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Abstract

Inborn errors of immunity (IEI) are a heterogeneous group of genetic disorders of the immune sys-
tem, clinically characterized by multisystem and multi-organ involvement with infections as a hall-
mark feature. Among these, neurological manifestations may serve as the primary or core presen-
tation in some IEls. Failure to promptly associate such neurological signs and symptoms with an
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underlying IEI—or to recognize them as part of the IEI phenotype—can lead to misdiagnosis, inad-
equate treatment, or therapeutic delay, resulting in irreversible outcomes. Therefore, understand-
ing the neurological presentations associated with specific IEIs will aid clinicians in early diagnosis
and timely intervention, thereby preventing or reducing irreversible neurological sequelae.
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1. 518

oz tHAEBRBA(IED 2 — 3 B, IR 2R R B AME I EG. B S . B RAE. B
T REL B L A o R g 1) G SRS . PR 52 BRI AT DA Sy SR e 1 Ji R R
IR, HEZMHLEGE, PSR RRERET R, MEREZRENZH, FANEKEFIR
Gz WHIEERG . LRI BN AE . B IR . RN AT B TS WA AT, AT TR B
ZRGEZ RN TWEE  ARSCHERGR T A FHOCEER G AERFE I A G 9% BRI AH DS (CID) 1Y) S i
FHHE R RIN[1] [2]-

2. ERHEXNEEZAAHFIER CID
2.1 DNA & E5kB5

2.1.1. FEFRIA - BAMEY SKAE(Ataxia-telangiectasia, AT)

FLHF R - BAME Y HKAEAT) 2 —Fi T ATM LR AR T80 Ge iR ks AL, e Ak
AT/ SEGE R R . B IME Y 5K T AR G SR | O SO AR 2 . ATM 2 TR D RE SR [,
oL DNA XUE T 245 SRS R B, 5] R SR AT E FIARIE T . ME RS (AT 1t
ANIRAR) B R R R ATM SEEEUER 241 e DNA B R KRR, SERE BT MR AE[3] [4].

AT BFH PR hfaR N 248, FERION T ik EH M7 MR, AR, 1gA. IgE. 19G FF1IK,
IgM &[] [5]

WY A-T BB MAE RERI AT NG, REBEEE 2 DHTw, SR 25
BRI Wk MRS . A-T B3 BAEIEWER o, HIERIOVERATR, SRR L
Mk, BEE R IR, BE B EMSIATE AR )T, AT A e S T R BT 3) Gl AE 10~12
LY. AT BEIEF R WA Fizsh, WIHEH. T EmaE. PIFEZEME R &R 1M
7 Sty 2% 10T i VL PEE S S R 3R AT PR R SR I S B T AT AT YRR FIS S e 2 i A8 . #4r A-T BEFIEH R )
IR NSRRI . W3 PGSR R R I . K28 A-T BE PR 7RI A/ NG ZESE[5] [6].

HATER X A-T BIHE RGR I EZRIPEMCERAYT, MIoA 8097 iR e . AWt
FOR IR AZ T S WIGE % AR SRS Ui 259« 11 AR 26 K An A RS AHOR A S5 1T 038 A-T A RSt
KR A I PRI R B @ AR LI A M 25 25 Hh ZE KA X AT BE M A DR GG A RN m[7]. EERRE
RIFFUA] e iayT A-T A, B3 I ST B AN IR AH 00 25 844 [5] [8]
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2.1.2. EFERLEAE(Nijmegen Breakage Syndrome, NBS)

FMFF W R LR A A NBSL 5 [R]85 5L ) 5 Y (i PR B M it A% 75 . NBSL JE R 4wt NBSL & M, A&
MRN & & 14 (Mrel1/RAD50/NBSL) ) = AN FEZH 5y 2 —, #£ DNA $if) ) ' (DDR) #1 DNA B2 & ke
HHEEAEM. Fik NBS MHXIGRE S H DNA B E 5. ZLEEAERIRHE /N KETE . TR |
AR LR ARV G T2 SR B I R R P B e g (T L A2 Ik L9 ) B B AR S S s P [9]
[10].

