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Table 1 BEER

Blood group A AB B (0]

number 87 45 52 75

age (median) 23 23 23 23
age (range) 18-33 20-40 18-33 19-35
male/female 56/31 30/15 34/18 48/27

**
**
** ** ‘
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DI LTWD,

ADAMTS13 DEEFRIEPED 10% Ajii TA >
b X —REETHhHIVUEL, JERE TP @
AR EE 2, BT EIT O, FRx
LI NE T, R TTP BV EE B IO
FR A k5212 ADAMTS 13 &5 7 D3 1|
AR, SR TTP BIEDJEIN & 72 5 &
GTREEZHELCEE, R, BE
PEZR BN DI D B OB s T O IR
X, BEEL T OK TS V% PCR T
MR U CHERRA 2 Rt 5 k. T
bbXA VI b v—lr v TIEIC
ToThkEIND, Fxr b E T,
ADAMTS13 B+ DET 7 YV v OIMANT




ATHEOFH LI PR o914 ~—%H
WC, BRIK DNA 2B 7 Y v TR
(ZHEE X H, F O RS ZRET D,
IHETICHE A BT ek ME TTP B
AT DA K9 EBIOREFNLZ OFFIET
BEHE~T o BEAEMED D VITEEEAMED
JFRIRERNFRESNTZ, ¥4 L7 b -
=y TIETIRNERR—D L,
HOHNEI—DO b RONLRWEGEE, XA
LI b=l TERNR LA
ST HHEELTHELEY  AERE
PCR {E&# T TCWD, ZOHIET, Th
F TIZ 3 FE O ADANTS13 EIn -l 2T
R D RKRAEFE 2 R LT,

AL TIL, Friol R S kit
TTP 5V 24 (2FR) DRKZER
ZHLNZT A0, BEBLOFEKE
@ ADAMTS13 38 1= - fifth 2 Sk L 7=,

B. BFEFIE

BB L OFEED S O U7 i EKE 4y
T MRE LTIRIE T HY | fiRNT 2 469
L F CTHUEMAE Lz, DNA FRRLIC X
illustra blood genomicPrep Mini Spin
Kit (GE ~VA T 7)) R LA, Mk
MO OFMERIEE LIRSy Mo
T, WORSMER (]9 200 0 L) ZfRBEL 728
B 100 u L OAEFREHK CRRE L TH
300l oML R, ~v==27 /1T
PE> TR L7,

429 > 7 > % PCR CHEME$ 5 7=
WIZ, 24 XT DT T4 ~—%EH\z, &
VAFET T A ~—0D 5 AT MI3F FlF)
(TGTAAAACGACGGCCAGT) %, 7 v Ttk v
A FMT T A ~—0 5 A MI3R EH
(CAGGAAACAGCTATGACC) % . ZiLEiLfh
mLTEWie, T, bEor—rv
TR ENERIINAT O o Th 5,

T VT USMT— 78 PCR G TF
GRS D LN TE, =7 Vv
8 ¥ LN 26-27 DHENE TILLHEIZ DMSO
lulL ZRINLTz, =27 Y 71% GC Mk
DEE NI I E T2, GC-RICH PCR
System (12> =) Z{#H L7, PCR #
T, 1yl ZHWTT H o —RERIKE
TR FEfER Lo, IZ, PCR KGN
IZFE - T8 7 T A ~— DR E & KRG
dNTP O AR{E{bZ HRJ & LT, ExoSAP-IT
(T74 ANV ZRA) 1pul 2Nz, 37C
/3043f#, 80°C/15 RIS STz, ZD
9B 1pul A LT, MISF BX O
MISR 7T A ~—To—4 vV ARG EITH
7= . BigDye v3. 1
Sequencing Kit (77" A4 K« A AT
2T LR) RIED 4 5 REE AT 5
uw L/ &S TiT o712, KIS T#%.
CleanSEQ 4 A & — I — &GS »
F (Ry <y a—)Lx—) THRL,
Genetic Analyzer 3730xl (77714 K -
WA F VAT LX) (LT T —#
o = N

