SZIEE. (0SZ2500309

BT R A B R

5

RPN ER: #F4 )L TREC/KREC EEHMIATIE
(3¢ PCR %)

FREELR s =2

HIFEAZMR: LERFEDREERRT

Ex#minEEER

B= 7 SR AR B0



B X

B A AE B et e et 3
—  BTE K B e o e e e 3
S ) N -3 OO S oS U O OOOTO U s S 3
T AEFEHIHE s et 3
FRE TAEIE oo et sbs ot et 4
s TR IR e e e 4
T RATHIF FTEREIE <ot 5
0 R IBIEIR oo bt e 9
VO 75 2 MU LR e s 11



HEEFL

— FIEAZR

g s A RA

—. BIEANER

tETRATR ELE 99 F 18 5 28 S 4 4 %

=\ E/rHulE

PETHRICXEHE 218 5 3 S By FETHRILCXE
R ¥ 27155 11 104, 106. 108 £ (EFHL A )



TR B PR

—\ Ttk
(=) =& L RIERRE
o R B RO IR AR B B FAME BUE o . PEPE R
o AL, AR LT A

447 EERA ak | #x | §
R A . was FERT | ssou |1

() 2RAH AL
AR & F TR E AN H & )L T i #£4 F TREC #
F f1 KREC % ] iy 48 4 2 & .
AR &I A LT A A+ TREC & KREC #4e
My UL SZ 3337 & )L SCID By i & o I & 46 & FE 1 A~ F A 4] ALk
FHRVHNLE, FEAERRARAMEZRELERTH L.
(Z) ZRaEAK
96 i/ &
(W) =Rl RE



ARFEETFLERKLEE PCR W AEE, 2 745
B2M (beta-2-microglobulin, B2-# 3k & &) 2 TREC. KREC &
EHHFBRE RS RENTI RS, FELLERKLEE PCR
SRR % FAM i A T # i TREC ¥ 4r, HEX # # F T #l
KREC # 4%, ROX #3# f T4l B2M ¥ 45, B2M % FH £ &
20 g P B LA R, [ DAME O SR T E 1R, SR A A
MR TREC,KREC EF W CtE5 B2M £ F Ct EH = &,
LI A AEA T TREC, KREC % [H H £ 48 X 2 & AC-F AR,

= IEFRATAR SR

(=) T2RH#4

LEERMALEF

FEREMAEETY. ®AE . PCR Mix LKA TR &
B Frar . = ERANE i 2% 40 e (PBMC) & B ik A 1 28
FiL A AR AL H s X 86 B RATRE N O AT KR AR

Bl4. HAT B A RN T A K. S ERE; PCR Mix LUK
P T REE o B SRR 2 o A R R OR B R BT R

HIE AGE I g R e, IR O W A R AR A R R
FEEE T & LTERMH R EREF LR A,

2400 5 E ik B IE L

S EEAERARS L R, HESE L, BARE % &



NGBS E B, WS F &SR R T A LB S0 & LB
% i A1 2 PBMC. L 7R 38 A 1 4 T A B BE AR
A sEmEL 44, b 3 NAEETRGFAEESE
oA SEFER L 5 A, EE 2481 F TREC/IKREC #ATiK
WAL m, BRI ANMARETHRMRWAKEEE &, KIIR
BERE LN, BEESER 2N, OEFEFRENETE
SEGARETRENESESE &,
= o ELEG IR BT PE A R AR BRI e BR R T AR 3 AR A
Fl & A LB B4
() AR ITERREHREFR
HIEA T MEARE . TR N BIRE . ARSI E. K
Rk AT E (B4 K E) . PCR ¥ R 4. 1EF %
SHT TR, FRIEMETR, #E ] REWRNAER,
FIRAREAT BT AN ERZLAETIZWHARER, #E
T ERENEFTE,
(Z) ATt ie s
ATHERITEAREEGRE: BHE. BT E.
M. REARNR, ZRERERLFARL. #FEARK
THREEEKRATEFN S M BAEE FANE LK

W

>

T



BHEFE R, ER 3 HR RIS EEFNE Tl
HEGHATRN, NERETAESELF X, HESH
A R 100%, F A 3 #hiR A& N 38 i K SCID [
M Ff AR 117 Flis RIAWETd f A, B4R B RH
FEME 45 6% 5 100%, [ B 78 %% X 100%.

