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L ] L] ,
PEA Rk 2 ) Wiskott-Aldrich ZE A1k 3 Bl
W#H ' Chan Koon \X/ing3 HEE NFE O AETRC
WA LHF ' LauYu Lung3
(EHEHRFHBELFTILEER: 1. FRFA; 2. LBEARE, LT 100045;
.AEBRFINESHFYFHFR)
w1 BRIl B, 40 A BRI/ MR TR 22 L S D AERE R Sanger T 45
DA [gy, Eks0d, E#R4ad AR, BIL4AH WAS exon 4 ¢.397G>A/p.E133K.,

A (A5 2d) B/ (PLT 22 x 10°7/L)
HMBE 28 B AN M 2 A A 12 W S i/ N P SR
IR I& Je A S K TN R ER B IR Y7, i /AR E &
Ja B HBEE AR IR R RS, 24 H i,
MR EN T 50~60 x 10°/L, 50 d FiJT A0, F
RoRtig, THIZEKM . PR 2 A, 4 d FiX
WOmE, PR, DR KA. PRI SR R
Wb, A, RIS 38.5°C, 3T 4 d KR
2, Wi, BEIR RS, RAERSH . A
KGR TCTHH o

ABEfiR: REKG, B2, Mg, N2,
MR 2 qiE, 1R WS A& At S350 R Pk /0 B EOrE T 4R
FERTEE I A5, A2 BRI BIPE, SRS 5k
TE A EILELIRY) , SURITFICE BEAL, RE AR TCR A

WOBh K A I % B WBC 10.54 x 10°/L,
L 0.36 x 10°/L., PLT 36 x 10°’/L, 4 Wi iF % . CRP
173 mg/L. ( 2 % {f: 0~8 mg/L.) , PCT 2.10 ng/mL
(3%1d: <0.25ng/mL ), ESR 41 mm/h ( Z%1H:
0~15 mm/h ) - 1gG 10.6 g/L ( Z%{H: 1.8~8.0¢/L) ,
IgA 1.74 gL ( %1l 0.08~0.80 /L) , IgM 3.9 g/L
(B%(H: 02~1.0g/L) , IgE 657 IU/mL ( Z%14.
< 291UMmL) . CD321.6% (Z#%{H: 550%~82.0% ) ,
CD4203% ( % {H: 55.0%~57.0% ) , CDS 0.9%
(2% 11.0%~250%) , B 49.4% ( 3%
H: 11.0%~45.0% ) , NK 4 ffl 20.5% ( % % (4.
7.0%~40.0% ) o W 7RIz ] SRR
Jiti CT 75 Wil Tz (8], 56 BiR i, W B2 /o

[ Wik HIDT T 2016-08-215 [ %52 H I ] 2016-10-27
(R | s, o, Wik, FAEEEI.

Wi SRR | PFIR O | 7 TEE |
IR, LIS WAS ATREMER . TSk fWREREF [ 1H
FR ST FEMRAR Y, NCPAP I 37 435 K 1l /N i
HEIRIT o PRI IMER KBk B, HBiE K.

w2 Bl B, 101 H. HE#H254
Ao AT 1A ABE, BILEPIEIN S d J5H4
B, MIFEMAERE 2, om THIE . iiEE .
VAN AT, PR, RS PO FA
JpfK, filifE. ANSEBIRGAS: IfiF R WBC 1635 101,
N83%, L HHIATE, Hb, PLT IFH; CRP4ml; ik
BWHE . IR DR R B R 22 T
A LB BUR YRGS RB, ZEEETTT . BT
LT . AFER TR, AR R 5
SRA]; Bl CT 7RAtige , KU i fs BB A 22
R . APBET LS R . T a R PR,
WK FPER R e, M A XE 1 (5129 220 mLL
WK ) , ISR B NCPAP PRI 7 HF, IR
I A v A O B IR B R TS AR O BT IR, X
KB . URPLPGABUR, JRYT R PG TR,
T B B IR e M. BRI DU B 515 475
P ARG FR B -

REAESE . A A FGs . TR .

