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WETBE R

No. BETAE Ver. fitt FABA %A B VERLE KRE
1| HHERK 1 2020/4/1 ME— | R
2 | FHALHE 2 2022/4/1 MIE— | RS
3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | QD) HREEREEOFHEHEAOLE | 4 2023/4/1 HFOTHE | REX
5 | intron fEIRMDZ T 5 2024/6/1 ME— | R
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REA - [FRAE IR R R s T R E]
5L

ARSI EE  (thrombotic microangiopathy : TMA) 1. 8N & fE M fn 42
i, YHEVEM IR I AE PN IR AR S & 2 ifas i RE R 5 4 3 1#ifes & 3 2 R IR
ThoD, AL LT, TRz, 016T5FORIFIERGEIESRT 5 2 & TRIES 5%
AR BRIESEBERE (Shiga—toxin producing Escherichia coli hemolytic uremic
syndrome: STEC-HUS). ADAMTSI13MDB{ARYE /=i B CHUAIC K HTEHEMRT (<10%) (2
L A A RSB (thrombotic thrombocytopenic purpura : TTP) . il
OB BHE L 7z ZWRMETMAICIN 2., AR HIE 55 2[RI & 92 IEHUIHUS (atypical
HUS: aHUS) 72851540 CV5,  aHUSTERI 040 ~60% Al Al A1 K - 0D S K 70 AR 1 L7
RPHA FHURGAERI S o> TR Y . ZhE Tlo, MRHIEE 1 ORrE s 2y
L UCCFH, CFI, D46 (MCP) ., C3, CFB, THBD, diacylglycerol kinase ¢ (DGKE)
DEEPHRE SN TND,

AIEATIL CFH, CFL, CD46, C3, CFB, THBD, DGKE S & \ZAfiBIR2 I & L C CFHRE RO %
VN a— RET 7 Vv EFE DD AT T A AN AEE AR IR A — 7 = —
THEHT L. RIS ST LAV 0. 5%LL T O 72 —HE AL @ & B - ORI
DOWTHET 5, B — FRIRER S — 7 v —DTF —Z OMGERLERGEIL, W
VHEILE DX T == =T ORI EIT O, RBRBIERE - FHAFD
2 BRI 7 IREEZAGICEE L T TOMH B EHE Y — FRIOK
AR =7 o —TIEREER =D, MEFRL L, KT A 7o TEIAY
Ty ha—7—THRIHTEHDICEALTTEHET 208, NV T ha—J—THRIT
ERPoT b OB L TIEEE Ly, Eiz BRfEicin ., Frio sk b AT B
ERAR

B4 position (hg38) HGVS. ¢

c3 chr19:6720594 c. —5delG (NM_000064. 4)

D46 chr1:207757229 c. 286+27delT (NM_002389. 4)

DGKE chr17:56848105 c. 888+40A>G (N\M_003647. 3)

THBD chr20:23049682-23049683 c. —179_-178delGGinsAT (NM_000361. 3)
THBD chr20:23049806 c. —302C>A (NM_000361. 3)
(1) W®EHE

MEABEUL L7257 L5 DNA 2B 3% D MAEIRBIEFOTAESE=—F
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

T Y L ZDA v u B RE A TN A B =g D VITERER
&L (polymerase chain reaction {%, PCRIEELME) ICXViRME L., itk —7
YH—HL0EF Y BT Y = UL K HBE TEUSIRE ATV, AR
AR DT AE L E 2 — RSB 5 > —F v v v 7 TR ATE 7o (K HBUAEEE
HIEBRLS AL OF MEA T 5,

FVEE R OV B A%
EERINZHAWSNTWDE F7 2 L) 77 Lo AFCHI & DL & | AR H B 28 5
DOH A HET D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tid, EBRTHIEZT O HERER DL
HEDFEFELH Y £ A,

RBRAR DEREREA:
PEHHERAIC TRA D B RIRIRFUC DN THICHB L AREDH LB 0 E L
AR D

AN AT
WREFIEAT D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRIK DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZE LT, RGAIORIM G ), FEEHOBRICEET L Lz2fAlE T 5,
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(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z - ITEA AL 1D 72 b ONSRRE B 1D 52T %,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LRI AR DT, EREBEICIT TR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
NEEMEEANDT S DNABFZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
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