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1) XE SR VEP ZERESE (259 2 B s TIE W ER AR 28 D FE
FRMERERBIEDO O E D TH 18R ZEIEE (chronic granulomatous disease: CGD) (%,
NADPH 4 ¥ & —EBORFIZ L - THEHBESEA ST, MECERE (W) ORENES
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PEOMIE « ERERYYEICI X T, WEIZRRIEMEY A R I A N2 X0 BEOIFIER, MfiZe S1C R 2EE
BT 5, HRIGHEEIT HLA @A K —2 5 o MBS mE C©Hh 228, HLA B R —H0%HE
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FEIZBE Ui, JERF] Z & ICHBF O risk and benefit balance /32 E 8 L, MiRT, @k, &
BRI EHM ET 5% < OERM, F2EE VRS ET 25 nation-wide project & L TIT725 Tl
D . ¥, AWFZEIE THAKRERTER T I A PER B EMLATTEEE, Tk 28~30
) | 2T TThhvTnd,
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BETIRED D 32 7 Ao 72 29 4F 3 AICIi/IMRIEA & & b I KR % O E i ko H
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ARI Z—DFEARHL TR Y . ARSI X 2 BRERTEEEGEREE & 2 bz, [FRF
Iy B ISR« BIGERIERNT A © FEDS A DREF 2RI L. JEAS @G ICmE L7 (BEK
R cd ), kb, BERREE FF— L+ 2 EMBHaBAME % E - 2 1 EhE L, FFk <
L Tna,

2) Wiskott- Aldrich SEEEEIZ KT 2 B8 T IR BRI ST O F ki
Wiskott-Aldrich JEfERE (WAS) 1%, ZhEYett, /M, B2 % 3 FME L, TOMicH
OO R BRI B L A0 2 RS E R 2IE Th 5, T ORI X YetlRICTFET 2 WAS
BIZTTHY ., MBS 7T IREICES L Tn5D, BYYESCHIMIC X258, EIERED
%E#Eﬁﬁ%ﬁ%f%éﬁ@%ﬂ@@ﬁﬁ%%&%zEhf%D}ﬂA—ﬁﬁ@ﬁfﬁ#éﬁ
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FHRRER) 2% 2010 4E124 # U 7 @ Aiuti t#i+: (TIGET: The San Raffaele Telethon Institute for
Gene Therapy) (2L » CTBRth S i7-, BUEE TIT 8 BNTHETT S, (FIE R TORER] TIER DkE
ZROTERY ., 72 5 FLLEORREZ R THIFEORBIEITFRD ST, mWEE L Z2MEN R
INTWD, ZORRERE 2T, ST Aluti LSO 0L &L BARICET 518s
TR RN EVRER O HEfiF 2 D 7=, GlaxoSmithKline (GSK) & OEHIDFERED T, ‘7/( b
ARy Z— JRBEMEE (IB). wBEMEE (IMPD) XOVW'me harz AF Lz, EbHIT,

1T 34 A CTHIELRID Dry Run % %06 L, &5 T8 AEOMNT & | iﬁfi%%)\fﬁlﬂﬂ@@ﬁngﬁ
MZE1T7eolz, ZNBHOT—F %4 L2, PMDA & OXtiiih s 2 @517, ok 29 45 10 Al
Ut —IRBIZTERIRZ 7 b 2L AR, IS 11 HICIaBREHE G DR &2 1T o 72, £ D%, [F
RBADBIGFIREEEN GSK #1725 Orchard therapeutics tE~BiE S iz 2 &0, TR
TFHEDOEE I Lz}, BAEY % — & Orchard therapeutics £t & OFFIKFER L OVRERDZE
HROMEFEZHETTOTND, i, AFET [ AARERVICHFEEEIIEE R rEREE
RUEFFEFZE, Rk 28~30 4R | DIz %21 TITHhIL TV %,
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FEABED T, @WEUREEEHENILETH D, FRI, VA NVART ¥ —ORESOE G 7RI
ST, BN RIERH) Té?%wx@%f%mm%ﬁﬁé /NN %@ﬁ$%£ﬁ@%
@&ﬁ@ﬁ&i%%?%éoa%®lw_ LB TIBRBBEOHEDT- D, 2D OfE#o
ERZED TV D,

DOV FUANARY Z—ORAFZET DT : BR 7L — RO UA N AR X —% H W BiR
FEHADOKFTRERIZEBWNT, geicd v A VAP, MIRLEEEIR. P%Lm¢®%f¢4wx

LT, Fry 7Ly b7 T4/ PCR (ddPC) 2L DU A NVAY ) LDjER, C8166 #lifus H
W Y SRR e I XV BT 5,

