SeRME M/ IMIBAME: BEEORZE T LT Y XA
HA/NRME BAES M/PMREES (2013.5.7)

1. IT®IiC

ANREIO MR E I RSP MRS PSRBT (DA ITP) (2INA T, M5+ R A2 K &3 2 5 KM/
WA EN & 2o 1TP DORZEHTIEARNZIIBRAZE Th vV | ABPE-OEEAME TP EGF O T, S KM/ NS A ESE B
WEENTWDATREMEDR & 5, 1TP & DRI W & WY R T $HRIRD 721213, BB F2Wi & & DI E2WiED
WA EETH D, 22 THAELZEORBEZED I OOBEL T L2 BN, ZRERBHT AT X 8% F
Lo,

2 RNVE /MR ELFE VL MRIBAME & i M RE R FRE > 72 0 . 2 2 T ITP & ORI B2 70 e RV i/ Mk s
HEZ DS E Lo ny, ERM/IMRIIE O — I IE /MR OREE b E £ TN D, STEHHO B REE T ORE
DEVRBRETHH D Z &b, SHFHEE L FRRBEFOIRE SNEGSICEHSER T2 TETH D,

(T U DI RIEM/IMIIRAME & 58 5 45 E . FFMZARmECH IR, IRFCRIL (DA E) | il 02 OO RFAREER &
FC T 5 2 EREETH D, HIOREIZISNT, /MU ERE THIIEBREER EZZET 5, FERMEM/N
BB L, BAREEC & JFIRGR 112 & > TOBETTHECH 548, lGR B, I/ MROKE S THET 2 BNES Th 5,
O, B L PRI/ REFE (mean platelet volume: MPV) (2 & B /MY A RIZ &k > TR T L2 U XA &K
Liz, O, RIEMBEHREA T/ IMOEREBIZ & MY A XD BHIC X SFHMEITRHICEZETH Y | MPV DA TR
L7 Hevy, BRI IMRO MR 2 ERITMEOS, R BHIEA b BERIEF M/ MRO K E &0 2 (FFEE (B 4 4
m) KRB/, PRILER R (BLAE 8 m) LA BIZE R MM & B S s, ITP CIERE /MR S LIE LIFBIZE S D A8,
REBDOM/IUTER K TH D, <R 1> RN RIS IE 2 8 5 RO R & | MM A XOEFRS L OEED
SRR A E L DT,

ERBW P MEE LT, ThETOMBTEFEEZER L, M/MROKRE S/ X OIERE RO M/ i
DB EITHALRFNRE & | KT JOERIML/NRA L &3 5 i/ MRIBAE D35 G I X E LR i 4 o B ER v 2 —
BRI D,

2. M/MRY A Rz k2 %BL—E
<BE 2>/ MY A K2 X0 AN IR, TEE KM, KL B\ X E R IMR & D S8 R M MR E L2
SEL, TORBAEETT,

3. BHEBOYE

<B 3> 2/ & 2V NFIEF R ML/ IR Z £ 5 S RVEML/IMGRAE, <B 4> 12K & 5 W I ER MR A 0 5 S6 KM
ISR S SETEOBM Y 1 —F ¥ — b &Y,
WAELMESRIT IV g B U XIE R LM A P D SETRIE R IRV (B STk 1), KB B\ MEE KL E 5 %
RUE M/ RIRAE: BETE (B3E30Hk 19) BRI TV D7D, ZlRahizn,

(1) /M /MRIBARE



A Wiskott-Aldrich JEfHE (WAS) 35 & OF X MBI /Mg E (X-1inked thrombocytopenia : XLT) (53 3CHK : 2-8)
KGR RS IE R AE T 5 B Wiskott-AldrichfiEBERE (WAS) 1. /MMM 255K & 9% Se R Ml M iE, 5k
Yok, HHAMERB 23 FEME L, T ORKIRE TIIWASPCTh D, WASPREIED T, ZOBIERTH Y M/ MFIEAME D
% 529 2 X f MRS AE  (X-1inked thrombocytopenia : XLT) 238 0, ITP& OEERNCEEREETH D, WASB I
XLTiZ, SR CHIAER S MM 238 0 | i/ MOERE I/ (EEMPV:6. 0-6. 2fL) T, HH#E CIXEZEROE M /2
VY, FIRIENGRD B, B0 G % 1 5 FMAIEERIE 23 & U | T8I D SUGHER 72— I8 D5 E ITIIWAS £ 7213
XLT&EED, ITPE M L, M/ MEEEEREDIR T2 S EEN MO BE R mV, B O MEa g (AIHA) 2 E DA
CHERABC, [gAE, BT LLX— BHIEM Y 3 E, hoBEMEEEZ AT 260855, ZhETICART
I3RI60 DIE GBI IR 72 TSIV TV D,

