Fe R TTP B3 D ADAMTS13 Bix AT

e NS ESLIRERGITIEE 7 — 4 FREED B

MEEE

A R M 28 5F)%  (thrombotic thrombocytopenic purpura; TTP) (%, von
Willebrand [K7-YJWii%3% ADAMTS13 DG CHRIAET 2 #HIGMERE TH 5,
ADAMTS13 iEMEZ ER S B D KD —> & LT ADAMTSIS & FRENH V. Zhit
Je KM TTP (Upshaw-Schulman JEERE) 2 7269, ABFE T, BARIZBIT DK
P TTP B35 D ADAMTS13 3815 bt 2 30 L, FIEA 1 = X AOfEI & L bz, TTP
ZE e REBRE T D AU NILE SE  (thrombotic microangiopathy; TMA) D2
WA FERRC-UGETICH G T2 2 L2 BME 35, SEEF, LR TTP B Es
14 % R85 L LT ADANTS1S Ba T 21T -7, XA V7 b« v —F o7k
(2 X DI ELEES RN OFER, p. RI93W A H & p. RUI2H AR OEE~T v 5K TH
>77, p. RUI123H ZRIZENHI TH DN, T v ~—7 OFEATRIE STV JRIKIZE
BThbd, TNOORERITZIETA RT7A4 0 OUGTHEITE LR L0 b, EHIT
SEEFEIL, kD IiE (FA VI No—r o U TEB IOV ) AEREPCRIE) T
27 VIVORINE R ZRIE TE RN T2 RO 4 FRITK L, Fiizie ik (v
TV — Ry —ro 7)) LA L,

A. BFFEBH

BB DOYETE . ADAMTS13 43 7D S AR

111 (1A AN P A Tl U= - { i 5 FEEFRNT 72 EICEH R 2 BWTIHFE 2 D
( thrombotic thrombocytopenic T& 7z, ARWFEFEETIX, R TTP &

purpura; TTP) OFIEIL, 7+ ENLT T

B DBIE TN 2 MERERIICAT VN BI5T

v FIR+ (von Willebrand factor; VWF) B DRFEPRIEA = XA NI 55
PR RO T 2T e 7T —+F REZETHELHIZ TP 2 G TeE A

ADAMTS13 DIEMEZEJ T = 5, ADAMTS13

BECTH D M MER/NMERE (thrombotic

TEMEDE L, SERAY7: ADAMTS13 & s+ microangiopathy; TMA) DZEH A F{IE
BRI A UVNIHBRACAE T A5 ADAMTS13 kel icH 5T 52 L2 B LT

HEPR (free¥—)ick-oTiZ S, %,
FEIZ ADAMTS13 BARFHEHE 1T L » THEMaE
& (HHEEE) X CRIET S TTP &%
KPE TTP & A\ L Upshaw-Schulman JiEfBE
#£ (Upshaw-Schulman syndrome; USS) &
MRS, Fhx 13, e RKME TTP B8 D ADAMTS13 [ % %I 412 ADAMTS 13 & {1~ D IR A &
BASTARENT. AN —#{EE D ADAMTS13
IGME & BB 2RO 58T, ADAMTS13 f54

b v =2t chiu, R TP o
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ADAMTS13 DEEZETEEAS 10% A5 T4 o

"REME R E 2 BIs IR 21T O, Tk i
ITNET, RN TP VB EB LU

S KM TTP FIEDJRA & 772 5 85
T HREERTE L CE T, —fRIC, BIBMER



B D B OBE T O ARSI,
BB D& T 7 V% PCR CTHIME L
TR S & gt 2 1k, T7obb A
AVI N = TIECK TR
EEND, Fx b ET. ADAMTSIS Ein T
DT Y OIMINHERT D K 9 akEt

L7 PCR 77 A ~—7% VT R (& DNA 72>
LR Y U ERIRICHEES S, 20
WERANZRES D, IV E TITHRA M
To T2 e RME TTP BT o6, #99
BOIEBNL Z O FFIETHEE~T a5
& D VIR EHEEMEDRRZ R FE S
Niceg A VT bev—lro v v JIETH
RERN—DLD, HHWE—DH D
MBIRVEE . FA VT h e —lrov
TUERNRILSMET D kL LT3
L7277 ) NERE PCR IEEIT->TVNDH, 2
DIFET, T ETIZ 3 BAE D ADAMTS13
BIRFIZENENER D RIIGET & JLH
L7,