AR KEwhRI2, SUISEURS AT 0L
FLECRY, A TR SURTE, FHEZIR. &2
IR A I AK, SRR RSN, 2RO K
oG, TG s Z e A FHE B ST i,
H o AT it 4 (R ST K, e s Az PR Al A A
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RIS Rippd:, S8, N B BEA AT KBAAE R R R

ABEEHEIGAT . WBC 1446 x 1071, N 40.6%,
1.48.3%, Hb, PLT IE% . CRP 13 mg/L. ( %514
<8mg/L) . TeG 147 ¢/ (Z%{H: 3.0~100gL) ,
IgA | IgE IEH, IgM 1.7 /L (Z%{l: 03~1.0¢/L) .
CD3 1E%, CD438.6% (Z%{H: 49.0%~55.0%) ,
CD8 31.0% ( Z%H: 13.0%~26.0%) , B4l 4.7%
(ZH(H: 11.0%~45.0% ), NK 401l 14.2%( ZH14.
7.0%~40.0% ) o X Z: 47 T4 3 481515 45 B i ]
B I R A S, e s R
TEMRICEH A K, A iy a0 i B8 1 3 IR X8 5 5
FMER ™ S EMERT IR RIEE A YE, C4 DL LR ER A
LU . R ZEMIBOCTT R . i EAERERT I
TR IS, OBUIN R G 75 A AL R Jo] Rl 2 10 BRI
BT MO R, T N A,
Jo) TR 2R 2 B A 0 i 2L 5 LAz B o o UL e
A G5 W RS R, Jf A OB, Bk =k
JLIVUEE B A R MRS . M ME MRI: C1~C2,
T6~T11 K-8 N BE D VFRS K T2 (550 TEHK
HE MRI JC5 4 o dURTHE F A v AR & —1€
BGHE: WAS exon 11 C.1378C>T/p.P460S, NEHGE

LW B CTT R . R, SR T
AL . Sk VR ER ET EL A S PTERY NER . &
JE NS AT . 20 RGN . I E R A
CRP IR IR, S EsZ Rirse, A M.
rhe T R G P RS, L thiB o

wH 3 HmIL, B, 1234 A, Kk
28d, LI 9d ABE. HIL 28 d ARG R 5
LTS . ZK . T AR IR . 13 d T
WML, MR TR B2, Rk, %R
B, AR, PRI, BT 20 . 25
11 d i PRS00 fioh S B8R A R/ N I 2, A7
IR, BELTT RS kR R Rk B 4
BRA 3.0 em x 1.4 em; BREANAELA DLk (6% ) 5
MH H: WBC 32.04x 10°/L, N 16.8%, L 79.9%,
Hb, PLT IE% . & 9d &M, fmki39C,
Wi H 1~2 K, TEBERE. MAEZE, B855%
FPUBEG 9 d JFHGR, HRYLS B 5 BBTHIR .
PRI RAT IR L 25 5 R A B REAES: . A Al i
T TE S

