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Abstract

Congenital thrombocytopenia is a group of heterogeneous disorders caused by mutations in responsible genes that have indispensable
roles in normal differentiation from hematopoietic stem cells to megakaryocytes and in platelet production. Differential diagnosis of con-
genital thrombocytopenia is clinically required for distinguishing it from immune thrombocytopenia and selecting appropriate therapeutic
options. On the basis of recent advances made by our AMED research group, we developed systems for patient registration, protein
assays of platelets, and a biobank. The number of responsible genes reached up to 56, and targeted sequencing and subsequent exome
sequencing analysis are available in Japan. For making differential diagnosis and selecting appropriate therapeutic options, we report a
diagnostic guide for congenital thrombocytopenia. This guide is composed of the disease outline, diagnostic flowchart according to plate-
let size, brief description of each disease, consultation system, list of responsible genes, and therapeutic and long-term follow-up options.
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SEREM/NMERAEEFSFSEOE &

1. M/MRBDEDRERLAH S,

2. M/MHRIELAME & I B A DERERIER D B B
3. M/MMRY AR, BHREAFRICEELH D,

4. ITPOAREIZRIGHETH D,

m/pEH A XDES
MPV (Mean Platelet Volume: IE&{E7-12fL, (BLMEER E#EIZ K D) &
BRIk BEHAZEITS,

EXn/My: EEMPVELE THRIBKK (EFE8 umlE

REM /MR EFEMPVELE TIEE M/MRD2{ETRE (E 4 1 m)
EEXI/NMR: IEEMPVEIRSH DU FIEE AM/MRY A X ERF
INELINR - IEEMPV LT AL FIEE KM/ A XUT

IEHEKI/MR

RE /MR B X /M

1 JERMEM/NEAAE 2 BE 5 B O &, UMy 4 R D%
& Ukl X —M51H, %ED

Mhinh, 2 TIHITP & ORI B3 7058 R i MK
DIEZ AOICE & ey, BRI IMEE O — I X IE
M/NREDBEED & EN T 5.

B 1 15 RV I MR AE 2 58 5 IRp B &, i/ MR-
1 ADFEFR L OEEONCFIMBI G A £ L bl LD
VA R MR E A BE 5 WAy, FEAN T RO SRR
HRECIR L DA, H A 7102 O il o B AR AE SR & 1252 il
LTAHIEPEETHS. DAToKREICE T, 1Mol
DIEHE THEBRKEERAYEE T 5. LRI
fEE, BERA L FERBETICX > THHEEETH % 0
FRR B, MMROKE S CTHBETHHNBSTHD. *
DIz, B EPEIMMAETE (Mean platelet volume: MPV)
WX BN 4 X AR LiciBli 7 v —5 v — b &fF
U7z, OB, KA IMEHKEEAR OMERIC X % it/ MRZRE
Bleg L M/ 1 X ORI EETH D, MPV DA
TR L TikZe b 7w, BRI/ o B R 700 75 1 2 4\
2N, RMIMEBHEA b, BRIER /N O K X X 0 2 5
B (ER 4pm) ERRI/ N, ARiERK (B 8um) Bk
RERMMR & E A, ITP Tl kMR b Lig L
EBE I 50, KREBOIMIMULIETE K TH 5.

1L M/MRY A X(EX DREMRBL—E L ZETT
A—F+—+

F LMoy 4 X Lo, AN, TEE R i) i
KU IR ER MM AR 5 Je R il MR A E 12 73 F8
LI fERIREA O —E xR T

B 2 i/ N TR RN e A S 8 R B E
D, K3 KM « ER MM A 5 SR M AE -

WHFEDZM 7 v —F v — b H/RT.