BREHRF, FF 3 HAEDRAEAEANE EHHE
EHESHETRMN, IFHAFSHA. #ECHA. HE., #
EARI . AR PCR &, TREZRERTE, ZXLTAN
X7 AHAT KT 5%,

AR T IRA 5, Wi AR T F AT LK E W A
RHFATAM, K 95%Hy I 4 1 = AE 47 7E, £ A Probit 77
FHAT AN, RE 3IMAKRBRAEWRNERFZ - & &
A MR o LA 3 AN B K VR B o o B A, 3% B AR I PR K B
il & R IR A 5% &, L6 3K H R &I & &
ERALEL AT T (R PR B R .

SRR ERRCERXKEAR. THARFESF®ET
JAR XA T, FFEAER 3 #kA &xFHAEE
MARERHAEFATRN, EFRETHELIR M. THRK
WHERIT, WRABEATTRHRFENNET RO T (L8
EDTA) . WEMTHMF (makd. Bax, Hm=—f) £



MM ERH TR FHFMETHAR T, Fi15 AT B
EREUETHRHIATHR, EREH, B—NHEATEHREN
TREC #4712 & K ik & KREC ¥ 47 84 ) ; & ¥k 89 KREC
B AR A5 B R UK B TREC #8545 846 1

o A KA e R A A B4R BUR A & #EAT T R R BUR
. RIBEURSZRAL0MNEEEFR, RES1Z>
HIUH AV REAT AR R, T AP AL R 3R B A 3 4 A P o A

(W) FaHAIBTE RS F R 0L

KA EfLE, FETH £ A B0 BHE 2 S PR R E,
H N 2076 Pl R A AERTT AR AR (& 2044 FET &
LR R it T o B A 82 1)L E R ko T R A, L
FOESUENASERREES N EE, LLF 995 T ok
K #84T ATREC #1 A KREC 8 [F {2 ,

Z gk 3793 Flils R T i r BEAR (@iE@EHEIL. #D
SCID B JL DA B T4 B A ) %F 22 57 8 FE M4 3 W7 (8 98 47 30, 5 s
RO ERFATH N, ERRGE. HRE. BMHME,
BIAM R ERATH S R, REHE BN EA BT E T

1. R4 RAH:

A B2M £ [ Ct £>23.5, H # TREC # [# /1 KREC #



HeEE— A CtE>343, AHERTH. YRBNLERE
W, BB T B AT A W

2. Jo 45 R A o

(1) B4 ATREC #2 AKREC #<10.8, % R & X P 14

(2) #A& ATREC 1 AKREC #, & —/1>10.8, £ & #
AT, W FEHTILT o # TR0, F KA
ERMA BT RE, WE N, TUHREAAKL,

() EREARE

R AT P By LB AR E M R AR R . FPRARARE
MR RRERHTT RANFAR, BT ELEMEAHTFR
F= i BORE A B8 AR A7 BEIE]

SLEHAE E W R, K 3 HAR A &t F T -2045°CHE 17 4 1
T, 2A1%E% 0, 3. 6,9, 12, 13, U NAX = RWNAESE
BEAE. AESERFAE. BEE. RINR. RiE&E
B EHTEE, ETEBELRATEEX, BEF GHE
2085°CHABT, ARERRF 124A.

