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IRFESFMES (FRi264 6 A, BKH).
145)MEFRASE, mWREEE, HBIE—, BUEMA, &
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BEIED 1 R, BANERZESIRE TS
% 290 Efls (FRK 26 4F 6 H, 1E)Il).
146)Suzuki N, Kunishima S, Matsushita T. Mouse
models of MYH9 disorders. 60th Annual
Meeting of the SSC, International Society on
Thrombosis and Haemostasis (2014 4F 6 A,
ST =) .
14D B MYE, AT, RARZE, BiREFE.
MYH9 EFEOKAMIEY (7. & 15 BIHA
REMBFFERES (FR26 £ 7 A, 1I5).
148) B B fils. BHREIROREEFHFE~DIGH.
% 33 b HABRKBREEZSFEILESGRAIS
(ERL 26428 H, AHE).
149)Sirachainan N, Komwilaisak P, Kitamura K,

T, Kunishima 8.
Identification of myosin heavy chain 9
(MYH9) children  with

macrothrombocytopenia: a result from two

Hongeng S, Sekine
disorders in

institutions in Thailand. 8th Congress of the
Asian-Pacific Society of Thrombosis and
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150)Kiyomizu K, Kashiwagi H, Kunishima 8,
Banno F, Kato H, Morikawa Y, Tadokoro S,
Kokame K, Honda S, Miyata T, Kanakura Y,
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macrothrombocytopenia induced by ollbB3
activating mutation in mice. % 76 [E] H A< fii%
Zedds (SERY 26 46 10 H, KBR).

151)Kishimoto M, Matsuda T, Yanase S, Katsumi
A, Suzuki N, Ikejiri M, Takagi A, Ikawa M,
Kojima T, Kunishima S, Kiyoi H, Naoce T,
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RhoF
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development. % 76 [B] H A MK FESHRES (AL
2610 B, KfR).
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Hegglin #E OBWICE-7-B RG] % 56 |
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154)Kiyomizu K, Kashiwagi H, Kunishima S,
Banno F, Kato H, Morikawa Y, Tadokoro S,
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* 1.
Diagnosis / Year 2006 2007 2008 2009 2010 2011 2012 2013 2014
Hospitals (registered/member) |184 /223|204 /231|212/235|213/236/216/239(216/239(219/242{212/ 230|171 /232
(%) 83% 88% 90% 90% 90.3% 90.4% 90.5% 92% 74%
Idiopathic AA 58 62 68 68 55 62 49 49 38
Hepatitis AA 5 8 11 7 13 5 11 1 3
AA/PNH 2 1 1 0 1 0 0 0 0
Fanconi Anemia 5 4 6 1 4 2 6 5 3
Diamond-Blackfan 9 6 9 10 6 9 6 10 9
Idiopathic PRCA 1 4 5 8 5 7 6 4 0
Schwachman-Diamond 0 1 1 2 0 0 2 2 0
Cong.Dyserythropoietic anemia | No data . 1 0 0 1 0 0 1
Sideroblastic anemia No data . 2 1 1 0 1 0 0
Svere Cong. Neutropenia 2 1 2 0 3 4 4 1 2
Cyclic Neutropenia 1 3 2 3 2 3 5 3 0
Dyskeratosis congenita 1 0 0 1 1 0 0 0 1
Cong. Thrombocytopenia No data . . . . . 12 11 16
Idiopathic Thrombocytopenia | No data . . 406 348 316
Cong. Spherocytosis No data 54 49 26 32 37
Cong. Elliptocytosis No data 2 1 1 2 1
G6PD deficiensy No data 5 5 3 1 5
PK deficiency No data 0 0 0 0 0
other erythrocyte enzyme def. | No data 2 0 0 0 0
Sickel cell disease No data 1 1 0 0 1
Unstable hemogrobinopathy No data 1 0 0 0 0
Thalasemia No data 18 16 11 8 7
other hemogrobinopathy No data 0 0 0 1 0
*®2.
PLWE | 2006 | 2007 | 2008 | 2009 [ 2010 | 2011 | 2012 | 2013 | 2014
B AV/NEIIK - BAFREBBREICES JEFIE CBREEHIE)

