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BECix 2 bladote, 64 %, & oMk
FRRIZBIT B ALDH 7 & A 7 ORI C R R
TWREREZOND, o, MOMRERIZE
7% ALDHZ B OBRENZOW T HIRIESMLE
ERBbhns,

SEOMRIZE Y EBEMRIZET 5RERMED
TATk R DNA 2FE L, £ OBEERR 207k
5T & T, Bilalc DNA BEENERE L, pb3 BBl
ED DNA BEIRENSI SR Sd 2 EBREID
ERoTETHD, 5%, BEORE~OEMLE L
T, O&EYMHFroT7T AT e FEOEE, OQWRMET v



T b NEAD AN =X L7, @ALDHZEESRTEED
EHEACEIOISRENRE 2 biv b, ALDH2TEMELFI
TTICHEIMED LN TEY, 5% TOBERCAD
FHEFIZ A>T B D EBND,

BAAND FA BEHT4OFTICBWTREE S
HREERBEFOARS P T AERDE, 00XV, B
AN EBRKANDORIITEEH Ny 7 7T T NOE
WAH Y, FANCA & FANCG B\ & 3@k
XH5HDD FA BRBETOERVICHENED
HENOIERDNoT, B2, TValF—Y%0
XY NTHRET D FANCCEENRBAANY T L
TELBED bV Dix, ANEOZENHELS KBkRIh
bDEE XD,

X BT, TEREKIZERIT D 1,000 4128 RS
RERETH RHENR T ARVWHREGFERERNRRD
Dol EERD D, 5. SEIRH SN EET
ERPARYIZ FA RBEAZFEEILTNDONE
20, BEME~OEFEETFEA, ZEELETR
BHE~DOZEZRECFOEAIZLY, SEIRHEH
T BEFEROBENREEZROILEN D D, FE
W, FAIZRWTOIL, RafkhEsntt, ERLBIZ LS
HREHIEITD G2 2B A EMEIEZR P ORIED
BHTRNRT A—FPHEL L TCNDD T, FERFIE
THREZEDTWLFIFETH 5,

E. &

BAN FA BEOEEFHIBITICEI D, WEBOAR
BIZBITDHTATE Rickd DNA HEEOEEMEN
BOMNE72 o2, 72, BAAN FA BEIZB TS
FEZO—WEROMNCILEZ, &2, BRKICBIT
LTI RH SN TV R WHTHELRFOEENRTE
ETHFREMEN H D, BUEFEMRRFZED TV D,
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EAEFBRERERE S ERAERBERRIIEEE ERtERBIRIIEESE) )
SRR E

BRI OFRREMRIA & SWHEORESLIZE 3 A%
Diamond Blackfan® Ifi o & 5 R KR KFRHTHEDRRES

eesaEE kD
wmhEE Bt

T (ESCRRYMERTZERTMIE « ZEMENER &)
B (ESERYMERTZERTME « RPN MER)

BFFEE E : Diamond-Blackfan &ifi (DBA) OREEBEFORKEZRET S qPCRIZ
X 2fEi SR EE Z I E CHEBBPHZBWTHEE L TE 7, AFETIE. OPrimer FDH
BT TIMEMEEZEATEHZ L T RERORIEDHEESL PEICEIT S SHRED
EARFARETHAZ LR LFFREEZM ESEE, @F A VY F—F U R¥E, SNP 7
LA, WL — 7 U= KB THIERAR L LTERERHD DBA BIEIZHONT
q-PCR RESFEHT ATV, 29 B D 3FEF] (£ Z 4 RPL3SA D 1651, RPS17H 11, RPS19
23 141) < DBARRELETFORREBRELKZ, ZOZ b, KEDO K D7 g-PCR
= BT, BRx T E CER DS REL R o T BEREICH L TH—ED
FRENPHIFFHRAIEDRFETHE LEX b,

