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1 CYBB L exon 1 1 A>C MetlVal 1 +
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7 CYBB* % exon 10 1234 G>A Gly412Arg 1 +

TE: RN BORAR 20N (PMA) HIUS B9 LI RR L PBS JRUS i)-F- B 5OL0RE 5

98.1% 1.5%

FLI LOG

FL1 LOG

&

29.9%

FL1 LOG

DHR123 iz IE R A: fEEEXIE (PBS) ; B: fi

FEXTRE (PMA ), AHHCARBEX IR (PBS) , ki an i 2% A 1A
Fofi; C: X-CGDRJL (PMA) , B, 1 A 12d, S{@FxHE (PBS)
ML, sPERAIEIER AR D BILEEE (PMA) , fPkk
211 i 0 S BRI

# R HT R I GBS

e A MR A, KR s R G A
MEE— BB, T WA M A AMA R RIR e R 5E
%) F 2 T O3 o A Wk 4 3 ek P AR A S )
A AT B FAERE R AR K AR B UAEY) . CGD 1Y
SR ML R T W 4 P O B A e o R R
RN R ZANTE . FLREI R R ER 2 P, AR
R UL, EIRE A OEECR, WA S EUR
ALY BEE AR A, I 4 [ PN il 1 1]
Boziite %, R ERR OB ED TR E S, W
WS RIS W, KA IRYY ., RGBT
TRIT RIS LJC 2,

PEH IR g K SR T IR AR Z, DGR
(lucigenin ) B¢ &K% (luminol ) /) £k 27 &
o6, AMEER CIbJEI s E b &M #E (p-Nitro-Blue
tetrazolium chloride, NBT ) if J5 55 i I NBT if J&
SIS JE B e Y CGD A ik 7 NBT 2%
B GR, Bl SR IO TR 1 AT K



ERGECEBE ]
2014 4F 1 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.16 No.1
Jan. 2014

A= 4. CGD H il vh Mok 40 i 7E NBT ik
M E T, ANREIE A A P R R TR
&LV S IEH MR 40 X . NBT 2582 CGD i
AR R T, H R, i H R T R
ALY A A . RER A CGD B i
R A B P, (H— S 1] A = A= i S8 Ak )
(X*-CGD ) , TPtk , FoemiGtErTRELE 1 h
oA, T NBT AKHET 5 2B C Ui R4,
BERS ] E K, X R RILESRBIER . HILIE®
() NBT &5 5K B8 Bk #h CGD., NBT J5 i ] T X~
CGD #7 & TiAr g RME,  POMAE AN T IX 0 i
FEAHMIAR R, £ 205 A 10% R4 NBT B .

P R 3 2 52 o BEAEL A PR T 3 IO 12 Ak 81 35 i
A HORTTE. BRAT AT, BEX 2 A A
IEH AN, DHR123 Jaan i /A skl i 2 -
AP, DHR123 7] [ f AN, @0 T4k
i, Zead A Ak SR B B AL S T B P
123 (rhodamine 123, R123) , % ¥ )¢ (488 nm)
W5 PR 20,56 ) (500~540 nm ) o Il B
JER 2 PMA RIS (P35t BE R DL PBS Hili%
Je PRt B . 95 FE NIH DHR $088 4 /R 1E
O MFE S (SI) 4 127.9 (85.2~264.6 ) , X-CGD
BFE1.3(09~22) , p47phox CGD (YL
Fadk CGD fei WA ) HidE R 13.2 (3.5~52.1) ,
B EEHS 17% X-CGD #JL SI KT 4.5, 64%
p47phox CGD L SI/NF 4.5, —FHHAEE", 7]
VLT 456 B IR M AL R 58 A8 4 M SR R A 2
W7 .

1E N H P 4 i 28 PBS K2 PMA 3345 FH
PRI M o0 B s b e, PBS RIS PH A 40 i
H ATV <3%, PMA FIE BHPE 40 7 434500 $
I 100%, TS E AR, A —EhA,
EARR AR KK, | T X-COD 3% 7 1 40 o A 7
At E AR, PMA HI305 14 KA PBS Sl 1 5
AT, e, BB ST 1. B TH
PRttt COD A —a st E A k), PMA il
PG AR BB IX, HOR 428t
SREER L, TFTOGHEAL, B0 SLRTF
1%, RIAE COD M2 Wi B9 i K ST & fx
HEEMNER. BT ARG RS0 5, W
ZLHRIMEE R, 5OCHIRIE g, 1E% A4 PMA

S R A B R AR FE AN K, B A ST(E
AN, R EE IS 45 F. AT RE T UL,
HHiH ek gzr: coD #IL5 X-C6D #BILAREE
i DHR A4 51,

DU S B 001 o O (S 2B DN
KIKF] 90%, HZEHAL, HHAMNT- L L, —
D5 T eCHE B E T, BT R A AR AR S
WHESS, XTAMIITHUR, BES R e R,
35— 7 T AT FH DNA Je 3 X A6 4R AsE4n i, 4%
S X T A0 B PR AT A b o BRI B A R e,
SyrpulE, S EE K EREE, BEWELT
A IR T RE A A ) A RE, B F T RE A 4 1
MR, BT EREH T W E A, &
BTN TSI Mo AR T BE 4557 3 1 B
W, — s BERSHORRI TR L E . HE & 0 P 4N
RS — B B A7 % . W) DHR JriEi
i S E A ES, TMEARE, hih
512 DHR 5 & AKX 2207138 6%, WRTC
FEN TGN, —ERZENNT 1%, K
5T AR R 5 R B R I N TR, S
TEOL T, DHR J7 ks 8 1 26k B 4i i i i 43
DI e A — B B R, ST BRAME N E .
T A I ) R 4 A0 AR R AP, an sk
AIEFAMRE, FEATERIN CGD, BRIE X-CGD #
& i T AL T B CGD Sk, 244k,
R X-CGD B HB5% ) IEF A2 B ., DHR 4y
Bl RFRE R 1