NBS B# XM EER LA B 4. T 40iuf CD4A* T 44t H b : 1gA. 1gE. 1gG %
fiX, 1gM P i [1] [11] [12].

A S B R A B AT /N SR fE NBS BRI ARG RN FE BRI . 5B 10 T S50 0 455 i A ft
BB LR, RE. BEMIERU NG4S, gt h AL RAE i E AW, EEREER
ZAEIMETHE N, YARIITERICT, BT, W EEE MG KRS, 2~3 S i)
BT o /NIRRT L AR ORIRS A R A S SR AR T HHER10] [12].

H AT G768 NBS RYT 732, (HERRT e SR fE I 32 ZR 7 A S e 3kt B 8 A7 VARG I T40 i #2
.

2.1.3. R, EZNTREMAERELEESME(mmunodeficiency with Centromeric Instability and
Facial Anomalies, ICF)

ICF & —Fh Yt ARt AL, 2508 1~4 &Y, 435t DNMT3B. ZBTB24. CDCA7 #il HELLS
FEPRITRAZ 5, Horh DNMT3B K&K 5838 S i o 32 R I g Hoy8 BR A /KPP Bl = 3 30 s A2 M A
THALE Y, LT AR, BE IR B 1. 9. 16 5 e thfArbty 25 X 45 ¥) DNA S AL sk
Ao TR S ST HREEE . P RERE AMIC B A7 [13]-[15].

ICF BHFMAXRZRNFENEFTKEIBE, BBk FiE%: NEEEZRE JIERS.
#y ICF BEMEA RG22 RRIINAR B IR Z BN DI REEAT AL, W R AE,  JERGL I 25 [ 1]
[13] [15] [16]-

H T Mo va @R IT ik, FEONSCRT I, WaEskE a B RUAT T, TR A R4,
0240 M RS A P o g2 EE RN 2 RN R T 30 5 K [15] [17] [18]6

2.14. HSHEURME. ARG, EIERIE S ERLESIE(RNF168 Deficiency, RIDDLE Syndrome)

RIDDLE Zi&EAE—Fh YRR ML, BN BUR BURE . R ER G T, %
> RIHE . RNF168 2[Rl ) 848 /& 5: 21 RIDDLE Z5AfiE AR A J 5], RNF168 #& —#Fh E3 72 % #: /i, RIDDLE
ZEAE R K RNF168 GREFA T 1 0K TPS3BPL 4455 21 DNA XUEEWIZAT s (RE 71, AT 5 SOkt #2545
IERR 20 AR B s S DA S A T SR X SR i i B A2 AR [ 19]

RIDDLE Zi & 1iF [ S e R AL 3 BRI IgM 5T =, 19G Al IgA 7K-FREMK, T. B k4L
Bl 1E 5

RIDDLE ZxAMEEH MIGIRER I S A-T AL, FERIUCNR LGRS BT B
NSRBI« AR P RS S EE ST WM. AE KR ZESE[1] [20] [21]4H %) RIDDLE S35 VA TT & X0 i S Fe iR
I
2.15. ERPEATS. GRAEERBA. PR BB SIENEELE(FILS Syndrome)

FILS ZRE1iFA2 H POLEL K RAR 5 AL I — Bl i e AR B bt A% i . POLE 2 [M %A% DNA KA1 &
(Pol ¢), Pol ¢ Z 5L FEAMMMILIFE, H5 DNA EHIEFEd ol SEERI A 4000 I 51 f1 DNA
B85 . POLE [ 748 5K T3 POLEL WA 25 R IARFAK, AP TIiRE 40, B REAIf. g
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SRR AN T . FILS 286 AR S BEIG RAFAE VIR T« R SRS A R R L 5 B8, L
AN [RIRE B 1 A K B

FILS i F 8 EBRIUN T kAT >, 042 B #RE 40K FEK, 1gM F 1gG2 /K- F%
1K, LK ZFEHUR PR .