A. HFREH

ZIVE TOEAFHRFIE - FREPLICIW T,
FHRICERE U RIMRICHEIE % q-PCR primer &
v FT?D DBA OBGF =2 E—HiEHTEEIZ L . DBA
DRREIETORKEES - BEIZREL, BARD
DBA TIixBEMOERBEET ORRENHK 10% TR
HHNBZ EERALGMNILT (Blood 2012),

ARFFETrE, DBA F#l -PCR ST OREER %
BEELTE 774 ~—DORIEREROE L ZR AT,

Fiz, 7 LAEFETERASERIZER L, B
® DBA BEBREIZEBWTHFRICHFEINCB VT
TRV — LENTRRSNP 7 VA &0 ) MRS
HIZHED SN TWAE EZATH D,

Pz id, Ry —4- v —% T DBA B TFER
NDARFADE £ THD DBA BERIEKIZOWT, PCR
TEEFI E—HBIT 2175 2L T, &7 LET
THY ZIE L OOV B EREED & 5 LR/ Wil s
TR DO KRR EDFREZ AT,

B. ML
- FHIEREOEL

BEANX VER L PBMC 677 7 2 S
r (QIAGEN) ZHW\WT4 / & DNA ZE8ERL, Z
NETIZFEE LT DBA ORRBLEFICHT B EH

B4l PCR 75 1 ~—T q-PCR %17 > 7=, T EN
DT T4 ~=—0 CtHIZ OV T, SEHIH 72 ARSI )
LOEFEH L, TRENOEIEShROMER % EE
b7z, ML LofE%x b & ICRESIEDEEFIE
THOMEREEZER Uiz, EHER, MiEE=32H
B/ ERRS S LT,

- BRREBEN S D DBA KR ERFRE

DBA #B%E 77/ & DNA 1L, SLRTRZ/NERMFEER
BRI L Y BE RS SRR - INE SRk
PREA Lz,

E# q-PCR X, PCR ¥4 Z )V CRIHEIET S
Primer¥ v +% VN, RPLS, L11, L35A, RPS7, 810,
S14, 817, S19, 524, S26 2>\ CEETF = ©—EfiE
Hr & FEhg L7z,

(faEmEm~DEE)

DBA BE ORKE = FRENTICBE 3 2 AF%EiX, B
BEIE T OMBEEEZB S OARD ETEME L
7=,

C. WroERER

fEE ANREEZ A TERETNO Primer OBEIEL)
FTNREY—FT 25 LDIZ Primer BEOMEREEE
H U7z, B UM BT R IR ED PCRER %



MIEL7 L Z A, DBA ORERETIIMHIERTO K%K
BET D Primer DY A 7 VD 194 7 100Fh
DHEEZEN 1x108 ThH oz & Z AMIERITIT 1x107
L PETAMRBREDCRKERMEN LA L,

HA VT Ni—r v AR K BB TFESIART.
T Y — LR, SNP 7 LA f#T S CRRELETFD

ERNPEFE K725 - 7= DBA BBF 29 MKz DWW T,

DBA DOBEHEBET %% —7 v b & LTHREABIE
PrimeriZ X % -PCRE{=F = ™ —HET 21T o 7=,

ZDRER. RPL35A, RPS17, RPS191Z 2\ T Zh
ZFN1RIET ST qPCRIZBITD CtEN 1Y A2
IWBIELT=Z Envb, 29 Bl EF 8 EHIT DBA
DRRKBRELFR ., FiZ, RPSI9DRENRH -
7o BARTIX, RPS19 @ intron 3 X Y 3 TFHD&EET
aP—#HIIEE THY ., 5UTR 2»5 exonl,2,3 25
BB FREROBZDN 1 VA 7 NVBELRE LTINS
T EDIRENT,