it 7 N7 =7 Sequencher (¥—
a—R) ZHWTHEET — 2 &85 1L,
KIGAEEE (Fr VL ZFORIER 20 H
) Ov 7y VARSI LT, =
7 ANCEEN RO T-5E . cDNA B
% (GenBank: AB069698.2) & MA& L T
T X BRSNS DR E RN, A
VN CERR RN GmAe . AT
TA TR DR LR LT,
BB, DR ETHERAT T
TR BT T ARG H D DT,
HEERS R Ui, BENERME TTP O
IR & LT CThILUE, 2R a2 RNE
BLELUTHE L, RMEDERETHN
. TR LAV TOEBRORM S

Terminator Cycle



BrR~DOREBZ2FHLEZ, BRAD
ADAMTS13 BRI/ ET D 6 D I A&
v AL p T339R, p. Q448E. p. PAT5S,
p. P618A, p. S903L. p.GLI81R | /R KIZEH
MR LT,

(B ~DEE)

AR LE SR AR A e v 2 — %
FOEBRSIER RO M ZE B4 Cf
et mOREEZ T2 ETEm L7,
BEMENOGITERTOAL T+ — LK
avtvy MESE,

C. WFoERER

USS—2A 2 D HBE 1T L METTL 19 5 IS
i O RHmE2E L, LEZZTO
MR A Tl & e Y v e i
FEDNFRO BTz, AR FEME L/ N OB
DPESRBEIE (ITP) LW =23, 1A
W BRSNS TTP O ATREME N BE T,
73 B[ R 05 C I AR A 2 AT L7 &
Z 4. ADAMTS13iEMEIL 0. 5%AT, 1 > &
v % —fffii% 0.3 BU/mL Th -7, Wil
B X Ok ADAMTS13 #&EMEIX. A& 32%.
53%, K 46% IR T LTEY, Wb A
e vy —idEtE ()i 0.5 BU/mL A)
Tholl=, BEIILKME TP THH
LW ENTZ, FALT ke —
VTR X AR ORE R c. 1190C>T
(p. S397F) 5 L TN ¢.2674C>T (p. Q892%)
D~T aHESETH -T2, Wb [E
HEOTRBEOERTH D, RIC
c.2674C>T ( p.Q892% ) 7 . H IZ
c. 1190C>T (p. S397F) EIE I NT=7=9,
BEXINOOHEE~T vHEAKREE X
bive, HIZIEREHBEFKD c 1190CT
(p.S397F) MNFEE SNz, BEEH L
ADAMTS13 V&M & OBHEN S, W ILDZE
FHREE R R DR R & HEE S Tz,

USS-3B A DHEFIZTH T, LEH
A e WEnE - BRfE - B EORIR, BESRIREE T
APBE L, HUS DEGIKZW CBAEIEIC
EVUGELRPE LT, & 6 1%, Tait -
THRICITESZZ L, /MO & B kEE
DEONTZ T2 OMA IR AR LTz, 4
0] HUS FRR &35 2 iz, MeBaiiiic
K OXHERIECHE LR L, %A,
N BR B ER if. o> 1fil 5 ADAMTS13 1% M 25 Ik
(2.3%) « A b X —FEMENHBE LTz,
Z D%BELIE ORI E T, ADAMTS13 &
1.3~2.0% « A > & B —[atk ) fei
e, BE DL D ADAMTS13 IE M,

ZTNEN 34%., 17.7%., 22.4% T, W\
nbAfreevy—EEcho7, RN
TTP OFREMEN TR HEE S NT/od, &
AVT b=l TR K DT
AT o T2k . B 1T ¢ 27236>A
(p. C908Y) ZEFMNFKEHEAM CTHRIE X
Nilce XBEE B RIZRDA~T n e MET
FIEINT-TD, BEIIALROFREE
BRTHD LRI, BIZHRIZR
DT aEAETHE S, RIKETH
HZEWHA L, ZTOI R AZRE
X, BARDIEERM TTP B 9 FRICFEE
SNTWERRERTH S,

