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3 R B LG PE G BE B REvvs (935 W7 7 At i

fdmik R AR

(EREFMXFHEILEER, TR

Jir S E BRI ( primary immunodifficiency
disease, PID ) J2&48 HH gt A% TR 25 FIr 2 i) e 2 4 A A 4
PEY TR 5 | R ) SR S R B AR, S EAL
PR S DN REAR T 10— IR ZR B 1E. AR
PID Ayl RR B 2 HE Lk = e et H )CHAT
[FIRRIE: &AM, MnteEkdg, SEAas
FPEVELR FUEYE IR, BOt ke BUukE S, H
BT, S&T PID B4 1 Joi VIR BORE, [ SR
AT W AR PID AT I8 1/2000 6772, A
BLARIE W ICAE IR B EFENE TgA BREE . H BB SESE
Rk SRRk e, HARZ LW /2240 )L
IR AT, PRI S B A g 5 0 B g o i e [ (A
W& PID FBLTH W12, i JCHA DI A B0k
AR PID LA A, Unds & S A A4
B, FRE R AT PID BILEOTH], (HSZPRIG IR
LW#E A REA R 1/10, R FBr (HA B
FEPRIKF ) WA B ) S T L . PID BB LA
FORC R IERE ARE ., JUICH LT P K 9 Ak
G, s ISR IS TR AL A,
AR LR IIRHZM A 2, [FRI2
W2 LAEDIGS R DL o i o —TJ7 i,
]S BULHUS UG, AR RIE 2R,
XEF P E A R BRI, AR 3 A it
Frigom A tE, BILRATE RET 95%, 1
AR 3 ATEATE M T A, AERETRE
76%; AMUSUR B AR, 182 . 1)
Bl /P S BB 25 G A (WAS ) K 1 A 2 i
o TS 5 He e E A A (] B DDAH DG L X 3 1
Iy N LEAT PID A RO K Bifi 5, 2 PID 15
PLR IS WORG T B OCHE, R B AR R AE 4 1
O H A 1 R R B AR A A

[ichi HIW | 2016-08-31; [ %32 HIM | 2016-09-28
[PEERIA | &bk, B, it #.

KM AT 4R

400016 )
1 PID #fi&
1.1 PID W43

Fl 1952 4F & B8 X 3% i JC 4 BR 2R 1 Il E
( X-linked agammaglobulinemia, XLA ) Ll 3k, H
Hi E 4 BLAY PID I PR 2 B4 48 i 250 A, G o
i 240 F 2 22 W1 o 03 T 3 A% 2 R A Y. 2
2014 4F g 9% 27 23 E PRI A 25 (International Union
of Immunological Societies, IUIS) X T PID B 43
HhrifE, ¥ PID A W JLRE: (1) BEA ik
BRI (2) A LRIl PR 2 3 A IR 5 O 928 B
Zia ks (3) LABUAAR R BE o 3 Y fo 0 kB
(4) SPERTRMVEL G (5) JeRIEA W2
LSRR S RE BRI (6) AT S e Bk b
(7) A B RAE WS (8) AMABR B
(9) FARAY LM e B
1.2 PID By R EITEFEAR

