23)

24)

25)

26)

27)

28)

29)

Sakaguchi H, Yabe M, Ito E, Ito M, Kojima
S, Nakahata T, Manabe A. Hematological
and morphological characteristics of
inherited bone marrow failure syndromes
(IBMFRS). #7508 H AR MK FEELBE (20134
10H11-13R, #Li%).

HEAKT, BREBKTF, KEF—, FJIHE
—BB, LHB—AR, fEEETF, oA SRR,
SAERH A, MH—B, REE—, B8, F#
BB, ODASERHS BB TRELE
Diamond-Blackfan& M O FL 2 H]. #116E H
AR FRFNES (FR25664 4 19-211,
B, BA/NERSESHEES 2013;117:1346.
PEH—, =H—F, /NMNEFET, EEREH,
WERTT, BRER], HERE, B, A
JFBH, g, 7Xa LU YRI5 E
& DHFRRIEREN TH o T2 BEMEA b~
E27 0 v UmAE. F116[E B A/NER A
#£2 (F2594A19-21H, ). BA/NR
R 2 4E752013;117:431.

BELC. EREELAHRLL LT AT ES
R 79y 777 BOLOZEIEDES. B
55[E]1 H A/N R K - DA ZESFNES #HF
T a3 RMEREE (FRL254E114 29
H, 1&).

Inoue H, Ohga S, Kusuda T, Kitajima J,
Kinjo T, Ochiai M, Takahata Y, Honjo S,
Hara T.
gelatinase-associated
the
bronchopulmonary dysplasia in preterm
infants. The 24th Fukuoka International
Symposium on Pediatric / Maternal-Child
Health Research (FISP/M) (August 31,
2013, Fukuoka, Japan).

REE—. BYYELBIL~NEOEMA to Z
~. Z3p1EEMARHHMX/NERES (2013
#£1H108, &EM).

KE E—. NEFARBEEREMOTRERDOES.
BAESITSOXHES (201343A30H, &
i) .

[FEART, BHFKRE, ADEM, FKERE,

Serum neutrophil
lipocalin as a

predictor  of development  of

30)

31)

32)

33)

34)

35)

HEE, BT, RHEE, WEAHE— v
IVCREREICL Y B MEEL AKIZ
RELI- TNV a— -6V EEBLKERES
(G6PD) & #iE B8 #F 1o xt LHDF % 1ifT LiB#T
BEWL L7 —6l. BARFIEFZSHESE 2013;
45(Suppl.1):902.

BFOBEKR, REF—, PJIHE—RS, FHB
—BR, FRHEEF, RABRE, KEE— &
B, FEENE. EEORM TRARE SN
Diamond-Blackfan& Il OZWHIE 721/ H
BRG] F19EIJUMN L O/NNRImE - S
£ (201346A 150, &EM).

HEAMTF, BOBKTF, KEHFH—, FJIE
—BR, EHEBAR, TREEF, A ERER,
WA, #th—8, KEE—, BEC,
FRENE. OAREMHD AARA L TRAE L
7zDiamond-Blackfan® m¥L/2 5. #475[E H
A/NRBHFESER T2 (201346 A 8, &) .
Ak, &M R4, Diamond Blackfan® Il ®
SrFiie (BFEE) FIEMEK 7 +—F A
21 (2013454 18H, Hi).

Yabe H, Inoue M, Koh K, Kawa K, Kato K,
Sakamaki H, Atsuta Y. The Inborn Errors

Working Group of the Japan Society for

Hematopoietic Cell Transplantation
(JSHCT) Allogeneic stem cell
transplantation for Diamond-Blackfan

anemia in Japan&#65306;A Report from
the Inborn Errors Working Group of the
Japan Society for Hematopoietic Cell
Transplantation (JSHCT). 38t Annual
Meeting of the European Group for Blood
and Marrow Transplantation (April 2013,
London, UK).

REVCEIE, MEEE—, /NER, KEFEW,
FARES, A, RELED. BRI
LEBM AT U IEEREREA D214,
758 H A M FE WS (201346104, AL
1) .