ABifrik: REIER, BRI, MEE,

ANHRELES, i, W, dERE, TR, &
R R ToLr . A DA IR TT R R, IR, I
T E X, BITF 5.5em., i, MEZRGEEET
SR o

M OBh K AF. WBC 49.77x 10°/L ( & % (4.
4.00~10.00) , N 12.2% ( = % {H: 18%~46%) ,
L 84.7% ( Z%{H: 37%~78% ) , Hb. Ii/MiHEL
1IE% . £ EBV-DNA [, CD3 11.7% ( 3%
fl: 55.09%~82.0%) , CD46.0% ( B%1{H: 42.0%~
51.0%) , CD8 3.9% ( =% fi: 12.0%~28.0% ) ,
B 4l Y 86.7% ( = % {H: 11.0%~45.0% ) , NK 4
Mo 1.4% ( 2% {H: 7.0%~40.0%) . T. B 40l i
B 1130 R AIAEIE R, B 4iAE 1705/uL ( 2%
fl: 180~324/uL) , NK 4ifitd 5/ul ( Z%A{EH. 175~
567/uL) , CD3 585/uL (Z%{H: 1185~1901/uL) ,
CD4228/uL. ( Z%{1: 561~1137/uL) , CD8320/uL (
ZAH: 404~754/ul.) , JEHH CD4 120/ul. ( %Y.
206~530/uL.) o MR 7RIAE o il CT: Wl 3z ]
SEREAE R IETT BRSSO ik EL AR
JEES CT 7R IR . MR AR . T 4.6 em,
M Z R 4s . 3R 3.0 em x 1.4 em, SR
ELZEIRAG . RO MRS A, T AKX M3, EB N #E
i/ RNA (EBER) P, Z U EHEdn i f ok
BB T R T DL W I R 5 R S TR L A, R
DL R 4B A, Horb—YK EBER (+) o BRI
BRI 7% T o 2 A I N T
LEFRIBIER . NK HfETE: EWIKR. CD107a
JI A T BE S B UKL B KA IE H . sCD25
37224 ( B % . <6400) . {5 5 Ik E 20 i 75 1k
41 F #H % & H (signaling lymphocytic activation
molecule-associated protein, SAP ) FisF1 X &I
T-PpHIF ( X-linked inhibitor of apoptosis, XIAP ) o
IKPIER o dbtAg 5 2wl ARy B — AR IRk«
WAS exon 11 C.1378C>T/p.P460S, M HER,

12 W1 7% JE W I 40 i 25 5 iE (hemophagocytic
lymphohistiocytosis, HLH ) , SoREslfEs T 5E, EB
FRREEGY . THURBERTT - ABEIEEE 6 KB BLE#A,
5510 K AR 3.93 x 10°/L, Hh Pk 40 gk />
% 0.14x 10°/L., Hb97 o/L, T LLELL R ERE A
T b L ZERAAIRYY, JF4% HLH k7, 26 21 K
g%, 5527 K Hb — i3 PR E 80 o/L; £ 28
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FAKIRSE 2R E 5 39 K WBC 24.60 x 10°/L,
N 0.84 x 10°/L, 1.19.42 x 10°/L., Hb, PLT IF% .

118 : Wiskott-Aldrich ZESTE (WAS) J&/ L
() X 34 A R D A P B e R i, SR AY I/l
WA % R UL E A B R N
s U R TS WAS, i8] RIS
X3 I/ s D P X3 A e 4 e R
HEEEB AR . WAS BE FILAIRAERS A 20 £ 1,
80% ) WAS A i, HH 4%~10% AT HEH H
MAET; F B e B g B i o 2 R BUL S
ANEBYBH . A SCHRIE 3 B FRR R I AT WAS
UL, W 1T B LR R A A b e i 2
13l WAS JE[H P460S 27F, eI /ML, i
HAEA Y, 5 R A A S HLH

WAS (BF AN s . AR e ie SR AR g )
REX 3240 o DR OH AT 00 7™ S 1 4 P e 1 e g
SRR, DL MR B w UL, DO E L
RIRZ UL, T AHLEG I WAS 835 e E 20 s
B, e AN 22 BT WAS BE, 22%
(Y WAS H 2 bk [ 40 ifg <1000/ul” , WAS (B T
Y {2 TR T S B B B S e, 43
JA B S A 40 B S T I E 400 B 3 AR R AR, 4L
CD3 JHUE FTRBIA T ik U 40 B S Bk, B0
AN TR S A A R T), o T 40 i D g R i th oA
A B, WAS B0 T 4iMtafh . 36 f LA K™= A= 40
MO DIBET 524685 1M 1eG . TgA . TgM 38 FREAIL,
IgE 33 TH . WAS BE R DR & T F%
N IR ) AN S EIR AR VS E 2
EIRENFIA il T A