R e s, N B B IER KN A R 5 e R
MV RED, KB 5\ R BRI A BE 5 96 Kpk 1
IINHIRAAE « BLHREY 35 X OYAMED BFZEHEIC X 58 L
S - BE - BMIAREARTP NMEREhTw b, BB
I,

. FREBEOHE

1. B/ NMRGR A RE
1) Wiskott-Aldrich fE{ZE¥ (WAS) & & U X E$8 i /iR iRk

PE (X-linked thrombocytopenia: XLT)* '

X B S TE M R R 2 0E T B B Wiskott-Aldrich 4 17 B
(WAS) 1%, /NI N 2 it & 3 5 58 Rk i/ M AME,
DREGeE, HHEMEZE A 3 B e L, £ ORREET L wA4S
THDH. WASEFREDOH T, ZOBREMTH D i/ M
FE O 2% B4 % X $A I /W A E (X-linked thrombo-
cytopenia: XLT) 238 b, ITP & OEJNCEEEETH 5.
WAS 8 L OYXLT 1%, B CTHAR 2D /MR 235 b,
M2 M BE 2 R FERER & 35 & % VR REL
AR/ T, i CIREEERO M e, ITP & L
B L, M/NBOBREERE O T A B BHES Y H I O HUE 28,
HOfEEmEgm (ATHA) 7c & O B CHEE B,
IgA BHE, A7 v —, BHMEMEY v <, ol
P A GO 200 5 5. ZhE TR T 60 BILL
LofEGPEEN I TS,

KIEDN BN 584, KMo T, B, NK a2 #Eic s
5 WASPEHBERBELY 70— 4 b 2 P U —KIZ L5
TAZ ) —=v 73 H5HEMA (WASP f@4T) & WAS EI=
TERORENTTRETH 5.

—77, WAS DIGEIKIER A H D, WASP EHEFKIH F
BICETLTWAIRE b b, WAS ST 2RI
TE S NI NEGITIE, WHOAS T WAS (WIP £FE) 2
Btbh b, WIPEE L, WASPEABEOLE/ICEE
WASP & HRIABECTH Y, WIPFI B TARO T T
EZWT 5. ChE TWIPSERFEREIIHA TCIRXR[HES
NT5.,

F7o, MV ofic, M4 7 & O B O R RERER
BOGUNEIETH BHA TovD WASP R A FH A IE
WOYE, WASPOCRILKEAELT 7 F vEAILEY A S
Arp2/3 HAROREBETH ARPCIB % 2 — 4% ARPCIB
BAT AR A R 5 R AR S VR O FTR L AR
HEIRTWA.

JTAE, R IIE RIS X B85, HORIEC X HEy
AN A VIEREDFL, CDCL2BIETDOCRIZ I Ak v
AR AR B HE R AR EE BRI R OFWRE LS S h
T 5.
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R A A2 X B RER 7SR M MR AME DBRES R CCiik1, 2 X051, 2GT)

R4

HEMA BB W R PRI

NI (Small platelets)

Wiskott-Aldrich iE {EH#E  (Wiskott-Aldrich syndrome: WAS) X,AR  WAS, WIPF1, R4, 825, Mvdagisd
ARPCIB
X M/ NREAME  (X-linked thrombocytopenia: XLT) X WAS IR D H
IEH A/ MM (Normal-sized platelets)

SER M EBERME /M EAME - (Congenital amegakaryocytic AR MPL FERERZ W, BRI E~BAT
thrombocytopenia: CAMT)

Bed R a & 0F 5 i/ Midid fE  (Congenital thrombocytopenia AD HOXAII, B RE¥E, BHRE~BIT
with radio-ulnar synostosis: RUSAT) MECOM

Bt AR A A 5 /MR ASE  (Thrombocytopenia with absent radii: AR RBMS8A Bl /KB, 4R & 3 MREUE AL
TAR)

AR A I % P o F SR MR E - (Familial platelet AD RUNXI AML/MDS ~# A7
disorder with propensity to myeloid malignancy: FPD-AML)

ETV6 B Yt (R M BRI MIRAME  (ETV6-related AD ETV6 MREE RS ~ AT
thrombocytopenia, Autosomal dominant thrombocytopenia,
thrombocytopenia 5: THCS)

SRC BHH Yt AR B M B R AAE (SRC-related AD SRC B HIRRAEAE & 15 OF

thrombocytopenia)

TGO AR RAYE /R A E  (Autosomal dominant
thrombocytopenia, thrombocytopenia 2: THC2)

AD ANKRD26  GPla & o BRI, AML/MDS ~# 17

F b7 v—2ac BEAE (Cytochrome ¢ mutation) AD CYcS BEAZER 7 A b — o 2T
KB B\ i ERIM/MRYE: (Large or giant platelets)

