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1. #% - B%

Bernard-Soulier fiE {& & 1& 1948 4E Bernard
& Soulier 12 X > THIMEFHEZEER, A MM/NMT
2D MAMREA %2588, BRI HIm{ES %
AT EFERMESREGEs NI LIcBE 2, LI
[FIFREFI D ERE S, B WERAEES
BERR 2D MEEIEHSFED 5N 2 REHNS
W, A HE R BE 0 M /N D v T 1969 4E
Grottum & Solum iZ X - THE®D & 7 )V ER 33,
BPLTRBZEiZL > TERKBIEISEL T &
MR ah, 1973 FE12 13 Howard % Caen 512 &
STYARAMeF P EEER 7YY INTS Y
R L ARICET 2 WLRMAL TWwW3 Z EH8HE
52 E N7z, 1974 FEIZ1E Weiss 537 4 F K
BRI THEEAOREEERIREL, 74>
VANTZ Y FEF (VWF) o3 2102 7%
—DRMEHER LIz, FDH7 > vWF okt
2 M/IMREESE O RAT % 155 %  OIM/IMROERY
SUERE & nfz, 1975 4 Nurden & i3 M/MER
[ D SDSPAGE #17v», PAS $@EBtEo

3OoDFEM/MRIESES > 827 DN GPI K
HLTWwRZEEHLICIL:, 2O LIES
{ DWFFEEI & - THERR & 1L % L 3z Clemet-
son & FEFH4 20XV 7% 4 F (GPlba,
GPIB, GPIX, GPV) #xkiBLTwaEERL
7z. LA GPIb/IX/V EEHB vWF v & 7%
—LEEE N, FEIZVWF v& 7% —0 ki
BOLBHEEEELEI oW TWVwS, AEICOW
TERRL2 DOBABHEROTHEENL TS
DTE\I NIz,

2. fRRE < BIZFEEM

1) RRE & BRRER

BSS ojEfgiE, vWF 123043 3 /MRS 24
1 GPIb/IX/V EEEO XM, ETdH 5\ i3
RESEH IS & > T—XIEMOFTHAERRE T B 5 M)
BAE RICHEEH S h 2658, S22 L D il
B zks, HREESERERRE L 5000
BHRRERFERED 1 D ThH 5. FIHEAE I MBS
BRDBND Z ENEHW,
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vWF binding

Thrombin{
binding

Q Anionic sulfated
O\ Glycopeptide

Thrombin
/| cleavage

LI

ABP-28D

F14-3-3C 1o
- B*ﬁlami% binding
GPIX GPIbB GPlba GPV 7:? Variant mutation

[ 1 GPIb/IX/V E&EOREE & 2l n TR

AR B/ VK S R X 5 IR O
MR, BEX, v UABIM/NG 2 S MR
DaRT, M/IMTBSREREE T 13 /MO & BUG
BT, VA rEeFr, RhorFrgsilks
WLIET, ADP, =374V, a7—4%
BHEBER, oY EVEERBENSTEDOND,
FCM, $efE 7 0 v bic & % M/IMREEEE B O AT
T % variant & % & \» T, GPlbe, GPIbg,
GPIX, GPV S Fh b BEWZIXH 2 57D
SNZVLPFPI LTV,

M/INEERESR % % £ 5 T 5 12 HMVIMRE D
FEwCHEMBER L L v, BREY2 4 sshnb
BZBERTHTHEPHRCHMT AL HE
Vv, FETHIMZEEED Shahs, S,
A, £FEHMOBE, EMFEET S50,

FESE IXENTRVLH 100 FAK 1 ALLTF
LDOMEDH B,

2) B|IEF & B/IGFRRAR

GPIb/IX/V &Iz 4 oD FhEFhEi -
LHEEFCLIVXE:2Z2T Y T2=v b
GPlber (¥ {4 17p12), GPIbg (22ql1.2),