D. E£%2

BAGTEA IR B O W & e 5 D KR,
FINERZ/HET D EITEOO CTEHE
Thsb, W —7 o —0W Iz
VN, BB RS O FIEIFE ML L T &
TRINHN, FmPEBT, o, %X
P TTP O L 5 ICETLEE D RE ST
WAHEA, KRELTHE ALY b o v—
FUvy TIERaX NEETEAL TV,
AWFFEClE, fix O TIICE 0 =L
ToHAAVI R s =l TIEEITD,



SERME TTP BeWVRE 2 4 (2 FHR) (1T,
FIEFIK & % 2 535 ADAMTS13 i@ s+ 52
WERE L, SRIFEEINZDOIE, 2
FEOI AR AERLE1EOF A
EBRCH-o7, WL, ADAMTSI3 DA
SROEEE. T2 VWF YIREM: & S84
TERLRDERTOHDIEEZDLND,
INETOMANLEZDE, VT
ARV =VN | DA /S P (WA RS
EHT o D ATREMED EY,

E. &

SERPE TTP BeWBHE 2 4 (2 F5R) O
ADAMTS13 B T2 XA VT K« v —F
U IETRNT LTRSS, WA IZE T b
UMD B N RIE S vi,

F. BEfaRiE®R
L

G. AFZERE
1. FmoC¥s#
Maeda,

Kuniko Murata,

Takuma Katsura Nakagawa,
Yoshiaki Kanaumi, Shu
Seguchi, Shiori Kawamura, Mayumi
Kodama, Takeshi Kawai, Isami Kakutani,
Yoshihiko Ohnishi, Koichi
Hitoshi Okazaki, and Shigeki Miyata:

Identifying patients at high risk of

Kokame,

heparin—induced thrombocytopenia—
associated thrombosis with a platelet

activation assay using flow cytometry.

Thromb. Haemost. 117 (1), 127-138
(2017)

Masanori Matsumoto, Yoshihiro
Fujimura, Hideo Wada, Koichi Kokame,

Yoshitaka Miyakawa, Yasunori Ueda,

Satoshi Higasa, Takanori Moriki,
Hideo Yagi, Toshiyuki Miyata, and
Mitsuru  Murata: Diagnostic and

Treatment Guidelines for Thrombotic
Thrombocytopenic Purpura (TTP) 2017
in Japan. Int. J. Hematol. 106 (1),

3-15 (2017)

Nirav Dhanesha, Prakash Doddapattar,
Mehul R Chorawala, Manasa K. Nayak,
Koichi Kokame, Staber,
Steven R. Lentz, and Anil K. Chauhan:
ADAMTS13

Janice M.

retards  progression  of

diabetic nephropathy by inhibiting
intrarenal thrombosis in  mice

Arterioscler. Thromb. Vasc. Biol. 37
(7), 1332-1338 (2017)

Natalia Torrealba, Mario Navarro—
Marquez, Valeria Garrido, Zully
Pedrozo, Diego Romero, Yuka Eura,

Elisa Villalobos,
Koichi

Sergio Lavandero: Herpudl negatively

Juan Carlos Roa,

Mario Chiong, Kokame, and

regulates pathological cardiac

hypertrophy by inducing IP3 receptor

degradation. Sci. Rep. 7 (1), 13402
(2017)

Mario Navarro—-Marquez, Natalia
Torrealba, Rodrigo Troncoso, Cesar

Marcelo Rodriguez,
Elisa Villalobos,

Lorena

Vasquez—Trincado,
Pablo E Morales,
Yuka

Chiong, Amira Klip, Enrique Jaimovich,

Eura, Garcia, Mario

Koichi Kokame, and Sergio Lavandero:

