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B W% CD2AP 43T mRNA A1 H I RIATEE IS B R (PAN) 'Bpds i K B /NER A2 41
it R 4545 A

Fik: MM SD R 64 K, BENL S N E AR BRI IE2H, 520 32 K. @AEs s
FERBAL, YR ES 8mg/kg AZFREIK . AT 28 2. 4. 6 FI 8 AR K ALFE 8
ROKBR A T8, oM/ B/ NER R4l R (MPC5) , 43 4 it SH e 4L A o) i 40
MR 25 T PAN RSO A0, TRIEUS 12, 24 F0 48h YA R4 A T8 50« %
HRZH ] RPMI1640 B5 7735 7 R 40 M 6Bt TSR AL A, 5 2 23 1) 3 25 N3 s
WS4 MR ZE R AR K TE S . B9 E & PCR. Western blot Fl 4 5% 4
RTINS R 2 L 24 PR BB R R ) B ZE S AT [] £ CD2AP 437 mRNA B5 A RIA K o
iR

GER: (1) B R g B AR RIS RN PR AN G A, ) 2 BN R R R
ST B EREAY, . R A ZH 3 55 PAN S5 45 2 J& CD2AP 43 mRNA FIZE A HK kB &
T, —HEFSEE 8 A (2) MMM AT RIS 12, 24 K 48h &40 A
U RAR/N, FERIA L REGG . THR R EE . RRIIBZH eSS T PAN
HPU5 12h CD2AP 731 mRNA iR B & T F%, mRNA ik N FERFEE 2 PAN JlliS5S 48h;
CD2AP 125 I R IATE RO 40P 12h B JC 2 35 0088, 78 24 1 48h B} CD2AP {185 FI R IA
SRR (3) ROt G (L BrR, IEHEALT CD2AP $55) 434 T & 4H il (¥ 40 A%
3 S A JE s P ZEL 12h 0 24h CD2AP 43 A tH BSR4, 78 40 A% A4 i 5
FERURER 73 A1, 3038k A8h J5 75 4T it JES RN 200 B i Hh 3073 A7 ik 2k

Z518: CD2AP 7 K BRI 22 3R B AR L AR 055 37 1 /N ER A2 4T 7 % o mRNA A EE 1 AR
EWE T, 4o CD2AP 372 W /MR A1 B B0 Y B AR e
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B 0 M e /) LI R AR KT, SRR HIR R o

Ttk B 2020 €E 1 H 2021 4 12 A NAEH L 1952 B2 Be i 38 451l Fe ik /6 ) LEE A B 24h
PRI, [FI3YT 45 I REZH LB R I, &R K5 O #fr b o . s, s &
BEIR b B, PO A AL ISR AR KT ) 22 5

GEF. SXIRAAMEL, MEPELJLIE. MBS, =% R E A BRI,
SR HT, MR, PREIR Y SRR, SRR SRR IR S, I AR
bl TR AT PIBEIARE. T TR PN ERE R A AR R ST AL
)\ A B AV B+ ) \ B A IO PRV BB B S i/, TR IR PRI T B PR, S A P B
Lo 3B RR R A S v, DL EERIA ST (PO.05)

2598 WREAE R UFT L2 A QAT SRR 2 AL, AR LRI R T RE
Bt AR RERIE B LR A 58, BIKEEE 8 LTUR B <.




IKZF1 BEFERTRXREFEIRE 1 fiRSEHHEES

MWZER R =l HRE
Fa 7 R RERSE R T BB ) LR
[ ZE]
B ZiGCHRE S, PRI TKZF1 3 K A% 5 SRAL I i PRR A 5 2 R R 38 T AR SR A

Tiik: WO 1 Biliim RS Witk 2 5 R GE LR ARE  IE MR R B LA BRI IR
PRI MARA, R DNA FFREAT K AR 3 AN@sh e 70 AR F Rl