1E 2003 4F-HH Jeffrey Model J& 4> 2 AR 415 I R A
FEPEH T 10 4% PID FUEAER P, BI. (1) 14ER
K= 8 HARERGE;  (2) VAR A= 2 ™

FAEREY; (3) HIRGUERRIY 2 MA L
MR R (4) TAENBE= 2 KIM%R; (5) 2

UK R BRI (6 ) B 2ol k&S e i
(7) FReMeds DAl 2 BRIy (8) T
Pk BT ZI697 A BTG BRERG; (9) it 2K
WZEG (WMumAE ) 5 (10) PID %L, Hirr,
X A LI BB L HLA $ 7R B SRS PID Z%
Yo ERE GRS, feEdE R LR TR
TUERE R 32 B A X S B U AR S 9 L & 7
AR, JERRESE AR BTA BA PID e ]
AefEIL, H4RZH0™ER PID BILEA G F
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HE B PRER B, An™ IS P BRI ( severe
combined immunodeficiency disease, SCID ) | W Ifil 4
MR A MM ZE S AE (hemophagocytic syndrome,
HPS) | X 3% 812 N 73 W IR 1 o e 952 2% ] 25
4 fiF (immune dysregulation, polyendocrinopathy,
enteropathy, X-linked syndrome, IPEX ) | 2% A 25
9% (chronic granulomatous disease, CGD ) . i
% WAS 55, BT 12 2 WU R PEAG 2L
W PID, B (1) UL A/ R AR I B U
g (AnRG g Al T AUl ) | TR (n
MR TE S M T ) s (2) JEMhE e
JE KNI, JEHIEER R (3) f74k
R DR o A Y B S B PR / el R A 1 R 5
(4) A7 Wit A A I PR 3% AR R 70 25 1 T 7 5
(5) J7iz B Bk s (6) 45 22 I 155
(7) SeRPE AR (R LRI ) 5 (8) i
WBEIER (>30d) 5 (9) A PID FKRL KK
A DB BRI R s (10) FFEeibk L 20

U8 /D (<2500 4> /mm® ) B A i 28 A e 2L, BE
TETC AR T 0 T 4o Bt s (11) fEk

APEROR AR PG MLAE ;s (12) JFR X 2 i i3
BN H PR PRI R 2 B s L2 P B s T AR 4R
R E PID RIIPUILR T, (1) RS

B (2) BYERRERGEIRY; (3) RE K
JRERH LU s (4) Bk, FA& . /Mo E
Wb (5) BELIAIE sk 4 A G R A
(<3.0x10°L) 5 (6) B HEZE LA IR ™ kK
FEMITE; (7) BVYETEAE EB Yy, (8) 24
JLHLH; (9) EPEMREL, . WKL B 55
RN (10) PEE RS 1ok 4.

1.3 3 A MZIL PID (—Ri2EER

1.3.1 e REAI PID B4 R 2230 A 95 R A [
Mtk k24, (AHEAILFERAE, B e |
Gy B B B agEtgs, Hi k&g, UE.
KA R RGYIE 3 H 2L PID &5 WA SE IR
[l JA5t 1 3 Ay el D B R R 2 L B IR e AT 1Y) 4 4
W& <3 AN H 9 149 5] PID HL ™, & BRI ERIEEYL |
R GG R BRI, JCLUHER G5
7 83.89%, A &kNFE 69 4 (46.31% ) , TIEVERE
1522 % (14.77% ) , 1@HEETS 19 6] (12.75% )
H R G iy S [A) 4r id, (HAFP IS ALAY PID JL
YA HAS AR IR . A9 G H b ELA R D[] 4

TS P ARV IS i PR R B /N LIS A BE TPEX
CEAME, JUHOE B A LI ™ KRS,
Hy SRR IEVE&RIT ORL, MRS
PN BIE RS . WRE AR PR I A
Bk, XTI LV AR S T bR TR
SRR LIS, H BT M A LR & /I [
WD R LA R A R R BEORE . OBR 55 AR T
RE VSR T S0 T AR LR INLES F e dhdg . e Kk
I8 5 B ST T A8 e i A e Ay 4 v 1
T LA — 2D R A B S e = A

132 Az FREHTE LA S & R
RABORI TR, A S IR R,
JCH R R AR S R s B EA, XAhR
AT AN B R 5 i 0 B i 5 A AN RSB A
FEAEYIBUTE 5 SN H 7 4 M G0 128 B A fo 13 Bk
a1 3 AL TA R AR e f, —
WAE 6 A~ H WAL KARRIZ KoKEw, (A BEk
REFEAR YL b bRE, Hrb LB sh e, =2
BESEAE WA S0 W5 1 R oK, B LA
ILRRIE KoK ISR I PT RE, A ts I, R
MG, S3Ah, B SRR YR (>30d) J&
B o> FERBA R B R . SRR, N
HEBR A ] S e gl f) . EIRLR AR . R S
SR AR ERZEIIREINT .

