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181 Y ZE i ( chronic granulomatous disease,
CGD) st /b UL 1) Tt A Wik 4 L 2 6K i o J8
0 22T AZAL A0 IS i 38 3 A0 1k i B 0 — A%
WEmR (NADPH ) 48 fb il A= B 7 (0, 7 ) R A
MARKARZHEY . B&EEILER S T 24
J5 52 B 1) 3t AR Ak U T PE PR A0 TR R B R, 7R
Pk S E FR A LA ZE Bk . CYBB & [H 5845 5
e X3 1 48 Pk A 2F i ( X-linked recessive
CGD, XLR-CGD) 5 Jir A & £ A ZF I i 19 65%
ABIFFE A IE B 2 W ) XLR-CGD 25 3], k45
G BT 55 R A v AR 5C BORE I I DR R A, LA fE
Lt 2 B 51097 o

1 &5FH%

1.1 mBINE

W4 2007 47 H 22009 457 ALt LEE
Bellfi REEZ  CGD & JLIE 25 i, fr Ay /& L3
T, MR B 1 S A2 I g s Ol U L B K 7 12
45 NLRSE) | W MUK IR b 40 i S g2 Th e IE H , BE
274 CGD. H NBT #1/5t DHR123 3t 241 g 70 #r
JriE AT CGD TRE2 Wi o LI B 2R 45 fE AR
WEFE N, BRAR A [ 5
1.2 CYBB EERESH

Al B BK ML 2 mL, EDTA $T5E, I E 20 i
OB B AR AN ML, R 2 R HL
Q. &. Q. Iy DNA $& B & #2 B R 41 DNA,
I UVTS2 Z Al DG 60 BE T %E DNA [k
. PR SL A CYBB L A 7 51 M A
ZOLSCHR" WA s, 51 iR TR
PRZY W] & B, PCR /9 25 1F .25 L SR 1A & A0 4%

100045 ; 2. A FILF EEFRA, LT

[XEHS]

H

100045)
1008 —8830(2010)06 — 0490 — 04

2 x TagPCRMasterMix ( K #R 23 #) ) 19 12.5 uL,
10 WMEGBI 4% 1 ul, KA DNA 0.5 wLail pl.,
#KZE 25 pl, AFEF5.6.8.9[1].9[2].10,
11 .12 .13 Jjii Tris-HC1 & 100 mM, 4 i T 6.9
(2] .10 [R) B m A WE i 2 2. 5% o PCR J W G 3
P :94°C 3 min,94°C 45 s, 3Bk 1 min( Al
198 KR JE A ) ,72°C 25 s, 72°C 5 min, 40
MG, PCR =93k 22 ¥l 3 A ml P . =
A8 CYBB E:[H4] DNA (45 : AF469759-AF469769 ) F
NCBI #) BLAST /7 #EAT R J8 20 Hr o A8 i 3 X
7275  F TRIZOL( Invitrogen, Carlsbad, Ca, USA)
FEWCE RNA, RT-PCR W) B0 . [RIIR 4317 5
A% CYBB <DNA J531] ( 45 :NM_000397) .

2 F#R
2.1 BJ)L—mEER

FiA BBOLY R T v, 6 A S5 5, kS s 4F 1%
0~7.1(0.67 £1.47) % ILWIHFERH 0 ~7.2(2. 44 =
2.66) %,

2.2 5 BCG ##EXHIEKS =

1E 24 f4:7h BCG (&L, 14 #ilF BCG $p
(R0 T 9k E 5 5 Ak, 4 48104 2 B ok L 5 5 1k M
AT RERE (] 4 A B RRSE %, B 8 B 451%) L6 Bl
JRI BB AL IR BT 1 S e A . 4 BN R 58 4
BRAMItS51% 4 Bl B R BENG 25 % . Wk 1,

