(ol 1)

¥
l

7>

i b

R 29 —4

n% 4 BIEEA IE R RAE~O R W X ONRRIRH] ORI

EENEE (AT AR

woH &

B9 205

ENZE EFRETEE o 2 —hESEaT

(A& - Bed R4) BRI REEETHMEE - BRI

(WFFERCR D ER)) BEIEE A EREIEIX (SCID)
HR O RE 2L, A% BRI X 0 BOER 72 BEAERYUE 2 35 L, Bz

WX, THlRO KA .0 & LT B AN, NK
VLIRER 7R 2 W & 3 i #g

MR D TR VAT D Do AWFFETITGI &R Z | ®7D*—4j‘/f FARY— (FCM) I2£%

U L EkfiENT, @TREC (T cell receptor excision circles) 0)
MBS TIATIC L 2 EZ A AL L, S DIC

. @ADA IHHEDORE, @i
Zhbic T/ALﬁéj’w‘_ SCID BF(ZxI L

T, wEQEMESMEBENER TE 5L ), O mﬁ?%ﬁﬂ@%ﬁ@%ﬁmﬁiﬁéﬂ@%i%ﬁo7‘_0

240 SCID BEZFE L7z, 14 I1XBEEREETIC

ZC 1 LARRITIE R 238617 L 7= delayed-onset

SCID O&RTHY ., BHEEIToT-bDODOMREDOEITIZE D U< 2oTz, 9 14ITHERS

T Omenn JEGERHIC CTHEAINTZFRTHD

ZLENTEL,

W E Y

EW BEREARLE (Severe combined
immunodeficiency: SCID) 1% T fifgd K %
ol LT, B e, NKfifa o 85 245
WRTHD, HEELENDORZIRITIEGYEN
HEAT L. RIGHITERE T d 5 18 M sil i e A
Z I N L7 WA IR, 1 DA O 2B 7 1 L
LV, F 7 BAEIRE O FRYYE O FERRITZ DAL
BERIIETESELZ LD, FYYESR
JERT (B 3 HAT) OFE R &2 E
BEThb, ZOX) R bRk TIEHE
HERAT ) —=2 7 HR5EfE S v, SCID 13 H
AERFICH T - BRI SNDERB LD DO dH
o —H T, RIEARIZEBWD IR
A7 V== RmInTE 6T, HIE
JEGYEZ X o TSN A GE T L
N ETHD, A5 TiL, SCID B#F D114
Dm k& RICRIPR R OBEEMEZHET D
ZEERAME LT, R &bl &
%%@%ﬁ®£mﬁﬁ ST AT L
SNEATD, & . ST LT iEE AW T,
2m9$ﬁ4ﬂ;@%ﬁ4ﬁ%&%m T S
THE, &) (2 TRAMA L7 L SCID
AN == TICBT DGR ED T + 1
—7 v T EEmRT D,

2. WFITHRR

o 72 52 & 1 i e AR & > TR 9%

wroesE FIT o it
MMl FESIRREERMEE v 2 —  E
BARHFSER
ANEPSFRESE ESLRKE ERMT G X —
DASPCURTIF
InggoCtE - ESLpRE ER TR v 2 — /b
WAt — BAE - MR
hESIERL AR EERIEE 2 — <
AR Y == TWRE

3. WFZERR

AREE B LU FOHIEIZ L - T, SCID 3%
DT BFEOZME L ORI Z I LT,

(1) Hik

(A) M 515
A 7a—H A XA K)— (FCM) X%
U o SERARAT

TIERE DR T 23 B D FBF X LT,
FCM 12 L2 U v REk7 a7 ¢ — VfifkT %
FEhid 5, T ONFITZNETITHE L
Wb CUhEFBHEEIR 76:387, 2013)
B) TREC (T cell receptor excision circles)
OWPEZ L 2 T M A v O R

MRz BT T M3 b3 BRI
R DNA @ TREC 2 EA SIS, T fifao
FEOFZAHTH Y [T MO KI5
DILHBFICK LT, Kifik XA KIMN



\ZHIF5H TREC 2V 7 v% A4 L PCR IZX
> THIET 5,

C) 77 /vy 7 It —% (ADA) &Mk
DOHIE

FBE ORI M HEAZER F 7213 AR % R
JHE LT ADA OXETHLTT /v F
TZIXT AT T ) ATk L CER K
1T, BERINEDOERM THDHA )
V. TAFUA )V, BRIV UFUE
HEOITC L > TERE L, ADAEMEZRIE
T 5,