EHME, BHERMR, Lk, EkmE, &
fE—, /NIFRFE, G, AIERR. &1
TEYR T Ty Ty CAMOHIZIREE




BIEFORE: B79 74 vy aET V52 A
Wz AT, E36R B A FAEMESES
(2013512 3-6H, #F).

. SRBAPERE D B - BREIRTL
RIS

FYzL

EN P E S R0

BAYA®

Z D

BELE



#F1. 2006~20124E 2T B GEFIEL

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 | No data 1 0 0 1 0
Sideroblastic anemia No data | Nodata 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 k]
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




# 2. 8FEFID T v v B{ETR

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

2 --SEA/ o o BE/ B

3 calaa BE /BE
4 --SEA/- o —3.7 B E/ B

5 aolaa B/B

6 aCala a B/B

7 o 3o B/B

8 cala BE/B

% 3. RIE Lk KLFIBIRTFER, 73V BE#R

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 G176RfsX179 A298P
8 G176RfsX179 A298P

# 4. DBAS ZRLT ORSRM L EEZRRIET
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* HHAEfHE +SD: eADA 0.87-1.59 (UgHb), GSH 65.9-88.5 (mg/dIRBC)

FAIRBRE  #H4&R
PSLEER:  PSLIRTE
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2. TNVT b FoEEEREBRT & FA OHET

TNLT e RGN TERWF A7 (AARL, GARY) o
BEIX, R TEH447 (GG |[ZH~T, &l (B
BERA) BENEL, BFIZAABRIBET, AT T
IZE M & B IR ORTERE DIRIEN 2 BT,



Ll L. B 12S

- -218
18S

1234567

X 3. RPL27 & RPS27T D J v 7 X v iz X 5 rRNA
DTty T DOEE

ITS-1 & ITS2 u—7ZHANWTC ./ —¥For7ry
METHRTT 5 &, RPS27% ) v 7 X v LI-Hila
TId 41S pre-rRNA 3, RPL27 % ) v 7 Xy v LTz
M TIX, 18SE pre-rTRNA BREFEL TV HZ &N
Bl BN o7,

Human RPL27
34 83 170 110 81bp

| 275 § 1101 I 2569 88
. | l '
iy

v
ctccttgetetetgecagAGATGGGCAAGTTCATG
tatcttgtgtttttcagAANTEGGCAAGTTTATG

> 4

l
| 2 1515 2359 332

3 83 170 110 92

Zebrafish rpl27

H4. vhE¥PT57 4 v 20 RPL27 BT OREE

EEIZE b, TERIZET 77 4 v a2 DEEE R
Lize ZL—DRy 7 RI=XVr, BOERITA
vhaYERLTWS, FRIZIIEELRFOFE 1A
ey UhXF) EE2x=FXY 2 (KXF) OB
FlO—EER L, KENZIt b THZICERENRE
SNTEENL, 7 L—DfE T IIREE = 2R LT
W3, £, WiEE PCR THW:=77A4 ~—%KR
TRLZ, ROTBEIIATTA v TR BETE
N7V FY T (MO) PREETHESIZTRT,



rpl27 MO

rpl27 MO
+ mRNA

5. ml27 MO EARR, rpl27 mRNA FIREARD
TEHRTE AR

ZAG14 25 R 0B AR (EBY) . mpl27 MO FEARR

(FEY) . AR rpl27mRNA RIFEAR (FE) %IE
2R LRI TR LT, FROKREE BOREIL,
RELZIVFMEITOER E BHMOREHZ2RT, Zh
HORHFAT, A& pl27 mRNA ZFEFICEATS
Z L TEE L (FE)EA L7 MO DHEE L 5 pg/ul,
A =)L 3—1% 250 pm,

rpi27 MO
+ mRNA

rpl27 MO

K6 ~EZovb Yl X bmEROmER

ZHEtk 25 R DB AR (), AT T4 > v 7 il
BE (), ARk rpl27 mRNA REREAIR () DO~
E/u R EER L, AT T4V TR TIX
MEREDBEERBPAO B R 6N, AR rpl27 mRNA
DREFFEAICL Y, MEREDOEERA LN, FEAL
7= MO DREEIL 5 pg/ul,