MZ RGN KR LN E I, NEEENSGME MR FRE., HEWENRIAEES KT
AR, BIFRN, AERFER, IR E TR, REAL, SAMEEK, TN, FUARN, 355
IR, KHAE)LE R ILR §iR%E, HBEFERBKAHHE, S0 8 UFEENEKEZE. |
BAKKREFIRE, HEILWE IKTIER . AR BN 1K [22]-[24]. H 7 3 B XRE ST #F
BIT, AT ARSGHRIE A L.

2.1.6. DNA PKcs BRZfE. Cernunnos/XLF §RZfE. DNA ZEFEES IV ST E

DNA PKcs 6t ZfiE+ Cernunnos/XLF i Z . DNA R IV B ZRE ) 0 e AR Bk st iL 00, 55
H PRKDC £ [F 5845, LIG4 HE R RAZ A NHEJL FE[H 28748 5] 2 DNA RUEEB RS Z ik . RIEESEEA
) DNA XUREWT 24 i) S M, B RIEEE . 2R RE A RKIBGRRE . 35 [R5 A i 4 4%
(NHEJ) W FLsh P01 £ 25 DNA XUBEWT 2415 2 4% . Ku70 Fl1 Ku80 /& DNA MUBE W 2L Ba%, et Rkt
R IIZESE, AFEE AT . DNA (KBS (. 1L 3E(DNA-PKes). X H&IEEA X EHEH 4
(XRCC4). XRCC4 ¥ [K-F(XLF) LA K XRCC4 il XLF 15 R[FIIEYI(PAXX), LUK 5E K DNA &K ) DNA
VNG IV (LIG4) [25]. [RISERL b =N SRR S8R 3512 5 3 DNA & R a5

DNA PKcs 2 JiE S5 W R AN AME L T ARE4HMEA B R4k, NK 4ifeiEs . Cer-
nunnos/XLF i = JiE % F1 DNA ZEH 1V B Z0E B35 1) S R AUARL, 3928 T ik 40 Ml £ 40 1 B
REAH A ™ B kD . IgM T, 1gA AT IgG ik, NK 40 1E .

Cernunnos/XLF = fit f8 2 Fl DNA JEHEE IV 20 B E B RIUA/N BT, A FIFEEE (12 2] [H
M. KEIRZE. HEN PRKDC GREEE HHGERD, (B B F BN &k B i1R22[1] [26] [27].

H VRT3 R APRE SCRRIG YT, A 400l 0 va 0 5 Tl Ak 22 11 32 1 40 B RS AR — B RGBT 5
%1281 [29].

2.2. MRBPEHSAERERE

2.2.1.22q11.2 BrE&EEE1E(DiGeorge Syndrome, 22q11.2DS)

22q11.2 BRARLEAIE R —Fh 2 REUHIH, KIRZE 1/4000 [23]. IR FIEIE S RO ER, FOR 5% R
NSRS T R MRS M MR R & A4 51 RS 1 40 i e e e o ARG R R IS S T S T, 2,
BHIEZE, KBRS, M INmARSESS, 220112 BRAELAER T 22 S5tk q11.2 Xk 5]
o 18 22 FYOPRER X R R 2, Hodh TBXL I RARH A N2 T30 22911.2DS HH SR BURFAE 1) £
BRI

22q11.2DS R B W 2SR . B LR T g b o WE . B ER T (IL-7) 7
I, SR e A T AR S R, R BEE AR EB T IR A R GRS CD3'TT
Y 5 LRI ZE X EUIS, DL WIAR CD4* T 4 Bh4Hia fl CD8* T 4H i S AIK. Sk /K IEH B R
B#[30].