Herpudl impacts insulin—dependent

glucose uptake 1in skeletal muscle



cells by controlling the Ca®*-
calcineurin—Akt axis. Biochim.
Biophys. Acta, In press

Madoka Fujisawa, Hideki Kato, Yoko
Yoshida, Tomoko Usui, Munenori Takata,
Mika Fujimoto, Hideo Wada, Yumiko
Uchida, Koichi  Kokame, Masanori
Matsumoto, Yoshihiro Fujimura,
Toshiyuki Miyata, and Masaomi
Nangaku: Clinical characteristics and
genetic  backgrounds of  Japanese
patients with atypical hemolytic

uremic syndrome. Clin. Exp. Nephrol.,

In press.

FAACHER, BRASTE, fnmsek, Ak
. oElERE, EEAL, BT, K
P, J\ORFH . EHEAT. AEE W
Rt MR PSR B (TTP) 20
A4 K 2017. BRI 58 (4), 271-281
(2017)

SEREEE . DR RS, AAHERN, NEATE
. BRNEESE  SE R MR M AR f /N R
PESEBEIR O LB ). BRERIIE 58 (8),
933-937 (2017)

2. FERBK

/NS SERME TTP O& st % i
LCHMN5Z &, 55390 H A MR IE 5
SRS, AdE, 2017 26 A 8 H-
10 H

Hisanori Horiuchi, Masanori Matsumoto,

and Koichi Kokame: A proposal of VWF

large multimer index for

standardization of the quantitative

description of VWF multimers among

laboratories. The 63rd Annual
Scientific and Standardization
Committee Meeting, Berlin, Germany,
July 8-13, 2017

Hisashi  Kato, Y Ito, Hirokazu
Kashiwagi, Yoichiro Morikawa, Keigo
Akuta, N Nishiura, Shigenori Honda,
Koichi Kokame, Toshiyuki Miyata,
Yuzuru Kanakura, and Yoshiaki
Tomiyama: Complete failure of
integrin « IIb B 3 activation in

kinetic assay associates with severe
bleeding problems in a patient with
kindlin—3 26th

Congress of the International Society

deficiency. The

on Thrombosis and Haemostasis, Berlin,
Germany, July 8-13, 2017

KRIEF. PWAEE . HAARWLAR) O L
A, BIETE. EHEAT. FEKIE. &
i, AR —  {EMfie a7 4 C
(APC) O [ A 1) FH B 20> FE B 1) b 4 9E oD
MR AZIHIT 5. 5540 [B] B APRREEE K
£ T, 201747 H 20-23 H

EIRAE, MEESE, HREE &), FH
Eeo, WH#BET., DBIET., =BT,
G-, =i —BR, ARER S, MR
EE - &5 7 MEHTIZ XD CFHR fEIs O #r
WA a2 07 €3 BIER]. %5 54
] H AR PR S, @S, 2017 4
9H 1-2 H

Koichi Kokame: Platelet aggregation

balanced by von Willebrand factor
(VWF) and ADAMTS13. ACCDiS Workshop,



Santiago, Chile, September 25, 2017.

Koichi Kokame and Yuka Eura: Genetic,
biochemical, and physiological
approach to understanding the
function of Herp and Derlin family
proteins in ER-associated degradation
machinery. XL Annual
Chilean BMB Society, Puerto Varas,

Chile September 26-29, 2017

Meeting of

Yukako Nakajo,
Koichi
Toshiyuki Miyata, Hiroharu Kataoka,
Jun C. Takahashi, and
Yanamoto: A clinically relevant dose
(APC)

development of

Keiko Yamato, Hitomi

Yamamoto—Imoto, Kokame,

Hiroji
of activated protein C
suppresses the
cerebral  infarction.
2017, Washington, DC,
USA, November 11-15, 2017

experimental

Neuroscience

KIEF. PWAET. AARWLAR O L
A, VST, EEEET. FEKE.
FEiE ., WIS — {57 e 71
C (APC) Db ZERE/ NI & Z DA T1 =X
L= A& AW 5560 [m] H AN
TR PR FINES, Kk, 2017 4F 11
H 3-4 H

