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£ 1 MEREFTROEN

DIC TMA
RBC ** 303 225
(X10% 1 1) (243-381) (200-330)
WBC 8240 7880
(X104/ 1 1) (2100-20300) (4900-12800)
PLT*#* 3.8 1.9
(X10% 1 1) (1.8-7.0) (1.3-3.0)

DIC, M & PNEEE; TMA, ey i FEE,; RBC, red blood cell;
WBC, white blood cell; PLT, platelet; **, p<0.01; *** p<0.001

K2 EFEFRROED

DIC T™A
Albumin** 3.2 3.6
(g/dl) (2.7-3.5) (3.3-3.8)
Creatinine*** 1.0 1.7
(mg/dl) (0.8-1.7) (1.2-4.3)
LDH*** 512 2112
(IU/L) (313-1036) (1308-3477)
T-Bil*** 0.8 3.8
(mg/dl) (0.5-1.3) (2.4-5.5)

DIC, #BfEMEIMEPNERRE; TMA, It/ M i 2 T-Bil, total bilirubin;

#* < 0.01; **% p<0.001

#£ 3 EmRBREDEN

DIC TMA
PT Lp##+* 1.39 1.10

(1.23-1.63) (1.00-1.17)
Fibrinogen*** 134 266

(mg/dl) (77.5-226) (214-345)
FDP** 40.0 18.2

(u g/ml) (19.8-48.0) (7.4-36.9)
AT 77.0 79.0

(%) (57.5-93.0) (66.0-102)

2. okk

DIC, #BREMEIME NEERE; TMA, et & fEE,

PT, prothrombin time; FDP, fibrinogen and fibrin degradation products;

AT; 7o F hur ey
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, p<0.01; *** p<0.001;



HERME TTP B3 > ADAMTS13 E{nFFEATIC R4 A B350

Wy EE  NavET
WMEmOE B EEIT

TERFR T v ¥ —o TREERN HE
BERERITIE Y X —MILEANF =T H5ER

MRES
MASPE M/ R P46 BE%  (thrombotic thrombocytopenic purpura; TTIP) X

von Willebrand [AFBIEiEESR ADAMTS13 OIEMER CHRETHHEER CH 5,
ADAMTS13 {EMZ W I HRED—> & LT ADAMISI3 BETEERH D, Zhik
JERYE TTP (Upshaw-Schulman JEFRAEE) %51 29, ABFFTIE, BARICBIT 5%
RPE TTP 83 O ADAMTS13 BTN 21T\, FIEA V=X LD L & bic, TTP
BETA RTAVOERICEET 22 2DELTND, SFEIL, R TP &
WEBE 34 (3FR) BXRE LT ADANISIS BETHN 21T o7c, #4127 hi—
oy TR X DBAERSIT OFER. 3FROBEIXEN I, p. C08Y D
EHEAM, p.RITSNFs*14 & p. G1031D DHEE~T wiEA M, p. C400R & p. C908Y D
AT rEEETH o7, p. ROT3NEs*14, p.GL031D, p. C400R 1IN & O TRE

EERODF

EDERTHoTe, ZHODBREBIRT —F LEPETEALDLI LT, TP H#
SIRAA BT A NEBICERERT 2 L3 TE D,

A. HREH

Mmoo M BB MR B R
(thrombotic thrombocytopenic purpura;
TTP) DFIEIL, 74+ ENT T FRTF
(von Willebrand factor; VWF) ##rEAY
I A I v 77— ADAMTS13 @
TEMEER TS Z 5, ADAMTSIS #EMEDIE Sk
IX. JERHY7: ADAMTS1S B FRE H D\
1% RANZ A T BT ADAMTS13 B S LA
Lo THEZ 5, FIT ADAMTSIS B F+EE
WL > THHEBEEEXNTRIET S TP %
SR TTP & A L Upshaw-Schulman JiE
&£ (Upshaw-Schulman syndrome; USS)
ERES, FaIX, EXRME TP BEOD
ADAMTS13 BinFENT. BARAN—RERD
ADAMTS13 151 & B+ D 5T,
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ADAMTSI3 fEA Z v R B DR,
ADAMTS13 43 D SLERIEERFT 702 I E R
EROWTCHREZED C&Tm, RfREE
TiX, JeRME TTP BE OB TN &1k
BEAIZATVY, BB T BE ORFEORIE A
H=ARLCET AR EERT AL %

HE9E LT3,

ADAMTS13 DEEFRIEMEAD 10%KHM TA >
v vy —REEThHIVUL, EXRME TP @
AReEEE 2, BETHEITEZTY, Fx
I NE T, BRE TIP VW BERB LD
SR % 5t 4217 ADAMTS 13 & fnF D ¥ EFER 5]