Diamond-Blackfan 9 6 9 10 6 9 6 10 9

Idiopathic PRCA 1 4 5 8 5 7 6 4 0
WNRIBMERBERE BRI E D FERIEK BB EEN OB EEENESIE)

SexRmAERE-RFEHRE | 8 | 7 | 6 | 9 | 5 | & 8 | Nodata | No data




*®38. EF—K

Case 1 2 3 4 5 6 7-1 7-2 8 9 10
1st 1st 1st 1st 1st 1st 1st 2nd 2nd 2nd 2nd
Age(yr) 2y7m 19y 2y8m 4y 2ylm 7y 2y8m  3ylOm 8y 9y Sy
Sex male female male male male male female male female male
Etiology ELANE unknown ELANE ELANE ELANE ELANE ELANE ELANE ELANE ELANE
Pre- pneumonia  cellulitis Lung pneumonia  pneumonia  pneumonia Skin, Otits media, Subcutane-  cellulitis
transpalant abcess Perianal pneumonia  ous abcess
status abcess
Duration of 13 17 3 3 8 1 1 8 = 8
G-CSF months years months years months month year years months
therapy
Source
(Bone MUD MRD MRD MRD MMUD MRD MUD MUD MMUD MRD MMUD
Marrow)
HLA 8/8 8/8 8/8 8/8 7/8 8/8 6/6 8/8 7/8 8/8 7/8
disparity DR A DR
NCC 29 3.7 54 1.7 7.0 4.6 1.9 3.1 3.4 10.9 8.47
(% 10%/ke)
Conditio-ning  Flu 125 Flu125  Flu125 Flu 125 Flu 100 Flu 100 Flu125  Flu125 Flu 125 Flu 100 Flu 100
regimen CY 100 CY 160 CY 120 CY:125 CY 200 CY 180 CY 140 CY 140 CY 140 CY 160 CY 160
LPAM 70 LPAM S0 LPAM 90 LPAM 70 LPAM 90 LPAM 90 LPAM 90 LPAM LPAM 90 LPAM 90 LPAM 90
TBI 3 TBI 3 TBI 3 TBI 3.6 TBI 3.6 TBI 3.6 TBI 3 90 TBI 3 TBI 3 TBI3
ALG 60 ATG 10 ATG 12 ATG 10 ATG 2.5 TBI3 ATG 10 ATG 12 ATG 12
ATG 10
K 4. BB OF)EBHE
Case 7-1 8 9 10
1st 1st 1st 1st
Age 2y8m 10m 3ySm 15m
Source BM CB CB BM
(MUD) (MMUD) (MRD) (MMUD)
HLA disparity 6/6 5/6, A 8/8 6/8, C.DR
NCC 1.9 0.7 0.49 1
(% 10%/kg)
Conditioning Flu 125 BU 16 CY 100 Flu 125
regimen CY 140 CY 120 Flu 120 LPAM 140
LPAM S0 Flu 120 TBI3 TBI 2
TBI 3 ALG 40 ATG 5
ATG 2.5
Post transplant 55 days 72 days 14 days One year
day of rejection after
mixed
chimerism
DLI 4 0 3 0
(times)

— 44




# 5. BIEKR

Engraft Day 24 Day 20 Day 14 Day 20 Day 14 Day 14 Day 22 Day 16 Day 14 Day 19
-ment
Chimerism 100 100 Mixed Mixed 100 100 100 100 100 100

(%) (90%)

DU - - 4 15 — - 4 - - —
Acute Skin — - — — — Skin Skin — Skin
GVHD grade [ grade I grade I grade [

Chronic — — — — — — Limited — — —_
GVHD
Infection - - — — EBV-LPD — —_ - = EBV-LPD
(day48) (day40)
outcome Alive Alive Alive Alive Alive Alive Alive Alive Alive Alive
PS (%) 100 100 100 100 100 100 100 100 100 100
Follow-up 8.5y 7.5y 7.3y 3.5y 1y 2m 4.5y 6.3y 2.3y 2y
duration
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ooy ing  (RGLE GLATR YRR AL A 2
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Fisz F1 GARTRZRZEBREES R NER