133 F#Hxk  BEPEHRPID ARESR, Wit
FE G ARG AT 4l LR 0 2 sl f & Uk
Y EI2W 3 HIR 2L PID EEL R, AA
30% 1 SCID LI A RA LR 5 K 2 Bk
G EUE Y . Roxo-Junior 25 "WHFSRHMH, A ™
T AT R W RIS RN I S B =
W2 W7 SCID sl Hofth ™ & PID (B B HE(F 5. X
A PID BB, 3 AT ) KRk R B R RAE R
Preb, HE gk Rk s % m PID 5705 50 AR X
AIRERIL, — BRI HA R BER PID &L,
W7 R A5 % PR A . {H3% PID ULt ] RE 2 3L R
RAAWFIGE, FKETIFTIAEH . [FIEHE R
TRFEIGE R B H B R Mg R,
DL B PPAR 2 Wiz B Lt o

1.3.4 HE&AEE A PID 19 3 H % 2 L
Y R E EAE, BATHEIERAR, B
JER ML, PRE TFRESOARY, REBZ%, X,
WA REAATE R R h . IR . HE 58 ZF AN
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T D SRR G . R R R R 2 LT B B R
EW <3S H Y 149 4] PID B, S WL AY BH R 1R
HERE I, 5 27.52% (41 4)) , R AP
(24.83%, 37 %) , g 35 6 (23.49% ) ,
ERERR S 25 51 ( 16.78% ) , 123% 24 i (12.62% ) ,
HRMELEM K 16 ] (10.74% ) , EIRKXBEG
7 (4.70% ) , Hidh WAS L8 0F DL ik 92k
Ay (BRI RSE ) Ko e R 58 B
B 4 it Bl = & 4 J bk 0 2E 4040 o BRI bR 1 250
JNEGER AN, Omenn ZE-A1E . X- 34 40 Jhk B2 4 2R 358 A=
PP UL F kAP M Ak, Mk L
KONBILHBUEFRAR . Fi, RE A TR
T 171945 25 RS A S A Bt 1 25 18 PID, X PR
FEI L s BTN PID [ AR LAA AR A6 27 Bsf DU o7 3 3
IXEEIRAE
135 #F & HIGKWEE PID B, AR HE
HT A PR B SR S R A I 1 S 56 2 G A
w4 . 5% E PID {5 8 O HEFR Y 4 TS5
AR (1) SN LA A0 B0 53255t
BT TG, 1gM, IgA E i ( SERME) ;
(2) T rEPuR i (0B, fp X)) K il 48
P2 BT ST O (AP RIS AL, >3 B LE)
(3) 1gG W 25 43 s (4) b & G A& (CHS50,
C3. C4, AH50) . [ (ADA. PNP) . ¥ W4
Uife (fric. #sh. ) . NK g dEtk . $ukr
PR AP | 40P 1 S A2 R 3 R 22434 12
K, 763 A P20 PID 2 Wb i) 4 0 A ]
JSELR/I

(1) B 4L EkEAE: #1067 £ oG 1M,
IgA K-, [RIGEHER | WEREHER . PUEEERR
M2 O Pl 1gG WK, ML X L M &6 A
FEARS . TR AR LRI R v, S 3k L RndL
K ZH A MICT, BAERSE PID 28R,
E2~3 H Ja B AW, R, s v B
AR JE LR B A% (CD19 5% CD20) FAH1%
IBTAREEE o

(2) T YaikpaE: 000 AT Se 8ok ik 40 i
TEIEA . Wi X LR Mlse . B & KRk
RN o E— KA v s T A4k (CD3,
CD4. CD8) . Z2Z4 53458 I v sl ik U 4 i 55 5%
ANEAAMPTRER . ek,

(3) FRMEAHMLEFGE . P00 AT 46 o 4 i

TR, TR =R PP R IR, PR
AR AE RO . RIS BaiRiE
Atk . FREDDRRIE . R DI RED E 5
(4) FMAEEA I AT SR ML A MAES I

WYL C3, CA4TKF-o DR A AR TR R M
B AMA AT E . AMASTE AR A E L R S AR
3R

14, MR IZ B PID B 75 &/,
AP, SR SR AL, RS T PID /Y
I OHAT, 25T A, B 4 NK 20
A MR HIE T AN, B AT T 0BG . B
YRR A Bk bE . H ET I = A A AR 7 4 B2 W PID
RN E SR T 3 AT (1) iRl
D5 ] T 0 A DA BT A Bl B Sy 3 09 14 TR A
i BE AN XLA 33 A2 5 1 e % SR A ( common
variable immunodeficiency disease, CVID ) . DA T 4l
LS55 5 A 3= 118 248 L 6 2 S o G 5 R Mk R i R B O
ELEAAE (Di George ZEA1E) . SCID;  (2) 4i
ML AR B I AE . 40 CD40 itk (CD4OL )
BBG . IL2RG BBE . WASP BFE . IL-12/1L-23-y %
Z 5 A A1 5 B4 T8 FE (leukocyte adhesion
deficiency, LAD ) ; (3) 4UfIhgeME . FEHT
LW CGD, LA I 2 At B AR © 2 i AR w2
WA TR 1T B A S A AR A s