8. B)L, &, 2 SHEILEKBEMELESTGIMI— TR, 2 “T/E” KN,
¥, REGE LS, s, TR B2, KERER. 3 5 RIAHT L
SRR, ML E RN, HRER, BT R, BRAMNERS CRZEMER, RIIL
g7 o 4 SRR D EERMTE Y (4%3ecm) VIBRAR, JRELR “MRkE S I o4
A7 RGN ECHT R ST Ak SOk, XUNEE . Mis . B B BEIRARE S
WAy, WRERT, RPRRIGIT . 5 B RESGAT AN S REETIRA, %
B bR BN S B B A, SR DR HE v R I M A A, 12 R g e S PR AR 7,
JE BITENE—IRTT . KL HACH R EM LMo . ABEE C3 0.30g/L,
C4 0.00g/L, CH50 1.0U/mL, IgG4 20.300g/L, EB R PUR 1gG. KPR 1gG. K
FeUR 1gA BHME, K5ehis IgM. FHAPUE [gA. Rta SR H UK [gG, EB i EE<500
copies/mL, ANA (£~+), ds-DNA FufkfHME. JKEM: EE+, bR, kK2
Witk IGFE LR S 1E, EB R, RAMAPIRKE, WRIEHE L. FIEETHI,
RATE W . TIREN Imgkg BREHMHEREGIT, 3 MHEEL, B)LKELEHTIR
WY, B SPUAPUATEIR; AMEAKE RS . &SN RTFREERIN: TAZF1 F 6 R
A% (c.388G>A, p.A130T, A , NEEXRAR, %A RAAENFIRRIC, FEEik
SPALRL, HBDIRETIN AT REH T FI& TKZF1 K R EE N BUR R .

G: [KZF] 9t 1755 K7 TKAROS, ‘& 7EIR 40K & A I 1 2 AP Bt Bt
M, fEEMRE. SR B SR, SRRk G A RIMSEIRE T KZF]1 LA
Fo AWAIIE T IKZF1 HRFERD 1 RAPHEEMEIEEERR, 6556
EHEBRER, Hd 1 BIEEBRRGEH ARG IS, R & FHERIBT IR
R4F.

S IAZFIERIE AT, WERRIEGR, Gk B
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1 GILARZBKIB SIS I IS IRTS ISRy JAK3 BESeE
BEX & SR ERIGIR R LR BIIRE
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B B4 1B AR RIS AN B B 620 [ JTAK3 2k D) SR AR S A5 e R e J L
P PRt AP 2 R A S5

Jii: [BIBHE AT 2022 48 04 F AL LKA MY 25— B2 Be /N ) LB IR KGR Hh Lo 1280
1451 AR JER I 92 AR 14 B A T RS 95 1) JAKC3 5k R R AR BB 5 B P s e A8 ) LI i PR A ALE
LRI AR SR R

GF:. BILE, 5%, W “RELE3ER, KANEAGE1HAR” AbB. 8J)L3F
RETTCH R FEF B IEMHIE S, RIS, a3, &, SRR IgE B &7
B, TWMEREINHERZTHEIE. 3 R0 ERIMALE 72.lumol/L (eGFR
53.7ml/min + 1.73m?), Jo/KM . R4, THEEKK. ARIMEKR, ABifEEERIE L
AKIRZE, H-2.2SD, 1AHE-0.5SD, #ifi WBC 3.16~2.29 X 10°L, NEUT 1.23~1.90
X 10%L , LY 0.7~0.9 X 10°/L, Hb 84~95g/L, PLT IE%; Il CREA 78~94umol/L. IgE
2307IU/ml, C30.71g/L, CK20U/L, ALT 88U/L, HEHuAAMK MM, FE)LIEAE
AHEHNZ REZ R, TAAEIETERNT, KIH JAK3 BEFAFE 2 MimrE
RAF, PR SCHRII AR A HE. A 19 /MR F c. 2524 2525delinsTT (p.D842F) %
AR EHALSE, 5520 AME T ¢.2805G>C (p.K935N) RATKH R, 2 N RN SN
WA S, EHE AR E (T AZERH. gnomAD. gnomAD R H
YIRS, £E AR F mutationtaster. Polyphen2 ) TR 45 5 15 N E0m P 2E
S BHISCHER, JAK3 N—Fh EZRIE T A 2 R B = i, 5 IL-2.
IL-4. IL-7. IL-9. IL-15 JLFEIZAAILFER y 8 (yo) HEES5AMAEE S5
iR IL-7 iSRG S EEEAT T 40k B CIER, 1L-2 WE3ENE T 44
M e R PUES E T 4UMIN5E, 1L-15 & NK giRA BT, M IL-4 #H5E
K B UM R R R Rl et /R A . (R, JAK3 RAS A S 8UE e R s E 1

I




PR REEEAE (SCID) , BEAMEM T 4000 NK 4ijfish=, B 4E L
W, (HAAEDRERSG . b 2022 45 1 A, EASMERIE 30 A JAKS SRR, &
B RPEARMIGFT G T-B+NK-SCID, {HIGAKRIME S SCID A IEH B A HRIE,
BB NN RS R Rkl A0 8L EREFRE K JAK3 ERE & REaREE,
AT A1 ALk B B 3 S A, e LR L G R U A T-BHNK-, {HIl R TE ) B B
7 E YL A SCID R I, 181k W R A LA R 4832 R T REDY JAK3 JE R R A2 P S
HrlmR R

S50 JAK3 SREE VT A& BB AE, B IR KR ILE 2R, Wilm PRI
NAWRRNZEHE RGZRNEIL, ES &SN 05 P B W2 # .