AR, FFHESE, ERER, MAE,
ANBIETH ., B REAT ¢ B 7R S CERR I
FRAE 2 F0E U 72 Ui & AR B AR i
WrafTolze kT v F har v RZ
EZ A 7 1 ZROME. ARANEERT
& 62 IR, ffF, 2017 411 A 15—
18 H

FrEFIsE, BARR, BEESRE, MARE,
Az, ABIET, B HEBAT - R
SEOREZRDT-T a5 A S KRZIEHR
FITET 5 PROST Ei=FENT. AN
BaFe 8§62 EIRE, #F, 2017 4 11

H 15-18 H

KFMEF, FHAEEF. AR O E
A, BT, EHEEIT. FEIXKIE. &
=, PIAIL " =X R & DikIC
BIFAIEMEALT 12T A > C (APC) D it
VRO 5 43 Bl H AN ZE A
hitEs, f@ld, 2018 4£ 3 A 15-18 H

H Ze0EERED HFE - BREIRIL

1. FrEFEUS
L

2. FERHEBEK
L

3. Zfth
L



aHUS (RIS I M PR FFESEMERE) V7 7 v — T e s

TN—TF VY —HF— : BFIER B KE Bz
Mgt FHEED EERT Bz
WEge - Ll — A HERT iz

eSS —  BRRTNLRY: Hfz

AHB ORBRIER RS gl



alUS 7' )V — 7 %itE

e - FEEIER

MREEE

FEMAYA ML PR FFIESEGAE  (aHUS)

aHUS BEZRE L (55 77 Hllx.

CHAFEICEVEZ R LAY,

[\, 145 fFliZ
1% C3 28 BL D BEE DS FCK R [E SO K E IS

ZEBN ORI LD . AFIZ
DD, HhH 5| XX R
PEHTA R T4 VKREIC

WIS R 1 DB AR -
JET OB TH D, VAL 29 FEE L 0 alUS [3AMFZE
[EIN D aHUS JEFIDFE 71 « B HEFH - EARFRIENT 208 L T, AFFEEER A 0 aHus
PENA RTA L BERT 22 2B E L CHZEIREN 2866 LT,

UK BRI el LRk 26 4 9 H IS s BIRSTEE RN SHlg i 0 © aHUS B
IR — RO NCREI AT A5 EHEE, 2017 4F 12 HRE TIZ 180 FlDERKTY
REERZEH) .
47 51 D Y i FRER DG %mf@¢%@mwﬁ%?%DE%A%2&ﬁnmw%ﬂ
% REG B 2 FF7= 720> allUS JERB] & 2 ik
TMA & DM L HERNIRETH -7, 50%LL EOEMEZRBHTZ 16 FiH, 14
B2 HRFREERFA2HE LT, 7500 2H1L 03 D KI106Q BRAHF LT\, &
b DI D LB OEARTfFMT 2 S L

Bar -

E_TEL BT 03 1157T R OBEE N E W
(C3 ZRFIDK) 6 F) L WHHMZESET-, LD, A EHEIE TITEENE 5
IZAZRBD LT ENB B I, IHIZ

BB FPHRDBHTHD &V BERMANE S,

BT % alUS BEOME O HE

EfRH < JEFTRAIC D AFROEE

BIBRTiEk e 3 T AR

BRIIFEFITL D FE

OV 7 7 —12nbn . AR

APERNCRRIR NS S A7z aHusS

I ETORRE L FRRRICAFT

11157 ZRFEHIL. Do C3 £ 5

(=Y ehe

S B M
Hama BB LIMA

H
st

A. BFEEHBY

MRS M MR FEIERE R RE (aHUS) (1M
FMERUNLEE (TMA) ICE ENDEET
30 | AR B K - O BARAY « 1% KA B
IZXVRIET D, K 60% DIEF THES
ARSI HKA 7, 1 [E-F, C3, MCP)
DOEBASTHE H KR FIZxd % B yiEo
FFENRE STV D A, ITAE TIIEEHE
RRFORE LR LR 952 LW
Mo TET,

