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HERNE TTP H35 0D ADAMTS 13 WHE T BT A WF5E
[E TG B S WF 98 o & — 43 T-Jpi HES

[E|SEARER Al 7EE o 2 — 43 TR R

B

ESERS
GBS

il
7

WFIESy i1
WP 737

WHotE

von Willebrand [K-F-GIWrli%sE ADAMTS1S OTEMEEMS, AR E f SRR M 265
J5 (thrombotic thrombocytopenic purpura; TTP) LK & 705, ADAMTS13 1E1E %
FEWESEDHFINO—2> L LT ADAMTSIS B TFRE N H Y . TR TTP
(Upshaw-Schulman JEBRE) A 51 & 29, AL T, BARIZIST 556K TTP &
F D ADAMTS 13 AR T 21TV, FIE A ) = XL ORI & & Hic, TIP B A F
TA VR A RTA LV OERICTF T D 5D E LT D, S, R
PETTP HE 34 (3 FHR) Zxtg s LT ADAMISIS MHaTF DT 21T 72, &4 A L7
Ny—r v TR K D WIRE A RAT ORE R . 3 HZROBFITENE N,
p. G139V Fs*17 & p. I673F, p. R193W & p. C908Y. p. G139VEs*17 & p. W686+x DA ~TF
OREARTH o 72, p. G139VFs*17 & p. W686+(IHFI & & b TRIME DA R Ch - 72,
INDORERIF, WIRT —2 bW TELDHZ & T, TP BEEEEOZER L O

TG A RS A v OVERRICB W CEERTAZ LN TE 5,

A. BFEEERY

1 O IA N 1 > A N = ]
(thrombotic thrombocytopenic purpura;
TTP) DIEIEIL. 7+ ENT T FRF
(von Willebrand factor; VWF) % RpiiAy
WY B M~ v 7 7 —F ADAMTS13
TR TS Z 5, ADAMTS13 JEMEDHE 2L
. JERAY: ADAMTSIS B FREEH H W
% KB4 U 5 H1ADAMTS 13 B ELFLRIC
ko T Z B, BT ADAMTS13 EfmTF B
W& > THMEEBEFRNTHRIET S TP &
HeRME TTP 3 A X Upshaw—Schulman fiE
fEERE (Upshaw—Schulman syndrome; USS)
EMES, Fa . RN TIP BEOD
ADAMTS13 BT, BHARAN—RERD
ADANTS13 V&M & B F LB O 5547,
ADAMTSI3 A X > X7 E DR,
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ADAMTS13 43-F D SEARHEMRAT 70 S 1B R
ERWTHFREZED CE T, AWFFEFE
I, FERME TTP B OB s fAT & 4k
BERZAT VN, BT FH DO RO TIE A
N=ALIET MR EZERT %
HEgE LT3,

ADAMTS13VEMEDS 10% KM TA b B X
—BNEMETHIUL, FERM TTP OFREME
ZEx, BInFHETZIT o, TxlIh
T, EXRME TP EVBREB L OFKE
PG ADAMTS13 SBAnF D ELBLF & FH
SERME TTP FBIEDRA & 72 28T E2E
ERELTE L, —RIZ, BIsMEREDRN
Bbh s BEOELRTOEERSIX, Z
BEIEF DK Y Y % PCR THE LT
WEES 5T D k. 37hbba A
Lo ke =l SR L o THRE



Ehbd, BxbET, ADANTSIS BIET D
&7 Y OIMINTHEEAET 5 L HREHL
72 PCR 77 A ~=—%& T, FR{K DNA %>

HETT Y UEBRICHEIEEYE, 20
WEBRSNEZRET D, ZNETICHL N
1Tl KM TTP BEMITOHA. 9
FOREFNTZ OFETEE~T aEEM
HOHNIHREESEOREAERNFE S
NnNbd, FAVI b=l kT
ERRZEZRN—D LD, HDNE—2H
ROMBBRWGER, FA VI b —F
VU U TERIRISHETHHFEL L
TRF LS AER PCR EE{THo TV
e THOFET, TNETIZIAEED
ADAMTS13 BIEFIZENZEIN R D RIE
BHaRH LU,