MYH9 5£#%E (MYH9 disorders)

May-Hegglin #7 AD MYH9 R 7o A Il Bk A A

Sebastian fiE: R AN 7 L ER AT

Fechtner fiE: (FEHE Alport fiE IR % & 6f

Epstein fit (B Hf Alport iER & & 0F,  FIiEkE ARSI

Bernard-Soulier fE#f (Bernald-Soulier syndrome) AR, AD GP1BA, ) A b T VBRI,

GPIBB GP9 IV GPIb/IX F8H /KR

DiGeorge ./ P25 LIFAEBERE (DiGeorge/Velocardiofacial syndrome) ~ AD 2<2q1 1.2 d)el BEEESA TREBERE, O « Hina T
GPIBB

GPIIb/Ila ¥4 HiE (GPIIb/IIla mutations) AD ITGA2B,  GPIIb/llla S 25tk D IS ML
ITGB3

o-actinin-1 ¢ FAE (ACTNI mutations) AD ACTNI M NHBUE T VR

2B M von Willebrand #5 (Type 2B von Willebrand disease) AD vWF U A b5 R TE

XA i MM E - (X-linked macrothrombocytopenia) X GATAI ARIER S 1 525 % 5 OF

Paris-Trousseau/Jacobsen it {5 #f (Paris-trousseau/Jacobsen syndrome) AD 11923 del  BREZBIZTREGERE, B o FH,
(FLII) FETTENF « TR, O

Gray platelet i {E#F  (Gray platelet syndrome) AR NBEAL2 gttt (KE) i

B1 tubulin #£F%E (TUBBI mutations) AD TUBBI WUNE TS

Jib=E R PR S FTMEJK [(1'E (Periventricular heterotopia) X FLNA WIS, FETIERT « PRIk

CDC42 S 4E  (Takenouchi-Kosaki disease) AD CDC42 FEFE R, AR S

) X X#gH, AD : WHOMAENE, AR @ WHOAS
2. IEEREXI/MMREDEE WHREIAHTH S, Zh TR T 60 Bl oW ELH 5.

1) EXRMEEZERMEMm /MR (Congenital amega-
karyocytic thrombocytopenia: CAMT) 419
WHREARSEREEE &0, FAE R LIRM I D
M/ 23 B D, BEREROEM L T 5. O, i)
B, EIER, ARMER D 3 R4 D B il AN 22 23 ik < 1k
TUBARNBYAMEOIRRE L 10, — T ORES] T A
FEROHW, BEEFREVBESINR TS, AEEIX
thrombopoietin (TPO) &M TH 5 MPL BIL TR 2 R H
ThHD, Ml TPO EILEME & 7 5. MEEZWNITIZ MPL
BFREXRET S, MPLBIZTERLYAG I Il TD

2) BEREHEAEZM D I/MRRAME (Congenital thrombo-
cytopenia with radio-ulnar synostosis: RUSAT)!*2?

TWHEMRE SRR &0, BE R B i MR
DB Y, XA CEMMOBEE REEE 2 LS & L2V
BThs HHEREEIBEA L, il &b unBkmd
AHEFTT B, R AF ARy 7 ABIEEFREDO—DTH % HOXAII
WETRENENATH S, ZHE TR TR 10 fl O
Db b.

P, Rk DERIRAER & Bl & 7R U 72 b HOXALL 8ix
TFREDO L EFIC B T, HWHRAEKEEEZEA L &
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INES IR E K /MR
——> BRXUEERDEKRS

| |
INEY I /MR 1E & K /M

WASPéEE%iﬁ <// \\

ERERSE EMEREEYS  MAEHEE ERIRSUEM

PN TPOfE 10 xﬁ( &% ~Off7&  TPOIEHEM
BT (+) BT  LmBREDIS REE% ZTORKE GPlaRRL
@ﬁ o B DRI

YN !

iR HEMIES
WAS ~ WIPFI  ARPCIB MPL A If[lka,UZ'l‘ RUNX, I<#47
EETRA RETR EGTEN BETRN Car FTv6 SHe !

l \ / l HoxAll,  remsa BIETEET  ankrD26
MECOM  &I=FHRHT l BT
XEESEWAS/XLT @ {ALEWAS  CAMT B TR l l
l FPD/AML
TARJEIEEE THC5 %G& THC2

RUSAT

IEERIM/DMREAEDFHGEEELTDCytochrome cEREfEIZE KBRS EM/MRFEREIZEETHY.
FDERZIXCYCS BIFRTEIT.