@A N AR~ T ADOERL IRV CHEABEEO&S WL T T A NNART H—
TT T A NANR Y Z—CRT D RO~ U A EER LT, 2D~ T AR LT,
FROPHE TORE L~V OBE T A N A ERE L, O e 5,

INDHOFRFEREIIC, MZ T ANV ADOEFEEHIZI T DY) e BEE B OFES O/ER A
BDh, AREHT [HARERIICE R TE (3RS - S, Tk 28~30
) ) OB EZ T TfThnl T b,

4) BIFIRIRIZBIT 2L br uA VA7 2 —Hi ANIZBET 2 Rt
VERUANLARL Y F A IVANRY B —7p EOYRFAT A Y 5 — B IHE T
T DLENVEDFMIZ &7z > T, YetolR LD~ T Z — 1 AEBALO FFE 73 4 \ZET“&) %, €K D Linear
amplification mediated PC (LAM-PCR) % H\ /= @ik T, HIIREEELFL 2 & DR A T ANK
X RDHTEND, AT AIEL, VA NVART X —NOEFNZXT HFEI 724 ML D F v
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TF v —ikE AT R RN U, RIS — 7 =2 WA Z LT 1 RO~
BTOMABMNEFFET D Z ENARETH D, ZOFEZHNT, ZhE CICEN CEIE TIRE
52T 72 ADA RIEEBF & X-CGD B ITxt LTI 21T > 70, ADA RIEJEBRF Ti, & fiEk
RN BT DIAGALOEN D, BERNIZE T 586 8 AR OFEM 7 2 — 3]
L7, 561, X-CGD BFIZHBWTIL, FHARDALERDIRIK L7257 2 —fAGALE . 2
NHOFAZ v — OB AR E LT,

B FIRROANMEOFHmIZ & 7 > T FEAZN R 2 EfICFHET 242235 Y . ddPCR
L DBIEF LV TOBIGFEAMBOERIELZMSL LTz, ZOHETEIEO Fey 7Ly
M RGO/l 1 EA2E AL, Fuy 7Ly M TOMIRESE &~ 27 & —BANTR$ 5908
PCR #1772 5, w)t N vy 7 Ly MEEHET 5 Z & TREMIaEE D F OB -8 AMiaE ot
KERNDAREE 2D, ZOHEEZAWT, BIaFEREZXT7- ADA KEJELE 2 4 & L7z
LZA, TR TIREREFEAMRROmWERSREZ D5 —F T, Bl NK #ifld Tido T
IRAEELFOT ., £lo, BRED CD34 MBI T, W ALOER S 2% &, il v
UL TORASy 7247 DB L= (Mol Ther Methods Clin Dev 6: 8-16, 2017.), $£7-. Z DO 5iE%
single cell ddPCR V£ & LT, Rt O KEHFAAIT o 7o, AWFIEIT [ H AR TR S B AT JE 2
(HEVEPEEE B LAFZe 2. PRk 28~30 455) | OB A2 TiThihl T\ 5,

5) 7 DHRERANNC X DB IR ML OB

I M AR B AR 7UE0 Tl BEFEAZOMIE GEMmEMiE) 2302% BB T2%ET 5
VEND D Z EMBYAERFARI Y A VAR Z—=RNANSNE8, Zhbid bEiko &k 5ic~ry
SR ANER A SR T REL IR T\WD, £, BIRTORBUINT X —NICHAAEN
THARME T mE— 2 —IC KD 2 b AN BETRAN L LT MBS IN TN D,
I CRISPR/Cas9 72 E DX 7 7 —RIZ L 20 L MERAHL Z ([ K 57 7 AfmsERAIT, &
PR T OEBEOEREZ ATREIC LT, X7 ¥ — D AEROfERMEZ B CE 5 Z 212Nz T,
77 A EORNKMET v — & — IS KD ELE e 2 D IRIEMROBIETIRRE L
THRZESHED BTV D, YEFFEERCIXHE, X HBgHE IgM JEERE, 18 S IgE EMERE 2 T4
7 ) BREBANIC X D BB TIRRORBEIT/R> T\ D, T OFEB T, REEE T OM%
BUZ R DFENBADARIED D Z LD, RO T A NVARY X —(TF D D FHLOIRIEIEN KD &
NTW5b, b2, SHOIGEHRMRGAE SIHICE S, ZEMESCEHOREL WRT <L, kO
ANAZ KB RWVEATEEZRBET Th 5, ABFTEIE THARERITFEB BRI e (MR
IR, SRk 30~32 R, X HgHE IgM JEMERE) ). [ B ARERIIC B T HE AT 70
(EER PR B A FEE2E, PR 30~32 L, 1A IgE JEfERE) |, OBikE ZhZnszs
T{ThivTns,