FAFBR M ERME ERMRBSTRMEEE EHAERERRMEEFEE) )
SEMTEHREE

MR M OFIREAFEA & RBWHEORELIC B 585
BICHESEFRER M OBIRT —F - BISFHAT
WMEDEE REFE RALRFERFREERERLERERFTE  2i%)

WREE  BEMSERERE I, I Fay Y TICBIT A8%0REICEDL 3 BEFDE
REEFIZZVRIET AEREORMTH Y . BHICBIT 2RINSGFROHBAZ R L T
D, FORETH D EEIEGIFRER M OWBR T —F OFTCRETFERICOVTIE, K
AERFEDHA & LT LTV 2, R HABRHRBEESIERER M IX, RERIZBIT 5
NLBRFROWFEESR Th HROEAE 5-7 3 ) V7 ) VEREREEE (ALAS2) DRI
E O RIET D X ESEMES RS- (XLSA) TH 503, BAOBELGFICERENRD LN
TRVEBI B BEEAFE L, £ OREBFIT 2R STy, SE, il 2 floE
SR IFERIE R MER 2 B U, B& - ST 21T -7,

A. TFSEE®

ERIFERMER M (sideroblastic anemia) X, B H#EIZ
BRIRSRIFBROB AT A Z L 248 L T 2 Eiip A
ThY ., BESRIFRER R &% RESRIFERMEE I
D 2 DIIKREL GEIND, SERMESIFERER ML,
TR FITREBIT2HEORBICEHDL 2 BEFO
HRMEBEIZLVBETIMBRERTHLIZD, £
DR, JREBIZOWTIARHATH 5, AWFSETIE.
RIS B BEESFERER M ORRE, BnT 2
HEHOICTAZLEZENET A,

B. B

AR B RREE NECESIFERER M OZHE
FYE L IRERIEORESL] I OBIEHEITo TV HE
EFRE TR SN ER - ZRICOWVTEEM ORI
MR MO RRBEEFOERBENT 21T, BEMOE
BT ERIPFBD DNBRWERIOWTIL, /MR
B REEORERRE AR OZE - 18RE
DOBEFICEET AHFZE] BBV TRER Y~ =
Pl L DEx s VU EIT D, ZOFEFTIZEBN
THEHBREFPRE SNEHEE. R TEOMRE
FRAT 24T D 6

(R~ DEE)
BEFREITIEIC DWW TR OMEBEE SO

BeHDs, EREICEEAND LIEREE~D
W - MEOBRER RSN BT, BI=FHT 21T
96

C. WFEERER

A D—F B OFHEFNIT, 2004 FEEFNDF
B FHREE A U, £ TREEL Y R MERE MR R T
BHREOMOHFENEE LH Y, BRREICT ring
sideroblast #5®», S HIZ 3 RMOEFMH Y (G
BARRE2 L), MEHRE B MCV 88.1 fl, IfLiF~
= U ¥ 133.8 ng/ml, BEA DR RE LT OERITFR
DMt TFad/NRBEEHE KRR B ORE 2R
RZ720A Je OS2 W - TRIRIEOBIRICEE4 2 AF%E3E (/)
BIE) ) LEEE L, AN & BEORMLEMEE AW
R I Y UBIETY, BB TFE LT
SLC39A8 #[RIE L7,

“HIBIE 2010 EEFhOLIE, REEZ L, B
IREIS O MEILRZ B, A 2 BRENGE LA
#ITL (Hb 4.7 g/dl), FRfnEkEmm z 08 L Uiz, 4
#% 2 » AR B BEMREIZ T ring sideroblast % 15%
LRSI, SREFEREE M & 2, BHRAC
T3RMOETAS Y G RERL), MKHRE
EIZMCV 88.31l, fiE7 =V F > 307.3 ng/ml, %
D%, M- BR TP ILEE O E, BT > N —
VA, FEENAR, BeESREER. TANA