R2 A EE RO R S Je R VIR IE D2 7 v —F ¢ — b

RE-BEXM/MER
—> BRMUEZR DR

| |
H MAER B Y

Emliskiq‘)u?k(*)\
| | Q) YRAMEFUERE
~
(+) ) GPIb/IX, GPIIb/MaSE IR A2 AT | |
‘ | | | &N U
~ GPIb/IX  GPIb/IX GPIlb/1lla l l
N“"lM”C "1‘ Fsmn. smET 2BET BSS WD 2B
l l l (VWFRITE)
BERAE BSS BSSATO  GPlb/la®2%
MYHOE & (GPIb/IXEIGTFHEHMT) (GPIb/ 2B G T AR HT)
(MYHOEIGTFRRHT) @
LEREIO—Fr— TSN EIZIL TUBBI. ACTNIRTESTS &
REM/NMROIGEIZIEEIERITE1T75 (Gray plateletfE & EE) i
-FMHREERENHDIEEITIECATARB L FHBTEITS (*x)

s M/MRoEBHIAE K TH D5 S 1Z[EParis—Trousseau/JacobsenfEIREE Z 5% 5
K3 K- EoR /M A S R MR AE DK 7 v —F + — b (CCEk2 X v 51H, %G1
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D, MECOMRIGT 5 %D HREGINAHRE S hTw 5
Bed REaa 2y, SHERRED L, s &b
PRI DT 205, B R &b I EC € 5 1
ZREBI S FAAET 5 & D, MECOM AT BEMUAE BAF &
WO BB SN RIES TV 5.

3) BEXREEMHD /MR (Thrombocytopenia with
absent radii: TAR fE{REE)>

WYL HERDE AR &0, LR S MR 25

B, HHEZERKEIED L, XA cRE RIEGR S

TENEETH D, R E &S MO R IR
B35, RNA 7ty v 7 icEHE ey v vIERIHE
EUREHERT D4 7 2= POHNDIDTHAHYI4%
I — N9 % RBM8A (RNA binding motif protein 84) B{&T D
null 252 &, SREIFUR O 2 D D single nucleotide polymorphism
(SNP) D5 HD 1 >OEARIRICL - THI SR S h b,
WESI N TWBS3REF D 5> Lo SURERIT, K7 ) i
RBMBA % &1 1q21.1 DRUNRIME B, Ao 2 5E G
X RBMSA DFIFER B B\ ik 7 v — 2 v 7 b B o null £ 5%
NRERLRI. BEIRLNINE 5 —FHD7 Vv OFiEiH
BY D SNP 7% RBM8A DURG AL T 38, FOFR Y14 DF
BIMET LTV ZENERTH D EHmEI N TV 5.

4) BHEMESER Z M > XKL/ REDIE
(Familial platelet disorder with propensity to myeloid
malignancy: FPD-AML)?*

WHEAREEEEE AR &0, D B\ IREE O /)
B, MBS RESE T 2 R B T, 2R D 35% »
AML/MDS IZBAT3 5. /RIS O FEAEFM L 7 %0
ASTRTH Y, FIEENDH D, BEEITP & L TREBES 1
fofRiZ, AML/MDS % F84E 3 2 #1723 % %. RUNXI &=
BERMAREINTED, ZhE R TR0 KROHRSE
D3 B, RIAODC Mg B 2 5 0k 2 vTREM: 2N b B e
b, ERRVCEERBISENILATD%.

5) ETV6-related thrombocytopenia (Autosomal dominant
thrombocytopenia, thrombocytopenia 5: THC5)?")
WHEREE RGN R &0, MM & &bk

B 2 GOF T 2REFI AR S TR D, ETV6EIET

ERNFES TS, R RS 2~ 4063 %

MRS D B 7, ERERCERBIEINHATS 5.