GPIX (3g21), GPV (3q29) ok EhTwn
3 ABET, BOBOOMALIZ2:2:2:1T
bHHENE/ 70— VFEOHARRCED
THeEMIZEN TS, coding sequence |
4o0% 7T2=y DA GPIbg 2T T
NY1EDZ 7Y Y6 YILoTW5S,
GPIbg Iz it coding sequence M BEEAH: 10 I
DAvrorl1oBPEDLHLENTVSE, Zhod
70 E—F —HEBIC I EFHIKR—RFRRAND
Mz EER GATA, H5wid ETS &056EE
T 58, GPVEREWTTATARy 7 X %
CAAT Ry 7 ARFED N TwEkW, GPV i
iZ TATA Ry 7 ANBFEET 3.

4o Ty riRuf vy ICBANR 24
BO7 = /BOBYELESE, Thbbodf
¥VyF)E— & (LRR) 2ALTHY,
ZFOIZGPIb iz 718, GPI b g11H,
GPIX 1{#, GPVIC I5fHEFELET 5 Z & b Refel
TH5” (H 1),

BSS fiE 51 O # R T #EHT IR E B RE 2R T
(variant Bl) 3 BOBOOH 7 2=v b OHEHEE
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Gene

GPlbe —{H R |

K19(AAG, A deleted >stopd0
L{CTC}87>F(CCC)
T (76)deleted >stopd5
L129(CTC>P(CCC)
A15B(GCTIVIGTT)

L179(CTC)>deleted
C209(TGC>S(AGC)
G233V gain
M2303V gain

17p12

(TG deletion at 972-975)>stop295
W343(TGG)>stop(TGA)
S444(TCA)>stop(TAA)
(T insertion at 1418, A deletion at 1438)>truncation

GPIbp

C(-133>G

Y8B(TACKC(TGC)
A108(GCCRP(CCC)

GPV

GPIX

A deletion in AAAAAAAD!

] R
8]
] 22

58aa frame shift & stop
Y492(TAT, AT deleted)
WA9B(TGG)>stop(TGA)

B ] 22q11.2

3929

D21(GACG(GGC)
N4S(AACYS(AGC)
FSS(TTTS(TCT)
CTITGTI>Y(TAT)
W126(TGG)>stop(TGA)

bp

o

1000

2000 3000 4000

E 2 @ESNTOSELRETRER

F A4 > OfEiRic, REFEE %2R TH1E GPIb/
IX/V EEEOIEETR & B EAOFRE##O
fREIC R & R EMARZ L Twa, BHRES
RIEEFITE, 4209 72=v +bD5B12D
CHEEFEESECLER, Er0o¥ T2y

FMIEETHIC brhboY, MENTES
BERAESNB IV EEADY 722y hOF
HafThbhiuwizoiz, GPIb, IX, V 3k x
WLE T B EEZONTWLS,

BRI E T OEFOBRET TN Z S
JzfE#, GPlbe, GPIbg, GPIX Iz, fEA
CE27Vv—ALy 7, SEROERIZLZ )
YEYRIa—F—vay, TRAEYAIa—
T—YaYERETFRERBEHETHS Z L3
HAL 7z, Lo LE&MS GPV Kl FREEOR
B 5z BSSERIO#HE 2wy (K] 2),

(1) EAES (variant &)

GPIba IZIZfEd L D N RKH 5 300 DR
WVYWF DAL FAL VPO EY LOfES
HUBEETLII LR sh T (A1),

IO bEEFEERT NEKrS 269~287 A
D 3 DD Fuy IERIENFEEL ST BEAL
% Cys 248-Cys 209, Cys 264-Cys 211 @ S-S
&, BLUuAvrYvFIYE—1b (LRR) #
EPRYITHS L3N TWD,

LRR #ERN TOER 252 BSS EFIC B
Tix (8 1LRR A®D Leu 57—Phe E#t THE—
R AAREEERER], 5 6 LRR A Ala 156
—Val~Bolzano &) GPIb/IX/V &4
PO TEREAFEHL T2 bEbs ¥
vWF & OfEEREDET L T 597,

