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IRAK4 deficiency presenting with anti-NMDAR encephalitis and HHV6
reactivation

(T NMDAR fi¥4% & HHV6 HiEM b2 & L 7= IRAK4 KAEJE)
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IRAK4 (Interleukin-1 receptor associated kinase) K{8JiE (X TLR (Toll like receptor),
IL-1R, IL-18R D ¥ 7 F AR ESF Td 5 IRAK4 EIn+ DRI L HHEET, BRGEN
B DOREEC IS RV YT 2 BIE T 5, IRAK4 RABFEOZWHL, B 721X
BRAESERII 2 W=/ T 2 A TITbin b2, IRAK4 75 B % 9N 3l 3 5 8 2 2 i At
FEIIHFEE L722V, Anti n-methyl-D aspartate receptor (§1 NMDAR) 41 NMDA %%
RIRICKIT P2 HT 5 B ORENEEME T, INEFEEEZ A0 2 T < Ws
S, ARHORIEITH CTH 5, BREROFIBIERDNEITT 2 2 %<, W TRAE
W, REEEESR), 5&E, BAMRHRERES, PREREEEL2 295, AF5E T, HHV6 &
TEPEL S 2 5 475t NMDAR MR FEIE O FLFIC X L TR 7 v — Mg 247V, [RAK4
BT OFREEG~T o ERERE LT, 612, IRAK4 &G 2R %2 EREICFHET 5 7=
DOFEBREMLL, WMEROFRNERERAE LT,

JEGFIX 10 22 H OB R, FrAaV NI KB 2780, 2R MERE, bXOERRY:, 2%
M EROBEFRAZR S, BIEICTEADH Y Day 0 &iER), D% MEORE MRS H
D 1ENIEE ANTIEREH 42 S, Day8 Ik LR BT Td - 7278, Dayl8 2
BHO%REH D, IHXIET, EikbEED =D Day30 124kt~ kS -, 85 MRI Tl
T2WI i TR NS @ E S H 0, SRl Tht NMDAR AN FIE S bt
NMDAR 4% &2l U7-, APBERFOmHEA, Mk, #X v HHV-6 23 S 7,

FLIB I E O HL NMDAR R IZFEF TR TH Y, (T NDOBRAE SIS & BAE L7
AREME A EE L TR Y Y — MM 21T, IRAK4 &I+ DOFH~T 0B8R (Y10Cfs*9,
R12P) #[FE L=, MZAR IV H—IETHHER I, Y10Cfs*9 (T4CH kK, R12P IR
HEThoT-, BERMIMTO IRAK4 mRNA OFBIL, EFAD 35D 2BETH >
7o B RMIM CD14*HERIX, LPS fRICK 3 5 TNF-a fEARE 2R Lz, HBERMIM
@ IRAK4 % > /%7 3B, CD3*/CD4+ ~ /L 3X—T #ifa, CD3*/CDS8* fifa it T 4
i, CD19+Bfifd, CDI4*HERDO AT T T LTz, BEHRD SV40 A IEALMHEE I
Fa (SV40 fifu) 2 TLR £FE U &> K, TNF-a, IL-18 THIIL L, FSHEICEE SR S IL-6
ZHE LT, B H¥E SV40 Mfnix TLR3, TNF-a i izxt L CIEHIZ IL-6 Z#pEA L7
2%, fho> TLR U &~ K (TLR1, TLR2, TLR4, TLR6), IL-18 ¥ xt9 % IL-6 pE/EREIL 3
L EESN TV, ZOMENS, B TIRAK4 28 H L7z IL-6 FEARED R R E
DR S iz, HEK293T Al & v 7 —ii ik sk fil 8 Bl 925k ¢, Y10Cfs*9, R12P IRAK4 £
BARKIZZER 22 R BBLOK T 2R Lz, ZOERIE, BERMLTHOLN/BEE —
#H L TWwW/=, IRAK4 1%, TLR3 %Z[%&< &% TLR, IL-18, IL-18 72 & O ¥ 7 F VAR E A N 1E
L, NF-xB #{EMH b5, IRAK4BIETEROENFIOD, NFxB LAR—%—7 v
A EITol, £F, NIEMED IRAK4 OB % iR 9 % 72, CRISPR/Cas9 % T

IRAK4 % K48 L 7 HEK293T Mifid 2 /ER L 7=, 18 L 72 TRAK4 K1 HEK293T #ifil 2,




AR (WT) 72\ LIS R TRAKY % 58 #3881 &1, TL-18 FIBIZFE 9 NF-xB #5575 M
fbELVR—%—7 vEAf THREt Lz, TORER, BELR (YI0Cfs*9, R12P) 1%, BEA®
IR MEZE R (Q293%, R12C) & [AkEIC, & L\ NF-xB 5 G LEELZ R LTZ, —F, IE
WA T D R20W 1Z, WT &A% D NF-xB i FIEMEEEEZ =~ L=, Lo CTHHE TR
7281 H IRAK4 & (x5 8 (Y10Cfs*9, R12P) I, JRHUZSE L L7-,

YL EOFE R B AT, §T NMDAR % O LR FIC BT IRAK4 KRIEJEZ FIE L,
FHIFAE OB NMDAR 4 O —#83 e R 72 5 B S IS & RIET 2 nlRetE &2 R L
7o JEARGRE DR CTHRIET H & EZ SN TW-H NMDAR & DO—E87%, HIRGE DR
WIS ERIET D [ REME 2 RIB T D iEEER & B 2 72, IRAK4 K#H HEK293T fifid %
AW/ NFxB LAR—%—7 vEA1%, WERAIIO IRAK4 Bn 5 R 20T 5 Tk
ELTABRDIERANPHIfFSND,

Lo THEAEZBAEZBELEIX, KRXHFEEICHL (B O ERET D012+
MEEH D H D LEBDT=,