6) SRC-related thrombocytopenia®
WHEAEEREEAE &0, M & & b

FRMELE 2 &5 0F 3 2IEGIA IR S TR Y, SRCEETER

MEEI TS,

7) BHaFEEEGEEN/MUBAEE (Autosomal dominant
thrombocytopenia, thrombocytopenia 2: THC2)>"2

WHREMAEEREEAE &0, MR & I ER

HHEEIE CH 5. M/PRBHERRILIER TH 5. M/

GPla DFEBL & o R A RANT 5. FEREER L 10 7% 0> B #H

HEN TR, MIMEIL3-877 CF¥Y4777) Thy, &
BT O ERERTESINL T A 0 AVMIEEERE D D, I
5 TPO X LA T 5. £ DD AML/MDS ~ D AT 5 &
DECOIEHIITH B, 7 A+ — v ARIH D ANKRD26
(Ankyrin repeat domain-containing protein 26) &{5¥ D 5°-FF
TEREMOZE AR EI R T\W5, T E TR T34
BOFEFR) OW|MEND B, BRI g ErEIEE % & 0F 3
BIEBIN D B Icd, RGBS NNEATH 5.

8) FhoO—LcEEE (Cytochrome ¢ mutation)? )

WY OHREEEEER Y L, IR O E B
B, M/PRBHERIZIER Ch s, ERREIXERCTHS
S, MIMRPEA: R & B i MO R S h s, 1)
WFMLIER THS. Tpls2Ica—FIhp I bav iy
7O CYCS EInTAS (G41S) BRIEEINTH D, Hi
Kok n7 Kb — v ARKOTLHENRE E I LT 5.
IhE THATREEKROBRE DB 5.

3. KB H 3 W [FEXM/IMRIBAEE

BETHREOTNC, HMERAALATY A b wF v §E
ERE DKM D % Y54 1% Bernard-Soulier fE R (BSS) %,
JUAHEDN B 5 854613 2B A von Willebrand % & BE\>, Zh F#
AR U7 24T 5. RSB AR OBgiic X % il
MR, AIER, ARIMER OB ZR I cEE Th B, Pl
HRiCE AT H D02 @1, BHREARE A IIER « &
v v EPHTA (NMMHC-TIA) SR A AT, £ DR
D BB T 5 MYHY S5 HE O BB T 21175 5.
M MERE AR DEFED S 2y TR AL, NMMHC-TIA
EROICINL, 7 —4% 4 F & ) —ETGPIL/IX &
GPIIb/Ila FE B & FRFC BT L, OB RO, D
Bernard-Soulier it B & GPIIb/ITa 525 iE % #7145, (K
etk (KD /MR % 78D 5 356 1 Gray platelet fE R,
MR RB I Bt (FK o R %58 5 854 1T Paris-
Trousseau/Jacobsen fE B fF, FRIMERDIZRERE > &0t %
B o XGHSEAT i MR E O TR B B, ZhE T
DR EK M/ INRAE 209 SEFI O fEHT Tik, 117 5EGT (72%)
DMEEZW S Aufe. MYH9 SRFRE A R b B 255 < (42%),
BSS & ZDRNE (~7 v LR e (13%)2.

1) MYH9 £EE (MYH9 disorders)®>3¥

May-Hegglin 5% (MHA) 1 fN#E &b MYH9 FEHE T,
WHEAREREEEA L &, BERIAVME, i %
L ORI ERE AR 2 Rt & 5. AP I NMMHCA-TIA
ha— N5 MYHIBIZTERENRETSH S, BHE &
% % b 3T\~ Sebastian i {EHE, Alport fiE tk (B 48 « #
M« AN A& 0F3 % Fechtner FEMERE, FHAMLERD R
U Bpstein iEEAE & MYH9 SREFEICUfE X b, MYH9 52
FE O IR O FE B L JER BRI B i /L B L B Dohle /)M
BB AR TH B 2N, SBED A A F 2 FHe A TR
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G B A, MYH9 FEFE O BRI 12 NMMHCA-IIA
FEHORFERND D120, EHAKOIFAENT S - Tl
B8 I X NMMHCA-TIA S0 940 % 4T 2 1 MYH9 SEHE O
D& = DG HENTEETH B, MYH9 FIRA R E M 1
By o BEE A A 0FT 525, MYH9 REER Tt D&
JEMENTe Y, MYH9 SBIET DA RO X b FEKFE S
WCHEWDD DI, BIETREOFEICLERENLD .