22q11.2DS BEATA ZFPHE . INFARS T 575 . K2 % 22911.2DS BH A —EFEERIZ3)
DIRePsG Al 5B EUE 5 R §iB%. B4 LA E TR N KIZE) . KAizsh kK §BEM MR, LR
FIAIE TR BB a0 . INABEAGIE AR BT WITaa B R I, JCHORAESRFEER . idle. Mo
(RN A AL FR 7 T o R DIt e R i W, (R — o B R T B kG . HGRR Tk PR & IR,
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BB R, JoHRAERCAANE S EMIT I . ShER R I8 ST kG 2 B RS, Jm
W RFRRG . FEREAE . SRR HIRAESE . R IE R IUOMLTK S8R Toif PR IR A 148 . A it
KRR LFEANTE D AEAE R JEAEAE S R OURS AT ) ZLAE OO 1 Ik i RS, B ARG Hi
REIR 5 R NIRRT T BN A 2 SAE AV B /AR T« BEAMBIE S AL, 22911.2DS 3 /iy
AR K RS I o AE R AR 22 BT RN 75 B BRI, AL TS U BRI R, /N
A 2R 48, /N (R IR 755 [30] [31].

22q11.2DS A& MRIT L ER L RS 5XERST M AT AE R R E BRI 5.
Se AL B TR F R RS AE VR YT [31] [32].

2.2.2. CHARGE ££&{E(CHARGE Syndrome)

CHARGE £ &I A2 — Fliian AR S 10 2 R M S Rk S 4 e o JLIR R R A 3 BONIRBR . Je RO
AT ALT TS KR BIRG ., AR B A SMERIE .. KE2HUEH & Y R el DNA 454518
B 7 K F(CHD?) I Je ik B R AT 52 . CHD JERIE R A, B3 185 A 1k 72 i #2s e (5
ZERIAE AL . CHD7 &R S8 [FIFE AT 5] R i iRk B AN 4x. Rtk CHARGE ZE& i I ARKFHIE AT 5 22q11.2
BRRLEAIEE S, (HE S 22911.2 SRR MEHI LG, CHD7 845 oy i fh 48 BB . V8 £ 0 AN B 1 A i %
REANEHIRIF T =

CHARGE Z5AE B 1 T bk B 40 B3l 5 ek B IE

CHARGE B&EAINAEERS, 123, {BERAIB%E, RS IhEERRS . s kEis kR K&
ML, T2, HRPHE DLSORE ML, IRPRRBUY IR, B p M B A R, W /o, e
L. BEE R, HoBFIES BT NS, RS YRR &S E e .

H BT M CA & CHARGE L8 & HERIVAIT i, £ B XPRE SRR T R TR MG F LA 2. 8 s
PERREE [, 8 i B A 2 33 492 B 8 % [33]-[36] -

2.2.3. &R IZELEAE(Chromosome 11q Deletion Syndrome, Jacobsen Syndrome)

TEEAMARLEGMEQS) 2 H 11 5 G AR o Sl 2k 5] RS I —Pos DL ) Gtk AR B AR 25 A1k . 32
PO EKKEIRS . HMEE . RRD> . /MRIIBEZ . e RIEC IR . FLRFR IR 3 2k
TEA: ME i CRER . BIARE . AN PR A& T2 = M) SEIREE . ER T, NIE L. &
PIRTEE

JS BE R RA E BN T, B IRE 4>, NK 400K FRA%, RBRER (A IRE A 22 BEPT A s b [
K.

