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Isolated Chronic Mucocutaneous Candidiasis due to a Novel
Duplication Variant of IL17RC

(IL17RC 5 T 4THL A BT & 5 TS VAR M e R RIS - o 475
Journal of Clinical Immunology, 44: 18, 2024.
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18 M Bz R R D o 2 Z Y (CMC: Chronic Mucocutaneous Candidiasis) (%. Candida
albicans 7¢ ¥ © Candida spp.Z X 2\, JZfE. FFERERE TS J OWESRREIRE O BRI F 7o 13 Rt
PEDEG % 2T R ERT, B P XITHT D RFTREICIE, ~A =T /MO TH
% Th17Tfifa &, TNREET LA X2 —r A X 17 (IL-17) BNEET, ZhbOmE#E
DHEFEIC LV CMC B FIET D, INSZMEB MR GRS o o #5E  (Isolated CMC) X, CMC
ERBARERBME U TCET DERMERERTIE L ER SN, IL-17 ¥ 7 REICEER S
T O FREOEEICLVRIET H, IL-1TRC EFEIL 2015 £ Isolated CMC DJFIK & LT
WS, HRaREBEEEEEs R LEEEE T ILIZTRCTH D, ZRETIZ 1L HOHIND
BIEG BERPIME SN TNWDLDHDHEDHEBTHY | A TOHRE T2V, IL-17TRC 5'% i
OZWL, BB TEROREIZLVITOND, BEFOAELEENGED b EE TN
BTHDIN, FHEREZRBOLERIL., TORMEEORIENSLEIC S, ILI7TRC Ein+ER
DOFIIZIE, BE M 2 - T A AW SR TE 228, L0 M8 723 MR
KDBNTWD, REFIETIE, FEHEEMED ILI7TRCH AR % 1 - Isolated CMC & DI
R & 5 W3y T M2 LM L, 72 IL-17TRC B RIKOEHFHN 21T 5 72 O
7272 in vitro EBR AR Z M. TAHZ L2 A E LT,

Hﬂ X TROHARANZMET, % 3 HE VO v O FE, KEh P XIEEFRIE L, LA
37NN ZERDIRBICH 00 b PR LTz, MY A L R 72 B OISR 3 2 5 &
%‘%%%mbﬁ:éit V— RE7a<  BORIEWRELZ B 0RMOBRE RO ONRN o722 &M
BT CMC &2 &g, REBFEITH LUBEBEF/ SRR Z TV R E#ESG YD ILI7TRC
HHEEZL R (Chrd: 9,971,476-9,971,606 dup(+131bp)) Z[EE L=, HAEFRMESEMNE D S 4
L 72 mRNA i@ ok, FIZRICE Y ILI7RC exonl3 O 46 #Hikd 5 % 49 LN FEHE
L., ZL—A3y7 MZEY BHEL 2 R (p.D457Afs*16 or p.DASTALS* 1) N ET 5 Z &0
B LML o T, BEBRMEFMEZ AV, IL-17A (26T 2 )&% €& PCRIETHIME L 7=, #
WA T IL-1TA HBIC L 0 CXCL1 B XY IL6 D5 13BN FHE S 223, B e
JaTIEWT N bFEEINR o7, ZIH OFRERIL BER D ILI7TRC K EHE R (p.Q138X,
p.Q378X) A FFOBF OMMEFMAL TORER L —B L7z, &5z, BAEM IL-17RC EH % &
R R R BL S 2 & | IL-17TA ST 2 SOG23 EfE Lz, xHHREUIZ. mock & 2\
(THHREEL RARORHIEBL CIX, SUSEZEE LiehroTz, ThHOfRRENS, FE Sk
ILI7RC il EEIIHRBERERTHY | BEOHARKRIAMOFRE TH D Z LEHREINT,

Wiz, IL-17RC BREDOIFHE R 2 BT 2 EBRADHEE D =912, CRISPR/Cas9 v A7
2% W T IL-17RC K45 HeLa MifaZ E# L7, Z @ IL-17RC X4 HeLa #fifiiZ IL-17RC
BHRARZ BEH BB S, CXCL1 & PCR IZX Y IL-17A (KT A RS 27 L 7=, AR
IL-17RC O FEBL Tld CXCL1 OIRWFHENBIZE S 172, — 77 mock & 5 WILHTHLEE
BRI T CXCLI IIFHE SN oTz, £, @EHEOFICHREHEABEERORENH V| H
BFEAEEZHND 16 D IL-1TRCERKGRGE L2 L 2 A, TR TOERKIZI N TEAE
L R ICHRV CXCL1 OFFER BTz, stEvIC, BEf o IL-17RC HEREE LA Bk



(p.Q138X, p.R376X, p.Q378X) Tit., CXCLIIFH SN2l oT-, ZHLDOHEERIT, IL-
17RC K48 HeLa fiin % i\ 7= CXCL1 £ & PCR §Hli-R72%, HERETEALE R L&+ % 1E
TN OHREICKBICE D Z L& RL TS,

AWFZE TRENT 217 - 72 IL-17TRC BFIE D BE DR H 5 W30 FRIRBIAIL, 2N E TH
HENT3HIE B L, AMEOEBMEZHMT LD ThH o7, Fx L IL-17RC K18 HeLa
Ml & W C, ILI7RCZE BAR O IEME 72 in vitro AR OFENLIZ R LT, ARFHMRIL, R
BRPARW R ILITRCEAS FEREZ T 572D OffiE CHARFIETH D,



