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Application of extensively targeted next-generation
sequencing for the diagnosis of primary
immunodeficiencies

JFR MR RIE I T AR — 7 = —%
AW TR 708 s - 2 Wik O FESL

R ERKERFIRES R AT
RE - MimETHE DR
R BHE BT E0)

N RHE

R



[#&E]

JRFE MRS NI IR, RRAR D PEBRIC LB 7R PRI, BRI EE N & 5%
BOBHETH D, JRBEMHEREANRIEDRK & 72 58Iz FI1L, 300 fHLL E#RE I N T
WD M2 T BEFERICIT. ZENENOERETORERERIZE U F 57 DiGeorge
JEGRRED X O ICIRFH AR REERORE b T END, REEMTH 2 BIEES HBENRIE
OERIT, HAERRUINOEELZ#HY KL, BEARFD L2 E, LRBICET T
LTHABRREBTH D,

JRIEVE SR IE R RIE DVRIRIT, PLE RO PHHRINIRSS T o~ 7 a7 U oo E T o
ED, RAICHREROFEA XS B CEimerMinEh (BRism. IHr i hE.,
KA MR AE) 2MThNn b, EREMEGRERNEICS O TIE, A% P2k S
AU MR AR R R 2 52 O T2 SE BT, TR DS BT ER] & Pl U T A T £ 0N RITEIZ W)
sz tnmiE s N TS, X #EEEY ~ 77 ) VjER EOES o~ n T
VUMEDBEFIZEBWNTH, BRI bobr~ra7 ) v oEdricky, 2B X
WRIEFOSIEDO TN AIRETH D, T7200L, FEMERERNSIET, A% I
BRI 24T, WO MNTIBENALZGT 22 LT, PHRLAIEOEO M L3
FFENLHEEHETH D,

JRFEMERE AR RIEIC R T D EEEOmWEEF2HT, SUREA21T O 0lL, IF
WICEETHLIN, TRNETHFRBREICBOW T, A CEMRERF2Z2H 21T 2 &
TR TH D | BRIERSCHRAEFT RLICESWTHEESN B TRE A, BT
OEBNC Y o H—1ETHIT 21T > T\, Ly U FEIRIRY 20 BRIR 8 & & 2 JE 5] T,
ZOMKZWHBEEPIRETH 2 9 210, KRELFRZEEE SN DHEB TR, A
REBLFZEIEARE O, £/, ZNE TR —7 = —2HW R
FENEE AR RIE DO BAR FIRIT OMENH 27, REBE - OMEN AR5 Th o7,

AWFFETlE, Wty —27 = —%2 F VT, JRBEMEGRE R OB 728 s T
TZWEEMSL T D E 2 HME LT,

i)

I

[xt& kO FHE ]

& BRI E AW R RN R 2 2 L R E A SEN b D B 97
B % Xt QA BAR T RENT 24T o 7o IRBEMERE R REER S L OBEEERORRK & 72 5
349 Bn T E2MEET XY 7T v —A FEAEK LT, X VOBE 1T, EEERE
WA BRMGEREIEF R, TV T HBEEREREIET — ¥ X— A TS
BTSN 2 RIS R 2E & BB OE R & ok 375 RS 8 R 2E O RN & s+
X DiGeorge JEEREIZ B T 5 Yefafhk 22q11.2 IO EIE 2 E 7 (KA,

BRI Ba—T 4 o THETHIT 7 VL EET DA by 10 B AT
WHEE L, AL LIZfE D 99.3% 08 N — Stz 55877 (2Mb) O S u— T &
L7

EFGEIL O DNA ZEfE Lizth, it —r v —ic ks zamamn ., V>
7 LU AR E RN T N EBRHE L, SNP T — % X— 2% H T common



SNPs #[RE L72BIC, HWEMHEOSIBMBERH LI A AERE oy AR
TU—Lv 7 NERBREDBETFERMNETLIERICKRVIALT, FHEBOEERKX
WZESWT, B r2Wemsr Lz, WiTL T, BaFa—KoirziT\v., B
1 - RO RS RR ZAT o 12,

[ % ]

KR L LB FOBRIID 99.1% OFElk T, +45 72t UK EE CEtr 972 2 & 23 W HE
Tholz (KB, WRDOFIETEBEFZBIAHEE LTV 38 flo2Flizo>nT, E
MBI T AERERI Uz, —F  #B 2B i E LW e )y o 2IE R Tl PIK3CD,
XIAP (2 JEH), RTELI, TERT, TYK2 BT ORMNEROH HERBM S, /-2
B —E AT L0 1 BT 22q11.2 SEIR O KIBIES R S (K C). &K T 59 Bl H
B8l (14%) IZOWVWTHIZIZHEBTFZMMRARETH -7 (F1), ZNDLOHZITH
HEn=Z 8L, ¥ #—5F 7213 Fluorescence in situ hybridization {512 & ¥ 38 & 4
7= (X D),

[Z£]

A EIBFE S T H R 2R, RS E A SEIC BT 2k 2 B s T 2 W & i Bl
RIBRIEOBRIRICAR B2 bz, URNCHE SHZE i, FIEERE R LE
DFRH E 72D 170 BETNEENTHDLIN, SEIOFK L2 O AT MR FEMERE A4
JEDJRR & 722 107 B 72BN E ., S HICEREEHARSE3EE &, a8 —
BIRNT OVEREZ 1) L S 572 Yeaff 22q11.2 §8I8 B ICAEAET 2 45 Bin 212 5
. HERDOHFIENC L RBR T W RO\ EXA RS,

JRFPERE AR RIEN DN GA. BT O A7V —=v T REE s LTRERS
B—ly hor—lr v AEFHT 52 LT, K0S WECmEY) 2 R R IE ORI A
REL720 9%, £, A THLHEANGEY 20b D HIEEA B ARSI TS 25
R~ AR ) == TR OREBRAE L U CARBBIEEZ AV, B3 i i
BHEITH)> 2T, BRROAEMTHBRSEFOEOM w532 WS 5D,

[#53E
IR MRERDEREORMNR Y — 7 = — 2 W= R R8s 2y 2T
L DFESLIZRR ) L T=,