2. HIEEAREREIEOHAERA S ) —=2 71EDO% & £t
HIEE A AREIE (severe combined immunodeficiency: SCID) (%, Tl D K% Hls &
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L C. BJa-PNKMIla DR 2 e, AR FEIND v A VA fllE, B Iox U CH R4
RIHREBHETH 5, RIS MBS WA TH 528, HAERTEH (370 Ki) OREYYE
FRABRTOENE . 1BRFHOM LICEECTH D, MARIZIIT 2 THROFAEDERIZIL, BIRDNA
T&HHTREC (T cell receptor excision circles) 2 PEA XL H 03, HiAR O AfKiMIZIHVCTTREC
BERETHZLETSCIDAZ U —=2 T NA[EETH Y . BCKTITT TIZ, SCIDEIERGED HE
BTIERL, A2 V== I Lo TRIESNDEERE L2V 2Oh 5, —FH T, RIEARIZBW
TITEAN RSN T RNWZ E0vn, SCIDAZ U —=2 7 ORI CTEE 217> T\ 5,
1) SCIDAZ U —=> 7 DO E}i

BOFZEETIE, ThETIC (CFAl27—28 %) Ko7 —IcTHAEL, MEZ/LIZ644 N
WL T, ERD U T X A APCRIEZ W= ARRIMIZEIT DTRECORIE = FEfi L T\ 5, 1
A OBERE ZRFE L7228, 1 7 ABROFRETITY v Rk ERH & 22tk 9 TRECHED |
FAERD, —iBED U L ERBME & B S iz, Bl EFEE ERRIEREE N SIX, ikl L
T. TR-FRETYEIZ X B 7E 2 Bidh L7, PerkinElmertt X v fi52 S Cuv% Z OTRECHIE > %
7 2 (ARVO-Enlite) 1%, KEFDAX VAR EZZITTZHES AT LA THY , NUF v —D06HIE
FETCORTRICHEMAOEMRZMTT 528, U 74 A LPCRIEICH A TR O E W 048
MmmRE T b, £9°. U T A LPCRIEICTAY U —= 7% Eli L 721008114 % SCIDIER]
LLEBITHE L, BEDOHRZITo Tk, Bl EHiE28THIKIZx L CTR-FRETIEIC LD A2 U —
=2 T E T ol By NATHEMEOEEZ RS - REEZ SO CTTREZHRE L. 9 B URIKAH
SRR AR, BTk & MW LT, 10 A2 COEME TIL, TRECO EH 238, /-7
— A P A MY — T CHTMIOFAZRD, FL <, —B\EDOTY o/ ERBAE &l L7z,
2) WEEOKGE AT V—=2 T OYEKR

BUEMHFTEES ClE, Pk 31 FE L W BHEENTOA Y UV —=2 7 ORI AT HEfi 2 1 T
WD, BHROEREEZTHEICIE., EEOMMAL &R % [FRHCER T 5 LE N H 5 A3,
FRICRRIRTIFERFOMEZEICEA LTI, TR-FRET (v b)) O X oIc, AMEEAKZIC, 20OFEF
PCR tiEZ WM LBES 2 Z & T, U T ¥ A & PCRIEIZEIT 5 DNA Ofifitth & PCR K%
BHED 7 L— R TITH Z &IC K 2R = A MEEOBHHEIC X DO ZEH 72 & OfEZ B < 2
EMNTED, TROHOHBEZEX, WKEENLD A7 J—=27121% TR-FRET %% AV T%E
Mg 558 E L, — /AT, SO ERDOREBET D &, FRIKEERE2 br—L7E
EEHEAEXy NERETAZE T, UTAZA L PCRIBICEDAZ U —=0 7 b % KO ATHE
PRITEWEB 2 b, BUERERE FEKAT o ) LOEFEBAFEE LTU 7 V%4 A PCRIE
IZ& % TREC HIEEF v FOBAFE AT TV D CERL 31 FEEDOIRIEE TiE), 72FB. AHFFEDO—H
X TE ERFZER R Rk 29—380 4E) | OBk A= T TIThbii T\ 5,

3. RFEMASE A RAE O JFIR MR M 7o 5E

1) JRFEMEREARSERE BT 2 Bn 2k
JRFEVES AN AEIT, AP PER, U S NBR BERZR Sk a 2 I O BERE SR 8RR T
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Tz Sh, BIfE 350 ZB X D FIKEE T ARE SN TWS, FTH, SCID 72 & —HOBAIT
BRGNS BSEN L 72D Z s Il O IERERBWHIEOMN N EEN TV D, YHFZEERIL,
RN SE SRR R N BRI A R OER & LT, BRI 2 b aEBE ORI Y T2
STHEY, MEEAEZBESOKRO N CEEFIITIC L 22ME21T> T\ 5, Fric, RKERF
OFEFANARICEDBIE, ZNLICHIGT 572010, /ERkoV v T—ikick by —27 2 2|2
Nz, JEEBREEIZEE O Db & kit — 2 = 2 & H\W/- SCID DJFKEET 49 fH0
B—07y MY =l AR, U Y — NRITE R T2 > T D,