a9 1 A LI 2 B /NS D 9k B A A
7 %% (360/ul.) BB AKX, CD3. CD4, CDS
Fb A5 HH S ARG, R AT RS2 WAS ZEA] exon 4
¢.397G>A/p.E133K., HBILE KL FIRYT, KAk
SEEWR LA A DI RE . SRR CDA'T 42 %) 11
B AT BLSEHT 2 = PCR A AY T 41852 14
BIYJF5 (T receptor excision circle, TREC ) B 1F
BNBEAR, (0™ E A e S (severe
combined immunodeficinecy, SCID ) # % &, Borte
A IR AT T A TREC, &30 11 49 WAS £
F 4 4] TREC X T cut-off {H . {H & T2 SCID
BH, A8 A REEAREL R HiE L
TREC fifi #300 H AR %58 H WAS 5 P, g5 i%

5 &I RAK L K TREC Y cut-off {E B 2B BUA ¢,
L, 61 HREE T AR AR, WAS &
Foa] TR LR b A s/, B AR JL TREC
i A BH o PR ARE T LR B . AEE #IL, XF
T TREC 5 B A8 55V Ry 1 2 1/ U 75020
AT WAS (12 ™ w6 3 7569 41
KA BT, (H.CD3 . 4. 8 Hfil i BRI,
CD4 25X T HEREAR, BRI LR CD4 filE s, (H
Y P BN RIS, 2P S8 WAS LRI
PRHL T bk A s

WAS 5 X # 8 it /) M sk 2> (X-linked
thrombocytopenia, XLT ) #z i & BYFRNE 2 1L /N U
A el 2. 3 Tl MR D, BRIICTEIZE MR
F 8 WAS BRI fEME, BLE ACIEDII 4 R e —
FRIGIEFHR A WAS JEH P460S 2878, SCHRAR I 1%
RAF S EER AR XLT' 2, A O SCHk Y 2 3 1a)
XLT &, BP WAS 0] FE B i)V 1] W
Ao gt 2 F 3 R A AT RE T i — 2 LER
W 2, 3 TCIL/ RIS, T T AR AN 5 7 B
BN R RS E AR A, SCEkdRE Y,
11% [ WAS B E A e R Anii % . 7EREE A —
MNP EAR BRI, A HEEALFIE O, 75 2R
T R A T o318, ARG Tl T ik sy
Brfn—ARI)F, s B AT RS SO oA . AR
J¥ ( Next generation sequence, NGS ) 7 DL%} %} 3 —
S AT B E R AR, WS ki AR W
1] 2 F1 3 B9 NGS 45 5 .7~ P460S v sS4l A1,
B K B2 A A A, PRI T ok A 4 i
A T e

I 191 3 95 0 1 200 B Rk L A L P B v,
o1 FE S B A0 e R, R 4 i e
R, IR (M) |« keSS PR,
WE MRS AN EBER FHIE, LAK AT CD25 B BT
. NK 03 PERRAIG, #e B8 HLH fby7 5 e 1 A
TEo LA PubMed B E, A Pasic 45 " i
(9 1 1 WAS #2344 JF EBV Mi¢ HLH, 278 HLH
g WAS B9/0 WEi 4, HLH 5 WAS 1 E R iE—
HESE . WAS B3 0 JELIE itk T2 45 95 BRARAE S T
X /N R CL A RE DR, AR =2 AAS B R A4 i
WAL s BESM AN M A i R R M HLH S
FRAAE A 76 AL Y T bk L 200 it A0 41 2440 i 78 R Y
B RGEAR MR R A . W 3 R A TE R R T 4
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MO DXHE5E, 5 HLH SRR EARAT ; (HE s v U A
Lo AT Sl LA TERE B 4N, 540 i An
Ji e R AIAHAT . B S A I e e R AL B A
M 32, WRELZSE B T 40 M X B 5E, ST
ML TR

Zi LA, WAS BT 2L B
Ik EL 40 AR /D e TREC (LR AR, WAS 3 [H P460S
SR 1 FBOL AT JC Il N s /L, {H AT BE A A T R R
B A Nl i R e e [ s

[&

Z £ X #k]

Massaad MJ, Ramesh N, Geha RS. Wiskott-Aldrich syndrome:
a comprehensive review[J]. Ann N'Y Acad Sci, 2013, 1285: 26-
43.

