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SR BIZ TREC/KRECR I ) —=— v J %2 THFERDHEHK. BROZEL-EMHK. BEE
BHE~NOBNEFNY. SLIURKREWMORNRERT, BEMI 0EHETERSIN. 2EET
FERLZTHITVEREENEEBERFTOBEICEEBN LI,

NBS : TERRV )—=29, TREC: THIRZBZRECTEBREY. KREC: gk HBZTHEE
BEW. SCID: EEHEAREFLE. XLA: X EHEH T/ ATy UMijfiE, sTCL: ZiE T ke
BAOE (MRBREETESZ232T), BP0 Laboratories performing repeat sampling [XFH R
MZEEHET HHREHRE. Laboratories without repeat sampling IZ#¥EREBEMAEEB/RBED
BEICBROLZTHhIEREREERBBE~BN T OIREREZET. X#1) £U,

TREC/KREC NBS program
(N =1,380,634)
Apr 2020-Mar 2025

,

TREC/KREC
screening test

Laboratories performing repeat sampling Laboratories without repeat sampling
(n =1,348,062) (n =32,572)

I

Abnormal screening result Abnormal screening result
(n=3,425/ 1,348,062, 0.25%) (n=182/32,572, 0.56%)

!

Repeat sampling

'

Abnormal after repeat sampling
(n =687 /1,348,062, 0.05%)

v

Total Referrals
(n =869/ 1,380,634, 0.06%)
- Low TREC only (n = 488, 0.04%)
- Low KREC only (n = 319, 0.02%)
- Low TREC and KREC (n = 62, 0.004%)

A 4

Referral

'

Final Diagnosis
‘ SCID (n = 15) |

| XLA and other agammaglobulinemias (n = 16) |

‘ sTCL (n=9) |

-67 -



(AL B) &E7vtEA4Fxy bOBRERHKE.

3: EAXY MBI URERZANOFEZRERNE

TREC (A) 8 KLU KREC (B) I HHFERERBNE,

ERIEFY FAHIDOBNAE, SREIEHROBNEEZTRT ., PERXFY FEOBATRZLEBELZAA
TRRBREICED, (C.D) FyrRICEANLE-BRERRECLOBNE, AODKESEIRERSKZ
KL, REOHAFBHEROZEREL TOVLRWEERETRY . RREEEOEME (TRECO. 04%. KREC

A : NeoMDx.

B : TKSneoF inder.

0.03%), 0.20%% ¥ Z 5B

FUYEHTRRILTLD,
C : NeoSMAART T/K/S. D: BRi& (KMB).

E: EnLite TREC-KREC.

F : TagMan SCID/SMA Plus Assay. G : NeoSMAART TREC/KREC. H: TKRIX. &7 vtA4 ¥ v &R
I, Xmk1) &Y,

[ Number of measurements
— TREC referral rates
= Overall TREC referral rates

] Number of measurements
— KREC referral rates
= Overall KREC referral rates

= 500,000 1— 0.10 <= 500,000 T— 0.10
= P < .001 = P <.001
£ 400,000 - - 0.08 —~ £ 400,000 - - 0.08 _
o & ¢ S
? 2 2 Py
o 300,000 - - 0.06 & « 300,000 - - 0.06 @
() E o ‘(B‘
€ = € =
S 200,000 1 +004 £ S 200,000 A L 0.04 $
o [ o [
3 e 2 LN YN ] D
§ 100,000 - - 0.02 § 100,000 A E _ 0.02 =
z z
0 ey 0.00 0 H ﬂ 0.00
A B CDETFGH ABCDEFGH
TREC measurement KREC measurement
by each assay kit A-H by each assay kit A-H
C. Repeat sampling: YesO No O D. Repeat sampling: YesO No O
(bubble size = number of tests) (bubble size = number of tests)
= Overall TREC referral rates - Overall KREC referral rates
>0.20 4 o (ee) ° >0.20 - (e<}
. <
g | 8
= 0104 © £ 0.10 - °
5] 3 T o
@ 5]
i 9 19 °
__________________ (o Py p—— 4
é (g) O o ° % ®@Oo """
0.00 : °c ® o O o0 I L . o
A B C D EF G H A B C D E F G H
Laboratory-level TREC referral rates Laboratory-level KREC referral rates
(stratified by assay kit A-H) (stratified by assay kit A-H)
A, NeoMDx E, EnLite TREC-KREC