Az LA (newborn screening ) 7E PID fifi 2%
N Z TS B E A . SCID f8 L [R]B A FE 4
I G T FVA YR S e e B, 58 T R AR R P B
J7 B, RN R SR IEAE A L
TEAH §9 PID. 5[ Wisconsin MM 2008 4
FFUR BT XS SCID $EATHT A= Lot 4, FIJH]7E & PCR
PR T 41 AZ AR DI BR IR (T-cell receptor excision
circles, TRECs ) ¥R AE MK SCID A9 A= LI
AITIE, XN AR A Y 71000 445842 Lt
frifide, 45K 17 BIfF1E TRECs 5%, )5
25 0 2 Ui e gt A LA O3 A e S B2 1Y 8 1513
FELE T YA . FERl B 1 AR, ey
SCID fEJLIHEAS H TRECs 5%, I H XA
JR A5 ER T 4 Y B m R . &0l
e 3R m A, A5R R, SRANZIM A TN
RS ER 99.98%, fRFHMERA 0.018%, HE/RFIH]
TRECs % SCID FEA755f A= JLIi A i 45 S P A U
Pyt 0 ok, — R U5 «RECs HL3%
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Wk RSk, B B A0 L,
it XLA #E478E Li *
1.3.6  #i5i5 H 1l R 2% PID 1] 38 a2
e L DR HEA T A 0 A A9 ARRAS, DR O 3 DR 40 A 3o
F PID W i2AEH B2, 0k HR 5 PID 0k 3t
DR R s WL R 8 DA, 6 T e sl 3 R
VI PGS BT B S, R4 1
L RN BE S SR 2 W LR T
AR PSE W T B, AR TR g
2 3AMANEILENR PID M2 R
21 WAS
WAS J2&H WAS 2R [ 5 R 98 4% it 5000 5568 [
B, TR R, IRRERIME S, Hit
SR FIREMN, LLEHZNG RS W AR X R,
I RAR X 3 L. R EERMR S ILFE IR BE 1998 4F
7 H % 2014 4F 4 AWGA I RIRAEIE <3 4 H 1 149
%1 PID FBJLH WAS |z £ W, HZ A HERG L,
7 45.71% (16/35) ™o Ilfa PR 17738 31 1 B I & Jk
g WEsRE . hinim e 3 BN EIL, B
SERGE KA DU IMIE A R 32, JHDE S HEEL,
N7 5 BE N BE WAS AHOCEMG . LR AT SR WAS
F A AR S W, 5 A0 8] Il SR A% 4 A
ik WAS & M, WIREHE WAS Y2, W 7E 5
DR A2 2 R RO v 45 1 10 T 40 MO A A
2.2 SCID

SCID & LA T 40t A KA / 5% Th i e g o S ]
SFAERY PID. AR¥E B RELAHAAN / 58 NK 40 A9 A
[ SR, SCID AL 250 425 TBNK . TB
NK*. TB'NK™ } T'B'NK® 25 'S s )Ly AR i LA
B, AHAE A G AN A B & A I e R
o AEAeE, RERRE S FHE R E TR
PRI PR ol B A JE AN A B A Rt . il 4k
MRS MBS RN SRS HEE
MR RE R, REMTEEA RS, 8
FEAN R SRR, SRAEI B A0 i R 45 G
AR A B A ™ AR B RS O K
X T 2 H L A SCID, Al ed bk [ 4 i 26 %oF
PO Z R AT 025 0 A, 2 ER LA ] I ik 2 40
M2 3 <3 x 10°/L, 5 %6 Hodh— 2 9045 e g 2
Kz W FN 3 (K 43 #r. 8 7] 32 H TRECs X SCID #E47