D) kA — 4 9 — (NGS) 12 & 5 SCID
oA A1 AT

SCID OJFEKTH 5 49 &f=nFIZB L T,
BZ—rr sy N —Ar v AT K A RRNT & E
35, BEEI SCID fifk (IL2RG : X 1#$H
EEEA IS ARLIE 3 . ADA : ADA K48
JiE 4 B, JAKS : JAK3 KAEJE 1 . CD40LG
s XA TgM SEERE 2 1)) Z#FIA LT
il fEAT C, ERORIENFHE TH > 7=, 2019
FEREIL, 209 & DNA WFZERTIC BV TERER 2
WRIZ X D8 s 7T/ TRE L 700 . HEEM)
IREEN D D% EICIRY . HEEEHE LDV A
T LT 24T 5 it & Lz,

(7)) 3% A R AE o S i

SCID 2358 < £ 2 BF T3 LT, 3l
MIRERGE D B OIREBE, PrE3E (BuAEAL it
HEH) OFhEEEZERT S, R,
HLA O5E % BtG L, & sk fehE o e
fifi 2 BRIGET %, HE Oz Re (T MR DOFEAE.
HOSEMEOE ) 2580 L, @Y7 fil
EALFRIESCBAE %5 9% (GVHD) @
TEHEERET D,

(2) fE5

(1) fEpr =Rk (1)
A) GG R T B OfENT - FCM fihT
WX > TTHIBROIK N 25872 11 I L
C. TREC f##r 23t L. T DOREFR, 240
BT TREC OXIEZFR® SCID L@2lrL
7o 1£13 1538 » A TORIETHD Z &)
o delayed-onset SCID D5 C&H > 7=, ADA
RAGED R < AL, ADA TEMEZJIE LT
D, BERIEMEOK TIZMELS . ADA KRIBSEIX
BENTHoT2, =Ty N v—Fr A
DOFEFL, FOXNL BAG T2~ T a EE A R
R, b O —4ILHE 3 XY Omenn JiE
EREZFIE LT 2 E CTRASNEN, ¥ —
7 R — v A TR K& G T 1R

ThoT-,

B) A7V —=" 7B B4R (B,
BE, THE, MR TEMEL WD HE
B SCID 27 U —=7 (17606 1) Dk
B, Bttt s e o7 12 Blicxt L OB AT/
- 72, FCM fi#hr . TREC it 411 SCID
IS ERTH -7,

C) ADA RJELBEFRDE 3+ : 2016 4
WY Z—IZ T2k, BREITRoT
ADA RIBIEREZ DFRIZBWTH 3 TOH
PEN G D . RIS LT ADA RIESED A
IV —= T RITI 572, ADA Bis 1 DfiF
Hreix, A7 U VICREE (RIKAFE) HsED
EREBOTN, O —HOT VWITER
ZEIRD o7, ADATEMHOK T 2L,
AR TIATOR R L S TRINE L D2
& 70577,

D) ik THOR 7 ) —= 2 J R RE i
Hullkco» SCID 22 U —=> 72T TREC
BEAIERHISN, FOHBE—F v MU —
7 AT ADA B IV TR T2 R
ZRDI-BEEICE LT ADA EEEIEMEZ M
E L7, ADA JEMIZfF/EL TE Y, ADA
RABJEIIRER TH -T2,

(1) & i MR A o i

SCID Lt 2ZWr&iviz 2 £kt L ik
AR A S5hE U 72, 1 44 1 XBEERERic sk
T, b9 1AFY Y —ICCEBSI N,
A) 23 » A& A% L IKEEINAR
ZRDTE OO, BRYYEDBEIIE) S T2,
18 WA XV KERREZMIERL, 25
17 H LD BEMEME & ZUTHE D M fE
#2707, TREC 247 Tl 0 copy/ug DNA
& THfE D K48 %589 SCID & 2=z,
FIERFEH N5 delayed-onset SCID & L C
ADA XRIEIENEEDILTZ, ALz Huviz
ADA FEFIEMEOMENT TlX, % A LR L
IVDOIEM 2R, ADA RBJEIZREN TH
o7z, BIRTHATIZ T, FOXNT #5112
TuaES AR AR, flids HLA — T
DT D, BILEEZLT DI IE M
NG & 320t L7223, WA ~ AT
2 A /LA (CMV) BEHIC KD ZlEss 4
ZELTEBY, BhiL1 » AT LT,
D%, HAERO A& % T TREC fi#
Mrash Lz & 2 A, (AR H R AR
ThH-oT,