WEZW LI EAIC >\ TR R 27w,
BEPERE &l L U O 7o D OB Ak X OV AR
e & E U CHERE ORI & F LA BRI 5 2 L fT5 Z
EDERTH .

2) Bernard-Soulier fE{£8f (Bernald-Soulier syndrome:

BSS)¥:30

Bernard-Soulier Ji: & #f 13 7 4% 04 4 M 38 {5 MK BB T,
GPIVIX/V E AR DR KIENRRTH 5. E AR
S MM & IR OE R, ) A b vF It X B
M/ D R AN & 5. /IR RES T A PE 5 7o
&, M/ O B G g U CE RS 7o iR A R
HANFA ORIBGEZE RN D 0, Frc bR )T % <
Ronsd, ~7 v BEGHERERE TR MERZ R S o
B, KB ART 5 2 L2 %<, BEIMERGEEEE I
X A M IMRBGIE TR R B & S M NEE
b, REEEMER XL O~T w5 MEBSS I, BMEITP
B W EFEEARRA O M MOEAE & U CREE8IZE S T
BREFI DN\,

3) DiGeorge/ A& LEEMAE{EE# (DiGeorge/Velocardio-
facial syndrome)¥*%

DiGeorge FEMERFICIUE X B 22q11 K& TR EMHIKIC
# % GPIBB IR+ D~ 7 a N o iz KA /Mo i3
T 5. WHROEAENEEEE £ 5.

4) GPlib/llla BEE (ITGA2B/ITGB3 mutations)**”

GPIb/Ila &1k (£ v 5 7V v allbp3) O Fe K4 KiIE
i, MRIETHEDRIE & 7eh 2 LR RABRT W5,
N DRE VRS e A AR U, MR R R A
RINT 55, MM X OIERBIZIER Ch B, L, W
e (ARG % & D, GPIIb/Illa 2 EEOEE Y
G b % 5| & & 9" ITGA2B/ATGB3 B {n T A RN ERIEER
KIMIHEDFEIR & 725 & LAV Uz, HImAER (386
Tre <, M/REERITOCME T+ 5205, IR IER
HPHNTH 5. M/ D GPIIb/Ia FBLUIE F L, 1L
I GPIIb/Ila % BRI K % PAC-1 BiE DFEERRD DD
B, I OEMEA L~ — 2 —Th % CD62P FEHULAED 7o\,
5) a-actinin-1 84 (ACTNT mutations)**

ACTNI BIET W7 7 F ViR E T 52 Lk v 7
7 F AR 1S A BN B o-actinin-1 B2 — N4 5. Iy
AT, BEAI O IR IRGE (5 T IS S0 % 38D T\ B R o S R
ERIAVNEFIICOWT T 7 v — AT edboh, Bl

JRRIE (T & U CTACTNI B R 23 FE S Auvde. /i
W10 HRRE T, IR 1 Xk~ T w EAEBSS H 5\
\% GPIIb/Ila S8 E W L 2 EAE 3.4um TH 5. HIMEE
PRI <, /BRI ST LR 7\,

6) 2B %! von Willebrand & (Type 2B von Willebrand disease:

Type 2B vWD)®

2B M von Willebrand i 1%, &4 EMEERIEA LY &
D, /N GPIBIX 2k 3 % BRI 28 B8 e JTAE L 7 vWF
DI LY, VAT v EEROIHE &5 T vWF
v A F v — DR LMV & Efo T 1B ITP &2k
SRTVBREF D E . 30% B2 DFE G THHRFIC B U
THIMIME AR L, BYHERED A b v AR S
DT/ B & Te B, E T, 30%FEE DIER]T
VEEIC BRI A 5R AL R RE I 03 H af R R E
APTT IEH#IFANTH 5 & & L %\ ~. Montreal platelet fif 5
FEE LT O e M e & i/ A3 R 2R B
KM PNHEIABEBE TH D Z EVHBAL T 5.

