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TAE A T PE B (severe combined immunode-
ficiency , SCID ) f& —F AT B35 5 240 D B 92 [ ) A7
TE ™ 5 BB BP0 , 38T 20 i e 9 Bk B Dl 5
o A TR R 1/50 TT~1/10 77, 95% &
H B, 2R X-ERER AL A 5 Y ERER
Al R . A 3 -2 32Ky 5k (interleukin 2
receptor subunit gamma, IL2RG ) F& [K €48 5| T X -1
B B a8t 1 Sy e i DL P SR AR 2R AL 4 491 114
50% ~60% o A SCHRIE 11 TL2RG 3 [F 58 A2 i £
X -3 R R B R o S R AR A A, LA AR
) LBHEE 55 A\ B R I IA TR

1 IERFE#

BIL, B8 A 15d, ke d, i 1 d” A
B BJL6 dATHM IR E "X E 5 1 BLZ, 91k
BAFE N ANRIZN 2 b = B A E R - 140 (WBC)
23.73x10°A/L, Mk 4 i (N) 30.94% , Ik E2 4 JiEg
(L) 61.04% , IfiL £T. % 1 (Hb) 102 ¢/L, Ifit /N #ie (PLt)
222x10° /L, C S 25 1 (CRP) <8 mg/L, i Fr 75 “ W
Ili PR R T S AR, S K Sk TR R A A
GHTZEAR) NPT AR 5I6 YT 1 do 1 dETERJLIZ
WD L, B i P M, A B AR A 2% ] X
29K, N NS VPRI I, it — 2R
PR it B LG & AR, TCII 58 B PP
RIXE, Jerz ik, OB, BILRFE UGS 1™, 2
HNMEr=, AR 3.6 ke, (B R REFLR R 24, B R
. BIL3 AREA R WL, 5 A e
CHLJE B 995 58, 1B T 2 AR S AR IR A B
A, BIL6 H W “HAEt 4 . A H MAELEGAE

[X#EttREm] B

[XEHS] 1007-4368(2019)01-162-03

SMERETSH FRERAE G 9 TR B BRI 14
AIGIrE B . MR X Qe SCREA
fat, BN EUS AL . ABEA (A : (75 (T)37.0 °C, ik
FH(P) 124 Y/min, FERAT (R) 34 W/min, /R 8 ke,
PRV R R AT A KT W %, R
ZRRAR, Bz R GRS TC Y | e I T 45 R B I ik b
R, WU i L A5 R A ], e i S R, DB AN4E
WRRS LT, Sk, R S = MUAE , 9 i I 52 355 KL, A 1o K
WS TR B, OB A 7 ST, 0% 124 W /min, 45
RGNS DR [ S S 2o T4, G
BRI, A AL B R DU i TE R T, A B AT
PRSI AR T H

S K AT - ILH KL . WBC 26.74%10° 4L, N
28.1%,1.64.9% ,Hb 105 g/L., PLt 256x10°4>/L, CRP<
8 mg/Lo WK FEH MKA AR WS . XL R Pl
PRI R SCAR o BRARKE IR Hh BB IR AT P
R H A EROG T 5 8 S JEUAR DNA i fIk 32 A DNA 70
IR AR DNA (S5 4%4T B DNA 2B ; 58 5 40 g
& DNA 7.22x107#5 D1 /mlL; 358 T T8 B 27 . 1) 3t Je%
T 7RG RE | Rl ek I g 25 | i) 9 Je T A 25 Pt
TG M BE R IR B L £ R B S DM 5
I 240 i35 1M BH A 5 1L 2 40 055 7 DNA 8.33x10°
$£ D1/mL, EB %5 DNA FI¥E . 10T 2 mm/h; FEES 2=
Ji.0.047 ng/mlL, M5 55 : W8 27 2F S % BRI TR 5 25 A% BiE
SR K 5% R R0 (PPD) BAME: ; 4 S s T fE T
2 Jf A CD3* 39.28% (59% ~84% ) , CD4* 3.49%
(31% ~60% ) , CD8* 31.69% (13% ~38% ) , B 4l Jifl
CD19" 54.56% (7%~22% ) , NK 2 Jifg 3V #f CD16/56°
3.229% (6%~27% ) ; PRI 4 € 1gM 0.63(0.33~0.73) g/
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L,IgG 2.92(5.7~13.7)g/L, IgA 0.33(0.21~0.47 ) ¢/L.
ABEiz W : OFEAEM R , QG T? T
Sk 76 H i n B 57 8 2R UG IR YT IS Wk A
B MRS HE, TR IEIR S A, P Hmin
KV FRPUERYS , RIS B bR R, B LAURE
BN 1A pHL 7.42, %853 81 mmHg, —
F AL 3 JE 39.2 mmHg, %4 F1EE 96.1% , B8 ] 4%
0.6 mmol/L; 52 7 Ji Fi- $ 7% W fii 15 5 RE VAT , 3 it
i ARG B EE R (B 1), Il A8 i e, s A8 R
18, 4 & IhRE 22 , P i % 1CU HLAOE R YT
22 d, EIR FR LT RE FAYE , 3 RIA Pt 5w, L
Z2 IRV ST L [N ISR SRR T L BB LZ K
Ut I AARAE GE: e A B8 PRy T e B
T R AR AP R KT R BUBE I 3 mL,
6 BDUHE 263K 18 2 A 30 T 7R AT 35 4 M S B AH DG
o 4 BE DR I o N2 A6 5 b Jl o e 2 BBCKE TR 21
DNA , P I DA SO SR Il i R 2 Sl Ak 5 st
AR AR DT PR A A0 8 B A AR 3% 1 IX 880 (50 bp) ,
IFATE . SR HWER A Bol i MU
S PG TN . D2 H] NextGene V2.3.4
BAH5 UCSC B A 1) NS BLIH 20 hg19 7% 7
GUFEAT HEX, I H bR D3804 78 55 B AR e o ik
TPl o X B w Eln] B 5 52 K6 i PR 2 B AH OC 1Y
FEH AR5, R H Sanger M FF #EA T30 IE . AP & AR
DNA fi 5 iy, B ILZ R IS J0 s [ 2, A5k
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AP 7 W B SR, A W S
IR RS 5 D SE R/NIMIE IE R 5 WA IR 18T 5 93 P s AR 5 B < S
CT 7R il 85 5 575 g R B9 ST AR, B P T DL 32 (9 BB B R 5 SR
LTSS AAGAE s IR /DN 5 0o B B R I S A T S s 1)
R LI BB