YKo IS B RN RE R E R JIRERT, ARSI 5 G ARG /NG Ak, LR
RRINTEZ ORI Z B IEHT ;A7) Z0E B RO 17 1 PR AG 55 1= EAS A 2D W

HAT E 20y e BE Y, XHERYT, T ARIGIT O OCHIG, SskEa BARET, /g
5 [1] [37]-[39]-

23. REBAETR

2.3.1. Schimke & T X B R (Schimke Immuno-Osseous Dysplasia, SIOD)

SIOD /& H1 SMARCALL 3 [K 5848 5| 2 () — Fh i e (oA Fa k84495 - SMARCALL 2 ATP ik et
Jo3 E S SNF2 SR 1) — 01, F 4k $7 2 DR 40 A% 5 14 A0 TS 45 1) DNA ik P R AEAE FH o 2R AE
NEHEHRKEAR. G/ KEREAGINE B LRSI DL AT AR ) T A0 e e Shber . A R 2R3
BFEMAETE . BENKEIES%E. ORIUER. FURBIIRES . BRRT . B H5E[40]-[42].
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KZ 4 SIOD BEAFAE T ik ANk AE, B bk A0 B AN G2 Bk AL /K P R .

KY) 50%I1 B E GG RGN RAE, EAE I RAE i kI « 50 87 1 o 5k dfiL R AR A o R, 8 7 B
TR RAE e RIBSWAHE. REHEFEFEKREIRE. Hura 070 oy nl i i 1546825
HAE(RCVS) A2 SIOD il I H ACAE AT HTALEI[1] [43] [44]-

H BT M JC 6 SIOD MR YT 77k. 750 400 - B RS AR AT oest ' Th REFH S e B [41]

2.3.2. BREEREET REMEZEEHRE (Immunoskeletal Dysplasia with Neurodevelopmental
Abnormalities, EXTL3 Deficiency)

TIEE TR EANREMERE 78 (EXTL3 $ZIE) & EXTL3 B[R AR 516 1 H G tafa Mgt 1L .
EXTL3 24N R (EXT)PEIE RSB I — 52, EXT 3R g g s B o] LR IT R AR
BE(HSPGS) BRI 2R &, TR 3= B2 A R R N RTS8 B P IS R B Ry 2 —, FEHHKE
A o A Pk AR A o R, EXTLS JED AR B8 A AR B (B f . M S S i R,
HERImRRs SOV MBS, SIHEE A, ek & A, WBIRRVERgIE 255, JLTFIra 8E a4
FIFEE R E o, o WIRIE B E, 5 APE Y.

EXTL3 BICHE B H MR £ ML, DT WRE4IH KT AR S, 1gA 7K P 1E % BRI

EXTL3 ShZHEBEMA KRG 2 RRIMOFEIKIMET: hREERRFESE, EERKEEWW, 7T
BMEI NEE K GRS, MR ETIR BB, B R WA e mEVEMEZE . IRIRE A,
S TCRE KR 1RSSR IE

HSCT 7J LA™ B T 20 B s e 26 Se L g e, (H R BB A R GUREIR S AR [45]-[47].

2.4. PGM3 (BB B VEVEILER )L iE

PGM3 (fiff iR ] %] HHE AL g 3) Bl 2 i & 5y IQE ZE A ME(HIES) ) —Fh, PGM3 3 [K] & g At 4l 5514 G B g
FEHZ —. PGM3 S ZGE B H RN G R PEM 28 IR 35 1gE AKFFA& . Bi& T . PGM3 it = i
PG R G52 RRIE HIES R, JLFRTA S AR I R A2 RG07 AR e HEH
WP R 5Z BRI AR EBEME T HOO s B KR L5k, 5
BERG . IRE A E R WIS RO R AES . A PGM3 S ZRE B b nT R BB K B AN R,
M-S 805 K HAL I 2 4B IR [48] [49].