WAk, B AE AT AR R A E M. B AR A
ABEEWSAHEATIAR. ERET, FREEHEHI~E
R

= IR EG TR

2
Al
e
=2
—



FEAEEEAFWREILBER. aHERAFHEALT
PEER. ARG ANRER. HEd @ mRER. AMNAF
FMBER. KT HEYRER. FETEYRER. FHE
WA RT3 8 KIERAAE AT I8 KRR . AR R IR I
AT =3 4

F—H#a, ERFERRAR, wsEE N 40923 73 &
JLF i A AEA, RAKB AW A 5 GRS 4 AR g2 AT
BRHR, A& KA T % & SCID B4 gk #0477 1. 2 it
A-AT 4t 33795 |, H A #H SCID K 11, Hefk SCID %k
33794 |, A7 n 5w K 5% g, e X SCID & 89
IR ZBZ A 100.00%, 47+ Z A 99.94% (95%Cl: 99.91%,
99.96%) , FHMEFME A 4.55% (95%Cl: 3.01%, 6.81%) |,
BF M T3 (B 4 100.00% (95%Cl: 99.99%, 100.00%)

8 # A, — BT o TSCID e JR % W B R GUE
ke B, B4 41 5187 SCID FE % 7l B #r 4& )L T
FEEA, SHERARBTREAN. 46 800 M B U X8
B R AR 3E 1t 33836 1, 45 R TR & SCID B s R REUE 4
100.00% (95%Cl: 91.59%, 100.00%) , 4 5% & % 99.94% (95%ClI :
99.91%, 99:.96%) .

F =4, F A ddPCR Al 77 vk fF A 2 b 77 ik, N EEAT



TREC. KREC #%:l"E#tE., N4 343 | SCID [HM#AF 41
| SCID FEE# 4w, KR T RS2 ik 7| TREC 2 KREC 4l
%R oA5 ddPCR ol 4 R #HATA AT, KRR ET,
TREC #1 KREC #: ] % R #] 5§ ddPCR A& B 47 B9 48 X M,

g LR, % RIERIRER A S (RS IR ANE R
REHEAEFREN) AHEXER. ERARERETZ” &lE
PR P RE 7 R PR 32K

M. FmZmMEFIE

R & GBIT 42062-2022 = /7 a5 ik — KU & 3 3 B2 /7 25t e
RLR Y x4 P & #EAT KU 247

(—) % B4

AR & F T RAE AN H A& LT i f 4§ TREC #
A Fn KREC # [F 9 48 % 3 & . 38 T %4 %7 & )L Tt e A TREC
B KREC #y46, LASEILA 34 )L SCID #9fF & . 7 & 4 R [
WA AR RAH D WAIEE, FEABRRIR LW IRE
wEHTHD,

(=) WKt

WIEHIFARBEHFREL, EEHFN, EHaANIZ~
B ZEATAE, EXRIEFSERALS, ETHEZERE
KR B9 HLE, B R H P RRUTRE A



LT ERER AN ELR, RTEARS AR ER
SCID. £ ¥ kG Rrm. RENFHAN TR ERAZLT
T (B wa g aql RiglmrdmfcE AHEME. ZINE
SlEREL, HETAMKCHHRTEHEELHELTERD
Wr 77 ik — B Y

2 AR & E RN HIE KA F, WG RS 6
P4 AR ERERNE R REAFTEEEE,

3T TG ROy TR, T iR B8R H v R At 4k
W (PID) #9786,

ASABENEARE, 15, FRABEIEHFNHER
HiRWR I E R,

5 AR &1 T o A A A, B B T A A
H o H R BRI

6ETKAERET & RHAH FALE T H~ k7 LW
PR B R P B T

FfE: =P



$14 JL TREC/KREC EFE#MIAFIE (&3¢ PCR %) HiEAH

[ m&FR]

BB - #EJLUTREC/KREC A MR T E
[B548]

96 Mh/ &

[F8A &)

RS A TR E A M H & LA e TREC EFA1 KREC ERAIEH & .

AR FIE BT H A ) LT 10 3R TREC X KREC gy, IASEIIIF4JL SCID ;s &,
IFEEREMNMEAERERRRSINEE, S8 A ARSI EREHTHIL

T BEOSFAYIBRIN (TREC) 2.1 AAK (TCR) TR PEFRETH £ HIIRA DNA K
B, RHET M HMES, REFETAEN, o s xBTS G T ke
. k-HBRELYIBRIK (KREC) 2 B AEMAAEREF, R0 B MR E R ERER £ IR
DNA FEE, o DAje)fs i i B gt H R4S B Mk RO E .