B5LRRMN® Leu 129-ProfEF TiZ VU A
e F rBEESEES L TW S, /MR
~@ GPIb/IX/V EERDFE, &6 I vWF
BEIZOYRERDSNTWS, ETLRRA
D 3EEREC L B Leu 179 OKAEF S sk =
hTw3 (Nancy I)?,

LRR#ERZR 7DV RX Vv 7 —¥ 4 »k
s — O R 2R s, oY
v 7 AREIIMAETEE L, B v — MEELA
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B2 EREREEZED, HHOEALOD
HBAREEEAREZ L LT 3SR s Ty
%, > T GPlba @ LRR #&END 7 = /B0
BRI ARS e b2 b2 5 L vWF L Off
ErEETILOLEELONS,

L# L Bolzano BlOfEHTHERIZ, torEY
BEEAVBEETHEILrbul vy Yy FIYE
— MEEX vWF OffSICEETHEB b v
ErOfGRiEBE LA ENEESRTY
5.

Z DAl Trp 498 — stop DZER T IE > D
EEMEE 2 R Wie R I GPIbg ST
ZEEEE S, SO WCHEEEERE —HHRFL
TWEHBHIIEA R A4 VDT WERT
HEEDIYTFIAVBEEIREWEEZON
TWw3, fit>TGPlba OMIEAF X4 >3
GPIb/GPIX OE EAOFKRICIZEETIE W
LEbis,

(2) BREE

GPV 2#Fwi-zhFThoy 7=y MZD
WTHROREFIBREShTWE, wihd
MFENTOY 7 2=y MEOEEHEEKLTH
nfilaA e, MEsnD, BEEBEHM
DEFE W X > TEADBATEOD 72 DI M/IME
B EADFRISHEER O UET T 285350,
GPIX % GPIbg B FHEE D H 5 BSS fEH
Tix, GPlba OFEBRBBIFIZET L TR SDI
L, GPlba wRE O H 2 ER T3 GPIX %
GPIbg OFIEB L wHBFED 5h, GPV iZw
ThOREZBOLTHFHFHRIZETL T EH5R
S4B, O L1k GPI/IX/V EE
FEOHBEATOEE, MAMREADFEBRIZ X
GPV 5134 7% <, GPIX % GPIbg #3EH
THdZ enftflahi,

Zhey 7=y MlET % CHO g~
EFHA LEEEOBMEERRITbII &
8, GPIX & GPIbg, GPlba & GPIbg X%
ZN GPlba # GPIX 3% { THHEEHE
LD L, GPIbe & GPIX & GPIbg HS{FELE
LEwbEEBEenTwI EBNHEeMh R 5

7z. 2% D GPIbg #3 GPlba & GPIX ORI/
ET 5 LBESEDOIE, RELCEETSH
D, GPV O Eix GPlba @ F v > E > OfEE
BRE2E020CBLETH DL EENT:,

GPIbg DERICDWT HEENL T3,
AN s & vtz O i DiGeorge/Velo-cardio-
facial fie {& #f 1 BSS fff & # 7~ L 7z fE 1 T,
GPIbg B RET 2 —HD22qll.2 B KEL
DiGeorge/Velo-cardio-facial fiEf&#E# £ 1L, =
heEbwE->TAD GPIbg BEFD T oE
& —E THRE - GATA-1 25#4& 3 5 2 (i-
133 D EZRMRER (C— G) &V BSS »IFHE
L7:bDOTH 3, BEEMMLICERENAD 6N
IO TOERITH 2. ZOft Thy 88 — Cys,
Ala108 = Pro ® 2 D D ZE A % 2 7z double
heterozygote fiEffll, 3 7"+ W7 F FHRSEIC 13
BEOREKEFED2HER, Thy88— Cys D
homozygote FEFIDS 2 REHE SN T 1510,
IS DEF TEGPIbgR2HE D L LT
GPIbe, GPIX HEHL T 5,