AEEFE IR, Bl A S SR TTP
FWVEBE 1A DORKRERLH] 5T D
7oz, BE I L OO ADANTS13 B
TR 2 i L7z, S HIZ, ZNETIZH
AV "= TEBIRT 7 A
EE PCR ET2 7 LA OFKER % FE
TERINOTERIFRD 4 ZZRITK L, H
Tt 5k (a7 )V —Ro—rov v
1£) 12X Dt 2 Bias L7z,

B. BFFEFiL

BE B L O O 6 i LK 5y
ZWURE LTORIE T IY | fRAT & bR o
HFETHHEMRE Lz, DNA JH 81X
illustra blood genomicPrep Mini Spin

Kit (GE~NVAZT) ZfEH LTz, i)

5ORMAERITEE L3 v Med T,
G MER (K9 200 L) Z MR L7228 B
100 o L OABEAIE /K CRAE L THRI300 1 L
DOmMEE L, v =a 7 WIiE->TH
L7z,

229 DT 7 V% PCR THIE T 57~
WIZ, 24 XT DT T4 ~—%EHW\iz, &
VAFET T A ~—0D 5 AT MI3F ElA
(TGTAAAACGACGGCCAGT) %, 7> F & > A
FE 7T A ~—0 5 [T MI3R
(CAGGAAACAGCTATGACC) % . Z VAU
LTBW, 2T, D —Fr v
TS NBHNAT O O T D, =7
VT UISMT— A7 PCR SR_IFTHEGIC
RS T2 N TE, =7V 88
X OV 26-27 DOHENE CTIZSUGHRIZ DMSO 1 u L
W Uiz, =27 V2 71X GC HEnES
DIEFIT @26, GC-RICH PCR System
(B va) AL PCRIETH Lul
ERWTT e —AEXIKE TN K&
fifesd L7z, IRIZ, PCR SUMIRIZH% - T 1 5l
7T A ~—DkrE LRI INTP OARIE{L
Z AL LT, ExoSAP-IT (77 4 A KV
7 A)1uL &Iz, 37°C/30 45, 80°C/15
SRS, 205 1yl 2HAIC
LT MIBFBLIORMIR T A ~—T—
o AR E{T > 72, BigDye Terminator
v3. 1 Cycle Sequencing Kit (774 K-
WA F VAT L) RIED 4 57K &
FANT buL/BOSTIT 272, BUSE T4,
CleanSEQ % A # — I p— A AFHGIK % o
h (Ry =y a—Lx—) TR,
Genetic Analyzer 3730x1 (774 K
NAF VAT LX) 1T L TRIET —#
T,

f#MT > 7 b7 =7 Sequencher (¥V—
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a—R) ZHWCTEET — % 2822 L, %f
LA (K= 7 V2 L ZORIEK 20 HE L)
DLT7 7 L ARAE R LT, =7 Y
NCEREN RO o A cDNA B

(GenBank: AB069698.2) LM&AHLTT 2
BB~ DB K i ~T=, 4 b
O NIEENE O TGE. AT
VT DB LT, 7B,
TV UDBRETEATIFTAL LTI
BrEBIIETAEELHDOT, EERE
KR U7, ZBEPERME TTP OJRKA &
LTBEM CThHIE, TN ERRALR L L
THEE LT, KHREDOERTHIIL. 72
J WL~V T DR DRI HEERE~D
WEZFAME LT, HAAN® ADAMTS13 Bin
FIFET DD I A ALH
p. T339R. p.Q448E. p.P475S. p.P618A,
p. S903L, p. GI181R (FJFIRZ B S FRAM L
77

T, INETITHA VT by —F v
VUTEBX OV ) AER PR IET2T
VIVOFRREREZFRECE 0ol 4 F
ROJFINE R ZRKT D720, GridIoN
(F IR T )uo—X)|Ickbur
7 — Ri—tr v TIRIT O St
ZPaE L7,

(B~ D FELE)

