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M BEIR AT, EANREE, K/MEIER, KB
R
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Al TE] B A . EAEAT R . WOAE . BRI
TR ZESE R . PEN s (18Y) |, T LARFIRAILIG
J7 55d. 9 A B B R L R IT IR BE A — A
Be, Wi b EAEM R . PIZEME AN R . MR
B CAT] R REsezs ) o UG BJLIRAE T sk
WO NIRIT TIRBEAERE 3 Ko 4 4 IR B B
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L49% . E 27%, ARIUIEH ; ili o6 U v 20 B o
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8 52%, BRI, i /MRECE S . #BIL
ANEL . EREER R M VE DR Y K B TR
YNNG R, HERER MR NS L LR A, L
1% 6 NHBTEEI . B, e 5 KRB,
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Hred, HARE 255 ke, i Ed,
HER KA BRI BILCRARE, i RS0,
K TCZEels L AT i

ABEAAT . T366°C, P 130K /min, R32 YK /min,
K 11 kgo KEIEH, BIRXAE, TRIRIAZE,
Aok, EERAEE, 8RR LB, K
2P | D=N = 06 E 3 NS N LY 4 iy N =
S, OEFEICRIZ N, MR Bk,
ToRME Y. i, oHRP, AE R MR
TCWIE , XU T 2 B BT FR, RUITI I 2R
A% [ K B S T 0 M R SRR R 130
K /min, 55, FMRMENTIZ XK W R B,
DEA T, TTOEEE S ERHCTER, Kl g
WA, FEAERN T 1.5 em. JBEEK, WRAERD T AR fi Az .
s # 6~7 K /min, AT, AMEFEAFIE®R . BUT
JCTCIF I, UL LK T IE o ELEGAE | S [RAE
A FAE B

HBORG A . ILH RS AR . R R PR
2 S L 48 = (WBC 19.20x 10°/L, E 12.7% )
AIEH o C ROV HEH 101 mg/LO IEFH{H: 0~10 mg/L ),
JFohfie. A% 183 U/L (1IEH{H 9~50 U/L) |
A 105 U/L(IERAE 15~40 U/L) , ARIEH S
RPERE: TgA 0.26 /L (IEH{H: 0.31~0.67 g/L) ,
IgG 1.35 gL (IEH{H: 5.09~10.09¢/L) , IgM 0.73 g/L
(S % {H: 0.98~1.78 o/L.) . MMk 40 M 7 1k R
99.9% (1EH: >90% ) , T. B 40V JC 4,
1.3-B- AR | LI B SR, 0.8 pg/L(1E
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H <05 pug/l) o MIEAEE, ANCA (-) . FAER
S (=) . R, B, 454K BI2 LR .
HREA AR A TG R, B FIPILL/PDGFRa fil
HHEF (=), TCR. Ig EFEHRM (-) o Hiilm
iR (=), S5 BE R 220 pg/mL ((IE#{H
0~14 pg/mL) o PFURENGRE 7 T (ALF5IF I JE &
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5 VR LR U B o RS CT 7 P 21 SR8
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D22 32 328 e M EE ) P R R T A, R B
FE A 35 BB AT UL/ 8 R E ) . IR AT SR
RiMETE R, 5 B 2RI 9 0E, S5k AR =k
Bio ABEZHE 13 RATH 3 P4 X385, B P
Fow LW RA k. B (ARS 3 K) #
ANHFIEAR G, FPI R 40 mm, PR 21 mm, fEE
SRR, BEAEI B (AR 14 K) « IFF
RFET 72mm, M 33 mm, JH PN AMHE R
TSR, MR RERARI ;. ABESE 31 RIEHE B e
AT R FBR 25 mm, FFSL RIS R 5], 9
W 20 mm, FFPIAMBASBERS RO, 18 R B
JERE N ZAAREI S SS 1 FIEME AR, B
DT 2 AR o AN B [T s A BEOR A A

Az,
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2B B, AR R E R, 2 ARk
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A A WA PR i8S PRI ALIG Y 55 d, fifi

() J5 95 i K DG ke PRI ARG I o D S 5 PRIV R B TR
AU ] R BB AT AR YT I Z2 U BLAN R I
EHE . I HE R e TR RN R, R
B M R GBI AR S , WARER T AT EE R
PERLARMINE 2 0 F DL 2R, Iy AR H R 2 R |
SR . B Y TS R 4 2