GPIX AL TR LRR#EBO I F > 210D
A—-Gic & 5 Asp—Gly &£ o F 45D A—-G
12 & % Asn—Ser Z& £ 1 & < double heter-
ozygote fiE | T 13 GPIb, GPIX O #H I3
65N 3, GPIX @ LRR 12 GPIbg L D& ICE
BEThHD @SN, T D% Asn — Ser DFE
DFEFI F RERB TR SN TWS, Z0
ftt. Cys 73 — Tyr 84, Cys 97 — Tyr ZEHI
PRESNOThOFERERTY 72=v bO
HEAFPERIN T B!,

3. JER - KROIR - FER - REFR -
/WO T NRIRATORIEEESM

1) BERRAIOFE-ER-RERR BETFHAT

fE P26 5%, Aok,

A2 RREE L D AR A B D FEEE
TH/MREA D HZ Z L LD ITP E2iish
BIEREAT oA FEEEZIT T, Ll
/R s 3, 15 Bl BRI sk % &
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TN % 520,  DAREE & IR % 26
Y LTz, 16 %KY A b7 A 8EET,
GPIb O/ EA¥[EA L BSS L 2ira iz, i
R 1L & 5 191 TREE,

SRIGRE « T I3 MRS EE. 3 AWEB D 5 BERIC
bEBROIER M H D BSS LBranTwns,
EHICHIMER %2RT £ MEwnin,

BOE TR LMFREIREZ LR
L.

AR - BInEkE 5,800, SECEE L.
Hb 12.5 g/dl, I/Mi#k3.875, A& FEXIM
IMRERD S, MPV 17.3, U A & F - EEHEAE
&0, M/ FCM fi#gti—#% GPlbe, GPIb/
IX, GPIX, GPV £/ 7 o+ —AFilkicxt L T
RIME T 2w Lk (X 3, 4). GPIIb/IIIa 3
FCH 3 2 RIGIKIEE. FROFRIZEHRC bR
»onizh, WH, BREETH-- (B 5).
YIRZ Ty T 4 T THRER, ¥,
WFRIZBWT b HL GPIbe, ¥ GPV LKIGT
BNV REED NI, FHEERE IR
iz oMM £ 5 EBbis HCV finfk
BiETH s,

BETFRTERIIR 6 IR, 462BED7
S/ BMEI—FT5 1 EESRIELLER7 V
—AYT7IHBEID, APy FIARURELS
ZEWE>TGPIba BMERLEZLSBoHD
cEzoN (ET),

2) S WwOTIPRIARIZONT

(1) GPIb /v 2 7Y b= U X
B0l GPlba @f5Fe2 /v 2777 bLize o7 A
PERRE NI, D~ A BHEKERREY,
BERMME, [/vREsA, RS x2S &
F BSS EEBFIE—HLTEY & BSSD
ETNERDBLIENERIL TS, 2O~
7 ADEREREIZIEE Z25b D ixn,

ZD~¥ A%t b GPlbe #EF % A FH
BN T VA 2w 7w oA LR LER
N7 ACBWTIEBSS DRBEF TR E
L, t bH¥GPlba v~V AHES T2y
b GPIbg, GPIX, GPV 2384k % TRk L HAE

T5ZEMHEILz, b b HIMRFHE S B
L L MIMRE S IFIZIEEE E k> T3,

ZDZ L SREDOFB LR E L GRIE
TP ERTHAAREEERLIEDDELT
HETHS.