IR, JoRME TTP BIEDRKE & 72D 1E
BFREEFELTCERE, — K, B
MR ED DN D BE OBRETOEER
X, ERELEFOEKFTY Y% PCR T



HOE L CEERSIZFETR T D HE, TR
DHEA VI = TIEICL
> TRESND, Fix b EF . ADAMISI3
BETFOETT VU OIMINTEET B &
SEREL LI PR I A ~—%2 AWV, B
K DNA M BFxT 7 Vv 2B R A HEE S
. TOEEERFIERET D, THET
W Fox T o T e RME TP BEMT 0%
. BOBIDEFIIZ OFETHEAE~T
O EAMED A VTS EORRER
NEEEND, FA VI ke v—Frry
v IECTRRERR—DO LD, HDViT
— DL RONLRNWEA, XMLV T b -
v T ERLISHERET LS
EELTHE LY AEE PR EE1T
S TWND, ZOHET, ZTNETIZ3H
F D ADAMTS13 BRFICEFNENRR DK
KEFEELPRH L,

AR TIE, TR S LR
TTP SVWVEE 34 (35 %R) ORRERE%S
HOLMZT B0, BEBLOFEED
ADAMTS13 B AnFHRMT & FhE L 72,

B. WG
BEBLOFEE»OE DN IMERE S
BEE LZIREE TSI, BT E5D
5 ECHWEMAEE Lz, DNA R
illustra blood genomicPrep Mini Spin
Kit GE~NWVATT) ZER LT, Mg
LOMBERREE LizF vy F2DT,
& MER (R 200 1 L) 2R L7203 B 100
pL OAEBEHEAKTEE L TR 300wl @
mge R L, ~==2T7IVZHE-> TRl
L7,

429 B D= Y % PCR CTHEIEY 5 /-
DIT, 24 XTOTFTA~—%H iz, &
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VAFET T A =—0 5 HIZ MI3F B
(TGTAAAACGACGGCCAGT) %, 7 v F kv
2HMmTTA~<—0D 5 @I MI3R BRF
(CAGGAAACAGCTATGACC) %, Z i Eiuft
mLTBWE, Tk, o —4r v
U T RIGEFEIINAT O 12D Th 5,
T VT USMI— Y7 PCR TR
BGICHB IR LN TEE, =7 V8
B LV 26-27 DR TIXRISHRIZ DMSO 1
pLZHRMUE, =7 Y2 T3 G6CHEED
A& MNIEEICE V=, GC-RICH PCR
System (m v =) M L7z, PCRET
%, luL ZHNWTT Vo —2AEKIKET
Ny RERHER LT, IRIT, PCR BUNKIZER
SRR T T A <~ —DfrE L RKG ANTP
DOARTENE BRI E LT, ExoSAP-IT (77
4 AN R) Lul &, 37°C/30 %
M. 80°C/15 RIS ¥z, ZD 955 1
pL ZEARNC LT, MISF B I UMISR 75
A —TV =T VAR EIT> 7,
BigDye v3.1 Cycle
Sequencing Kit (7774 K« XA 4
AT LX) RED4FEHRIEEZANT 5
L/ RIS TIT o 72, RISHE T 1. CleanSEQ
HAZ—=IF—ZRBERAExY b (RN
gy e a—)L A —) TEHRIL ., Genetic
Analyzer 3730x1 (7774 R« XA F
AT LR) WL CERT — % 2157,

fEMTY 7 b7 =7 Sequencher (¥—
a—R) PRAWTKEET —FZBEL,
KREE (K7 V& FORIER 20 1
) ovry VU RES|EHEE LT, =
7 NTERNPROMNoT285A . DNA B
%] (GenBank: AB069698.2) LMA&LTT
I BESI DB EETA T, A
e NCEBRRONo B E, AT

Terminator



AV TICRT HREF R L, &
B, 27V VDEFETCHORATS T4 T
WEEBLZRBLIETHEELHLOT, &
BRI UL, ZBENEXRME TP DR
KELTEMTHIE, ThERRER
& UTHERE LTz, RIEDERE THIII,
T JBLILTOE RO SR

DEBLIFHE LT, BAND ADAMTS13

BLRTICGHEETDI6 DI A ALHE

p. T339R, p. Q448E. p.P475S. p.P618A.
p. S903L. p. G1181R iﬁ[ﬁlﬁfiﬁ%ﬁ%ﬂb
7o
(R ERmE ~DELRE)
Kﬁ%mﬁﬁﬁﬁ%ﬁﬁ%ty&wﬁ
ORBRRIERRFZOMBEZERST
%Ewﬁaéﬁﬁttf%mbtoﬂ
TBEMEPGITEHBTDA 7+ —A K
ayky NEE,

C. MRER

USS-XX % @ B F L. c. 27236>A
(p. C908Y) DHREHEESEKTHY, WHE &
bELERD~Tu#ESEETHo =,
c. 2723G>A (p. C908Y) [LFFRME TTP DJF
HeE L THRECRELZERLFE—TH
o>, ZOERODKREESENR DI -
= DIIARFEF B3 FID TTH B,