REEE. JLE; BWERMAERGEIE; KIEA
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HEI: HErwt 7t &3 B & RIEHNH 40 (Myeloid-derived suppressor cells, MDSCs)
5 T MR i 526 5%, ABRAERNFRF A IESRTT R (JTA) R RIA KT Re e AR
WESE, 7EH & G 5T R ot Th17 48R40 A i 52 me A B0R AE SR B B . DRt
AHIEFE R B B 2 kR B 2 RGO R IR SR T 51T RN (Collange
induced arthritis, CTA) R4} MDSCs %t Th17 40 Ha 43tk i SE M K ML, T Ayl B
B B G P 5T AR LN TR B VR T E R AR IR F EE R

Jik: AL CIA /NEBEAY . CTA FIIEH /N BRUBIEH MDSCs AT Th17 ZHARAIANZR, I+
IL-B+ TL-17. TL-10 7K F 4351 FH 3 2040 B AR AT ELTSA v %€, MDSCs 7E CTA /MR
Fow E AT Th17 4 #7502 ma @it /2 Th17 4 7 A0 77 2644 T L35 9% MDSCs 1
/NERGIRE CDA+T 4Rk ff i , FEAERE IR FE A R TL-1 B A AR RN B 7] 1) 5 12 BEL
IL-1 B 5 S /E RSN Th17 407 A o

GER. 5% /N ELE, 76 CIA /N A MDSCs & 8B B Fhmr, B5ERF IL- B L IL-17
FhE, MR F IL-10 F#K, FFH MDSCs & &5 Th17 0B E s EA % . RE CIA
/INBR Y MDSCs RERE I CDA+T ZH LG FE AN 98D TEN- v 733, A 4P 3L K 75 MDSCs A1 CD4+T
UM BN REAEHE TL7 400 AN i 2, JF B STAT3. ROR vy t FE[RIFRIA B AN IR
W IL-1 B KT AR A LA 53 B BELIBT TL-1 B 45 5 7] BAJskz> MDSCs %} Th17
41 o AL PRI

. AT FE R CIA /N AL MDSCs B AR R 5E R M II/EH . H MDSCs &k %&
IL-1 B {3 Th17 40ffu o4k, IR H B G T 2 & L FE A 1) — AN e R 2%

FHEE . BERORUEMSIAIM; HERERMERTIR, IL-18; KRIEFEFHRI A, Thi7
AN BRI TR 28 /N AR

_ofbat & g
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B BRI TE R R 2 MM R E SV SIS IETE S 2 B S I & B
HE A BB B R AR IR 5~ RAB T R o AR SO AN AR A R 20 B g AT e e L P 20 - A
TR SAEIAEL T B E A WIxt B /INER L Y B 20 R 52

T RAMNEFRE/NERINE WA (GEC) , 43R4 T PBS, GIER AW, MIEIRIT
¥, GBESEYEMBEARIE T, §3% 24 /MG, FH Trizol VE3RHUE RNA, HEAT
el oo R R Bt 2R ERE, HFHTEED .

GERL. N ANMAEAE FOGRITA (3635, #£ TNF-alpha iR, FCGRIIA fZisH & Tf
o RIEEEYEN A EBGR R 24K dectind FE[H . #MAZAR 1 FEEEE CRIL
JEH. GM-CSF £ K. KAHZ S F Netrin—1 LK REF+ &, [FE JPH2 JEHFRIE T
B AIXSREAHEL, TNF-alpha 142 2S00 EIREL AP Begnffadh 1195 AR
BRAERZFNE. B EEST, KIZERIER R EE ESEMRIN T SRR
o BB KB FEREAY . RARBIU) ARl . 4 B SR A G . e R 2
FEHH 5511 PECAML, GJA4/5, VEGFR2 Fik B & K [%.

Gk JEMEL TR SV SHEN BRI RE I BN, EAERE RS LA
R DIRERICRAS . PRI N AT RE, FIRER BT IVETE E R I E ZHE AN 2

R MUEIRILE T REE S B/ANERILE A R, Fes il