7) XEHE RM/MR /R D E (X-linked macro-
thrombocytopenia)*

ARIMER & BB O HAE « p LB < BERTFTH 2
GATAI BIEFDZIn7 4 v H—F A A4 VD3I Ak AR
i, B £ S BRI MR MR RE A5 | &k 2 32
EPRE IR T B, GATAL X X Y fk Lt fifEd % 7
DI XN &£ 7e ), BERYEIS T TH %S GPIBA, GPIBB,
GPIB L OGP Is E OGN HIHI & 5. F1z, GATAIL
DEGHEMEFRI I £ OMBAF TH % FOG-1 L &
T BH, KEIH DNAFE G H D, &5\ ILFOG-1
BEHEWIZH BT LD, F 7€ THEMARTHED
78 E OFRMERRILE OGN 5.

8) Paris-Trousseau/Jacobsen fE{ZEf (Paris-Trousseau/

Jacobsen syndrome)*

Paris-Trousseau/Jacobsen #i B i 14 Y (0 (4 (B 1 5 (£ 3K
Al D, 11q23 fHE O KREI X 0 BRI LA E S
M/ NRERERE T, BRI o 80k 2 380 5. FHfiic
WCIER b I N ERER 7 & o BERERIZRERE R b
5. JRREETARE Lk, REEBICHEET 25 R
T FLII D~ 7 a RENFEE ST %, BRI HRE
KA A DR B 7o, MMERFE RS2 &
Nh 5.

9) Gray platelet iE{&E¥ (Gray platelet syndrome: GPS)**)

Gray platelet FEERF 1L Gt b B BB E & b, 1M
IR o R X O OB A RINT 5 Z L1t kb, &K
FEAR KA 2 B\ KLt i M 2 58D 5. TEBEENT T
o RO MR BITERERE 2B S h . o BRI
74 7V YR VWE I EDEEE DRI b T,
Gray platelet FEfE R Tl MW 2 7~ 3. 3T NBEAL2 7
JRREEFCh D EHIB L.
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10) B1 tubulin EFfE (TUBBT mutations)*”

Bl-tubulin X EAZEK « i/ M ICHFSREIZFEBL L, o-tubulin
EEETHI LI MUNE R T A, VMR EL S
naBRIciy, BEMERAIREN CRUNE BRI S h, Rtk
ZEE MR 5. Bl tubulin FEHRE 1L GO EM R
K& &Y, TUBBIBIBTAERIT X » TIEH ey NET D
BSE X R B ic, M/IMOBBICEE L RITT £ 2 bR,
11) RERBEErEKBE (Periventricular heterotopia: PH)®"

Filamin A 46 KM R ABEFEA A O KB 135 1
A oBEE 5 S U, MERMERZTEKAE
(periventricular heterotopia: PH) & 78 %. FLNA {511k X G
Bk BICfEET B0, BECTRERIEE Y, Tl
FTIEX R0 5 v 2 A ANEMALIZ X D Filamin A %
Fero e AR/ MR S B 5. FLNA OB BRI X -
TR DB AR A 37, IV IMRSR R D Ak "3
CEbHB.

12) CDC42 BEAE™

KEU M/ 2 P 5 iR A DA, RS S i ot
RKEW G L, CDC42E{n T4 ¥ % 4 3 % Takenouchi-
Kosaki A& ST 5.

IV. 2o YL bR ICH T2 MMREBR SR
HRE - EGFRE

BETZWORGREFNT O\ TIE, BT R 2+ 08t
L, HfEwa vy A s D ETIRET HZ ENEFE L,
EhBZMia vy b EELTIE, ChE TOMMTEREY
EREL, DD D CILIEH KO M IMIRAE O &1k didl
KEFNRBE, KD 2\ ER N AN R S 1 5 1Ml

[ SEBIBRE AT NIRRT |

IRAME D556 I BB B K AN T 5.