Zhang ZY, Xiao HQ, Jiang LP, et al. Analysis of clinical and
molecular characteristics of Wiskott-Aldrich syndrome in 24
families from 23 unrelated Chinese families[J]. Pediatr Allergy
Immunol, 2010, 21(3): 522-532.

Albert MH, Bittner TC, Nonoyama S, et al. X-linked
thrombocytopenia(XLT) due to WAS mutations: clinical
characteristics, long-term outcome, and treatment options[J].
Blood, 2010, 115(16): 3231-3238.

Catucci M, Castiello MC, Pala F, et al. Autoimmunity in
Wiskott-Aldrich syndrome: an unsolved enigma[J]. Front
Immunol, 2012, 3: 209.

Albert MH, Notarangelo LD, Ochs HD. Clinical spectrum,
pathophysiology and treatment of the Wiskott-Aldrich
syndrome[J]. Curr Opin Hematol, 2011, 18(1): 42-48.

Ochs HD, Filipovich AH, Veys P, et al. Wiskott-Aldrich

syndrome: diagnosis, clinical and laboratory manifestations, and

253

(7]

(8]

(9]

[10]

(1]

[12]

[13]

[14]

[15]

treatment[J]. Biol Blood Marrow Transplant, 2009, 15(1 Suppl):
84-90.

Buchbinder D, Nugent DJ, Fillipovich AH. Wishkott-Aldrich
syndrome: diagnosis, current management, and emerging
treatments[J]. Appl Clin Genet, 2014, 7: 55-66.

Borte S, Fasth A, Von Débeln U, et al. Newborn screening for
severe T and B cell lymphopenia identifies a fraction of patients
with Wiskott-Aldrich syndrome[J]. Clin Immunol, 2014, 155(1):
74-78.

Kwan A, Church JA, Cowan MJ, et al. Newborn screening for
severe combined immunodeficiency and T-cell lymphopenia in
Califormia: results of the first 2 years[J]. J Allergy Clin Immuol,
2013, 132(1): 140-150.

Gulacsy V, Freiberger T, Shcherbina A, et al. Genetic
characteristics of eighty-seven patients with the Wiskott-Aldrich
syndrome[J]. Mol Immunol, 2011, 48(5): 788-792.

Lutskiy MI, Rosen FS, Remold-O’Donnell E. Genotype-
proteotype linkage in the Wiskott-Aldrich syndrome[J]. J
Immunol, 2005, 175(2): 1329-1336.

Lee WI, Huang JL, Jaing TH, et al. Clinical aspects and
genetic analysis of Taiwanese patients with Wiskott-Aldrich
syndrome protein mutation: the first identification of X-linked
thrombocytopenia in the Chinese with novel mutations[J]. J Clin
Immunol, 2010, 30(4): 593-601.

Notarangelo LD, Mazza C, Giliani S, et al. Missense
mutations of the WASP gene cause intermittent X-linked
thrombocytopenia[J]. Blood, 2002, 99(6): 2268-2269.

Wada T, Candotti F. Somatic mocaicism in primary immune
deficiencies[J]. Curr Opin Allergy Clin Immunol, 2008, 8(6):
510-514.

Pasic S, Micic D, Kuzmanovic M. Epstein-Barr virus-associated
haemophagocytic lymphohistiocytosis in Wiskott-Aldrich
syndrome[J]. Acta Paediatr, 2003, 92(7): 859-861.

AT )

(A3 -