MHFSEHEIX aHUS 221 D 72 8O DR R 72
MAERH ZHEEL B, AHKKD

aHUS BB 2R — M &2 AT HME—DfHMkT
bo, ERBERITIABAENICEIT HH
TE aHUS BEHE DK 8 Bz 5b 5 Z &b,
YIFICHEDOMENT T — X1, AFICEBIT D
aHUS DFEEE mA KM T 5 L F > THil
STV, L7z o> T, AFZEEEC R 1T
% aHUS Y7 7' )v—7" D BHJIE., SAFZEHE
DIEM > 2T L& T alUS DFEE-H .,
EAHESRN, BT — 2 O%EfREE

e L. SFonmAe s S ICARIMA
D aHUS BT A KT A4 L EEkT 52 &
Th D,



B. #FZEHE

P ETA
BRI, B - NN EHZ W T
BRI L, RRATIIT WL, SEAIE FLIR I 7 &
R T O EME & FRM AR,
B OFER A KM IR iR O FIEE I
L. F—% DEREIT T,

B HVE P ROREAT

1. 2ER Bk fn 3R

7= B IRSTER R P i TR L7 F
=% Ay (Yoshida Y, et al. Plos One
10, e0124655, 2015), FIRIMER & BH
DI iEAIRA. 37°CT 30 Ay & &
BRI ERMEROEME 2 EH L=, 72
B, ARRERCTITH Kok 2 BERERH
£/ 7 a—F PR (clone: 072) %k
Py hr— e LTHY, 20072 #i
R IEH NN U2 /R 5 b
EARMERDOIRIME 2 100% & EFE L, BHE
DRI JE % E'EANZFE M Lz,

2. PuH RFHULfgsr

Abnova #:0> CFH Ab ELISA kit (cat

no. KA1477) ZMWWTHIE L7z, HUARHS
PEOHEIEIT kit D71 Fa i,
B NBRIRIZEB T 5 EEIfE+3SD L 0 &
UMIE & BRI &I & Ude, sREGE. 9565
MERLELDIZOWTIE, T AKX
7'y MEZGEH U CHUR O A A 4
L7z,

AR T
LRBFESE CTh D EN R R w7
AR (WFEELRE A T)
[ZFBWT, alHUS ZAEIZBIE 3 5 6 K1
(CFH, CFI, MCP, C3, CFB, THBD) ®=T
7 R E Y T — 7 = AIET

T Uiz, 728, 2 LU T T alllS % 38 JE
L7z HOWTIL, $ER 7 CTh D DCKE
HFENT RIS E DT,

(L~ D RECE)

AR, B KRR O R KR
BT DR, E P mEEE S, b
N7 I SBAR T RNTIF S DGR A 15 C
B, KEFPEERE®R R Y b U — 27 B
72t L Z—|ZBIF D UMIN-CTR (T & Bk
HToHb,

A EIEAERE C aHUS B W VEE VA LT
Bty B FIRORE NS ST RERIC
DWW TIEHKIFFEDHFES Kk E2 =72 LT
W2 E | R RS . IR OREEL, R
HICET20HEIT-729 2T, REN
HONTZIERIZOWTERIL 21T 72, L
MDLURNLRERIT, EETHDL I L=
FThHDH I EHEOHBIZ I FHKIFHE~
DZZNNEETH - TIEF N L o -1
D, FERBEBIC I T BRI CREHT
EHiATT A Z LIV TORAEZES
R BEOREBE &2 5 2 TRILRIEZ
EFLTH B, T &350 LT,