AIEREDON D EE, RIEMOT, B, NGRS EIZI T AWASPREABEHRE &L 7 —F A A MY —iEIC K> TR Y
V== 73 DOMERAE (WASPREHT) 23 FTRECTd 5, MASPEIS R DR EIE, PID]J (primary immunodeficiency database
in Japan : http://pidj. rcai. riken. jp/) %@ U CHAETH D, F I FILKF/NEBOM I AICEBHET 5 Z LiC K
STHARETH D,

— 7. WASORRIRIER 238 ¥ . WASPER A EFHBNA IR T LTV DI bbb b7 MSPEAGFERBFEE S a0
FEGICIX, FYEMLIENAS (WIPKREE) 235D D, WIPKEIEN DI D861, WASPHE 1'E O E(IZ /2 WASP
it e ENIPORAGFIRNT 21T 9o ZAUE CWIPRBEIZ R TR E STV D, WIPEARFIAT I HAER 2/ N R
IZBWTHHTAIRE TdH D,

(2) IEF KA/ MR GE
FEREORR 72 BEBHE T W SRESEGIBUTRTED 0D IEFE RO M/ Mg iEIXITP & OERIICEE TH 5,
A e RS REERME ML/ MRIBE  (Congenital amegakaryocytic thrombocytopenia: CAMT) (&3 3k : 9, 10)

WYL IEREAE &0 HERB 2 SR X v f/IMORD 35 0 | EZERBER L TW5, 0%, /MK,
HIER, ARIMER D3R OB B M A 22Nk 2 \ZHEIT LEAER B IMARORRE & 72 5, AFE AT thrombopoietin (TPO)
TR TH D MPLRAR T RENFEKCTH Y . P TPOIXEIE & 72 5, MEEBWNIIMPLBR T RE 2 RET 5, 2k Tt

FTRIL00BIDHRERH 2,

B.  BEEEEA &S M/ MK E (Congenital thrombocytopenia with radio-ulnar synostosis) (Z#3CHk :
11, 12)
WGBSR RIERE & 0 FAERMD L /MO 285 0 | X B T OBE JUBRLE % £ 5 2 & 23
Tho, BHEEEKTED L, BB L & bICHMERBDICHETT 5, RAFR Y 7 ARG TFRED —>Th D HOXALL 15
TREBFECTHD, ZNETHRTHI0FIORERH D, LoxLend b, [\ U < I M oEE REma % 5 /M

WV E /B BN RREGHE C HOXALL BIRTF-SEH D IRVWEBI O WS b & 2,

C. FBEERBEZLED /MBI TE  (Thrombocytopenia with absent radii: TAR SEfERE) (ZE&3CHK - 13)

BREERZIERETEAE &0 JLRYD 5 /MR 236 0 | FRIEZEIIED U, XS & TR RIEBRE S 2 &



DT H D, AR & &b/ MORADO HIUER X8R 5, RNAY m v o S mE ey Y A TS TR A AR
T4V T 2=y hONDIDTHHYI4% 22— K325 RBUSA (RVA binding motif protein 84) AGT OnullEH L | FH
HifEi 2> Dsingle nucleotide polymorphism(SNP) D 5 L D1 S>OEABMBIC L > THERZ &h 5, #EShLTWD
S3IEBID 5 HOSVEFI, T 7 U VA RBUSA% G Tela2l. IOBUNRIR R b AL, MMOJEBNIIE RBUSAD G 8 2\ M
TL—AY 7 MlOulERBR O, REBRONRWE 5 —FFOT ) VORI OSNP S RBUSAD LG AR T S