2.3 CYBB ERERTH

25 il i )L CYBB JE K 548 73 At s - % B 47

ANGEAR 4 ], PR IX 5748 T 5], To SLFEAE 6 5], 4t X

KA 8 il Horr 10 BB A B RAE . WA 2,
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F1 25 4] XLR-CGD E )L 5 B+ 5 R4
! . B .
G5 IR (X)) BWRFER(S) BCGHEFN BCG JEIR Er X T pram iti 45 4% PPD
1 3.4 0 + + + + - =R EE 510 (+ +)
2 3.1 0 + + + + - AEEHERR 5010 (+ +)
3 1.3 0.5 + + + - - AREHERR S TU (-)
4 6.8 0.7 + + + + - - 510 (+ +)
5 2.2 0.1 + + - + - - B 1IU (+ +)
6 7.2 7.1 + + + + - - R 51U (-)
7 0.3 0.1 + + - - - K
8 10 2.0 + + - + + - AREHERR SIU(+ +)
9 3.6 0.1 + + - - - - - 51U (+)
10 7.0 0.3 + + - - - - - 510 (-)
11 0.3 0 + FAr - - - - - ARt
12 0.4 0.1 + + - - - - AR
13 3.3 0 + + + - - i BB SIU(++++)
14 2.0 2.0 + + - + - - - 510 (+)
15 0.2 0 + + - - - - - 510 (+)
16 0.6 0 + + - + - - - 110 (+ +)
17 0.2 0 + + - - - - - 510 (-)
18 2.0 0.5 + + - + - - AREHEER S TU (+ +)
19 0.5 0.5 - - - - - - - FSi
20 0.1 0 + + - - - - - 11U (-)
21 2.0 1.0 + + - - - P
22 2.0 0.3 + + - - - - S5IU (+ +)
23 0 0 + + - - - - - K
24 1.0 0 + + + + - - - 510 (+ +)
25 1.5 1.5 + + - - - - - SIU(++)
%2 25| XLR-CGD #JL CYBB E [ 32 I451E
BILFS SR TFHE T CYBB £y RAE BHRSE Hhify X g BEREHARE
1 Exon 11 * NADPH missense 1333T > C Cys445Arg HRAR b
2 Exon 9 FAD missense 965G > A Gly322Glu i ggas il
3 Exon 10 * DADPH missense 1234G > A Gly412 Arg RAY it
4 Exon 3 NT splice site 252G >A A RT3 Bk P AL e
5 Exon 11 NADPH nonsense 1320C > G Tyrd40X AR Elesis-
6 Intron 3 NT splice site +5G>A INEF 3 Bk PR s gl Al g
7 Exon 10 * NADPH missense 1235G > A Gly412Glu HRAR KA
8 Exon 10 * NADPH del/insert 1177 delA Thr393 LeufsX12 Pt AL Ei it
9 Intron 10 * NADPH splice site 2A>C SN 1T AR Prige s 7 AR
10 Intron 3 NT splice site +5G>A SBT3 Bk P SR e &
11 Exon 7 NT nonsense 676C >T Arg226X HRAR izt
12 Exon 11 NADPH nonsense 1437C > A Tyrd79X ERAR T
13 Exon 7 NT nonsense 676C >T Arg226X MR A E
14 Exon 9 FAD missense 1012C >T His338Tyr s ggas b
15 Intron 4 NT splice site +1G>A SN T4 B P& S R i 2t
16 Intron 3 * NT del/insert +2insertT AN 3 k7 PHZ R AE? s
17 Exon 11 NADPH nonsense 1437C > A Tyrd79X ERA A E
18 Exon 9 FAD missense 1016C > A Pro339His HRAR KA
19 Exon 3 NT splice site 252G > A AN 3 Bk P& SR izt
20 Exon 9 * FAD missense 1081T > C Trp361 Arg R A H
21 Exon 6 * NT missense 626A > G H209R i ggas R
22 Exon 6 * NT nonsense 603C >G Tyr201X HRAR KA
23 Exon 9 * FAD del/insert 1095delG Phe366SerfsX20 B As T
24 Exon 9 + Intron 9 FAD del/insert 1150-1151delAA - - il
+1-2delGT
25 Intron 3 * NT splice site 3A>G AR RT3 Bk PR s fi e

Vs R R IR Ge
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3 e Geth. [ E A4 CGD A3 BCG-itis F1/5k

NADPH 4(fkRti 5 A~ 110 5 A 41 gp”™
T ™ {57 20 I B R S ORI, 2 B4 1, 3R
bsy SRR F AR p T p T R R G A i Y p T R
MR E R, Y 2L S L S R E5 5
gp’™ LK CYBB £ F Xp™', FE P K 30 kb, 455 13
MM T, R ZZ 5] XLR-CGD, 7 i 4y CGD 1y
65% . WA, =AA 3 T g A KBRS fE CGD
(AR-CGD) EHEINYL, $5 AR 2 HE S Ay p ™™™ (33% )
p67ph0x(5% ) , p22phux(5% ) [2] .

A1 (Bacille Calmette-Guérin, BCG) 23 H
T A T TR 4 80 T 2 e, AN ER B AR S5 4 00
K ( enviromental mycobacteria, EM) 3:[d6]Jg F A
SO 1 1Y o3 B R R, BCG 2 1 7E T AR
T3 b DX R B 5 85% L, W] HRy L L
B B 2, A SRV i 45 A% AN AS AZPE  E 5¢
I 1) BCG 2 v 45 He bl /R 5 B0 5 19 Jmy 748 1R A
WREEER o SR, D ER I3 N BCG $ b 3 Bk i
YRR 2 il B MR A AR, X SR
FRFETHAE RS (BCG-osis) , & BCG {5t /™
T HBER T1% )

IR BCG MR/ U AAR D I, (5
TE—EWMATIR S PR AR, STk
BRFG T BCG/EM J& YL 5) &, WAR AP e 92 Bk B i
BN M B . AN E e S &, an
PNVELT AR E R L TN RE IR, &) SR E 18
P EM e, HABREHUTE BCG/EM &Y It — 1] 51
U TSR A S, e BRI BT 13 ™
HIRA S BRI AP TTIT AN R R A B
SR BIEE A E 4y CGD A Ik L3 AR A
AWESEHRGE 15 5™ F G sk fEe 8, A 1 2
W bk L A R BB BLUA AT,k
Ot BCG B & 2Re v Sy B, BCG A1
EM 7EBA 28 L5 B2 R e 140 R R e N AT 5] ke
RERLE | XA E5 5 AR WA 44 R 23 BT T o 1
JREUE M ( Mendelian susceptibility to mycobacterial
disease, MSMD) , H i & & & H 5 4~ (IFNGR1 . IFN-
GR2 .STAT1 ILI2B IL12RB1) 15 b &5 45 i AH 56 14 i
AN AR B 10 Tl dicils NEMO $A
IS