E1 #2ILEFH RKECT

15 m ) LEE R AR 323 R oAb

FHFFN AT as R R, BUJLX Pk IL2RG
FEHSN R AF 1AE PG F R A8 (] 2A) @ c.664C>T
(i o > ) B W ), 2 BB IR U p.R222C COf
IR> KR E IR ) . HOMD Bl AR 15 0 - I 28748
A S IE Ry B0 28728 (DM, #2182 9% : Immunodefi-
ciency, severe combined, 7557965 ) . HAZ 2E 11L2RG
FERAKI H ¢.664C>T A8 55 (K 2B) , HHESE IL2RG
FERFETE c.664C>T A8 53 (K1 2C) . B AU K%
R4 (K] 2D) 7R JE il 2878 ¢.664C>T KR T
BESE 56 XGEBBRIE LR

2 i i
X381 SCID J& T 40 M/ fL B i1 B 4 i & H

D

ACGTG TAG

d

A: L chrX: 70329171 ¢.664C>T A8 53 3 B AL 5 chrX: 70329171 JoA8 53 5 C 2 B3 chrX: 70329171 ¢.664C>T A8 535 D« BE A e S 8L

B2 IL2RGEERESIER

IEH ST R E B 20 ) g k2 1 D % 1 e % R
95, AT 20 Z BSR4 3 RTG53 312 TL2RG
PN 28 7 32 AR o | 25 1T SRR VAl 3 M T 2
filf S AS BTG FE N 1 5 2 . DNA A2 BRI B s H &,
1993 4F- Noguchi 55 1 YR 18 X~ 40 SCID f& Hy T IL-
2RG RN A8 5L, IL-2RG A4 it IL-2R /4% it 5t
o TL-2RyEEAU A AERE IL-2R AR5 5k M 11L-
2NL-2R E G WAL |, 38 & 1L-4 [ 1L-7 \1L-9 . IL-
15 IL-21 S5 A2 PRS2 AR SEAT (R D R AL LA
RIS 4%, S I 2 M B i A PR 7 25 5 X S R

T AR 5 5 o0 T Z [ ) Al , BRI TL-2Ry
P SEHEPEX TR G ZE DI REIN & 2 X EE Y,
IL-2RG Hi T Xql3.1 F 8 MM T, difih KN
369 NREELRIME T . H AT E H X488 SCID
BB T2RGC RAEA 300 L F, XEERAE KL Ty
FEDRB T SR I R, AR AR X-SCID JE A%
2 2 (IL2RGbase) 7% , IL2RG HE P 98 745 F2 35 %% 1
TE TL2RyAE I IS X", Zhang %5 4R35 £ 10 4]
KRt X-SCID i # TL2RG FE K & A8 A T AR X,
ABEGE T HGE 1 A2 A FHIAMX 12 A8 5]k
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LR BU™ EAEAR . BE AR S T 20T 20 H AT NK
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19 T-B+ NK-3R A A Btk LA BTt i, B 4

i 2 A AR RS2 AR S L BT DA B AR B e .

AW ZE P 8 LAI A i O 40 L SRS I 42 T-B+ NK-
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PET- . ARBESEH SCID UL IL2RG £ K 047, 12 W7
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4o P, oo B A R e L A A IBR 5 O 2 okt

B, HEAT ARSI R 23 Hr B4 iR 7R 2
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