NEBEHBEND L D270, Pearson EEREED I b
ay RUTREESERDNZS OO, FEHHEIER
faz RV R SEEREMERE, I =2 FUT
DNA R IAEYNT T 5 232 fT RATFE O T, AN & lH
ORWMEHBEE AW-eaT s VU EITY b,
B & R ERIE T IXRE SN o Tz,

)

D. Z£

WL OFER S BRI I B G ESR IR R 1 &
PWTHE D IER CTh o728, BEMOBREREETOE
BiIZEdonehotz, —HIH X SLC39A8 #EisT
WWEREZRBDIEN, ZOBREFVERICEIFRNER
MOBEEEFNE D NITSBIEROMEITIC L 2E
M BRUETHD, —FH T, ZFIBIZO>VTIEEEM
DOERBLEFORIT72T TR, &7 Y VT
BWTHERBREFIIRE IR T, 4, Fix
1% ALAS2 BiFOZ oA —fEROERIZL D
BEESIFEHRERAMESNZ REH L TRBY, 27 Y
VENT CRBRBEEBED DR VEFIZ OV T
27 ) LMENT S L IEBEM OB G T OfIEfEIR 0%
BT 21T O MENDHB0D LIV,

E. ##
A[E], HFHim i ERESESEER MR RER 2 B L7,
5%, TRERBLGFORITEED B TFETH D,
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BEAFBRFMEEMNE EHMREBERRITEESE ERAREBRRIEESE) )
SRR EE

BRI DR REAZEA &

ZWTiE ORESLIZBE 4 S5

Fanconi & Ifl OJRREREA & Wk ORESLIZ S 5138

WHELHEE REATD GRIBRFEFSTEED)

FRERRET HER)

BIREER : DNA EERIRINC X 2 QA fEimReE & BHASEL SUERERE JOR
BRFHABREDHEE L X —OFBHEBHERICBIT S FABRGTFOT ) Ay —F VA X
V., FYERFIZBIT 585 80 Bl BAAN FA DT 21To7-, 61 FEHFI T Multiplex
Ligation-dependent Probe Amplification (MLPA) % ffH L., FANCA B3 DF) 2/3 DIE
BUZBNWTHT LIVETIEE T LV OB FRETh o 7o, B RKFEHRNBRAEDT T
Z— DR BB EIC THET 21T o7 BANFAEBE 75 A ALDH2(T & F 74Tk R
D5 IREESR) BTN OMRER., BHADIT AA R, GA R, GG HOJBICRES BIEL.
FRZCAABCIIARBRII LV ERERZ MK L RERE 22T 2EFMEZRDT,

A. BIEE®

Fanconi®Z i (FA) 1%, REERELEMELEL D
R E/NEHCRET 2 EHAS., BIERE
BRACFB L T MR BREBFHASETHY,
BEMICERDIEEOBRICSEINS N, BAT
DBIGTEOEZET — X IXZ EFA ERV, BARAD

FABRGF B ORZFT 21TV BHAEE, BHE

TERJEBRE « B2 & O MLEMERBCER 25 A
DEEFREROA I = A LIZONWTHBRETEMN X 5,

B. B35

FAHIL D Bk~ DODNAZUEFIRINC X 2 Yetafk

g5t . FANCD2 £/ 2 B X F A bDEE & K

JEREEARL LTAI V—=0 T 21TV, FHFAR

FEOXEY 7 CGRIEMLY 38k, Bl KUK

JERRMESE MRS, BREMIAG) (2D E FIREZR R U BURHR

FEEIT I,

1. BT

1) BEmOBETRREE SRV FA £EY 7L
(REEILY »/8BR, BB KX O R ERRHESF A,
BREMAE) 2 OWTiE, /NEEE L EEE L7 kAR
Ve R R BTV — AETEAITVO, REKR
FHABREMEE o —m B REIC TER
DEREZEIT D,

2) Multiplex Ligation-dependent Probe

Amplification (MLPA) % A\T, FANCA D%
B E EEREO ) Vo BkB X OB E - BB
HESEAIIIC CRERR T B,
2. ALDH2 &{=FHEHT