H T DHR 433 AT FRPE, 1B H JEBEIAGE A
brifE2E, TR A SRR, DHR A3z JLE
AEWE | PEBIECRERFZ I (™ EE I AE R s 4
MuACFEYs ) o JLEMBRIEFRETTX ], R
ILE RN S, PTRE S SRR EA G, A
A EE N, AR H % CGD 2k M,
e EALYIIE (MPO ) BRFE AT PR PAYE, — 5
PAFRZEIR I PR AR, 55—y ] HAt 5 v
SRS, Gn MPO fGREA# IE TR A 40T DHR TR
B AMIIAEL A MPO, DHR #96(5 5 B i
Wi FCPEAEPRIC & IEH WSRO E 5=,

DHR 123 i 240 A 53 A7 & X-CGD 12 I8 Je 485317
H i W U SRR S 1 T



5165 1 1 B RIUH & Vol16 No.
20144E 1 A Chin J Contemp Pediatr Jan. 2014

[% ¥ I‘-ﬁk] [71 Vowells SJ, Fleisher TA, Malech HL. Testing for chronic
granulomatous disease[J]. The Lancet, 1996, 347(9007): 1048.

[8] Jirapongsananuruk O, Malech HL, Kuhns DB, et al. Diagnostic
[1] Segal BH, Leto TL, Gallin JI, et al. Genetic, biochemical and clinical

features of chronic granulomatous disease[J]. Medicine, 2000, 79(3):

170-200.

paradigm for evaluation of male patients with chronic granulomatous
disease, based on the dihydrorhodamine 123 assay[J]. J Allergy Clin
Immunol, 2003, 111(2): 374-379.

21 Walrand S, Valeix S, Rodriguez C, et al. Flow cytometry study of [9] Crockard AD, Thompson JM, Boyd NA, et al. Diagnostic and carrier

polymorphonuclear neutrophil oxidative burst: a comparison of three
fluorescent probes[J]. Clin Chim Acta, 2003, 331(1-2): 103-110.

[3] Winkelstein JA, Marino MC, Johnston RB Jr, et al. Chronic
granulomatous disease report on a national registry of 368 patients[J].
Medicine, 2000, 79(3): 155-169.

(4] BUASHT, RODTHE VAT . L X B M R ZE R I R AN
CYBB JEF G500 [J). A LEE | 2011, 29(1): 41-45.

(5] BUASHT, BONE  VLADY . EAE RATHREES 5 ILE X g
PERZEMSR [J]. T ERS ORI, 2010, 12(6): 490-493.

[6] Rothe G, Emmendorffer A, Oser A, et al. Flow cytometric measurement

detection of chronic granulomatous disease in five families by flow
cytometry[J]. Int Arch Allergy Immunol, 1997, 114(2): 144-152.

[10]  van Pelt L], van Zwieten R, Weening RS, et al. Limitations on the use
of dihydrorhodamine 123 for flow cytometric analysis of the neutrophil
respiratory burst[J]. J Immunological Methods, 1996, 191(2): 187-196.

[11]  Mauch L, Lun A, O'Gorman MR, et al. Chronic granulomatous disease
and complete myeloperoxidase deficiency both yield strongly reduced
dihydrorhodamine 123 test signals but can be easily discerned in

routine testing for CGD[J]. Clin Chem, 2007, 53(5): 890-896.

of the respiratory burst activity of phagocytes using dihydrorhodamine

123[J]. J Immunol Methods, 1991, 138(1): 133-135.

(AR X))

- JHE -
CILRHmARERE ) METTEAN

Dr. Goldbloom 4 i) CILBHGRELAE ) A 1992 4F i RUR TR 32 4% [ LBHEE A=

e

‘:‘ el MIERR, 124 T RATH 4 . %A N T HAEFR LS BE ik, R
L LR RIRRE fE. KRR BRI EL, FHER T SR K EBILRIAE . RER
. T AR ES RS R A L RE, R R ORI T2 W T, DR SRR R
. e Sy:] 7 NS e
-Jx - CLBHIERE AR ) — P2 E MR, ABAEMTE TILRHEIRE AR, 8
/ \ FEFRR PRI T ILE S/ DAL JLEST bR R LE RS B LR H
= FR IR AR R I R, X TN AR S, R — A% G B R R LRI RS T
’ , 23] TAEM RIS A o
AFETF 2013 4 12 A hdbat Kep B2z b et . thdb st 225 302 B
Beprk JLisyrhl EAER S I %, ISBN: 978-7-5659-0670-1, EHr: 125 JG.
WHER: (1) FE: e RFEA MRS IS H 010-62046414 B4 24 |
Wik ;  (2) 10 ARLL W] R R A 5t K B2z th okt R ATEBE 20T, HdE . 010-82802611,

O rsxsmrums

JErt Rz B2z i it
201441 A