2) 1PS a2 F V7o JRFEPE S5 A AE 0 o REfF B

IEORMA S — 5 o AH 72 EOFFEIZ LV | JRRPERE AR RIE O JRREE 7 OFIL IS
WA THY ., FMRRERIT N LERRELZ 2o TWnD, b DIRREMETY —L & LT,
PEEFAMTREGIIEAT. THEEAE L L OEFRMEOL L, XA UANVART X —IZ L DR
R0 IPS MM ORI L 21T 72 > T D, XESHEREEARERADIE, 77 /v -7 7 I —EX
IE, BV IFIESE, Bloom JEWERE, PEX SEMGRE, A0 ML PLoR M/ MIMAFRAE . Wiskott-Aldrich
SEGERE, 15ME(L PISKSJEBERE 72 & OB R BRERE 6 O 1PS MO A H IR T2 > T\ b,
E 52, FRARRE TERWRERBIERENLD IPSHIlns . =7 Y —Afifihi7e EOMAE D
H5Z LT, FHEREETORES HIEL W5,

3) JFRIESE AN AIE O BE I DHERERTM, AT

JFRFEME G E R BEI 1T, HEROEEESCREMIOMRBIN T2 23 2K EE1T TR, BOK
IEVERBSCHRGEDORE 2 BT 2RBLEEND L0127z, F7o, BIAWEEBIZE N TR
EFHFEDNREEO ERZM S ZE DN E R | KBOREREIELS DR T b R FH
ENT I L SND KL DT oTe, B —BXO9NSoBE RO BE I LT, Yro¥
—fWERE B CTRARIN T TERMREARRIEDBW 72 b ONFHREMATIZBE T 2098 (&
F NS OMREFIEEZESF L, 7 r—Y A 8 A N —fEH (FACS) %A M A v -7
ENA UEHT, MIBARR ORI 72 & 08 L CoiE P 2 Ml M RE AT A S5k L T\ 5, FACS f#dT
X, SHEENIC 7 e —H o b A MY —a T ERRE L, WRERE RO 21772 > T b, fif
MrEUTTR 29 4%« 442 MR, Ak 30 4EE @ 346 A TH Y, Th oL OffiA B L TY ko ¥
—DHREBIZHEIRL T 5,

4., =—~< 2 E v 7JH CRIORIE A 71 =X LOFiEH

== B 7 CHILT A VY —LHDO—>THY, NPC1 721X NC2 EHDRFIZL -
T, TFESZE 2tk ad 2T 25 B Th 5, RRIGRIEORIITIIMRENELZFHRET
HIFE A B = XL OIRFIISLATHY . Fx TN E TICRMIMP OEE - ~27 07 7 —Y D%
PR REME AR T 5 Z L 2R LTV D, Elo, BB U AET VB WNT, U /7K
ERBSEDZ L THBIERAHEET S Z &, CD4 G T M2 BAE9 5 2 & CHBER D2

- 078 -



0 4. KEBEHIIAR

PN TTE D 2 L RS L BUE iR E 2R U R T e v FORIE 2B TV D,

SMMMKEEmﬂﬁéiﬁﬁ%Tﬂ/l/@ RERIC AT 72 i SE
TTvr s T 77— (ADA) I, MRESHOBICET HIRBRNABED OT AT T T
) ETEARUA v W?ﬁ&ﬁ“éﬁﬁﬁ%ff&;é ADANKIETHZ L THEWE TH D

dATP NEREL U S ERBEEZZ T 5 2 L0 n, A TREL Y EEEASEREORELZ R L T

LE 95, EiliMiaBEzME—ORIGINER CH H . 2 E TOWENH HLA —Funfx K-

—DRIEOL AT, B Z2BHBGENE DN ERZ, 1986 4127 v HkD ADA %

RYxzFLy 7Y a—cCa# L7z PEG-ADA (ADAGEN) 723B8% &h, 1990 4£(2 FDA

THAREZT -, KEZIZUD ET DN D% OBREN ADAGEN 12 X HEEEMfEHRIEE1T-

THEY., Bl KT —2BAIED ADA BE KT HIREO—2 L LTHYL. SN T\WD, —HTHM

E TR E LTREARIETH D Z Lo, 72k 2 HLA —#ufik K —2" AR EOHATH, f&

Bt 23 B HLA A —E 0 i e Ml 2 R S 2 252 WRNA 2 <. 20 X5 72385

O, JEAETIBE 3 B U 7o AR KGRI R R 32 ADAGEN A Hig5 L, ik 24 £ 3 H 23
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