D. E%

RIHEIE S 4 ~—% Wz g PCRIC K 28T
a AT, BT oK% 2 F0EE 1
A INDEE LU THRETZ2HEL LTHBSLE
HLOTHDHN, SEIOMEIZL > T, 0.1 %A 7 VR
EOabt—HOENRELREFRETHDLEZLD
Niz, ZOZED, ARBIELSEIEH LIZMIE
B2 L > TERBENLEZBRE., aU—HREFETH
AN ABRERALTHOELFIC—HKETE %
RZXDHIENTEDEBEZOND, Lo TREMIC
IEF AL & R BN RIET DERBRZT DOMOER
HEOBRIETRENES T 5FEBIC S ARBRIEILISH
ARETHD EEZ LD,

DBA FRB=FOKRKKZFE Lz 3 EFIL, =
%V — LEHT, SNP 7 L A it CIlIZE R AR EH
KRS T RIETH D Z Lo b, B DRIMEIRIT,
il 2 133 Mbps IZHES L 5 e RRETIHERL, #k
~¥+ kbps DLEE/NSWEIRORETHD 4R
EIbd,

Fiz, SEIFEELEZE3HIELX A VT Fo—F v
ZETIER, BRZFREHELZOVBRETHHLEEZD
., B CIIARBATIE COARETRERERTH
S EEZBRND,

X o T FEHEIE 9 5 Primer B % 5 L7z ¢-PCR

2 U —EARATIRIT, B SRR TR CRR D FIEH
SRR o T BEREITH LT h —EDRRSHIRF T
ROLARFETHDLLEEZLOND,

LRFERIT 29 it 3 flL P TH o725, H
AT YT O DBA ORKEBMEFHOTNENDOE
BOBIGRHORDOEIE LITRRD T ERERINT
BY, SEOSZ =7y MEBEFICEENLTORVEK
KTlE~A TR FOEE AR TRE S #
L\ DBA FREREIETFER, REEREDOFIZ£L

BENTODAEEDN D D,
E. #

R 95 Primer £ v F # AV 72 q-PCR Eis
Fa U—HBMETIEL, FEESEWI EITMA T,
T - T H D kA e BRTRET ORETORE R,
EEBFEE LSRR T REICH L TRETT2EE
FtHmichdeBExbND, %Y —F Y MERT
DL R—RNY —ZEMEH XY —BHRICERT
THEOBETDHIMENRD S,

F. BFEF%

1. FRICHEER

1) Kuramitsu M, Sato-Otsubo A, Morio T, Takagi
M, Toki T, Terui K, RuNan Wang, Kanno H,
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anemia. Blood 2012; 119(10):2376-84.
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(201345 A 18 H, HX).
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BAEFGEFRFEEME ERMRESTIRIIEESE EHRERETRITESRS) )

SHEMEREE

EACIEE L DS EEAZIA & WA ORI+ 28158
FAERICRET 2 EREAMORE L BEICET B4R

REIE—
'E
ARTES
REAELC
JR - FFER

(FUHIRFRFBEE E SR R - NEERY:  #0%)
CGRatFER KRN - fila7 v v 78 #d%)
(W RFRFREZ R EEEY  BIE)
(FUNRFERFREEV SR EES R EZD
(W RFRFRE MR EREESY  #%)

MRER :
M EREERIENE & B FRRIT 21TV,
DRF 36 A/ITET T Y — MEFTEITV,

TRMEEMOZE EIREIEOHENZ B L C, F0&RM 3 TR EETEAERITR
FAEREDOREAEZBRTN L, REFHOKLEREE M
5 41Z ribosome EHBEERTERZFEEL T, %&

KHEFRZFEBREE (Diamond-Blackfan &1l : DBA) L#EE Lz, BILED 2 421X, #HENE:

HEEOR 14DHTholz, il

e & B FRALINT L, A5

LEICRP BETEREZHER L, 2055 DBA 28 > B MIMEEEZH LD
. RIEHERARLEE, YA T7 A& HERRIRMEIER X
OBRFERMER M OBIRTRM 21572, FAEROSRH & RIFROFMEICOVWT, BELFOH)
&0 HAERE R OB

