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Inherited CARD9 Deficiency in a Child with

Invasive Disease Due to Exophiala dermatitidis

and Two Older but Asymptomatic Siblings

(Exophiala dermatitidis \Z & 512 B& P&
BIE L 72 CARD9 KAEIE D /N
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Journal of Clinical Immunology, 2021, in press

THREHE  MHB BEHR
(EERBHEAZER NER)
RIFREHE Al ez

RSB E R IEAT R T IR

RIFEEHAE IO 5 A
(ERBEAIIFER /NERE)

A Ay
(= SR 20 R [ e R BRI

5Y)



Sl

CARDY XHJEIX, CARDIEILF OFEREIE IS BT 10 FIE T 2 I s M o09% R4 (PID)
Th U FHYaRL 5 %Z~T, CARDI IX, BHE O Y & B9 5 % BIKTH 5 Dectin-1,
Dectin-2, Mincle ® FHi CEi< 70+ TH v . NF-kBIEMEICEE &8 2 R1- 4, AEEEF T,
BRI T D8k O E 2 TR e U CEBICH Y Z R L, &0 D PR R IEYYE
CRFBSN DR EEIYEZ i3T5, FREREIX. Candida &, Trichophyton J& T
%, —Ji. Exophiala dermatitidis % {e K H & 25EE1T 072 < | BUEE T 2 BB HE ST
WDDHTIH D, AIEDRFBFRITIFE 100% & E 2 SN TWD AN, FIERFHIT/N I & s A
FETLIRIRV, D72, CARDI AR I\TH FELE R 2 RAT 5 EBIER O/NRF OFFAEDNEGE S
NoH, Lol 26 OFERBN KT U CEEIH T 5 OSHE A it L7z 370 AR T
Exophiala dermatitidis \Z X 22 B EBEIRYYE 2 F8E L 72 AR 40> CARD9 KHE B & %
B LB RRS M ER A W CEBE RS L DRI KIT 534 b A VEAREREET D 2 &
T. CARDIBIETEROPFNERDOFMMAWRETH DL Z L AR LTz, £, CARDIBEIETIC
IE R A+ D AR O WAl T b | [AEEOMEEEIC LY CARD A5 125 B Wi 05 25 O 3 A3 7
RETHDHZ LERLT,

SEGNFAE SR 70 B AR AR T IR IR TV, 4 meF oSS, A B TR %
LIRS ICEEE NS RIER., 25 ) CoFEERSREE S, U U RHiER, B5#E I C Exophiala
dermatitidis DR S 7z, &L W PID % 8\l s 1/ SRV & %l L. CARD s+
(BT B (c.586A>G(p. K196E)) . S OBEFIZ H(c.1118G>C(p.R37T3P) X [AlE L 7=, FARFRHT
T, p.R373P BRXH MK, p.KI96E NRHFHKTHS Z LRSI, ZhbDOERIIEAE~T
RERTHDL ZERHRIN, 6T, KR, RELFABEBTFOEE~T n AR RAT
L2 ENHBILT, Ry B B, REICHBERIEDOBEITRO o7z,

AR CTH D p.K196E 1T, filH AT — % _X— A (gnomAD)IZ BT 5 7 U VBEE MK < (MAF
0.000044) , & > {7 EREERE DAL A T F =T 4 v 7 ZfFEHT(CADD) T b JRAZE 5 & 4|
EESNZZ D, AEERTHLIARENEGVEEZ BN, AIFET, FIHZERTH D
p.K196E DIFRIER % MAET 5 72 OITHEREMRAT & M L 7=, #1012, fER RIS M A x5 & L
T qPCR IEIC L D RBURNT 21T\, CARD9 mRNA 23FHER, HERCHEIEHT D 2 L 2R L
1=, = Z T, CD14 BPEHER 2 HV T CARD9 ® mRNA, # >/ 7 BEH(T 2L 71y ME)
PIEHRT L7z & 2 A, BEIREE A L RREEORI &L /R LT, HEK293T H#ifd % 7258
HELEBR T, pKI96E ERIIHAR LRRBED X X7 8BLEZR LT, —HORERNL,
p.K196E | mRNA, % /37 L~YWTIEFRRBLT 2 2 LR I, KIZ, p.K196E ZHE )
CARDY # /X7 OEEIC KIE T B L T 5729, HEK293T il T NF-kB #i55E
PEEREE LI VAR —2 =T v A 2% Lz, L LAFERIL, p. K196E ZR D478 63,
BEANZZE 0 p R3T3P IZB W T bR E 2R T 2 LN TE o7,



WA ARSI 7> 5 438 U 7= CD14 B BLER 2 Fi U C | cytometric bead array 75 T4 FEFIL 264
DA WA VEAREENT LT, B3 CD14 G HEKIX, Exophiala dermatitidis, Candida
albicans, Candida glabrata DE KA X D4 T TNF-a, IL-6 OFWLEAK T 2R LT,
—J7, LPS filIzxtd % TNF-a, IL-6 FEAREIIEF A L FRE TH o7, b ORERIE, BE
510> CARD9 RIJELRHE TRO DAL &~ L Tz, ZTDid, BETHESNIZEE~T 7
PRI HLER Ll L, CARDY KIFSE & 2 Lz, $£7o, Bk TH 2 ikl CD14 [
PERER S REROFT AR L, BEBYYEZ RBIET DWAENR Y A7 2 fOZ LRI,

CARDY XIBJEIT, BUEE TIT 17 WEND 55 53R T8 IEBIOMEN B D13, A D OHE
3720, ARFZEIC LY . AFFIO CARDY REVEDRIEIZEY | 22 5 (p. K196E) DY
BROMGEIKRID Lo, S 612, RIEMHEERAZ AW CTERER I L D024 A v
PEEREZGET 5 2 & T JEROFEIZED 5 CARDI B+ DIRHIE RO A /T He Th
LI ELERTIENTER,
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