C. HFERR

aHUS =t — | FRE 5 5t

2017 A 12 AR E TITHEM LZERM
aHUS Bli% 180 B T ~7= (9 b, 77 Bllx
1998 4E22 5 2014 4= 8 HRDOMIC AR R IR
SRR R SR I TR S AV IER) .
180 B> 9 B, 100 il (57%) 23/INJEIIE
JE (<1873%) ThH-o7= (Fek, 180 fi 4
BT EMRRBIEFIP A TH-7), =
F— AR T 2 BHOFIE 1T 60%
Tholeh, RABNE LT 5 & Bl
RIXFE L THoT-,

BRI aHUS FRIED 1 DD Y H—Th




HZENMESHTWD, BHFEIED
a7k — N TR Z 2B TMA 2 F8E L7
JEBNE 6 BIFEEL T2, D55 3 f
TalUS OJFHE &5 2 i b Bin A2 HnN
FE SNz, 2B, 3BOEMITVFNG
HIPERZIZ alUS Z380E L CH Y | ALixESE
aHUS [XPERIIC 2V E T B4 E N O
WE L —E LT\,

B VB AT A

LR L7 180 il o5 5, At O
RIS SN TZERNT 47T Bl TH - 7=, 47
Bl O MR OFE R Z NI 5 &, Wi
JEDHRABIE 39. 8% (7.2-98.5%, 25-75
Nt ZAVE) THY, IEFA (5.2%
(3.8-5.9%) , n=20) =<2 &% TMA JEH]
(11.9% (1.6-19.2%) , n=19) Tk~
HEIZE\ME % 7R L7z, ROC fifjic X 5 fig
HroofE 5, allus & 2 WMt TMA % X514 2%
WIEED T >~ A 7 42. 7% Th -7
23, aHUS JEBNZRIL T, 2D 42. 7%%
o] 2RI 2 7~ L7 AEBNE 1 il &2 BRuNC
TR S OB AR H K74
KEH LT\, Lo T, & %R
B AT DRI TR, A ERER O¥R I
J#mekzﬁﬁnm%%%bﬁéiﬁ
PEDN S D08, B &2 S IRWERFIZ D
i{ﬁml};f@ﬁﬁ/nﬂ IREETH L Z En
TR STz,
FEIRRNC R D & CFH Bin 1A%,
HUH K F-HUAR BB C v a2 (>50%)
LTz, CFHERIZHOWT, 7 #IH 6 4]
TIEMTHEZ RO -0, WL A2 RO =25
HiZnWF b C RIEBRICHE LDt
L. WA RE 2otz 1 BIOEEIT N
REIITAFAE LT W2, F7-. 3 ZERD
% < TR I FRER CYR M ITLHE 278D 72 o
7273, p. K1105Q &9 Z8 5D 7 CFH [

g L RIFEOEMTEE R LT,

PUH R PRI 16 BlCFEE S v, 2k
£ 1N 2 N/AY S TSV gW ek iy 1| INB STD AR RN il
OH X 2882 AU/mL (IEH A : K 8~
15 AU/mL) Toh o7z, HURBEIERID 20%
TEER AR aHUS 2 389E L Cu=28, /N
BN B AR IS0 1L AR OO R A3 8 i
ThonHEWI RS ER LI,

AR AT il

145 5D BN DUV THEAT % Ff LT
R B FREEONRIZKISRTEY
Tholz: €3 (29%). CFH (9%). MCP
(5%) . DGKE (1%) THBD (0. 7% . combined
mutation (5%) . Bin 2 BAKRFE (40%),
DIRT &0 . ARH CIIBCKRE E S K EIC b
R CFH ZEDEIE MK, C3EEDEIE
Dm GEAMEIC I 1T D CFH AR OEIE
20-30%. C3 ZERDEE : ~10%) ;&#
WEINTWEN (Fan X, et al. Mol
Immunol 54, 238-246, 2013, Yoshida Y,
et al. PLos One 10, e0124655, 2015).
W LD EEITCORE TH o 72, AR
100 % k[0l 2 IEHF OB 2 &2 6
DI L2 & T, BIRMERNEWT —4 %
B/BDHZENTEREEZD, FTARHLF
AL L THLILD C3 p. T1157T I,
C3 R A LTz 43 filrh 27 oo B
2R BT, TEk, REEIT =% Fuls
&35 BEVE L Z D SRR S AL TN T 28,
27 il 4 51l o> FBE X BE VG 5 LISk oo
TH-oT,

genotype—phenotype ¢ B

AN & B BN T TR A 3% &
CFH Z$R %24 LTz 14 Bid 12 Flidak
AHAIZ aHUS 2 FIE L TV 5 2 & DNREEAY
Th o7, 60 80 70 FRTHRIET D61 L