NI ST, 75 B & PR TR Mok AN i £
fiE. BIL1% 6 MHIREIMIgA | TG IgM HIFRAIL;
AUAEBE R ILRIE R I A0 d, ZeomAT sl
B Pranm . PTHEIRITROR A, Wi frsiit
J, IAAET, BILEM R BT T ke
et ROAIRGE S ERE AR, R
TES P BRIEHERE YN . BRI EI R X- &8
ToRN AP EREE H IMUAE ( X-linked agammaglobulinemia,
XLA) , EZ LA kA Sk gk, H CD19
A, AR XLA; [a] I 75 7 0 5 3 5 28 e 1
1 BE Bt 4 95 ( common variable immunodeficiency,
CVID) . X- JE 8k E 40 i 5 % 15 2R E ( X-linked
lymphoproliferative disease, XLP ) 2§ ¥ Ji A % 51,
A JLTE EB 5 1 L IUAE SR, XLP AT RE A K
CVID R BN BEERE FIL, T, Bk E 40t
o] REGES , B T 400 RE 5+ J2 BUm i CHE
(BABEAREST T AN DI REARN , T2 WA BATE LT,
2 5 3 G R B o R O DAL AS I LA B B2 T

3 H—FRE

i HC R L K I 2 mL ( EDTA $utim ) , i
AT 4000 Fir 55 A g5t 1% 2 PR o8 AR i A, R BLAR
JL CD4OL K 19 N & F 08 2 T 28742 )y G (1VS1-3
T—G) o #E—RAELILACEE Ko o B S MNE ik
1T CDAOL JE A, % 90 JLBE S Sy I PEE 4
WRER A, HACEIER, JIFHEILEPE
R ZEAE, WLE 1, R 1eM 25 1F . BULA
BeJ 38 d L5 5% & I E IR JE A5 15 B T L7 RA,
FALT5E, FTERMZGR, TSRS
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SR, CHET R, TR G bLai %, JF T
PR K 8] W 1 R BR AR 1 A e SRR SR

PUR BRI EAS SEXTREAL 2], SRILAT R R A,
JFRHEATYERS R, FEAT DI RES % . L M iR

FEvE, AR ESE EHER, Pidix. it
EIRITAN I B, RHEBR B YL T RE,
JE AR S e L RSP PR IRYT, i ERSE
R, KEME, RRBEARZD, FFIESE P k=

LM G503 R CDAOL JE 24 15878

(IVS1-3T—G) , R

B 25 mm, ABEE 35 RIHBURERERME, Ko7
B B A M R s B i L0 BAE”
FZEBHEZRE., TR FMTA2HERE. B
EEBEN + FHEIBIEAR, LIRSS . A
JEER EL A SRR . R LR TSRt
WMILF DI RE s . DIC XELAZIE, ABess 38 K
Bt BRI R B R IR B iRy, 5k
5, SO PIMER R B U RENRYT, RS 40
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(1) /5 IgM ZEE4E (hyper-immunoglobulin M
syndromes, HIGM ) : L, 5, 2%, SN
JE BT R A A i, A gh R SRR TJF”%@&
PERLA NG 2, ZIRERIELEIR 16, TgA,
PIE, FEHZWiHR R CDAOL JEH 15 ”W(Wﬁ—
3T—G) , HBESE N D4 fU5 DR 56 X Ry #5717
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15 TeM R AE S — P A o D i) D e M i 3 ke
Fad . 20 40 60 44T H Asselain £ Rosen 25 15 K
RAE, TR ML 3R g BR AR 1 S0 e
3, FEEH 1M ARRIER LR 1C A1 1A, i
1 1M IEH 8CTF 5, 1eG Al IgA FEAR s s =, £
DA PR AN i A 5 AR il g 1, B SCkdGE, 2
H 6.4% HIGM HFH I LT TgM KRR P A
IgM KA AR, Pk, A7 2235 D DL HIGM iy
2] RE 1 BIG R 5 A Xz B A AR, ARk
F 5k B LA AR BE R Ay 44 45 55 HIGM®, MR 4 FE A
BRBEASE], HIGM 439 7 WAL, 18 (HIGM 1)
W, 2005 65%~70%, J9 X B8 rEmL Y,
1 CDAOL JEH (7 T Xq26.3-27.1 ) RAEG]H,
CD4OL R HE 5 Mo+, 55 1 S48 1 4ht
M X, BRI M AN X Y 6 DR IR, 2525
HE 3 BNE FRILMEIZEX, F45 F55
AT G i C R S 147 S E BE R, CD4OL J&
TNF MZE R, FERIA TR CDA'T #k e
IFETH, ATYEFT CD40 207, i B K44y
W) S e R AR 1 R AR A ) B 5 . CDAOL JE[A]
— B RAEZAE, ALH T bk 40 i T Y CD40L 3%
KA, 20550 CD4OL A BE S CD40 454, mifY
M) CD40 43 F = RAKMIE . L CDAOL &k g 7]
BT R AR AT B b AR A AR AR, B R AR
RHTER, IR SR R AR 2 e e B, LR
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— H AR KRR E AREAL, vTRE S LR W
HEFREREE A K.
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LA LS 2l R0 W, L EARBLEA it — 2t
980 A SCHRARAE P B R R 20 i3 2211 HIGM 1 2R
FHRFPERE AR YT IS /R b B B R AU
et