X, Bl

(CHRMEREESRTEMEA 7 Y — =

JLex ) Y —MRFTPERATH D Z LAV, FAEROENFES U8R LS
ROWLDPLEEND,
A. HIREER ¥ UhE - NI EBRER ) 2FEE L, 7
FAERICIT, BEORBIZL 2R RELAEE  RERESICIIFRET 2 ED, TORER (EEK -

BIFFET D, TORCH 72 E OB EERS L TH,
EMAEE L R/ CTREREMEENFEEL
FORWEBRIIRETH D, AR TIE, HER
BHICRIET A BB MO L IREE ML T 5
7o, RIMHREREEA 7V —=v T efxy V—
LS ZERA VT, ZhoHERBEEAOZEIC
BII2HERAEERF L, I, ABEELE
10> 7= DL I DEERIAEE L\ FT A RIS D ek
ERFHREFE AR LT, B OBE & 16K
WCHERREERET 2 2 ERE LT,

B. Bt E
FEEBHTICE > TV RWERERLOBELY A :
e RMEFRFEEZE (Diamond-Blackfan &1fl : DBA)
SRk L IXE ORI, & B B2l % 2
T 5 F NSO R MBI 751 T, OFRIMEREE
SEVEVERIE . @Sanger 72 £iZ X 5 Ribosome EH
(RP) Ef=TEAT (R - IR OBFRZER 1) 21TV
5z, OFRREGFREDZODET Y V) — LR

BERE) &BEFRICOWTHERG Lz, #11%
He— B —THDHFHEK Gelatinase BH#E lipocalin

(NGAL) 0miEEE% ELISAIEICTEHME L, Bk
2 RBIRIZB T 2ABNEIELRET Lz, F/z,
AR - RSB OFEZIRMEKIZIS T 2505 B/
BRT OB & RNEIREMEIZ DV T2 ORFME 2 AT
L7z,

(REIER~DE )
ﬁaai'iﬁm@i%ﬁ%ﬁ@ﬁ ALY it e i
@fﬁ@ﬁ}%%\@% B, RBRBE L %@
%ﬁf‘: CREBEZIE L UTo o, FKIEMATFIZL
AZ\EGCF‘J\ U TN R R/ NERS & (ﬁﬁu’%%ﬁ{ﬁ@
B, BRR L TERKREREREREEERTICCE
Bh ') T EIToT,

C. MR
1) JREAREOE ME G O F RARNT
A. DBA £\ E 7= X EEER 2 WTEE



WL L BEERR ISRV, HAEREITER 3 2
A LANIZ DBA &bz, £13% OBEKRZ N %
20T 19 AICEREHRIE L BB FRIT 21T o7,
RPSI9ZER 4, RPL11ER 3, RPL6%ER 1, RPS7
BE 2 BLXORPLI7TRK 1 2RE LT, 240
b, 1 ZRRLERT T v orT 7 I F—EiEHE

(eADA) (IU/gHb) /FRILERE L 7V & F 4 I
E (GSH) (mg/dIRBC) ®_E&F»>5 DBA MMIFIEHEE
R CEETTZERD. b9 1 AITEEREER 7
V—=7HThsd, RO BbMEREARICH T
LD, BFE 14D 3FR6LThoT, ZD6
BTy Y — MMEFEITo T2 (R 1D,

F% 1 OFIFHAERM I vELEZRD, KFE,
BIRSH, RIS RE X OEOBRILEZRD T,
R EARLEMEITZ < | BRI DBA L 2an”
LViR=ynry, FFy—nABIRY7rRRY i
TSR, U U2 0nEE Lz, 38
DORFEIR L | ‘F“%ﬁ%ﬁ Bk U Clmi g ik Ok .
%E%tﬁ% L7z, RICHEBEEIZ 2o Tohd, HAE

uﬁlﬁl%am&)ﬁo B3 & FED 7= eADA/GSH
DIEFEICHIE R RN, ZORFIcexs YV —
LIENTEATV, BHZOF RPL11 R (NM_000975:
¢.58_59del: p.20_20del [frame- shift] )% [FE L7z,
ROFMIZ, 0% BRNER LERIZR,