BEMBRAGTEREER (CID) 2—HE T/B MG hE  ENITHEEARREEHT M
BEHRRMEF. CID PHRATENXBTAEEREGRRHERE (SCID) , 23/ T ek
ETERMEZGHRM, B MM NK M RERERRIINEERE " . TREC #1 KREC T4 5
{60 T 4RI B ARV R R ERIIEER, BT F4)L SCD s v,

(1858 RE]

ARAFEETZEIOLTE PCREFEARRE, 25X B2M  (beta-2-microglabulin, B2-
WIBkEA) F TREC. KREC NERAFBRITEHFMEASI YR, R ZETIEE PCR &
NARR, FAM iBi8 A0 TRECEE4R, HEX EBiE A F4M KREC #E4x, ROX #i8 H T4 B2M
$LER, B2M ERAEBZMETRENERE, IMEASERRERS) HETITERNLE R+
TREC. KREC EFMICtES B2M ER Ct{EMNZES, I LIXHEARF TREC, KREC EF F ERAAXS
HENRFREM,

(6 PCR %)

[FZERBAS]
® 1 AAEAREEIERD
HL TR FEMS 253 KE HE
R ABA s519. BREE FeREE 480l o=
K& B | PCRMix (DNA B24E5, dNTPs. MgCl.. PCR Buffer) | BRERGE 960uL =
rEBURs | 22 WRE TREC, KRECER BB TMATA Brstes 15 1A
MERIRG | S1ERE TRECUKREC ER F BT mARA | 1A | 1K

&

BRAT ) FERS

1) AEH S EFRADS Z BT LUR A3 E ik,

FRAEVRES | MM 20230806 5)

2) ARNENSSERNABHRRERAH  ARENRH (DR TESRY
PR 20230087) / MBS ALAH (RS MRS

3) AUAENEZERNATIUSEAFEY - TIMIEFTALARFFTAI. BO.




w5 BIHRAIRE R R X IR kL. PCR RN B S) 8 BX B 96 FLAR. B
[EFEFERERH]

1. -20+5CHECIRE, BRUH 121 A

2. £ H B R (A HABR MAREE

3ﬁ | FEERRMER, REKRMARB

IS TN KEE ﬁmL%OCuTmP #T,ﬁﬁW@Kﬁﬁ4%o
[1_}3%(%%]

SLAN-96S & B FE B PCR RS (LB RAETRITERAS, E# T4 20183401659)
[FEAREK]

1 EAMEARKE  FiA.

2. MEARE RE (A UERBERAMA REMBXRREERINR) #T7XRE, £F
KMBBAELERA . IMUL, ZEBMIELEFRREEMANEFE  BNEREETBCHHE,
TSR, W TIEEEIESTTNEHRARE, UAEXRESKID A TEMQNIER, T3F
BYER N ER Bk T R4k 4

3. MARFMFMHEAT A TAE, SABHREHET 2-8CKHTIRE 1 F,

4 HARZE . HARZER T MARSE, KAERBEIKEH, 7-20~-37C°&HFTizkh
BN Rz B 7
(11T %]

1. PCR py4hiE

m“@%%w

AAFEAZRI. FAMNNZSIENE RS, =B ZRA BTN
ﬁﬁ,@ﬁ&%@@j;wm.v&%mlﬂ( BEFTEAREBRAS, &S PH

& 20230057)/ BB AT (BRESEYRTEERAS, FFS | WM&

20230806 =),

BRI R AR M R MY F ES 51REL
1.2, ¥ FER

B R R A MR ROE B, iR MEREAS R, IHESEBRNE O ARBENEELAS
FAM B . MR NEE, HRTRAUKLAIES PCR MNAR, FHRS/EHH
By, EMR 15uL 3= PCR RNV E,

