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RAERE - (R i M R FSE S B RE |

&4 - [FRAE IR R R R s T R E]
1BERE

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). ADAMTSI13MB{ARYE 72T B CHUAIC K HTEHERT (<10%) (2
L A A RSB (thrombotic thrombocytopenic purpura : TTP) . fif
OB BHE L7z ZWRMETMAICIN 2., AR HIE 55 2 R & 95 IFHUIHUS (atypical
HUS: aHUS) 72851540 CV 5, aHUSTE B 0040 ~60% Al Al A1 K - 0D Se KA 70 A 1 B
RPHE FHURGEFI S 27> TRV . ZHE TS, AidHE RO rEs 25
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 AR D %
VN a— RET 7 Vv EFE DD AT T A AN AEE AR IR A — 7 = —
THEHT L. BRI SIT LAV 0. 5%LL T O 72 —HEZL B & A - RIS
OWTHET 5, B — FRIRER S — 7 v —DF —Z OMGERLERGEIL, W
VHECE DX ET ) == = TOMTEAT O, IR KRB - FHAED
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—THRIHTEHDICEAL TEHET 208, NV T v ha—7—THRIT
ERPoT b OB L TIEEE Ly, Eiz BRfEicin ., Frio sk b AT B
ERAR

BinTt4 position (hg38) HGVS. ¢
DGKE chr17:56848105 c. 888+40A>G (NM_003647. 3)
THBD chr20:23049682 c.—179_-178delGGinsAT (NM_000361. 3)
THBD chr20:23049806 c. —302C>A (NM_000361. 3)
(1) WEFE

MENHEYN L7277 5 DNA D, N T AMRAMNRBRFOT-AUIELEa— R
Ty Y e EDA Y ha BRI NA TV EA B =T 3 D WITEERT
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VM L. W —4
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

VY —H2A2W0NIF Y ET Y = — o —IZ L BB RV E ATV, B E
BLoAOEMELEa— RERICB T 52— v v 7 Tl aRE 2K R E O
IR B O F B2 T 5,

FEYEE K OVl e F
EEHNIZHNWSLILTWD e 872 AU 77 Lo ARSI & D LR i b | AR H B AR 28 5
D EZHET 5,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

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

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDFEFELH Y FH A,

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIAZRDOE R
HERT A,

RO
BT R8T DEAAL 1D FEH 7 ~ 3G AE S A7 BRI 1R
(B Zem B AR M4 EDTA-2K (7213 Na) FERL)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, TR £ T TR 95,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIM G ), FEEHOBRRICEET L Z Lz2AlE T 5,

(11) MEKEERORED T~V OTLHEH
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BRARREART 7~ ITEA AL 1D 72 5 ONTHRRE B 1D 2 5edld %,
RAEMEE L, YMERREORXEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK

- ERRPEBEE

s A R T A ST DORERS

* BRI SE

(12) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEEAOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e R A (R T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEANDT S DNABFZERT Bl FiAsE (O B Fma=)
T292-0818 T AR HHIA S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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