B, TOBRYUDOEEMETLTWD ZENFERTHD LRESNATND,

D. B EE A A o 2 F M MR E (Familial platelet disorder with propensity to myeloid

malignancy) (&% 3k @ 14)

WY REEBRERR A &0 %D DT O MR | i MREERE R A R R R T 2R DKI35% HIMDS/AML
WZBATT 5, /I OFRIEFRL TN G4 Th Y . FHEER & D | 18PEITP & U TRGREILZE 72112, AML/MDS

EIRIET DHNH D, RUNXI AMLDBEEFERNBFEE SN TS, ZE THRTRFZROBRERD D,

E. WY E G MR AME  (Autosomal dominant thrombocytopenia, thrombocytopenia 2: THC2) (H%E
SCHk : 15, 16)

WY ERBIERIAERE &0 | MR & I EM LB FRE ThH 5, MV MIEHEREIZTER Th 5, M/MIE P 1

a DFRBE o TR KINT 5, FIEFIIL 1020 bWE SN TBY, /ML 3-8 (F¥4.75H) THY, BT

OEMZERITHEIM L T2 BIf/MEEAERERH Y | Il TPO fEIX EF-LTW5, Z£DO%OZM A MFE~DOBITHEE N &

WORNFFENCH D, TR N— AR D ANKRD26 (Ankyrin repeat domain-containing protein 26) W&in+® 5 -

FERFREEIROZERPFEE STV D, ZTHETHRT 113 61 (30 FR) ORERH D,

F. F b7 uo—2AhcEIE (Cytochrome ¢ mutation) (HF&3CHk : 17, 18)

WY RBIERRIERE &0 /R OB E BT D, M/ MREERIZIER Th D, EEEBIIIER TH DA, M
IINREEA R & FRIC I MR R 3R E S D, vMEERIZIER Th D, Tplb.2lca—RENDHI Far R THO
Cytochrome ¢ FEARFZETL (GA1S) BAE S THEY . EFIRICB T 27 R b=V ARKEOTTER K L ShTnd, Zh
FCT HRTKRERIFZROBERH D,

(3)  KREHDWIZERMD/MIBAE

ZEILMINCE I L DENRH D0 CTERENz, HIEHR A 50 TY X e TF VRO RN H 556
I¥Bernard-Soul ierfiE{EHE (BSS) %, JLUEDS & 5 H54 1328 von Willebrandifi & BV, T EAUCEIHE LI REE1T 5,
KA MBHIEARD BRI X D1/, AifER, FRMEROTEREBIEIIFHCEE TH D, BRIERIZE B B 5 9% Bl
L. BHAEAZ AWZIER L A4 BEH A (WMHC- ITA) S e Yo ta 21770\, & D JRTESHED & BIH 3 2 MYHISL HRE D
BIBFRATZ4T78 D o BAKOEFEERY B TROEEIE, I I AV EHIAMYER AN, 7 —% 1 b Xk
U —i5ETGP I b/ I XEGPIb/MaXHil % FREZMAT L, % ORBUEDE ) HBernard-Soul ieriEfEHE & GP I b/ Ma ¥ i
SEZEERT D, /MO E BRI B B L7 WA X Gray plateletiEMERE, I/ MRIERIEREICRE N & 25613
Paris-Trousseau/JacobsenfEfRRE, FRMERDIZIEREH & A UFT DG AILATA-IER O ATRMEN 5 5, Bl THERICREER

L7 Sa RVEE IR ML/ M 22 B8 5 200 BT ORITTIx, 1LTHEG] (72%) ASEBMT Sdvie, MIHIF WD e b B D3 <

3



(42%) . BSS&ZDMRINE (AT mEEAE) 23 < (13%).