AW TIE, Frimlc A SRt
TTP BEWEE 34 (B HER) OREERL
BHOMNMZT A0, BEBIOKED
ADAMTS13 B A=A 2 S0 L 7=,

B. W5HE

BERB X OFEE» /5 bV EkE 5
EEHEAELURECZURY ., BTz ihD
HETHERE Lz, DNA FAEICIX
illustra blood genomicPrep Mini Spin
Kit (GE~NWVARTT) ZAEMA L7z, Mk
LORMERHRE LFy Mo T, B
fEMmER (K9 200 1 L) 2R L7273 B9 100
pL OEBEHE/KTEEL TR 300l @
MgE R L, ~==2T/VIilhE-> T
L7,

£ 29 @Dy Y % PCR CHEIIET 57
DIz, 24 RXT DT A ~—%HANie, &
VAFWT T A =—0 5 HIZ M13F EF)
(TGTAAAACGACGGCCAGT) %5\_773/3F%Zl/
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AFETTA~<—D 5 @I MI3R BLHI
(CAGGAAACAGCTATGACC) % . ZFnZhft
mrcenWi, ZniEk, bov—r»
VT RIS ENRIIZAT O 2D Th 5,
T YT SN %72 PCR S TR
GBS R LN TEF, =8
B L 26-27 DHENE CIERUSIRIZ DMSO 1
pLZWM LI, =7 Y T 6CHED
B AMBIEEICE WD, GC-RICH PCR
System (v =) A L7, PCRET
%, lul ZANWTT Vo —2BLRIKET
N REHERR Lz, IRIZ, PCR RUSRIZER
SRR T T A ~—DFRE &R ANTP
DORIELZ BB E LT, ExoSAP-IT (77
A4 A RNYZR) 1pl ZI0Z, 37°C/30 43
M., 80°C/16 RIS ETz, ZDHH 1
L 28RN LT, MISF B L TUMISR 75
A =TV =T U ARIS&EITo T,
BigDye v3. 1 Cycle
Sequencing Kit (7774 K « XA A4
AT AX) AED 4 EHPEE AT 5
p L/ BUGTIT o 7o RSHE T # . CleanSEQ
FAZ—Ix—FFERRAEx v b (Ry
g a—)LH—) THHREL L. Genetic
Analyzer 3730x1 (774 K« XA A4
AT AR) L CTERET — & 257,

fENTY 7 b7 =7 Sequencher (¥V—u
a—FR) FRAWCERET — ¥ 2881,
KRB (FTr V& FORIER 20 3
) ovuy LRSI LR L, =
7 NERENBRE O T HBA . cDNA B
51| (GenBank: AB069698.2) AL TT
T BESN~OEELR E RN, A
FECERERRONSTEAE. AT T
A TIRT HDHEERRF LIz, 72
B, =V CDERETHYRTSIA T

Terminator



WA B LIET WL H 50T
R BT Uz, 2RSSR TTP O Ji
K & UCREACHALIE, 2 du 2 UK 28 B
& UTHEGE UTe, R 028 8T,
TR R VOV TCO AR EL O RN B B R
SORRESEE LTz, HASA 0 ADAMTS13
R TACHAET D 6 D I Az 2 AL
p. T339R, p. Q448E, p.P475S, p.P618A,
p. S903L. p. GLISIR FXJFIKIZE B B BRI L
72e

(B ~ D EL )