I3 1gE Tt ARG ER MR 41 Hu 1 22 02 HIES FURFEM:SLI0 = R I, BRibz 4h, PGM3 B JiE 3 ik n]
HEL T #kEgnfig/>, mrRIN CD4/CDS fBIE, B Mk 4ifuficiZ B #Egnfkl, 19G. 1gA /K IE
GEANAEIR

% ERIT R A TIPS R AR S AIAREIR T, i T4 M O D VR R TE [51]

2.5. HABHLEIMEX SR BB

25.1. IR H BB (LER(PNP)ER Z AE

WA TR AL B =0 — P Qe iR R Rt A5 00, & il PNP R RSP S ) . PNP 2 (X 25 1
WER AL DRI AL, 122 NS BSOS AR 0 — A, ERERACEE R, PNP 3 EALLE . SR A
R BERR A BRI RIS IS . PNP SRARKE G B A a0 i S5 S H = BE R (AGTP) AR, ATIXS
MEAL AR, H AT PNP RAZ G EUPLZ RGUR H RN R R M ATE R, BAERER RN R
SR ETIRE, EME BN REREITA R . 1K GTP AP A A8 FE PNP ShZAEHH 142 RS
R RN Z R [52].

PNP i Z JiE S A7 AL ™ B AR S e B b, BRI T K40 kA7 P s b, B WS4 . NK 20

DOI: 10.12677/acm.2026.1631093 2909 I IR 2= =23t e


https://doi.org/10.12677/acm.2026.1631093

RPN 55

Jil 7K~ TE B8R 3] [52].

&R FHRZRM IR, 28 MEEAHATHEME RG 2, HIBW & TR A G Rk
P, R E IR PNP 2R B H M EEMAE RGZ RERI, OIEEHAESES KEIRE; —CRE
(R ks, JLpF R, RE. ARV WUk i s (K IARIERNS . 2 2h By 2 BB AT v 1)
LRV TTELR] . BLAh, LT )i A RIE

I MR VR TT PNP S ZAERIME— TV A 5 o B3 I 2 R GO IR AR 21 B0 B A
bR, ok, BEE AR IT AL R e e T ] T %% (3] [52]-[54]-

2.5.2. BRE B EBEER = iE(Adenosine Deaminase Deficiency, ADA Deficiency)

JU T Mot 2 g dfe = R 2 — P e AR R AL i, B ADA FERIRAE 51D, 1225 DA 3 g i iR 1 vt 2
(ADA). JRT it 2 i AL — b it 208 ARl , 7 R [mT UAT3R A ok AR d SR R AT AN P i 2 MR
H M B S B = B R S ECE R IR . AR MR SRR 1) R B i R
B E RN B S G, IR E LS MG H S R R G R, A A% Ok
JHF IR S50 #H22 R G IR FNAT R PAG -

J T i e SR (R e e R Ty B A N 4 i bk EE2 200 i S 10 0 St 355 02 AR 2 3R 2 1 A1
(R W TR IR R R R A B3 1 1gE ZK-P AT B =i [1]

JR T I Bk Z 0 B A R R EEA AR W ZshThRelEmg . KEE%. KK,
SoIMENG . IREREEL. WUN R IES . ADA BRZREEE H AR RN, B oK bl H A B
B B R E ., BEIESRNE 28, R, BRI NS N . BN RTRE JTERA
B IR ) B EAT NN R AR T, SRR Ak, U AR e 1 E R AR O A R
ATLUR I . 57 R fAR S P R R IR 22 15 /1 e fivi 3 3 [55]-[58] »

H A EE T i i 2 R = B IR e MR T B R 4 AL ADA [ AT VE(ERT) R R:
A3 1ML AR A% AL (HSCT) R 43 1L T-40 i ADA 2 [K6 97 (HSC-GT) . ERT B {E N HIRIAYT, &% ADA
BRZE S, MRS ERT, ELEIHB#FH 2 HSCT 5L HSC-GT HIMRIAMEIGTT . HSCT &iyT BT A
F10) P B IR SR BRSO 11 I R TV ey TR SO EE AR K AR CD34 AH i B R, MAIE W T A
RAEFF 2 Z2 ADA HERIFLIE H3& I 41 i [56] [59]