(2) GPV /w7 7o b=T A

GPV K2WITRBEFEEOHRENL L,
GPV @£ 5 BSS 277 Db\ o Bk
bl-hTwiz, £h@8EFro—=r 708k
hizicbrbbs T2 OBERTHTHD,
NeE2ERT 0GPV /v 2777wy
ADHRHFL ZhhshTwi, FEE220
ek S IZIZREEZRUCLLTGPV /v 27 Y
b7 ARG S TS,

FOFERWThOHECBWTH GPV 2/
w777 rLTH BSS FZ &7, M/AMRE,
B4 ZFHICERE, RroeF @BEBEET
Holz, 16> T GPV iz GPIb, GPIX Q¥R
BREI N ETR RV EDHs IR o T2,
L L GPVRIE~v 7 A TREBE o EY
Wt d B RIS, BEERE, 74 7N =T Uk
BHETHR~NZBO UL, HMmEHLEHEL
7z, GPV ixMMEiE MR 81 % negative
regulator & L TOBERZ{T-o T3 LT 58
&E, boreErziaEibciznETR N
LT ARELDVBEEICOWTRELZEMEEL
Tw3, #oTGPV /v 277 b T7ADEK
R ERSA TR PR LR TR A
oo TEl, ZOE»OY7T2=y bizH
T3/ 92777 vy AO#HEIXTY,

4. REDES - WK

AR AR D W T bk LN I % 48 2. % S5
v, fEo THRIMIFMTRE, s, BEEZR
H MR 1 /MR I TGS 2, ZOHE
GPIb/IX/V E&E Izt 3 2 FfEGEH 4 Ul
M&EHR, IEIMBHRIEET T 2 7o O I AHLE 2
NI T R & TH B,

HEEBICBWTRITERZ L O/MEERIT 2
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Father Mother Brother Sister
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Sz1 o ¢

(GPIb-IX ‘ "

Com plex) ,: i —A&.‘J t- e m—‘"jj‘b}‘%" ’: RIS SRR B ’: w-—-‘,&::tﬁu_ﬁ.__ J
e _____ e R—— o _______ :

(GPIb-IX

comiion 1 | A I AL T LA IAL

822 i X

(GPlba) - /*\k b | ),4*\ ¥ | . '3 /“3\

WGA3 | - - - -

RN ED

PL524 . -

(GPIb) ' - AT j\ ERANE /’M -

KPM-9 -

(GPIX) | fi‘\N Jﬂ\ /m"» ,,_w‘mk

1D9 .-

v 3 AT A IA T

5 Flow Cytometric Analysis of platelet Glycoproteins of the BSS Family
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BHEETTS.

v,

Deletion Lo IEE L, AREOEEE HIMEE s 2

c ¥
G 5 HMOHENTFHELT, PFYATI %

DDAVP 23 M 2 EiE 4 2 035 5.
HIMIC & 2 B I 8K TG T 5.
WEF T OME 4 OERITRIgEIC 2 D, Fit
A MEHFEBAE SRR 2 > TW A BET
X, BOBHR~AOLEEY 72=y b l{ET%

EHDOEEZTWS,
Normal subject

5
3

-

CCAAAAAAACC
GGTTTTTTTG G

JAT 5Lk PBETHESEES LD A

?: 5. BIZFHEAT - UTHEERDFET

2 - BEFEITOAEZAETODRA TV
BRE, MEOHWHENTITZ2bDTHEZ L%
EZHLEITHARETH S, Lo L HEES
ELTIThbhTwhkho7h, BECREDR
WERE T IR b, BFEIC bEEICK 3
BEVRD S, ZOHbbNOEETIEEE

6 Gene Analysis of BSS Case (GPlba o AT
Gene, Nucleotide 1929~1942)

s e Abnormal Amino Acid sequence

Premature Stop Codon

Normal -ACC AAA  AAA @C ATC-—— CTG CTG CTG AGC-—
T K K T | L L L S

449 538
BSS —-ACC AAA AAA CCA  TCCwm TGC TGC TGA
T K K P S e C STOP
Signal Peptide Transmembrane Domain
gnatrer GPlba h
Normal [ ] | ] | stop

+Abnorn1a| Sequence
Bss [ | | |stop
[¥ 7 Predicted Abnormality of GPIbe in the BSS Platelets
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