A MYHIRHRE  (MYH9 disorders) (ZE 3Tk : 20)

May-Hegglinf&% (MHA) (TN S 2 MVHISEHIENE, WO E@EEERIEERE &0 ERM/ME, /sl i & O
FERTEREI AR 2 05 &+ 5, ATRBITIEM S A4V EHIIA (WMHCA-TTA) % =t— N9 B MVHGE G T REDPRRNTH 5,
JERRIER & B 2 BT U eSebastianfEBERE, AlportiEdk (B4 - #EHE - AWKE) %A 0F 9 DFechtnerfEfERE, B AIKE
DR EpsteinfEBERE S MVHITLFAE OIS S D, MYHISEEIE D FR ORI T IERIERAR LB NI L B 4 D Dohle/MAER
HAETHDMN, BHORAA FLPREOTEARTIIAHAR RSG5 5, MIHISFEO FRIER I IINMMICA- [T A% 1 0D $ i
EREND B0, EAKOIEENRH B> TRV AT IINIMHCA- TT AT YL 24T X AL MVHIR FHE DB & T DN
RECh D, MVHFHAHZE BT RS (B 28 MR A A 0F T 203, MHIRIAESR TIIZ DA OHHE MR 2 & MHIRIRT D

EROFAZ XV BRRBIOENDRH 572D, BiaFREORIEICITERLH D,

B. Bernard-SoulierfiEfHf (Bernald-Soulier syndrome: BSS) (Z#&ICiik : 21, 22)

Bernard-Soul i eriE LT H Y R B IERMEMIR BT, 6P 1 b/IX/ VIEAKRD LR KIBNRA TH 5, BRIL/IMEE
PES IO & IR OIER. U A MEF A K D VMR O R INZFHER &35, /IMRERBER T 2115 7o,
/R OEIGIZ i L CTEHEREZMIER 27T, AARANSE OAGEZLRZNH Y | RTINS I < b
Do T EASMERRE CIEHIERZ RS20y, KRBM/IMRZ AT 5 2 03 <, BEIMERGHEICEEIC X 5 /)R
BAE TIERNT EE STl B & 70 D, REHEGMER JUNT a #E5MEBSSIZ, 12MEITPH 2 W 3R KA
DILIRIBAE & L CROIBBIZE STV DRERI 0,

C.  DiGeorge, N DBHIIEGRE (DiGeorge/Velocardiofacial syndrome) (Z#&3Cik @ 23, 24)

DiGeorgeiEMRIEICAZE & 5 22q1 1 KK TR K KBEIRIT B B GPIBBE(E T D/~ T 0 R0 72 8 KA/ ME A HERT 5,

Y MBS A & D,

D. GPIb/MaR&iE (/TGA2B/ITGB3 mutations) (ZEICHk @ 25, 26)

GPIb/Mafi &k (77 ) v allbB3) DFERMERIIE, M/MREAEORK L 225 Z LITR MO TN, /)
W RE X R 2 Ml A 2R U, M/ MREHERSRE &2 RN~ 2 2%, IS K OVBRBIZIER Th 2, i, WYam
PEAEMERRE A &V | GP I b/ Max A RDIEFHNEMEA % 51 & ¥ 2 4 176428/ I TCRFEAR 28 B 3 Je RVEE K L/ MEE D
R E 70D 2 EVHIIA Lo, HIUERIZEARE T < /MEEHERRIZoPIR T 228, I IER HEANTH 2,
L/ MROGP M b/ MafEBUIME T L, {&MELTUGP b/ Ma% A AKIT K3 HPAC-1HUADFE B 3380 LD 3, M/ IME ML~

— 1 —Td HCDE2PFEHLITFRD 72\,

E. «a-actinin—1¥%JE (ACTVI mutations) (BFEICHK : 27)

ACINGERIZ T 7 F UMM IME T 5 Z LI L0 7 7 F U MRS 2 98 [HI2F 2 o —actinin-1% 22— R 2, #lr, BE
ORGSR 2 R0 A WEHERHR O Se RIEE K M/ MRIEFNZ DWW TR 7 Y VT M T 7o, Bl IR =
F & UTACINIEIG DS FAE Sivlz, M/MRENT 1 0 HRRE T, MR A X137 w28 MEBSS & 5 W M EGPTTh/T1Taf
WREICHEET 2EA3. 4unTh 5, HMAERITEE < i/ MREREIZ b RFITRD e,