3. HittZE ARG Z R R EHERE
3.1. FEILEEESALRL 3-8 o 42&1F 2 B(Activated PI3K-Delta Syndrome, APDS2)

APDS2 #2& Higm i PI3 ¥ o f] P85a 145 V3 PIK3R1 FE K 5845 5] 2 . PIK3R1 F£ K 5844 S 5 PI3
Wl S, 1R e AN e A, BT SR B AR R T AR LA s, bk B T R T
REWRFE, DASPUIABZ . PIK3R1 £ RAEAMY AT 5] #2 APDS2, & A[3E SHORT £G4k, BRI/
KA, HRMFE . Rieger 54 il A 18R£8 5 1E[60]-[62] -

KZ ¥ APDS2 LW N IgM IILGE, 1gG A IgA &M%, B k40 A/, CD4/CD8 {3 &[1] [60]
[62].

APDS2 #4 RERIATE /NI, AKKEAR. B, %o)EE%, BEEFHESKER
g%, (HEFINFIRE I IEH o LA G i n] SR I WT 715245 [60] [62] [63]-

APDS2 {17 T BEAIE T MR LA WP g, sk (B AR YT, A S e i ) i i R
& AR R T APDS B 1R YT . WAL B ET R AE T IR Lenolisib A Bh T o B2
2 0 8 A AT gk D 1B L, E RTAR Tl RIS R [61] [63] [64].
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3.2. HEREEEEEFEEREZ E(Mannosyl-Oligosaccharide Glucosidase Deficiency, MOGS)

T S T 2 Y I B RE S e S S D 4 R R R R 5 R ) — b e AR B B
e AP ILAORZ M N-SRWE N T, 28 518 BN IR BT RRE R AL RIS 1050, BITEL MOGS UL R4 Thfig
PR OVRAE, HEZEIGAREEEPE R R, WEEE, [RAREREQ BN R E RS, EOH
A HHAMMRGIN . TR RARAEE S, E R IR 0 RS AT RE RS W RN A & I 2 el 2 JT T
MARAE R, i FBUE5)IE 2%

KZHE MOGS /B ML i R EER B AT FEAK, JEILE 19G. 1gA. IgM KTk, B Al %, )5
PR N 2%

MOGS B3 H A B e KRGt KR, RIS LRI ED I B [ PR YRR . #67> B
A ER IR, LHAE S Mgk HiE%. WANIK AR SE5FRR . Wr 77 BsagsEih R R
BURIREHR W S8 P RBUDNIB R AEBE S A DA A 5 5, /NIOR W

HATE X MOGS 877 MHRIBEA IR, SeBe Bk A #ARA T WA R YL AE IR [1] [65]-[68] -

3.3. Chediak-Higashi & E(CHS)

Chediak-Higashi ZR& 1k sE—Fhi Je AR B AL T, 2 —FIA BRSO, 32 BEIm PRFFIE AL 45 S
B, A A R AT A S T BERE RS . CHS 538 2% 5y k2B W I 41 e P vk L 2H 2 A 1 %
JE(HLH). CHS 2%ty LYST & [ iE B i 15 A (LYST) B RAZ 5 B ) . LYST s = m] 33
VA R B RS ST BRI, X AT BE AL M N EE R AR R, T 5 S0 M A R 2 G 4 AT
oo LYST 25 NK 4 2 fE e n) 2N 7T, ZARRURIE . MRAGSZ 0. IR AhRic ) 32 4513 vl 3 8
NK 20 A2 1 40 B 55 14 7™ 21 52 451 [69]-[71]

CHS B 1 S0 =R 2 NK AR E0 = A Th B8 N B4 4 A a1k PAIG, bz i gk [1] [69]
[71].