F% 2 ORI O HHMIEIT 2D - Te 3 FTAE
BHIZ DBA L2lr&h, 0%V R=Y v Rl
EUISHRE SN TV, 26 mOBHAE LZBIRIZY
ABIEIL R o Ty, FAERBELZRD ., 7V
K= v ARGUE Tl & & 72V . eADA/GSH #
ENEEE 272D, BFOETT Y — MEFTEZITV,
WP LA O RPSI9 ER (NM_001022:
c.G185A: p.R62Q) Z[FIE L7,

FH 3 ORHCHFBEI D> Tend, FrA R
DBA LMz, 7L =Y a v _}iﬁﬁ(ﬁ%‘ﬁﬂﬁbf

HIGR L e oT, 24 OFE, HAELLZIRICHER
%ﬂn%w&b T R=vukFEkERoT,
eADA/GSH X, £ 2.51/85.0, 7 1.64/93.6 & R+ &

WCHBEREEORELRED -, BTFoLeTs YV —
Aﬁﬂp’fﬁ%ﬁ‘/\ WYL RPS7 R (RPST
NM_001011‘exon3:c.76-1G>T [splicing error]) % [F]
E L, kit 3 FRFFICIE, tho RP BETICE
BE2RDLholz,

%1 DBADBETILWMPHEELL3FRE

BE BEZE SHEE R eADA* GSH+x  BEEZR -
RHR1 B DBA HY  PSL+CSAIRTF BMKFEOLOHFEE  RPLIT
BIR DBAEELY BISLMTALY HL RIRE - ERGL
R%2 f DBA  BLATLLY . PSLLIELIE  REBE . RPS19
BR DBA HY | BT BIKEOLHTE  RPSI9
R%3 f# DBA  BALATALY  PSLEEER 251 850 | RPS7
%I®  DBA BALATAHLY . PSUEHE 1.64 936  RPS7

* H#E{E +SD: eADA 0.87-1.59 (UgHb), GSH 65.9-88.5 (mg/dIRBC)

eADA TEMITER 2B M ORERANEY V- EH
M. eGSH 7EMIX Fanconi &1l (FANCA B&)
BECEITNETNLERZHER L, REESFELE 2o
7z eADA/GSH IZHEFRMEREL & MG byl 2
WHREEN ERN D Z LR ENT, TR 1 OROEER
BICESEL L DBA L DERNZELLBHEIX, § 73
J V7Y UEEKERESR (5-ALA) EHORT EF
BESRIEER D> O SRFERMA M & BRBZHT STz,
IOBRECETY Y — LT EIToTL A, RP &
IEFERITRL, ALAS2ZE R (p.R181C) MRIES
., BETF2EIHEE LT,

B. LSO RER MEE
BFrAERSICHLALERAELEERZZE L, 0
HER B DR ML ASFERE L CIREE AR M AR M BRAS (B L
7 F RS 1T . BE DR A9 1T 8 M BES T R o BRE
(hereditary pyropoikilocytosis; HPP) M3geiiiiz,
LML, &7 YV —AEHTIC XY ANKIp.N1452fs,
SPTB p.D1721E L\ 5 B2 5 2 SDOREKERET
DTL—hi 7 FBINIRABVRERO~T 0 #
EETHHZENHALTE, B AT P UIINK
s (CD1-301), X{EES (106 7 X / FEE* 17 [F])
BXO C K (CD2104-2137) THLEh 5, 17
EOREESID S B, 14-15 FH (CD1667-1876)
BT rxY DS AL 2T 5 (Ipsaro
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