F.  2B%lvon Willebrandfi (Type 2B von Willebrand disease: Type 2B viD) (Z#ICik : 28)

2B%von Willebrandiid, & Yta BRI AE &0 | i/ IMRGP 1 b/IXITxEd 2 B F# IS TTHE L 72 vWE O AFAE
WED, VA MNeTF UBEROTLE, @ TWEv LT~ — O & /MR & & 729, 18PETTP 2K STV S E
BIR 20N, 30%FRE DIER THHFIFZ IV T H M/ MR & 2 U, JBYYEZR ED A b L ARHZIX E B I /MR 383
L%, Fio, 30%RREEDIER TIEFEICERM/IMEEZRD 5, FHEFHCITHMERIER, APITEFHFNTHLZ LS
VY, Montreal plateletfEMEHE & LT b Tz A & /vl B ARERE 2 R BRIV IMRE AR B TH D Z &N

HAL TS,

G XEGHE KM/ MR/ MR E  (X-1inked macrothrombocytopenia) (24 3CHK : 29)

IRIMER & ERZER D EFH - 538 S HRB R F T D ATALBIRFDInT 4 Y — RAA DI A AERIT, Bl
£ 9 BRI MR L MR E 2 51 & B 2§ 2 & 3 STV D, GATADIXY AR BICHEAET 5 72 DI XHlSIE & 72 0 |
IRHBAR T Cdb D GPIBA, GPIBB, GPIF K ONGPoTe & DGR S D, F7o. GATALOERGIEMFEBUIIEZ OB K+
Toh DFOG-1% MLE LT D0, BRPDNAFEAENLIZH 25, & D VIIFOC-IFEEENICH DM K0, 7' I 7EkEM

ERT G EORMEGE BT OEAWRRR S,

H.  Paris-Trousseau/JacobsenfEffff ( Paris—trousseau/Jacobsen syndrome) (£ 3CHk : 30)

Paris-Trousseau /Jacobsen JEEREILH Y MEMGRER XA & 0| 11923 FEIROKKIT L 0 IEME LHE & 0
D /MR EE T, BERZRM/MRE o BRI AR 5, BREICRB W TR/ MBS ©E O BRI IERF R R 6N
%o MIEFHRE ORI E LTI, RRBEIRICTFEST DGR FLIO AT o REMER ST D, BRI EAE
KA DN DT M/ IMEERFIZRMA NN LR3d D,

I.  Gray plateletfEfERE (Gray platelet syndrome: GPS) (Z#& ik : 31-33)
Gray plateletiEMERHITH B EA IR E & V| /MR o FERIB KO Z ONEME KINT 5 2 L1280 | BT
A RS B\ T EEAO /NI RSN 5, BN T o BR OBV IERE SEESh A, o BRIZIZ T ¢
TY TRV EOEEN TR S NS T2, Gray plateletSEMRE CITHMAAA 2 R4, ITAENBEALZYS IR 85

FTHDZ LR LT,

J. B tubulin #¥JE (TUBBL mutations) (Z¥3CHk : 34)

B 1-tubul inlIEAZER: M/ MRICHF AR L, a-tubulind RET 52 LISV MINEZBKRT D, I/ IMRSEL
SNBBITIE. EEEMIE N THUNE D R S U, JRZSE A MRS 5, B 1 tubulin FEFEILH P EMEBIETE
A& &0, TUBBLEAR FERIZ L - TEFRM/NERMPHE SN D720, M/ MIERICHEEL KET LB bND,

K. WM=EEPHRATMEIK B (Periventricular heterotopia: PH) (& ik : 35)

Filamin ADYERMERIBITFEAI O KM E BT DM OBEREE 25 S 2 U, MEEFEFTHK A E
(periventricular heterotopia: PH) & 725, FINAE(RTIIXYEAR FICIEET B2, B TIIBERIE L R0, &
PR CIEXR AR D T & D7 RTEMAIZ K W Filamin AZ F7 720 KRB/ MRS EBLT 2, FIVAD ZEBFNLIZ K- T

IR OKRERE 2 DT, IWIMERFOREZRT L b H D,
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B1: R/ MERDEEESBOERE, I/MEY (X OES B2 M/ KIS & AR/ MREDEDS B
(Congenital thrombocytopenia classified according to platelet size)
1 /) I =1 o e
1. Jﬂl/l\ﬁiﬁ%‘@éﬁﬂ%&ﬁ%éa " g Rt
2. MU/MREAME & MER U DERRAER 2355 ”
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