A®)BIHs 4

JRAE T BRI A B 42
(R PEIR BBORIITE S 2E)
Syiatge s

X EHEESSREASEX-SCID)DBERNI A K74 BKETIZET 2758

WSy AH Bl (9SS N A N S Rt 4
W 14 BER =R (9T SR N A N S Rt 4
mREE
JFORMEGIE AR 4AE (PID) | ﬁéh ﬁ D) B, XEEEEESTEASE (X-
SCID) (22T, ﬁéuvx 7 —= A%%%%% HEIRBIRIA KT A D
EHER EOERAZBIMLTREAIA R ? COWETREZER LT,

. BB

ﬁﬁn@ﬁ%i SRS AN 2SE  (PID)

I ENDEEBEO Y B, X HEHEEEA R
WZ‘J*(mmm)afwﬁﬁ4}%%fy&ﬁﬁf
»H5b,

B. ﬁ%ﬁ&
23T 7= I DU T, 202048 B AR 57
@ﬂ%ﬁ E i B) A HEETER BEURAF T TEF

PEGIE R BIEEREOBIR AT A K74 L %ET, 2
PRI - BATERAIE, 7 — 2 X—2 0D
WESTIZRE DHFFE ] (SR WTHERR S =2 iR A
A RTA &I, FEER EEREZEBNL T
BRTEZER LT,

(f B ~DHLE)

AT, BEREE R WL 0 TIERL,
TBENAZEY O TIERWZD A v T —
ARarey MNIARETHY | fmBhimoREIT
R L7,

i P S
%ﬁ@ X-SCIDDOBIEHA R4 v BB
M

D. £%

017 IR Z KO I2hh £ - 7= BIRIK
L UL TOR#ES ORABENESAIIZ X D EIE
IS R AE (SCIDIS X OB K HRIE %
RGRBET D) HAERAT V—=2 TEER
A%, 20194F FE~20214E FF O AMEDAFFEEE D 1%
MLLHY, 2FEL0OBBRKICER LZ, Zh
Z T, DRSEE Z PO FRETMIETRIC
X0 FEIFFEENBIE SN, 0 BIRIKD R

41

WENTZZ & T DA T ) —= 0 7D A0
WCEAEEMEZ L OHAERA T UV —=0 7R
R A IRoAERR BRI Z L L
TpoT,

www.pid—nbs.jp

MDBMAASDNBS@E@KR“~J”

%ﬁbfwmcﬁﬁmiawLm%ﬁ%ﬁF
) ERPCRIEIZEHAZ YV —= W hhE -
TW5KETIX., SCIDEE DS REL 5D
TUW/=X-SCIDDEIA NI T L, fliod
IR L DSCIDA L KREND L O
Glfioflo AHARTYH., R, BERSERTHE

WAZ7 V—=2 70280, X-SCIDEFENHE A
éh,#m%%ﬁw MBI LV RIEENT
BY., A% LEOTHOM ERHGFIND,

HATIE, 44 X W KREC (Ig k #0851 P
BEY) E'/PCRIEZDIHA LA YV —= 7
PMTHITEY ., BMENZGFTHXA 7 Th
HX-SCID & | F sz M D vy v Bl a2
SCIDZ A7 V—=V TR TRATAZ &N
ARETCTH D, T, BlETRRA D RBRES & 7
STEY, BERBWNI N> TN D,

7272, X-SCIDDO#ZWrZiZ, 7ra—H% A h A —
B —& N2y CH X7 ORBOAEN K
HERZEETH Y | ERIRRAREC TRIRZ
PWTITZADE IR DZENEFE L, Tz,



A®)BIHs 4

el idr & L COHOTREC, KRECEE L | KM
TR T, PRERE)IS T TITAD L 182D 2
EDREFE LYY,

FHAERAZ ) —= 0 FEME TR RS ZX-
SCIDZIZ U &+ ASCIDEEICEBIT D, B
BLORLEFHED 7 0 —F v — N REER
L. A RIA4 TR, BRI TR L
oo BEAER R BAEIEIC O W TIX, BN D
EBMT/ESID (BRI B REREAE T2 « S0l AN AJE T
2) DIEWP (inborn error working party : 5 K%
PEEBIEEMD) TORESE|, HAREM - fufE
HIR R TES 2 (OSTCT) OERMEREWG & L[
T MERRL TV Z LTS, £2, TV
T RKVERE AR RE TS (APSID) & & LA T
B FRRIENT 24T\ VDo IEEREIEDO A K
FAUEEHR LTV 2L ELTWA,