AL ENLIE BRI EE 2 — 8
FOERBESTER R FOMEEZE B T
JeRt B OEEEZ I T2 LTS Lz, i
REMEPBITEHRTOAL T+ —A K
avky FEEE,

C. WFERER
BE (3%, BIR) X, BEOFHICIR
(53 NV N E A Dl S el T A = M N

Z L, /MR Ly e s BRI
b TMA EEDITZ, S BIZAMEMRAIC X
% ADAMTS13 1&EM: 2%, A > b B & — (&M
B, JERME TTP AEEbivi, 73 BE K
i3 C A e R A A AT o T2 R
ADAMTS13 1& 1% 0. %A, 1 > b B X —f&
PETdH 7=, AU ADAMTS13 #EME 25. 0%,
A e X —fafE, KT ADAMTS13 {EME
32.0%, A e X —[EThHoTTo®,
BF T RME TTP o AfRetEgi < HEE &
NicT=8 ADAMTS13 BIs A2 XA L7 k-
= v TIE TR Lo, ZDORER.
BFIT . 5TT0T (p. Argl93Trp) AR L
c. 3368G>A (p. Argl123His) ZEERNZFNZE
n~7ue#gEAMECTHRESINEZ, RIZ
c. 3368G>A (p. Argl123His) ZE5&3, REIC
c. 577C>T (p. Argl93Trp) 23 ~T #2461k
TRIESINT==0, BEERIMERIZLD
BaeE~TrEGREHEESINT,
c. 577C>T (p. Argl93Trp) ZNE T 11 F%
ICRIE SNTERTH Y | c. 336860A
(p. Argl123His) IXEINWI TH D5, 7
~— 7 PO OWMEFIDRH T,

ny Y= R—r v U BRI E D
fRMT 2D BT 0 | AL, BERIET
1782 bp KKZ[EE L TV 2RI L,
GridION Zf\Wizna 7 — Ry —A v
VU7 EE SN LT, ADAMTS13 EinF4
RZE&TH 50 kb OfEIEZ ., AT —EE
T D 6 AP PCR FEW) CRENT L 72 fE 5.
Bfp@ Y 1782 bp KRZFET D Z LA
T, Btk RIFRD 4 F2 R\ G R 5
IR, REAOBE T OFRIE % i
D

D. &£
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AR DR B OB & e 3 D EE.
JRINERZHETLZ L EbD TEE
ThHDH, WA —7 P —D W J 2k
VN, BAR TRRAT O FIEIIE L L TS &
TAREIND ), HDEET, o, RN
TTP O X 5 IZEEEE 2 RE S LT
HEERRELTHA LT hv—F
VUTERAX MNAFETEALTWDS, &
FERET, rx O T RICE VIR LIZH
A VT o=l TIERITVD, R
PE TTP 86VVERE 1 A ICRIERK & B 2 6
A% ADANTS13 BB T HHE 2 FE L1z, 4
FIRIESNT=DIE, 2O I A A%
HThHolz, WTivh . ADAMTS13 OAK
DOIERE. T2 b VWF GIWHENEZ FET
Xl b ERTHLEZEZLND, Z
NETOMANGEZDL L, WThLb ¥
VXTI W S e < Tp H AR
YCH D REMED E,

INETITHENT LR EE DD &
SJERME TTP B2\ B 65 44 (58 F5R) @ 9
Hel4 (B4FER) I, EE~T v ek
(43 FR) & D WITREBEENE (11 FR)
DRNERZRELIZZ LD, BR
I 67 T, ZOWNRIT, I 2B R 42
¥ (62.7%). 7L —Ah 7 b 11 flE
(16.4%) . F v 2 8 fE¥H (11.9%) .
AT TA v TR 4 FEE (6.0%), M
ERL 2 (3.0%) Tholo, imsCi
HENTWAIIDFRRERZED S &
AHTHI 180 FE & A o T2,

fEHT L7258 ZER D 9 B 4 FRITIE, K
R DOBAR T HEDFET DAl &
DR REFELE L THE-> T D, 1
V) = Rl v TS K D RMT
ERIGLTIOT, SHALNIRDL &

BHIFSN D,

E. #5im
He RME TTP B\ VRE 1 4 D ADAMTS13 1
BrEZA VI N o= TIET
ENT U725 3, 7 LMD B N E
e,

F. REFRfERRIEE %470 L

G. WIFEFER
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