CHS BERIHZHMMAE RGZ RRI, BB, F30. INKIBE SIBERT, N5 R,
MR, SRR AR BURGIE B 2 KPR AL, AR R 2R AR, N K TESE . CHS B 1w
B RGZ RRDBEERL I KN E, RERE R Z SO0 7 A mES . K2 B
R A0 0 = ) 71 B 20 e AR 1t A iR IE[55] [69] [70] [72] [73]

[ S A3 T PR RS AR AT A 2R TT CHS [ LR 2 RN e 2 00 R0, H R e ROa Y7 #H] CHS
YR R G0 RS F [69] [72] [74]

3.4. Vici ZZ&1iE(EPGS Deficiency, Vici Syndrome)

Vici LA Qe AR Mg L T, R — P AT e R B Bt e, e ZIE R 2
EIRAR R B A A AR, BREOR . ORI & s BhIE . 1% B 9w 507 P FRLEE 1 5 (EPGB) )
EPG5 A PE AR 5[ e, EPGS 7E H Wik 5 A B i & b R FEAEH[75] [76].

Vici ZEAE BRI CDA'T R 40 i ™ FE s>, B k4 e K-F TR, FZEEREH, JLHE 1gG2
TP

WL RGZ RAE Vicl ZREIERE P RAAAE, AMAERKEANRAMPEIBITHAR AR . 4
RYNTEPRBIREREBEE, TR EARANKEE . BHEEEE 1P R AN Sk
o PEBEENARANE IR WK KT SRR RS W, B Mat B EWAE. 5%
S EERIUNIAA R EAA . iR G A4 BRI RCER i A AR AR k> 46, 0 45 JB 3 3 T
SRF) R TRIBME R HAC T2 (55 K4 S B 78 .

DOI: 10.12677/acm.2026.1631093 2911 I IR 2= =23t e


https://doi.org/10.12677/acm.2026.1631093

RPN 55

H Al TC 18 BOZER I i . XPRE SRR A I A T o AR R IR AR R [76]-[78].

gx b, WA RGZ BAE Bl BETIADI, BRIZH, BMIERIANINES KE, mERS
FUBHIET . IEI BEML ARG BNR 2R 2 RE, 11 DNA XU 248 5 EES . P20 g B AR
WIRIRR B4, HRHER AP R B L AT 2. A2 RGRIUE A KR E BRI BN, R0
W, IS5 1B ARR, ATHRE AR, BRGTT, NTTREMZ ARG BRI R,
iR/ 7 SRR RGO RE R

BEAh, FTAhFRIEI IR R L% BoRF R RIS, 1EI BE ML RERINZ IR TG H
B JORE R PE RN . W1 TLR3 HRFEI . TBKL BRBAEpE5F LA 4l i 85 1 BUAN 28 2R I[1]; 17 ATG4A
T FE TR A Eh B AR 7 2 5B A 0 S AR AR B PR A . 1 BB IR TR A E UC R T
BRI HEAT VE 2 5 PG 9 505 (PML) o 72 S il i b, 9B R I0 9C 98 B i S s ik 10 9 B30 L L B
F) Bt 2 R I 22 R BRI [79] [80] A )L R 4 4 E P (NOMID) S i NLRP3 356 [ 5828 5| i fy
I, LT B () ] AORE RS, HRRAE R B . R, SENTRI MR M T B M A5, B AR . R B IRLE.
SR 2% 15 R RE 3 L[] [81]

B2, MEFOUE R /NMER BB ) B P ek 2 RS2 BRI A RO SRR E
T R EANA T BRI, I PR R TS24 S 2 AR BRI AT . 4 tH Bk R G WU . LK 14
Ml 2 AR BN , TR TR A R T RN A R ER e S 0 R IR BURR YY), R A SR
EAS LR UR . WRKE R B, EE MR RY, EEA MM SER, &
BFAG USRI, AT VR % AR B AT R, 5 LU RS RE LB, TR
FEFCABAE 1EI AR Z T8

E&WE

IR EHREE RS 08 K RS 45 (CSTB2024NSCOLZX0100); 5 PR 25 Rl K 24 It & L 38 B2 B 2
BB TR AR 78 & T4 5 4 I I H (CHCMU-2024-XKDF-1001) .
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