S EBTHET 368 5] CGD i A, 45 L2 W fili 8
TRt 75% ~80% Hori SRR Y 5 3% T ok
filik BCG-itis 3, BCG-osis 100, 7E3EE, B4 L

BCG-osis HMEHMIE, EERYEHR PO R 14
il CGD &L 5 il BCG-osis, Hrp 2 LT,
Bustamante %[9: WF 5% 7% B BCG-itis FlI/8% BCG-osis
ATLAERR > CGD B LME— 1l R B, BCG-osis i
JLBET- R . Lee 45 % ot [ 45 ik I Bl L 22 17
] XLR-CGD WFFE 45 R s 7 Bl 4542084, 7
A BCG e 4 25 9 4 K 5 R FR AL ik, 1 #1457 BCG-
osis, Ho 4 {51 [6] if A7 25 4% J% e F0 BCG ARG 54,
$&7n CGD 75 5 T BLES B A BCG JF & AE , Ui B
SEUVF I 8 R RT3 BT TR e vl AR

BCG AHIIPIE 73 4 26 Rt (regional ) £
FEFEFPESALR T 1 K 04 A i B8 ™ B 1Y) 45900 158 927 5
DI (local ) A 475 DXtk B 435 i Ok L Ak ik 5 52 3 P
RCECHE AR LA S5 T A 7 [ O AT o4 2
45 s I ip B (distant ) £ DX 0 2 45 2 S A9 AE AT
HRALSZ 2 5 W HLPE (disseminated ) €035 1 A4S F 95
PR AR 2 R D — B S SR Y. #312
ity 2 i g AR A T kel PCR J5 L EW] 2 2F B BCG )
RO o 55 22 F A F P S SRy 7 28 A Ty AH 5C 22 )
AR AT RS

e BB AR L AR S W IR R A i, R A
FERPAROCFATAE CGD 8 )LH 1 R BT Z AR G T o
AWFFE R BCG H2 R [ 00T ik 12 45 454k & A= 8 0y
58% (14/24) W] & /& FIE# 8 L#EEFP BCG J5 &
A A5G B s REAE I L 45 T EE IR AL, A
FEERE X o M IE W L BCG 250 5 JR #0 bk B2 45
P RAR DL, BRAG AR I B /D D SRR 43 i L TE R
PRAS A IR BRI o 2 ] A8 Ltk 2 235 BILAG) 4 7 Bt
R YL B, fH AR #E 1T 4R 24 BCG 431, P 1 L RE A
HHATRRIZ W . ERAR TONR IR W2 43 S IR AR i
RAE S BCG 5 FhA 3¢, #2278 X-CGD [ JLEF X
A ) J S G S I 38, SR R R i I N AE
PUoT BT A S5 SOn; H R F AT, BRI
AWEIE 4 B8 L BE MBI 45 4%, 4 B RE S 2 FR
SIS o BT A M I 45 4% B LR TR BE 1 3R 41K
e AN 8 LT 200 B 2 o o FL TG A, 8 491 F8 LAY
WAL R R AN/ B0 Sh PSS R i
AW RS AT I RS W, Bl N AL = A S R A
FEHOA O, KRR BN IR 2 b (H P25 697 )5 Il
A8 B R RS SRR A BT TR . %5 T BCG-osis
AT COD R, I RASBEHERR 5 BCG AYAH K
P, 2 COD Rk S e BCG,

Rae %% A 131 4> XLR-CGD K & v % ¢ 1l
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103 iS¢ CYBB RAZ 8K 11% , B RAL 24%
TCXRAE 23% 55 SURAE 23% , PHE X RAE 17% Al
P RAL 2% . CYBB JEHNRA KT ILT- G T
WAL B I HLH] . BEAT CYBB i [H YR
AR oA LB ISR o T R e R XY
RAW 2 T T MR XA A . FEAIESE H ATk
139 25 Bil CYBB A B T AR K BUKAY BRI AN
WX GRALSN, Al WL HAL A MR AR . 11 il T &
s X, 14 G0 T MK X, 5 B AMRIE A X
B, A B ATV BEAE R R N A b S H AT R
WMELF] BCG A SCH 15 CYBB JE[H 5 A2 S
OIS

U BT B S BEL I 2 2%, BAR LASRAG I
PE T BORAEZS (1 UE 38 2 W I AR S AR A ml s
BREIAE o A0S & B XLR-CGD 8 L5 T i Bl
BCG AR, A Sy HEW] T AR L 2 5 500
BAT R e o AHSCHLE] ) B A7 B T st
OIS T S BERIL ] A B

(& % X ]
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