B) B3 B HAERE XV 25O/ E &
AR L E D ITEICARE L 72
7=, FCM T Tl B Ao K8 %2 380
F72 T MBI DT NFET LI HOD, |
ERTHAEY—TMIETHY A —7%
E DO RIEEBOT-, TCRVPL /S N T M T
X, CD8+T Mz W THE LV MR D 238
72 TREC IZfdt% A 1/100 FRETH DH Z &
5. SCID (ZfE 5 Omenn JEEREE 2 L
oo HONICIRBEE A EK ORI K 5 HE
JERYYED TRAZBE L=, 0% T M
fa DIEHEAIZ &w&ﬁmﬁ®ﬁm&m@%
O FTRINHE LIZZ EnD (®2) | 3
7mxﬁuymiéﬁﬁmﬂ%%%bko
HZ—rry N —a o A TR &G T &
RIET DI ENTERDoTZN, H R
=M SCID OA[EEMZ R ETE ol £
72 R+ —& L THhlins HLA —ETh - 7273,
HOWEMED T MRS EGFET L2205,
INETE L +T ANV T 7 +ATG 12X D
AT AL TE 2 FH U C s I sl i R Al % S0 L
72 FBEMEILIX GVHD OFRIE S 72 < )
2 (day+12) EB/EZH{FLHENTET,
Hith 3 OB IFI1X., HAEH O Omenn JEE
BEDFIE T K - CHEIERKEYYIE O MR
SCID L 2Mrd b LN T&7z, — T, 2
w3 o H o 2 Wk B OR E IR X
delayed-onset @fﬁﬁ!‘f“%o T=D3, HAERFD

AR HB W TH TREC OXRIEERBHT=Z
EMb, ﬁé%zﬁ)~ T INSERE S
TWEGEIZE, RHOZKRAIEETH -
t&%x%ﬂtoéﬁfﬁﬁbk2W®%
%ﬁm#%%st%ﬁrww&%T%
T5HZ EOEIMENFRB SN, BHARIZ
Téﬁ%%zﬁ)ww/&@%ﬂ%zgr
Ns ST,

4. WFFENE OB~ DB E

SCID OZWi - IRIE DML EAT ) 1T hT-»
T, Yo x— mﬁéé DNHKFR L 7=k 9E
S TR RS RE L E R I BT D B IRHY A
®%+JF%£@ﬁﬁTéﬁ@%%ﬁwK
JRREARATIC R D98 [Hzig A i 2
wtﬁf? ﬁ@xﬁJ~*/&&®%
B ATEESNWTIT Y, BEBIOFEHEIC
%tmﬁmiéﬂw%ﬁﬁbtifﬁﬁo
BEOENEFHROI Fuix, ELbz1T
5729 Z THIGEITBIBRRE L, T ORE
2B D, BERE (R, ARkim) oF)
M LTI TAZRG L3 5 =7 R05E
BT o fmERfes (CERi2 641 2H2 2
HEaR) |2, £, B FHricE LT
X Te N7 & - BAGTEATHFSEICBEI S 5
fRet) ICHEL L CENENFER T D,



X1 2019 L OFEMTIRIL

FCM/TREC ADAEM B FRRAT
Covaprumn ) [FCrE 5
| FCMfizif  #01501% : _Tmﬁmiz% ¢ delayed- t;nmmp FOXN1 —H[A -3
| TRECRHF 114 | e 5 ARE) | EM B EE

—BiEkl s ATRT

 ADAER | RAHL |

omennﬁﬁaﬁ- S » HLA—ZREE () 55
P (%3 B AL
it g s

ADARBEREOSD | ) T % ADAEIE : RA BRERD REE L FE
RFHEH ‘ MGETEL  WP[ADAEH  RELL | BBEK0 4

mu) | ADAE : REL L |

Cwwm :
| #4ERSCIDRZY—=> | % (FCM+TREC)
v (176064F) MRiEfI124% 2 : THREBTHL

» Thymic naive Tififg (CD45RA+CD31+) @ &#l

- BEOEM{ (HLA-DR3E)

CD45RA

o« TCR VBOKE R Y
HLA-DR (EM1E) .
SCID + OmennfE{REE

T 2043 1c