]]U}T
&

NS E R BIOREBE
BB A Sul
RROBB 10uL
BRAR 15uL

1.3. Hntf

# 3R PCR RN E R F)E BN 10uL Z42BUNE SRR, % &
SHE. ERRAE, BB OMKEEEIE B LB RN,
2. PCR¥ I

WE FAM @IE4 TREC EF . HEX BB A KREC BE, ROXEIEA B2M &EH,

izt
T
BH



ETRINE PCR B, IRERAFERIOEREREBENT

W BE Bt /a) TEIREL
1 T 95¢C° 2min 1
2 &t 95C° 10s
3 BAIER, WOEXKE 60C° 30s 40

BET R ERAKIE PCR LT, &3 ISR 2 5 1% B Rin fh & 5N
AER, FHWMAEHAZHRIAFS. RETLE, REXHE, TTEEN PCRERF.
3 ERH
(1) HELMFERE  SLAN £ B3NE F PCR DT RGZNEARSHIZRE A THE0.12,
BA&ES 6, BA%LS 12, ARURELRERSENHERLBRBETHE,
(2) TXFHKRE  HRTRAGTINTHEE |

BBl BB 2 BB 3
®iE 1 0 0.76 0
i 2 0.25 0 0.10
g3 0 0.12 0

(3) TN, NFRY I (CtEETH NoCt) HIER, BE CtEICH 40 UETFEE
ACt HEMHH. WEMNRRPE RN CHEHTHEE, 8 TREC £E. KREC £HS
B2M E[F > 8]/ ACt, H A2 ATREC=TREC £ & Ct {€-B2M £ [H Ct &, AKREC=KREC E[H
Ct{&-B2M & H Ct &,

[BEM4 3 W {E]
1. 25 H

(1) BHMEIR S - B2M EE Ct{E<23.5, TREC ERF1 KREC EFH Ct{E > 35 ;

(2) BRM B S . ATREC F1 AKREC #<10 ;

(3) MEEXRFAER —ALLFEEHE, BUAKILRLR, BEHTF T OB FidtfT
W,

2. FPNEEAR LRI E
(1) TR R
FEA B2M B[R Ct {8 > 235, B TREC ERFF KREC ERHPEE—"H Ct{E > 34.3;
MALERTN . BRI WEE RIEE, ST OB TR,
(2) AMIEE R FI
a) FEA ATREC 1 AKREC #]<10.8, Z5RHIH8HM ;
b) A ATREC FIAKREC H, EE—1> 108, HERIIAEIRFE



FUFEAGERFIERIEREE

< BRMERT >

a) B2MGt> 235, TRECFIKREC a)1 B2M Ct<235;
PEE=TEEPC> 343 b) “B2M Ct>235, HTRECFIKRECHICtER<343
[ T ] < BEST >
ATREC FMAKREC &1 ATREG FAAKREC £R
F=Z—4>>108 <108
[ ERRE } [ FR M }

(3) ZERE
a) XITFRMLERH A T MR, EERE NN,
b) STFHRIME REA TR S BRI A CBEHFTIL T MBE AR, | SAe s
SRBERERRETHE, W I RMREAFIE, MOvh RS RS

AR,
(1A RARE]

1. W FAMLE R TR IR B IARILIR ENB AL P FEYT ST, HRERE
&, FEHIRBUZRI TN,

2. T HIRERAIEIRFBENHEAR, FEFITA B MIEZRITEN, FRIBERSE
REFELER

3. WTENERAMAMNER, BREBRESRAKER SCID, HEeRBHEERK. 2&E
FAY TS ERAGLEAE (BFF)L) Tt RIETRFE MRS AR, 2INESIRK
A B Mk MR ENREHCIRKZ WA Rt —SHi2.
[ F AR BRRME]

LARRFERRNERNEIRARSSE, WS ERNIRKZANESH T LR ERMERAIR
RERMHITHEEE.

2. W FHMER AR, THIBREBATCRAMRERER (PID) AT,

3 REEMNHARE iz, MeERNEIREYBIRESEEIRAENE R,

4. AR EGE B FFM RPN, FEEERT2MMESHEIMERSN,
(=M MERE+EPR]

1. BABAMEAE e M AMSES NIL N2 N8o N4, N5 FI PRS2 8 P1. P2,

P3. P4, [RRRMRFEEREA 100%

2. BARASRR - A= RO T A A E#EAREE ILEUR E RIAEA, 15 A Probit B304, LA



95% % HEAS H R FI EANZEEA R SRR MR . =D AREIRIBERIEER, 2R B
EIMPRA VS 250 S FEAIGIE, RE&HE ™ mx{RAMBR T E A 10 $801/3mm F 1 A,
3 BRE ENBEEMRMU=MHAFNERNARRESEAR, EELN 20K, K21,