A&, BEOERNS H5EI12H80T
BT L /NERIC alHUS 2 38JEJ 5 DT
TIXARVIRILDMAE 2 D

2016 47 9 A ROKE S CHEFE L 7= 104 i
WZDOW TN 24T o T2IERNIZ DV TR T
BEMRNT LTz & 2 A CFH RS 5 M F%
FRFEIEFNIL C3 oMCP 25 HiH K151
RS & LR TEEDOEIG DA BEICE
WZERBH BN E o7, FIBIREN
Z LT C3 D I115TT BB AH T HIEHIT
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i U1 2061 3069 2009 2156 1830 2983 1470 2323
(276-8800)  (1165-6290)  (1261-3940)  (128-3884) (299-8800) (392-4511) (276-7966)
«GFR, wl/min per 173 19.5 13.0 24.0 13.4 315 16.8 50.7
(2.2-105.3)  (7.5-62.6) (2.2-45. 8) (8.6-66.9)  (4.0-105.3)  (21.1-69.8)
BN, medl 60,0 54.0 7.9 8.8 4. 8 60.5 8.5
(11.7-174.0)  (24.3-134.0) (41.0-102.7) (28.0-136.7) {11.7-174.0)  (30.0-54. 4)
SMMEBEE, % 99 100 100 100 100 97 100
itk
C3ETF (<T73mg/dl), % 47 56 25 50 100 89 23 50
CAEF (<11 mg/dl), % 8 14 13 0 ] 6 7 0
Lk Lk b e
2. C3 p. 111671 BR & £ Dftod C3 ERD L
C3ERRATHEE p. T1157T FOMOER P
AR 24 8
I, A 6.0 {1.0-70.0) 5.1 (0.3-48.0) 0.57
(<18 R, % 67 63 0,99
HE, % 7l 50 0.10
allls FARAE, % 58 13 0.011
7 —H, 21.0 (3.0-54.0) 2.3 (0.1-35.0) 0.012
R, %
EUL b= 10 g/d1) 29 100 0. 021
MR (Pt <0153 104 ul) 100 100
A EEE 100 1060
BHERR RS ET SRl ERE 11 50 0.99
3ET 0 100 0. 008
bt
ZEd: ob / PT / FCTEPT /670 1/4/3 0. 008
MERFERIE: ECLHEM R L/ EC2 R Y 21/ 3 5/ 3 0.12
SHE TR, n(%) 0. 011
s 24 (100) 6 (75)
= 0 (0 1 {(13)
AR TE 0 () 113
BHET#
HiE % 88 33 0.016
(g 2 (0-9) 0 (0-3) 0. 002
AAE 1A TS, % 25 0 0.99
MEHLEEETOHM, 3.0 {0.1-13.0) 1.0 0.38
BT B Ob /O PT J BCZEPT 5/7/6 07170 0. 86
FIOBEIT BT BRI, n &)
Tk 22 (92) 4 {50 0. 023
[EEA 2 (8) 3 (38) 0. 041
A FE 0 () 113} 0.012

FB: Ob, observational therapy: PT, plasma therapy (IC3ER T F /2 30

Sk L B

BEZz ) o TCZ, eculizumab
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Clinical characteristics and genetic
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background of atypical HUS in Japanese

patients. Clin Exp Nephrol (in press)
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features in a series of 258 Japanese
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91, 539-551, 2017
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