BFEE 5 : Diamond Blackfan &1 (DBA) 1%, FRILEREIM O A NEE SN AFRERMER
FERETHD, FRBETE LT, 12BEDY RV —1F 7 (RP) BIET L GATAI &
GFREESNTVD, LarL, HAE® DBA B3 ORI EBIIERELF R TRATH S, £
7o, BETR2ENC L VEBRPZRZENEY ThHoTERANERGFEET I ENHLNE o
7o T, AFETIE, BANRMK « BAFESOFRZEFE L RERRFEL LE
B L. ERRZWICE SO T-FHES OEE & BRIEIEZ 1T o 72, FIRAER 41 & OBE T2
Wra1Tvy, 21 BICBERORKREEFEZRE LT, T E TIOEEBFREZ BT L ZERIT
160 Bl & 720 90 # (56.2%) THEBEBETZFE LTz, FRREETHRAL 20 5% 494
GERBERELED) IZOWTETY Y UBITE{Tolz, TORER., ThETTHREDRZWN
FIRFEREET RPSISBARRE Lz, ThoDTF —Z 282, PHEEITEREEHMASIED
WEB %8k 27 L DOEBEZIT\V, DBA OOEEESEEER LTz, Tk 27T FEIX, 7—%
IVEE L BRI ZEA kR L. BA/NRIILE - BAREROBEARBHEN - MDS £E4 L #EES
WO RN T LV RCEDIW SR EREESEOWET, BLUORK - 18ETA FF
AU ERE - WET 2T o7, ZNHOREYZE BANRME - BAFEOEREZIT T, F

SURROBREIA RTA LT DHTETH D,

A. HREEB

Diamond Blackfan &M (DBA) X, FRifERE M
DHNIEE SN DR ERERFHRBETH D, KR
BETELT, 2BEDOYRY—2LF %7 (RP)
BET & GATAI BEFRREE SN TS, F1E
@ DBA #BF ORI EHIIRRER TR RATH S, £
7o, BET2ZHICLVERALRZENERY Thol
EFINERFET D EBALNE o T2, KIS
DEME, INETOPREZE U THENL L I-fRIT
BEFE L, BARNRMK - BAFSOHRBEE
HELRBRGEEL BEE L. ERRBIICESH
TEBRER OERE L RENEELZITHIZ L TH D, )
FE (ER 26 ) 12, ERMEEHETESIED WEB
B AT AOWBELBEESBEEIERT 5, T
27 BEIL, T FUE L BIEP R L. BAVN
IR - BAFEROBFERBHRRN - MDS ZB& &

HEZRY 203D, T U RICESW Bl R
DYET. BLUBH - 18ETA RIA VERE - W
EITH, ZNOLOREYE BA/NRMIK - BAFE
EDEBEZT TEEAROBETA RTA L F
D,

B. #FFEGE ,

O, DBA TEEBTFEENPBEIN TS 12
fEfE D RP BisF (RPS7, RPS10, RPS17, RPS19,
RPS24, RPS26. RPS27. RPL5, RPL11, RPL26,
RPL27, RPL35a) & GATAIEGTFIZOWT, Wil
Ry —r =% — (MiSeq) FAWTH —F v b
—J U AR{ToT, RIZ, EEH PCR i£L SNP
T VAIEIZ LD RP BEBEFORRKEMBEH LT,

IOBRBIZL > THRERBEFERETE Mo
TR OW T, iR — 7 = —% FHu



el V— MR EToT, & hExT T Y K
BERA B EMEEIND RNA 9475 U —Z2HWTE
BHRTXxY7Fr¥—L, ANVITHOBE —7
P —HiSeq2000 THEEHI RN 21T o7z, HbiL
BEFREEX, Vo —y—7 U AR R —
Y —FRHNEE—Fy h—7 2 RITEDY
WeB Lo, 7/ BEHRLAEL 2WRERO—EE
SRNZEROND L TFRIND D, RIENOR
BESCIERBEOMITL, BRAHKRTAZLICL
V. RRBEFOBEMERY AL, FRERTER
DIRIE Rz,