F o, RIBHEE L L TOBLBEAIREIZOWT
X, LU F UL NART X —F TN,
R (4 - 5% - ) | KECIE, #BfiishTwy
HHO0, RBREIGCIZE->TELT, HAT
WLERIRIFZE & L T H iRt Tunipny, 7272,
CRISPR/Cas972 & % AV /- B {nT-E1EH L DB
FIFEKIZMZ BATHLIRYMER TR, 4
BOMIEOFRE L ERAEBIHIf SN D,

E. f&#m

X-SCIDDOZFETA R T4 RBENER LTz,

wrsesER

i U

1) Kimizu T, Nozaki M, Okada Y, et al.
Multiplex Real-Time PCR-Based Newborn
Screening for Severe Primary Immunodefi
ciency and Spinal Muscular Atrophy in O
saka, Japan: Our Results after 3 Years.
Genes (Basel). 2024;15(3) :314.

2) Kanegane H, Endo A, Okada S, et al.
Pharmacokinetics, safety, and efficacy
of 20% subcutaneous immunoglobulin (Ig2

F.
1.

0Gly) administered weekly or every 2 we
eks in Japanese patients with primary i
mmunodeficiency diseases: a phase 3, op
en—label study. Immunother Adv. 2024;4
(1) :1tae001. Published 2024 Mar 1.
10. 1093/immadv/1tae001
3) Materna M, Delmonte OM, Bosticardo M,
et al. The immunopathological landscap
e of human pre-TCRoa deficiency: From r
Science. 2024;3
doi:10. 1126/science.

doi:

are to common variants.

83(6686) : eadh4059.

42

adh4059

4) Sakura F, Noma K, Asano T, et al. A
complementary approach for genetic diag
nosis of inborn errors of immunity usin
g proteogenomic analysis. PNAS Nexus. 2
023;2(4) :pgad104.

5) Kimizu T, Ida S, Oki K, et al. Newbo
rn screening for spinal muscular atroph
y in Osaka —challenges in a Japanese pi
lot study. Brain Dev. 2023;45(7) :363-37
1

6) Kawaguchi K, Umeda K, Miyamoto S, et
al.

lapse—free,

Graft—-versus—host disease—free, re
second transplant—free surv
ival in allogeneic hematopoietic cell t
ransplantation for genetic disorders. B
one Marrow Transplant. 2023;58(5):600-6
02.

7) Tomomasa D, Isoda T, Mitsuiki N, et
al. Successful TCRa B /CD19-Depleted He
matopoietic Cell Transplantation for a
Patient With Artemis Deficiency. J Pedi
atr Hematol Oncol. 2023;45(2) :e285-e289.

8) Inoue K, Miyamoto S, Tomomasa D, et

al. Clinical and Genetic Characterizati
on of Patients with Artemis Deficiency

in Japan. J Clin Immunol. 2023;43(3):58
5-594. doi:10.1007/s10875-022-01405-3

2. FEER

(e R + T - RATAEEE L A

1) RERBIERERA T V) —= 7~
NEROMMD, Ed T~  5o4aliE
BEUNBER T2 - 5218[E] H AN R RS

R G2 AR, 2023/7/30, Rl

2)  THARRY U —= JIZFRSER MR
P BUEOE (IET) | HAVNER a1
£, 2023/6/10, f@ETH

3) [Newborn Screening for Inborn Error
s of Immunity (IEI)J . 7727 KIFEH0E
RAJEF B LS (APSID school 2023) .
2023/4/23, Fik

4) THHRTYH | 2B AR HAERZ 7Y



A®)BIHs 4

—= 7] |, B1T6E HA/NR R R H AR
£, 2023/4/8. SLmiTH

G. FPEMED HFE « BERIL(TEZ &)
1. FFEF LS
L

2. EHF A
L

3. = DAt
L

43