FA D3FEE S VTSR T, T KT # A i
e F—mHEWRE L OXLRFEET, Tk
TNT v RO REEE TH 5 ALDH2 & THEHT
% Tagqman PCR {EIC X VATV BRREK & ORRA
AT ZAT O,

(R EEmE ~DEE)

v N7 A BIEFREATHIICE T S MRS
BIO THRRFZCICET 2 MmERfEst) ZNESFL., #F
HXBEIITT HNEHEELER L L, AT+ —
LARarvtey MZESWERZMICL/HEBOICL R
WARFRORE & ERLTW5D, RAREEICITE
HEERE (MK, B#E. %) ORRER. miEof
AE IOMRFRILFEREREOMA 2, £72. EH5R
X CREE S/ NEAOMBAEGLER L, FEE
F TR BIROBBSRE LB BB ToiLT
W5,

C. WFseiER
HIBRFIIBT 2R ERY—F Rk D7 Y
— MRMT & N 2 72 #5804 o B AR AFADfEHT 21T



o7, FABGFOT ) L —rrv2 Xy, 3560
FANCA & 206 DFANCGE -+ DE £ & R K%
REHRAEYE v ¥ — O BBEHEERICCREL
7. FANCDI1, FANCE, FANCP &4 1#ifs8 & 41,
BT RE< RIS o6l &), 5l
BEXRIT 21T > T D, BCKEEICHBHZ N X
FLBFANCCIT 161 & R H LTV,

MLPAEZ AW 61ER O BRE Tk, 36417
FANCAY—%4 VA TABELESH, 205 H024
BN AFEMLPAIEIZ TR 7 VAVEZIZ@E T LV O
HRAEETH o7 (66.3%), IBEERENST-D
ITExson27 DR K THREDKKN 26, ~T 1 DRE
14BN &, MLPA-ABHBID2/3% S 7=,
W e.2546delCOE RIS S, HAANZE
BEICHRONDFAZREHRIS D,

T REFBRET R AEYII € v & — 05 AEFE=
W TCHRT 21T > 7= B AR AFABRETSANIZBIT STV
7 b M 2 EEREER Th 5 ALDH2E =
FEIOSAIL, BEBRANOGH EEERD Mo
7o BRI EITAATE, GATE, GGHONEIZ R RIE
L. BEEZERD-, BT, AABED 5EFI T4
B4 b 1EL NI ERIILERTF O BIE 722 i Bk 03 1
1TL. SERITIX 3 RMMERICTE L IERE 23R
oo —H OB (0. B) O&HIAEICAAR,
GAREIZE Do Tz,

D. Z#£

FAOREMHE, BRERSLEBGTERIIREICE
LENBRLN, BANIBITDEZBITNLETH
b, 7V —METEEZ AW B FEATIIE R D
FETIIRHH SRR o I EREES YD 2 EBH
K, SHROLEBERTESL 2V, BRIZBITSFAD
BFEOEE 0D LR S D, MLPATEIZ#HESE
MRTORHLBHFTHY, BEROERD L3R
ERBHDOD, EFABEDRKI40%DER] (ARETIX
66%) TFANCADOA 72 &L b T VADKRE S,
MO THEREEZEZ b,

F7-. ALDH2/%: ¥ OFARKEGET & 1X 8255
LWHES, BHAE L OBENGEH Sh, KiE
DFRBA & FHRIGRIZ DR N D Z LR SN D,

E. #&&

HOBGHR B TH HFAD B TFRENT O AH 2
BUBIZRY . REBKFEHOREMHEE L ¥ — D%
HBFRESE & OXFEMFEIZ LY BARAFABED
FREEFOBESCHE., B TREE CHBIRREL
DOREENHA LMY 225D, ALDH2ELEFE D
AR DY s bFADRREEIZ 7 /LT b FARER
BERBREEZRZLTCVWDZEBHALNERD, 4
B EAMAECRARIE L DbV IZ OV T HRR %
Mz, JREMERASCERIBEOFENRLVIZRDEI LN
2IEhd,
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