HIGM 1 & —F ™ 5 1) S e ik fa s, &
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e o ARBIL-RA B S B S IR 2s 454%
M H R IR, REsRE AL, 5 IBfE7E s
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REBEGR Y, FET- ] LRRFEAR, I IR Bs A g
PR R M S RN, UMRERHK T

1148 -



IS 1L
2016 4F- 11 A

b E %A ILA R E

Chin J Contemp Pediatr

Vol.18 No.11
Nov. 2016

R B TR TR 40 L 22 ) B AR

ANBEAUAL

TR X UURAE IS W, L TE T S R kb e i

EE

P AT AE o

BIL, B, 2%, AMENR . RHGEE 6 IRARE . UL 2 A R IR Tk Es a5, 2P

WAKEEE, 3 RBUERRMER AN S, RSl R ASHUR 1gG . TeA | IgM IR, ABES TLISTAH . Hranis |
POEEIATT . TR R TP TR, ABEAS 35 T BURSREAAE | B AL /e 001 0 R T
SFLLIE" , FARE PRI | R i + b BB AR L BRI RGBT . IFPERA,
RJE UL BT DIRERE | DIC, MAIREEEL, ROATRBET. AR MK BTGt % D A Je A T
Ittt L . BB ILALEE R AT SR B A SRR, 77 88 LA7AE CDAOL L 458 (1VS1-3
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Recurrent fever, hepatosplenomegaly and eosinophilia in a boy

LIU Dan, ZHONG Li-Li, LI Yun, CHEN Min. Children's Medical Center, Hunan Provincial People's Hospital, Changsha

410005, China (Zhong L-L, Email: 570047414@qq.com)

Abstract: A 2-year-old boy was admitted into the hospital because of cough and fever. Lymph node tuberculosis
was noted when he was 2 months old and he was subsequently hospitalized several times because of cough and fever.
After hospitalization the laboratory examination showed an increased eosinophia level in blood. The immune function

tests shows decreased levels of IgG, IgA, and IgM. The patient had no response to anti-tuberculosis, anti-bacterial, and
anti-fungal treatment, resulting in recurrent fever and progressive enlargement of the liver and spleen. Jam-like stools

were noted 35 days after admission. B ultrasonography showed suspected intussusception. Laparotomy, reduction of

intussusception and ileocecum angioplasty, biopsies of intestinal wall nodules and lymphoglandulae mesentericae, and

hepatic biopsy were then performed under general anesthesia. The patient eventually died because of postoperative

severe liver damage, disseminated intravascular coagulation and electrolyte disorder. Both the blood culture and hepatic

biopsy tests showed Penicillium marneffei infecton. Immunodeficiency gene test was performed on the patient, his bother
and their parents. T—G base substitution mutation (IVS1-3 T—G) in the CD40L gene was found in the patient. X-linked
hyper-IgM syndrome was thus diagnosed in the patient. His mother was a carrier of the mutated CD40L gene, but his

father was normal in the gene test. Hemizygous mutation in the CD40L gene was found in both the patient and his bother.

[Chin J Contemp Pediatr, 2016, 18(11): 1145-1149]
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