1. NEH B W EERKIVMREH T 2 /MR EE
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T980-8574 E IR MG TT R EBEHT 1-1
E-mail: ysasahara@med.tohoku.ac.jp

2. KEHZVWEEXM/MRERY % M/IVMRBDE

e BB IR R R R R BES

T501-3892 iz . I BH T T P A - e e 795-1

E-mail: skunishima@u-gifu-ms.ac.jp

PEE VoA Y BEEHUA,  VIMREE A FREBURT s X O0E
(LT NI, T ad AMED BFZEHE A+ — & ~— o D5k

CHEV,  BRLE Y ICAEGI O SRTRR D 1, B LV oA b
D B L TR B X OBR A 24T 59, ENZICH PRk

WHE e v 2 —Pich RS R, VoA N ) BRI O
BRI D DDA A F Ry 7 BB LTV, K4k
I HAEGI Sk & EBINTAT 2 & L oote. K21l
HUBIE TR 2 AT O GORIZ TR 2 % L i, BEANEIR
TR AEHTC O TEEN B ERET v 2 =k L O
23T I DNAMEFI GBI L TEBL T, e, BEM
DEEFRED RO D IRNEFIZ BT, =27 Y —4
FRATIC X % RN D RGBT B3R 2 A YL B BRI g
TV Z—F LRI AT BT L T\ 5.
https://www.ncchd.go.jp/hospital/about/section/cancer/
shindan.html
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T157-8535 AR AT XK 2 T H 10-1

E-mail: ishiguro-a@ncchd.go.jp

¥

WE-REMRR B INERNT
- REBROHE TO—H A AN —FRHT
o M/MREADE S D « WASPHIR

B ERFT R ep | * GPIb/IX
o IM/MRYA4X + GPIlb/Ma
o ERRIBRE AKAGE .

BIRIEE CORE A 1A
* ITPOBRISFRIE (EBFSAS U BMIA)
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EERE T8/ SRV

EBWER 1 B TR

I — L
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®2 BEEEET S AT ORGRETRE CCk3 X0 51, dGED

ABCGS DIAPHI  GP6 NBEAL2  SRC WAS
ABCGS ETV6 GP9Y ORAII STIM1 WDRI
ACTNI FLII HOXAll PRKACG THPO WIPF1
ANKRDI184 FLNA ITGA2B  RBM8A  TLNI ADAPI
ANKRD26  FYBI ITGB3 PHOA TPM4 GNE
ARFGEF2  GATAI MECOM RUNXI TRPM7  PTPRJ
ARPCIB GFIIB MPIG6B  SALL4 TUBBI

CDC25C GNAS MPL SLFNI4  VIPAS39

CDC42 GPI1BA  MYHY9 SPTAI VPS33B

CcYcs GPIBB  MYLY SPTB VWF

V. BEAHBIUCRAZ7+0—-T v 7

— MR, MR D EE AR F DT WL B
i, IMNREBUE N 5 Sk o R B A R 0, o)
Wl AEE S h 5., FFEER X OBEGNC X D EESR
LR BRERDNE IR B 72, WEIRIT R A Sl _F,  SHE#E:
HTHo TN RETHA.

WAS ¥ X OV XLT i3 2 #iGHE: & L Tig, FAiS
BB EI R SR B, FOMIG & BRI oW T
VEAIE B D R IR R 2 8 B I L CiE 4 541, &
7o, PLIMERID DN ELT 3 5 2 R 8 B RV i/ N A AiE
I\ T b (A M A B A 2R S 4L % 1419,

MYH9 S HHE W F 1) 5 B EE o7 1% L Tk, ACE
PEER 7o E O OF I & 5B RS L OEmED 2 v b v —
N B ETHENL L, T OB AR LT
B MRG S 53239,

MYH9 £ FHHAEIC 1T 5 B EEFSCHEOHEED ) 2 7,
RUNXI, ANKRD26, ETV6, SRC FHIEIC KT % £ 7%
AML/MDS CEIEIEB S0ED ) 2 7 )b, G R B
DR TH - CHEMNET » v —7 » FIINBATH 5.

VL. #&bWI(C

APEERE L, 1M« TR ITP DY 10% R E A7
5 MM, ITP & L CTEE SN TV BIER S F7E
ThHEEZBRD, KLEF A N, oKD
iE « SLHAE ORI & 5 Y) s ek O EINICERR cE 1
EENTHhH 5.

%!l

F
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KMV FE DB WHES] « v oA b )« ARE0BHREE
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4, ENLERB R v 2 — OREEE e, SRR

B, FRfE—ERSEA, SEER—IRE, PR R B L
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