B, TKSneoFinder
C, NeoSMAART T/K/S
D, Laboratory-developed assay (KMB)

F, TagMan SCID/SMA Plus Assay
G, NeoSMAART TREC/KREC

H, TKR
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4. FyvtEA4Fxy bAIICHT-TRECE LU KRECRENEDREHBEREEH

(A~D) SMERUETHERASAL-FY MIDOWT, REBBEMOBNEZ SWEERME &
EBITRY, BREABAADRERRZERL. ROXRESEREHRERMT 5, BREERE
EREDEDHY A TEDIRICAERTHS, (B) EEMOERE (t°BKT 17, 95%E
FREME) . 0.400ZBZADHERFUYEDTRRTLTLD,

T FEREOEDORNEONEE. 'F2Eo2EDSbBATRHAELERHEADOEICHE
3HEEETRT. XB1) £V,

A. B.
Laboratory-level TREC cutoff value Laboratory-level KREC cutoff value
TREC referral rates (NeoMDx) (copies/10° cells) KREC referral rates (NeoMDx) (copies/10° cells)
o 100 - 200
— 250 —— 200
| 250 [ ] 250
—— 299-565 —— 250
300 [ ] 250
- 350 | 3 250
—— 350 - 300
- 350 i 299-465
—— 350-565 —— 300-456
il 400-575 _—— 308
500 —— 456
il 500 —— 456
—— 565 [ ] 500
= 565 - 462
- 575 —— 462
—— 575 500
NA NA
] T T T 1 [ T T T 1
0 0.1 0.2 0.3 0.4 0 0.1 0.2 0.3 0.4
TREC referral rate (%) KREC referral rate (%)
C. D.
Laboratory-level TREC cutoff value Laboratory-level KREC cutoff value
TREC referral rates (NeoSMAART T/K/S) (copies/uL) KREC referral rates (NeoSMAART T/K/S) (copies/uL)
—— 6.7 — 6.7-9
»— 6.7-13 — 6.7-20
L 10 - 10
- 10-13 [ 3 10-20
—_— .- 10-13 —a 10-20
= 11-13 — 20
—_—— 13 [} 21-25
— NA — NA
= NA NA
[ T T T 1 [ T T T 1
0 0.1 0.2 0.3 0.4 0 0.1 0.2 0.3 0.4
TREC referral rate (%) KREC referral rate (%)
E.
No. of TREC KREC
Assay Kits laboratories 12 (95% ClI) 12 (%) (95% CI) 12 (95% CI) 12 (%) (95% CI)
NeoMDx 17 0.84 (0.40-3.25) 61.4 (43.0-86.0) 0.23 (0.11-2.86) 32.9 (19.8-86.2)
NeoSMAART T/K/S
- all laboratories 9 1.13 (0.46—4.17) 89.9 (78.3-97.0) 2.54 (0.93-10.33) 77.5 (565.8-93.3)
- excluding laboratories
without repeat testing 7 0.24 (0.03-1.74) 60.4 (15.0-91.8) 0.41 (0.00-3.97) 30.4 (0.1-80.8)
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B 5: TREC/KREC R 7 ) —= 2 JIC & Y &S h i 40 flDERKE & B lF

