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F 1. AMIZBIT 5 Diamond-Blackfan & Il OFEKEHE FE

Diagnosis / Year 2006 2007 2008 2009
Hospitals (registered/member) 184 /223 204 /231 212 /235 213/236
(%) 83% 88% 90% 90%
Idiopathic AA 58 57 59 51
Hepatitis AA 8 11 6
AA/PNH 1 0
Fanconi Anemia 4 4
Diamond-Blackfan 11 14 12 13
Svere Cong. Neutropenia 2 1 2 0
Cyeclic Neutropenia 1 3 2 3
Schwachman-Diamond 0 1 0 1
Dyskeratosis congenita 1 0 0 1
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Patient #H24 with a deletionin RPS19 gene

JUTR €1 E2E3 £4 £S5 £ 3UR
d  Rpsi9 - Y |
Primer p—dp—d bt B P—;_‘ g p—ap—ad
Position $19-57 $19-36 $19-24 $19-40 $19-28 $19-62
$19-58 $19-44 $19-65
b Deletion I\ \{ 7157 bps deletion
a b
o ag iy - -
Primer Primer
57F+ 28R S8F +36R
g S oo g
Mz 2 x*x 2 2 % M
c 26 10K
. Ed
E 5K
% 25 ;
= ¢ ¢ ¢ 3K P
S *ee® o0, M
24 R e i
AL IRBERIFTIREEE
O . § 3 - O O G & O G O O O @
b 7 S S v R D7 S
d 26
7 ®
< ¢ ¢ ¢
5 25
s ® e 0 o ® ® o
YR e eH B8 IFTTREEE
b T R g N O S O
-t - -4 - Eod -y -] -t - -4 -t
= L7 43 w W v w L] Wy v wy
RPS195'UTR |
-1400 -1374
TGGGGGCCAGGCACGGTGGCTCACACCTGTAATCCCAGEACTTTCGGAGGLCGAGGL
+5758 +3784

| >
RP519intron3

2. RPSI19&{=THHERFEZ O

A RPS1975A4A~—ky hOJ ) LA LDME (a) , BRI N/ XRKEER (b), B.QPCRICLD
BiaFo V—8ITE R, a, ¢ ¥ A, b, d, DBA BE#24 Fifk, C. genomic PCR EMDERIKE)
FEER, NIN2: @5 AfR{k, H24: DBA BE#24 K, D. o —F7  AEITIZ L > THLMZ 2T
23 SE D RPS19 O E{xT AR 2 fEI5,
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(B 23)

JREFZBRF RS (HRIER BRI EEE)
WK 23 HE RIEE S E

JERMEHRIFERSAS (Diamond Blackfan B 1fL) DRIRAIBWIIEDHESLIZEIT BB
WrRRERE U B GAATRERFEREEDEE NERSE Zi9)

WHEEE @ SeRMEIRIFERE (Diamond blackfan anemia (DBA)) OEREET & LT RPSI9
BEDYRY =L 7 E RP)EEFRMOND, W TIEH 50%0 DBA B2 RP i
BFOERBPBD LNV LM, AR TREREGEFRRESNTOAEMIIZE A L7255
7o Bxld, ZTNETIZT6F% (8341 @ DBA M L. 21 5% (23 #]) (27.6%) - RP
BIFOERERE Uiz, FCKICH L TAIIZE T 5 RP #EF OB BHEITE< . 59 70%
DIEFI TIHFREBETRRATH D Z EBALNIRoT, TIT, AL LI ke —s oy
AETIIRHTERWE T LAOREZRE « f@{EICHRIET A2 LA TX % DBA OBEFo
V5 fig AT (DBA [FI#IHY qPCR 1K) #BA% L., LIRS DBA 4/ A0 2 2V, BRREE
BT, TOR-FE, BETFERRDO 31 #4741 DBA DIRRBEFDF T LIV RS
RIHL, SNP 7 LA TREZMR Lz, THbD/EENS, DBA BEOHEZIO-DIC |
DBA RR@=FDT /) A a ¥ —HOMITBERRBM~— 0 — L2252 EWNRENT, Fix
¥, DBAESNZ B W CHRMEGETR V4 F4 > (GSH) BEBICEMBE THI L 2HKR L.
DBA ONAFA<—A1—L LTHERATHAZEEZRH LI, EBIZ, FOAD =R LEHBMN
I35 HE9T, DBA BERMEKP O GSH A£G R, BLR, LREY VEBEBBLI G Z
FTAL NN T L —BRE 6 MOBREEZRET Lz, ZO/REE, GSH O84S KR
DITHETIT A2 BRE) VEBRBOFEMIIC L5 =aF 7 I R7PF=0 X7 LAF R
~# (NADPH) #HGOBMABTOERTHD Z LD SMNITRoT, TR 21 EEIITo7
—REFHEDKER, 132 Bl DBA EFIOWERH -7, BIE. —RME CHE S i
2RI ZIRRE L B TR A EITR Th B,

[FgesiER4] PATOHLTWD, FREEFE LT 8FED Y R
MBI BLART RS 2B B s e as e Y—hZ Ry (RP) BETHRRIEINWS,
NEBZ AHBRBERERES R 2 S TITA 50% D DBA BEIZ RP BEFOLERE
MR B EKRRERY V¥ — KRR BRBH BN TN D, FIRNICH IS L R—0@is
REE— FUNKFERZRE ZF I S0 FREZ S OBMO 2V RIEFBTEIET B AE
O o ESIRYYERNERTT R PEMHERBEZAH LTV L0 b i
BREKT FRERER RS BHED FF—%@&R4 5 L CREFOZWITE
B C ERLFERKEREEE HREIZR>TW5A, L L, A TILEEEE

(W HE K4 ] FORRE SN TOVDEFITIEE A L2 (KD

Tl 7 BARTREER AR E A e Rt sl
Bt B ESIRYMERFRATIIE R

A. BIREM

Diamond-Blackfan anemia (DBA) . 7RILERE
MO HHEE SN DR ERERFRECH B,
BRITEIEREAT oA RAERIRTH DM,
AT BA FMEFPEHIEEER A 2E 0K 40%
FET 5, EEFICIEmMEMAZRE (HSCT)

RITHIE & A ETThN T o 7 BRRER 15
72 DBA DR Wi EEME D VERITHES T RS A A
EoEINVTHY HKPETHLRIATEXE LS
IR ER R IAFTE L2V, ARFZE0 B 891, DBA
DBWEEZVERR L TS ESW - RN 0%
R Z b EDaENREBEELITV. AEDS
REPAONCTEZ L THD, PRDW ALY %
AT LEFESLT DI E T ERAEICBIT A%
FERAODICT A ENTER LHFETE S, S
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7. B#IZ, High resolution melt analysis (HRM)
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