AWV E LG B AR T v & —
F OB RSLER KR ZEOMELZ B2 T
ZERHE DR AE 52 To R CHEE Lz, W
BBMEDDIFEFHTOL T 4 — A F
oy hES,

C. WrkER
USS-UU % D 1L, c. 415-10G>A
(p. GI39VFsk17, FEFAE) & ¢ 2017A>T

(p. I673F, AHI3K) OEE~T niEaik
TH o7z, ¢ 2017AT (p. I673F) 1%4eK
P TTP OFRE & LG EIcHs Lz R
ER—THol, —FH. c.415-106>A
(p. G139Vfs*17) XA EIF/-IZRE I iz
EHEC, ZORINDEEN AT T4
VIRENTREINT, £ T, BED
FRIEMEK RNA Zfigtr L7z 2 A, FH@E
DWDORT T4 TRECLY, =7 Y
v 5T 8HEEDA v b VEFIRE EN
% HH mRNA DIFTENTER S 47z,
USS-VV K % @ B FE L. c. 57707
(p. R193W, BEFA3E) & c. 2723G A (p. C908Y,
R ODBEE~T uEERTH o7,
WL BARDSERME TTP B LB
I HBENAIAB UV ALRTH T,
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USS-WW 522 D [ 1d . c. 415-10G>A
(p. G139VEs*17, A HI3k) & c. 2057G>A
(p. W686k, EEHk) O E~T sk
T oo, . 415-10G>A (p. G139VFs*17)
WL ERRUSS-UUFERICFRIE Sz AT T4
R LR T o T, ¢ 205760A
(p. W686%) TX[EIPNAL & & i 4l D 7 VB
frDF A %f&f@o 770

D. B%

WARVER D IR B DT & e E T D I,
JRIKZE B A ETH Z L& b CHEE
Th D, W —r o — 0¥ Rz fk
W, BT O FEIEEE LT &
TRENDDN, MPEET, o, £K
PETTP O & 5 I FERB T RRE SN T
WBEE, RIRELTH ALY b v—
gy TIER a X NEE CERLT WA,
AL CIE, FEx O TRICE W Zh=L L
T ZA VT b =l TIERITO,
FERAME TTP BV 3 4 (3 5 3R) ITHIE
JEK & &2 S5 ADANTS1S s 7 B %
FELE, SABUVALRSF R
AL N A VRN 2 I S
YT RERE, ZRMEICECREFREY
DRBITZ, WIivh, ADAMIS13 DAk
DIERE. T2 b VIF SIS 8HE T
TR RDERTHDLEEZEZLND,
NETOHMENDEZB L, WFRBH
R BRSNS W I NI IR B R
B Ch D AREERE,

-
—

E. #&
PSR ob o T e Rk TP BV BB

34 (3%%) O ADAMISIS BlEFE2 & A
LI b o= v U SIE TR LT
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Btk o 62 [ FASHL - AIIAEER

S, ZSE, 20144F5 H 15 A-17 H

INBYET - TTP B Oz T, 45 36
A B A A2 (- i S WS, KR,
2014 4E5 H 29 BH-31 H

NS, AR (T HEE, AR,
AT TS, EHRET 7Y VPCRE A
VN ADAMTS1S BB FARDOA~T a s
PEOMENT. 2 36 [B] B A2 1k i Fa 5
e, KB, 201445 H 29 H-31 A

O () B, N, BEEE,
B FRFE AR, /RS, RHEICE, Ak
E—, AR, BMNHE BEEdT:
AV No—rmy ), FERPCR,
WA — T = TR AW TIP B
FOBTREYT. 55 36 [B] A AIMmAR 1k 1
SELENES KB, 201445 A 29 H
-31 H

wEFEE, HEET, BT, =EH
BAT: RESEIRILARLEE T L & VT
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H AR N D LA SEE T v~ 7 A DR
586 0] B AR ki S i RS, K
M, 201445 A 29 H-31 H

WK —F, HIARWEF, FRNBG—RE, N
JRIE, FETEE], YIRS, NR ST,
AW, fEE B mETT, EIleE
W A5 27 ) allbp3 i ks,
a ITb (ROIOW) / » 77 A 2= 7 A DAY
95 36 [l [ A AR ki AR iE S, K
B, 20144E5 F 29 A-31 H

PEVRCETE, /NVE AT, W AR,
MATESE, W, RNERE, LR
B, pYET, EEEET, H bR
HUVEC 1281 B L ANRT b — )Ll kb
eNOS, SIRTL, A — b7 7 ¥V —PHEHE xR
FORBFHFE, 87 A A ALES
£, HAF, 2014410 H 15-18 H
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