A BN TEFERL, ZHA. REEEGEF. TREC/KRECIEDEE /N4 —2 | BREANBHES
FVBERABTETY, B) EMMBEBEROEESLVEFOKER,

ERT : B¥Rfd e A, HCT : EMMMEHEHE. IGRT: E/ O T U@WFREE. NA: FREG L,

X#k1) &Y,
A. | SCID | | XLA and other agammaglobulinemias ‘ | sTCL |
(n=15) (n=16) (n=9)
UPN 2 3 4 6 13242732343514424326 1 9 111517181920222936373839452540 5 7 8 123341442846
Diagnosis
Affected gene
Trisomy 21
low TREC IH[E [EEEEE
low KREC
Male | | 1 [
GA 2 37 weeks
Screening, < 7 days
Breast feeding
Infection EEEEEEEEEEEEEEEN I EEEEEEEE.
IGRT
ERT
HCT
2nd HCT
HCT < 3.5 months
aGVHD, Grade llI-IV
cGVHD, Limited
Engraftment
Outcome
Diagnosis Affected gene Trisomy 21 TREC/KREC IGRT/ERT Outcome
W X-SCID WI/L2RG  [JHemizygous  [JPresent [H low TREC [ Performed [ Survive
M Reticular dysgenesis W AK2 [A Heterozygous [ Negative [H low KREC CNo I Dead
Bl JAK3 deficiency W JAK3 X Compound B Not tested [J Not low
[CJ ADA deficiency O ADA heterozygous W NA
E XLA E BTK HCT HCT-related
IKAROS deficiency IKZF1 Clinical variables
[ Heterozygous FOXN1 [l FOXN1 MURBMT  EYes
. N OEO Yes I UR-CBT [JNo
[JcDGS [ Not identified / not tested )
. [JNo [0 UR-PBSCT [l Not applicable
& Congeritel LCH ENA JNo HCT HCT not performed
[ Other / unknown etiology o ( ot performed)
B.
FERR O -2 THRR SN /ZSCIDDEMEHBFBHEDIER
NBSHIAHI] NBSBiAaE
(1974-2016) (2017-2024)
1.0 - .
"I <4m =4 =4 Sy N
0.8 DHIFSHERFRRZETR U
' TEHEBS RRZYERD L 100% (n=15)
84% (n=25) 4
0.6 — >4m o
0.4 RELESD D ol
56% (n=150)
02 - N
Logrank P =0.02
0.0 — Years post HCT Years post Birth
T T T T T | o-rTrTrr—r-Tr-r- T T T T T
0 1 2 3 4
0 5 10 15 20 25 30 years
HSCT for SCID in Japan Nishinosono T, Muramatsu H, Imai K, et al.
Miyamoto S, Imai K, et al. JoCl, 2021 J Hum Immunity, 2026, in pressd D {EX
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6: REEEXEEANRICETI2ZBREOHRD
N EEHOHEHEZREYR (NOR—RZRE), BLUEEFEEICRR INEMNS,
(B) REFBXEICSMLI-BAEAAKDSH, BEAFEOART—2ANFon-0MEHICH TS
ZREOHR, 0ONAEZRITEE£MBEFRLE L. EREPRE. BHTEIOIMEREZT
T, ZRBREF, BEOLXEHERIRARY ) -V i #2B LI-HFERICx T % TREC/KREC
REZBEOBSLLTHEE LI, X#1) &Y,

@F\—F : A\ORXR—=X/)\—F (it EEHEZ)

Apr 2020— PO =BT
Mar 2021 choufE 187V (IQR 12-19, range 1-51)
Apr 2021- ‘ PP SCID: #4144 ERT 14 : £6147F
Mar 2022 BCD: IgRT16/1 : £fI47F
Apr 2022— | Q@ ) /, STCL: SERMLEETCDGS 141 JET-
Mar 2023 L X' X3
Apr 2023— I UN
Mar 2024 L X2 XX X4
Apr 2024— 00000000/ ./ . LAAA
Mar 2025 0000000
0 200,000 400,000 600,000 800,000 O 5 10 15
Annual live births IEl cases detected by NBS
Il Screened [ ] Unscreened @SCID AsTCL @ XLA

SCID: XSCID 104, RD 24l. JAK3 145l ADA 145, Z<BA145l
BCD: XLA 144, Ikaros 165, ABA14
STCL: FOXN1+/- 7f5l. cDGS 1. 5EXMLCH 145

SREESERMIR(CH 1T D BEMAIMAIRDLER
97.7%

177.1%

©
)
o
o

(o)) o
o o
1 1

N
o

N

o
)
—

Regional coverage among
NBS-eligible newborns (%

o

-3 -2 -1 x +1 +2 +'3
Month O = &b (CEH (7 D REBERMB
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