B2 NMEE(20%2%2) |, ERETRNERRFHAKT N, ZEBEEME (BIM
TR) UZHOIAFERNABREHER, £ 3 MAZHLRE (RERIEAR. REAEMXL
22) &SNS K, §REM 5 NEE (3x5x5) | FEREREME ?éﬁ(ﬂ??ﬁ? 5% ;
INRERES MR 6 MEHNIREAERAS N I0 MNESE, FERETRNTFRRESN
KT S%e

4. TR TXRNHSRE, N5 TRECH KREC MAXEFRELE (REAAKE
YRR 293T 4BRE) BTN, ERBAEFAZERX TREC F KREC IRMTR XZA ; T
REHRF, AN T ERR R AT AR TN, ERET, InREATTEE
BHERINET R L. (5%Vv/v) v EDTA (9mg/mL) FIARRM T I FRMAE S (20g/L) «

FBLIZ (342umol/L). s HM=ES (37mmol/L) BIXRFERNWER =4 T | THMHF
PHRA, FEAFREKE TREC 3 KREC #E4R (50 /% LOD yRE) MH—MUREEAR (2 15
LOD MRE) FUH BN FH&m,

5. AR MR e RIS RTRE M RIS 33795 BIEiEJLMER, SIRRSEIRELLR, %

TR, FEERITT SCID FERIIG R R U0 100.00%, 455 E4 99.94% (95%Cl 99.91%, 99.96%) |
CRMESIUNME S 4.55% (95%CI :3.01%, 6.81%) , BRMEFIUN{ESS 100.00% (95%CI :99.99%, 100.00%)-
AN 7 mX T SCID g K2 REEASFRE, BIEMEAA 41 F15812 SCIDBEM
FHRFAIL TR, SHEEARRE RO, SERTIEMEMNE MmN BN ERIAEALL

1133836 i, R T mX SCID BIE AR EUEA 100.00% (95%CI - 91.59%, 100.00%) |
SR 99.94% (95%CI : 99.91% 99.96%) .

[xR=EM]

1L ARRFENATAIMEN, RN FAFEERRRAS,

2. RBANBASMEEFTEANSMUBHRETEZAIERN, NEXLRHTHEER
%lJ o

3%%%%@??%@%%@R%I#i%%EMEE%% LIS A Rt T BRI
LR X7, AR RKEE—RMEER, SX LR M NI, NMERXER.

4%ﬁﬁﬂﬁm&ﬁﬁmﬁﬁhmﬁﬁﬁﬁﬁ%ﬁﬁ%ﬁ LR RETER, 85—
FEHLEFERFENREHRENZT TR - FHARE. EFYLENTHEELENEK,
W AR (MEVEDEZIREEDZLBAEN) M (EFEDEEELSG) .
=G|

1. (EWm2ITiER) 2019 i

2. Rolf H. Zetterstrom ,Michela Barbaro,et al.Newborn Screening. for~ Primary Immune
Deficiencies withi'a TREC/KREC/ACTB Triplex Assay—A Three-Year Pilot Study in
Sweden, International Journal of Neonatal Screening ,2017,3,11.

3. Stephan Borte ,Ulrika von Dobeln et al. Neonatal screening for severe primary



immunodeficiency diseases’ using ~high-throughput triplex real-time PCR.« Blood,2012 Mar
15:119(11):2552-5.
[BExER]

AMABFR L LBESEYRARAE

FAT . EIRMRGRENE 99 F 18 5 28 S 444

BRI
ElEREBEAZFR
BAAR

SRV ER | EEEEEDREERNERAE
FAT . EETHRCXKNMEE 4205 2FECKX 09 &
Al - B THRIC X IRERES 2185 3 SH—=
EEHHRLEKRRE 2715 5 1 1% 104, 106, 108 &
4 EFITIERS
(5T SO AHESR S /M ARERE ]

[P0 ER/ £ BB R EX B ]



