 8 11 7 13 5 11
AA/PNH 2 1 1 0 1 0 0
Fanconi Anemia 5 4 6 1 4 2 5
Diamond-Blackfan 9 6 9 10 6 8 6
Idiopathic PRCA 1 4 5 8 5 7 6
Schwachman-Diamond 0 1 1 2 0 0 2
Cong.Dyserythropoietic anemia | Nodata | Nodata 1 0 0 1 0
Sideroblastic anemia No data | No data 2 1 1 0 0
Svere Cong. Neutropenia 2 1 2 0 3 4 4
Cyclic Neutropenia 1 3 2 3 2 3 3
Dyskeratosis congenita 1 0 0 1 1 0 0
Cong. Spherocytosis No data . . . 54 45 23
Cong. Elliptocytosis No data 2 1 1
G6PD deficiensy No data . 5 5 3
PK deficiency No data 0 0 0
other erythrocyte enzyme def. No data 2 0 0
Sickel cell disease No data 1 1 0
Unstable hemogrobinopathy No data 1 0 0
Thalasemia No data 18 16 9
other hemogrobinopathy No data 0 0 0

As of June 2013
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