USS-YY R DEE L. c. 2918_2919del
(p. RO7T3Nfs*14) & c. 3092G>A (p. G1031D)
D~T TSR TH o7~ BT c. 30926DA
(p.G1031D) DO~TF a#ESETH 727
O, BEORERIIFHEFKEEZ LN,
LL, RICERPRHINR o127
B, c.2918_2919del (p.RI7T3Nfs*14) D
BT VVIZEA LR B hote, L
L., BRERSCHREJBRELZR T
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E. BT . 2918_2919del (p. ROT3Nfs*14)
& ¢.30926>A (p. G1031D) DEA~T 1
AETHBEEZ TRV EHE LT,
USS-ZZ ZFH % @ B F 1L, c. 1198T>C
(p. C400R) & c.2723G>A (p. C908Y) D~
TOEEERTH o, BT c. 272360A
(p. C908Y) DT miEGIETH o727,
BEORERIIBARLEZLONE, R
T TIZEL R TRBVEITTE o
72h3, BEDIIX c. 1198T>C (p. C400R)
DAT aFEEEThHo -0, BEDR
BERIIROT VIVEFREHESI N, 2
F 0. BEIX ¢ 1198T>C (p.C400R) &
c. 2723G>A (p.C908Y) DBEAE~T n#ES
FEThdLELXLNT,

D. E%
BEMHDREREOZE A HE T D,
FRERZHETDIZLIIEODTEE
Thd, R —r o —DERIzfE
W, BEFETOFEETEL TN &
TFRINDD, FOEBT, o, kX
P TP O XL 5 ICEEBEFRBREINT
WHEE, RELTEA LT b v—
G 7IERaARX NEETENLTWS
A2 TIE, BxDTRIZE VIR L
TeHFA VT = U TEEITU,
SERME TTP BeWEE 34 (35FR) 2%
FERIR & & 2 bivd ADAMTS13 BT+ EBH
ZREE L, SERIFEEINZOEK, IR
T URAERBIO T L—LV T MRS
REBRE THoT, Wb, ADAMTSI3
DAROBERE, T2 H VWF IEEMEE
RETERIRDIERTHDILEZLN
5o TNETOHMENGEZDE, WVWT
b & T BRSNS S Fu 7z <



IROEETH D REELE,

E. #&#H
izl
34 (3

ZROMo TR TTP BV EBE
FR)

™

O ADAMTS13 BT % & A
LN =l PR LT
R.WwWTFhogEFbm7LvAED
ADAMIS13 B TFEFE THD Z LA LN
27207,
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7 N—TIE

WrEE

ATFZEHEIC I T A R Y 7 7 L — 7 BFgeid. BIRMARERED—EF
AL L L BT, ZOREERTH HuEREMBRERK ODWENE, BEREE S,
ROWNIRIEATA FOERZE L T, FIRLEERED T - FHOX RIS Z B
&2, SFEET FRELRE @EROLEERE) OERWERTHS TEX
PRI MERE) ORWIEELR O NCEREESBEIER Ls, WREELRIC TR
MeERREEOBETA K] L DERMMRERREE OBNHZET A K ©
YERRIZ AN €, SRR RIC OV TOEERAERLT 7y — ME L TW5,
Fo, FERIZEE LT (7o F hbur BEVBRES IO 4 7Y ) AU EEET
WWEVEEREZ R LEERE T o v B BESE (Prothrombin Himi) OREREAR
FricBa3 20098, e tERE ORENE « SR ME AT KEBEOBEFET). TEAR
NDOEIRMACTERED Y 27 ThB 7T A S-KI96E BROBERZAMENTICET
DGR, TRRET v T A S RIBERE OEREHER LR LVE CFIFERIC
BT 22T A RS54 L OFE—LMFLVECFIORWER L LTOMBERIE DR
ERFREFLIC) OFBEFERITON,

A. HREEW

T ECIEFIRMARZERE (VIE) O3
FESERE IXRCKIC R TIERWE Ebh TE
Tehd, BAEROWK LR X OEE{kic
VW, BARANIZEITS VIE OMEEHEML
TETWD, —JF, VIEREY A7 IZIAE
ERHBHZEbbhoTRY, AAANI
BT 5 VIE OFRAERE & FIEA V=X b
EFHLMMNIL, TOFH - PREXIER 2
MNTBHZEIFRETH D, APFRIETIL,
BARND T DR FEMEMARIE DO FH - T
B5D7= b DOt sEMeSLE B & 95,
FeRtEMmAE (e RMEme M ERREIC X
%) &, MREERIEEFO a7 A 2 C
(PC)., a7 A S (PS) BILOT T
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ERRIZEEZ2FRETH 5,
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MHEROBHEERLCICEEESED
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