BoNleT —F_X—REHEIZ, 2T URIE
DWW EEOWET, BEESEORER LU
Wr - IRIETA R4V DORE - WETE1To T2,

(fRERE ~DELE)

v~ L BT 2 mEESHC
PV, BARTRFEFHOMBEESORREH/ T, &
BB IOFBRICHSRHAZITY, XFICLDIFRE
ERIEOL . RIR T EEATREEA L U CTIRIT 21T > 7,

C. iR

FrHUER 41 £ OB T 2B 21TV, 21 6 (RPS19
10 i, RPLI11 2 5. RPL5 2 f5l. RPL35A 2 i,
RPS17 24, RPS7 1, RPS24 1, RPS26 1
#l) TEERMORKERTERE L, T ETICE
I FRRE L AT L7 ERNIE 160 #l& 7220, 90
(66.2%) CREBEFEFRELE, ¥—F v by
— 7 ATREBEFHFRHAT, »»OSNP 7 LA T
fEHT L CH RPBETFORKEDBRH INRN20F
F 494 GERBFELED) Lo\ T, &7
RN 24T o 72, TORER., THETITHEDO R WH
BEREMEEF RPSIGA (AT T4 AER .
c.G213A) % 1 FR 3PlICRH LIz, ERDOHZ LN
7= 3 (RA, fili, ) BT bLBBEETHY,
HBBETHIRXCEERIRB SN o7z,
AMED-DBA #ZEHTE T I 7 4 v 2 b b FRE
BROR A RARR 2 IV CTHERERRAT 21TV RPS16A H
DBA OFERBLEFTHHILEHME LT, £-. &
TV AT LY ERRZ W DBA Tho7- 2 F
RO, MOEREEHAEIEL BNz, 15%3
JEBNL TERT B FICERPED L., ERMEALL

e (DKC) t@Midni, b9 1 FHK 2 EH
SBDS B FICERERYD, Shwachman Diamond
syndrome (SDS) &@Mrani-, ZDftic, RP &
BFUNDFRREMEBRTFEZERE L. f#TZ2ED T
W5, FHEICREV, TRk 26 EE TR IEERARSE
D WEB B8k 2T LOEELIToT2, £7-. DBA
DEEEDEEVER Uiz, R 27T FEIX, 7—FIX
ELBEMEZME L, BANRMK - BAFEED
BAETRMEZM - MDS ZES L EELZIRY 2235,
TET VRZEDWEREEDORET. BLUP
Wr - VR A T4 L OWET 21T o 7c, T D DR
Bz AA/NRIE « BAFEEROERREZIT TES
NBOBETA RFGA L ETHTFETH D,

D. B%

FOED DBA X, FEKFEEDRRERTFRAT
HD, SEIOKRMR S — 7 =P —% O - 8RR
FRATIC LY, FHRREMEEFE LT RPSI5A
(c.G213A) %[ L. AMED-DBA RF428E ((FHEEHE)
L OEET, FREREET & UCHE L, BEZ,
it 2 DOFHFRERT (RPS27 & RPL27)
ZRHLTWADT, ZOFERICEY., BAETH
HICRA S 7= DBA FREEFIL3EE odz,
ZIE T DBACITEEESEN R -T2 h | BIE
ESELRESNL, BEEESCREI A NI
WE SH, REDHERENH -T2,

E. #R
BrRFEKEGT RPSISA #RIE L, EEESHE,
DEIE L BRI A FT A VORE - WEEIT- T2,
AHFFEHLE, FEEHR & LT DBARED LN DIC
bLREAEBRE LIZEEbh3,
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EXIFEERPER M (sideroblastic anemia) i, B#EIZ
BORERZEER NIRRT 5 Z & AR & T ER MR M
Th Y., BEEMEERIFERMEE M & %R ESSFERER M
D 2D RELHEEND, e RKMESRIFERMEE M1

T harRIUTIER Té%@ﬁ%u%béﬁh%@
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