B LA, XTRIAE TR Y SCID BN (251 110
12, USRS I T4 MaAe A, £ LG %,
2.3 CGD

CGD &S RN AN M D) e BILRE Y L RLBE
i 35 D] 2 725 5 SO W 200 L 97 B ke A 4 ) g e 2 i
R T AN . LR IR B PR ZE O
o PEI R P 3B 205 sk Ay S S R L R ZE M AR
MR e LR R L, AR TR
TR R EAA SRR RT 10mm, A4
KE BV IG SFRIR, #E—2E i a5 oA L
WIZ e, XTI BJLN 5 CGD, RIS
SR 5 3 6 8 P I R R SR A T 2B i A, AR
ok 37 2 A A e, 20 T EROAG D e i AP
CGD [T o 5 DU S0 5 3 060 ol P U XL 3 56
SH (TR 5% ) , NREE CGD, nldt—2
TR WD BB A B FHE PR 5825 43 Hr B A o
2.4 DiGeorge LZ&1E

Di George Zi5 TIE /& LAY J5 K VE T 248 Jfd i
B, AR A BRI AREIIR A B R,
HEFARB B T ARG e G, fEA T
I BEH PR AR E Di George LA 1E. #71ENf
PR AR 2 HAT LR B 3 H I P 2L MR 5E Di
George ZEGME: (1) FeRAUIIA, ANAR[A]FEE 58 |
TN B, BB ES; (2) ER
PEOIMAE S8, TR R A & s = mbg, a3
Bk 5 80 2 R . SR DUIRE il 30 ik P
Bi%E;  (3) HURSEIRDIBRRIGR T B0 RS AE
A 24~48 h R AT RAEERS; (4) #id LA
Ko REM KA, TR IET5E 5
YeRI; (5) ZHUEILA IREEIEIZ AN f AUk 1,
I B S A A A S R BN AN I T I EL A0
BREAR, MR o] R MR s an . XTI EE%
WAL, TTE AR AR S A, i —2F
AT BERE T 40 A 550 G o AR o3 B 45 4 e B A
2,
2.5 IPEX Z&1E
IPEX Z5 A 1iIF S — Fh 55 DL 19 5 9% 3R G it A%
W, TE 2009 4 PID 4328 b, %0 1 A 238 T S i
PR R AR B B s AR Y, e
A2 FOXP3 3 K 22 28 BF 8™, 2003 4EBIF 58 % 4
FOXP3 3t [H J& CD4*'CD25"FOXP3" & %5 4 T 48 fifd
(Treg) KB ERPREEMEZENTF, ZH TR
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A 33K Treg M9 4 & BLEA SR TN BER A, 5™ &
MRS A BRI e AL, RELIEMBITH
BILKZAE 2  LINSET:, HZ ISR K
TR G 5 SR T R T 1 A0 M R AR X T 1
WRAREEE XY, I, BT A UL 5
JEER B A R, e BULI AR
IPEX Z54 HEH B B2 EVERR TS | 2% N2
. FENMEE R . ABRERZ NAERER R
SR RAFAE , o i iz U L — S R 8
K I 2015 4 AR s 225  LRR 2 0 & g - 4l W Ul
(1) PID FHARI R 210 & G i 1, 22
LA H B [ MRS (A s e IR A B A ) 1
AR BERF N EE IPEX 2R A 4E B ARSIy S e
TR IR TP T LA SR B /INEE LS B AT e 8 2 4]
e (1) FR 2R LI Bt [ P s A K
BikIG; (2) NI In 1 BUBEIRAS . HURAR A
(3) R: iR, Wl W L K
KA R meRE R B (4) A S e sk i R
F B G Be VR /MR . B Gae MR it v 3
Frge . BRI 1gE MR R 55
2, IR B AR N AR PID (I PRAFAE A it
R, WG RIS W S5 G s R s, H P
() 2 e R e AR AT %, SRJE AT SiE F iR
B BEMY ARSI AT H A M AT eI T A,
07 FH G820 R 35 PR 43T T Bt — 25 B 12 W
A REE XT3 A& 2L PID BN B2
B, il PID ARSI, A H T T,
R BRI TS , B2 PID FRULAYTATS R
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