1 REMFER
(1) REMZFRER

AT T4

F R DAL 2

mMhZE7I/BRUORDT
VIWAILNZ=ZF - T)EBED
HriEDBEt

WY 3

BPHTREST, HOKSERN

eI
R 23 FEEEM D 2 AR fH

[Bm]

KRR FEERE T A VAR, b LIFA T U —=2 7 HEFIZS
W, AR o —a L LT, X T DNEESNEHC L S - R
SLHEAT IV BEORF T ANV =F o OO AT AEREHT 5,
A7 I 7 BRICHOWTIE, BATONL—F DX o F LHERIC, Ser,
Thr, Lys Mz 52 & L, JRFET I JEBRIZOWTH I &R CHEH 23|
ET D,

HTAERE OMEIDND . Lys, Ser. Thr OJIEREELSLM A2 E DTN, BHT
RBBONTEBEOWS OO T I JBIZBWT, HEHANLGA TV
AccqTag JEIZ X HHEME E ORIZ, MEAZRD RN ToT20, Fillzx v
F L= AN K DAL O O ES T H Y e,

F. RETIUNNIA=ZF U NCONWTIE, BEE T —T L =F k
—H VAN =F C3/C2 i EREMR L DITK 72 BT, IEFI
TEFTREDMRETT D,

[ 5]

(1) ™AV RZRBIKIC L D57 2 BRI 5 % R

Q) RETININ=F ATDONT, B E LTER S O & im &)
o fhH

(3) ™AV RV RIBIRIZ L BT VB =F o B o bR 45 A A R
i

(4) BiTomf 7 2 @t Lys, Thr, Ser #iix 7= ET, (1)-14)
ORFT B E 2. BT EEEDREX, v AT LOHE L MGt
[ R L OB

(D IZHDOWTIIHEEE £ TORBT, B 50%DEINER, ¥ hL D iz
DWTIE 10%A FOEURER L322 2 EVHBI L T2, ZDk, Tl
IV=F NTHONWT, WESHHFEDORETZRARTZN, ~ MY v 7 ZEEBRK
L, BELENESRMOREIRETCH -7, WEMESRMHIZLD ., K
TR B AR EELL LT BT, RPT Vv =F o OfIE %
BTN, T V=T N=F /) b= )L =F I 10%0 5 80%FE CJA#
WCNRTONWTEY, AHREERT -2 L THTI0ITH LW EEZ BN
77o C3/C2 HIZHOWTIE, Ay NA 7 OBREIZAREE B2, Mk
BEORED+SRIFTHLTD, RIRIRIZE DT VAN =F P HIEDE
FTITENZ L EES T,

REEEERERECRAT A
DIEE

MR
BFET AT
nE Y

HAKER, A

eI
Rk 20 4R B Rk 23 4R
B

[BM]

JbiEE N O EFRER OMFEIC LSV T, A U A7 BRI~ A -
A7 V== THE T v —RERRIC, xR ERE O MBI,
BRANZWE, TEFRILOHRE O 72 DA MO @ O RRERRE O 2 fe it T &
HYUAT WERESET S,

[ 5]

(1) HERA AT ) —= 0 THEE7 0 =R Tid, BEER
FEBADIKFHIZHE N, Z T L~ ARRAEL, R A B MRASE I X0 #iBhaz i
DI=D DR ZAT O M, FEEEBREEEN LI LB O A, RERILOHE
BOEZODOBREIZOWTHEEIEIC XL Y FEhid 5,

2) NA U RZFINZDW T, BRIERIZEE SV TH Y R QMK L 721
HIZOW TR 2 T 5, ME CHMEEZRDGA, av Ly
MEICREMBRELZRES L LT, JBREO DI E%E 2 BEWT
%,

-05-



(A5 R R O %]

2011 4EFE1T 2 A 27 H £ TIZ 736 FORBIEER H 7=, ZNHDOHNGR
X, AU 27 WORRHREEN 442 . HiER~A A7 ) —=v 7R
T u—N109 ., ZFOMOT F =2 125 TH o7, ZAHRIEORER]
PR, TERRIM IR AR AR 2N 653 1, RIRIED 301 ToH - 7=,
ﬁ@ﬁ%@bfﬁ%#@ﬁ%@ EDOIRRE AR LT — T 12 Hild
0. ZOWFRIZ, MELAS 23 2 f5il, H'Z 7 b—AME 18, HrAEAMER S L
=FUMIE, AIBHE, AFVT 0 =7 VPRI, R TR
VRV SMAE, ATV TS 3 CRERIE, FLBRIVE, EX X RZIE,
ATFwa JRBISE, TAX = any BIRIERS LI Th T,
DL, AFNra =T v URRERT, HER~Y AR Y —=
V7T Ch-OH BEIC K VAL LefIThH . IRTEHRERIC X DR
A BRI E WA EE R LD TH - 7=,

F7-. AISPEREFR AT, FIICEREEOBREN N2 G, £k
T ITIRT GAC DRIEMIEN B D . GAGC mfEI L v RS-, ek, &
FHTEHH-TH, BT T, JRF GAG IXEE & 72 520D TidZeunan

EEZLNTWEN, AREICE Y, BEAREIEFNNSH L Z LIRS
T2 ET-HBEREGNIERBABATIREL Ro-REHRE L LT, %D 7+ 1
—MNEEREFEBZH5ND,
1TmeMNARERE LM | [HW]
BIFMBEERY ) —=—TF FLIRTT O FMAAER 7 ) — = V' H¥E L. 6MS THRAINS THRE
XOFRMED®E B ORI ET - BRI L. 28005 4 5% CRIET 5 T AR B4 % %)
R ATHEEZHME LT, ERISHEEND 1% 6 2 H I Z x4
i i e &LT%MLTwé ABFFETIE, T PN O R 250 o M R 5] oD fif 2 7

FHARER, KHE

FEHARE
SERE 18 FEREEDN B M 4y O]

EiiErana C ZOHBINER SN TWAENE I BEET 5 & & b, 18MS
%A%@Hﬁﬁ@E%&%%$\%t%@ﬁ%&@xau~:yﬁ%£m
L CWRWHEE & O IRET 21TV, A7 U —= 2 T OFIMEE RS
5

[5iE]

FLRHICH T 2 18NS OF — X & F L, F7=, /NEEMERERBER
BREZNE L, hRFEMaEICEET 215 E2 INE LTz,
[FER L OEE]

INEFTOARYZ ) == TOFERIZOWWTE LD, (R

18MS OENMEZ RIS 272912, /N ERBERE R ELZ A L
TAEHR 2011 AEE F TOHZED 5 5 18MS TOERRMFIA 1 FifEzE S,
TOFNTINS SHM 4 TN—my c#lEOHEITH TH -7,

(F)

A SHRER | MERER ABK
2006 4F- 4 H-2011 4F 3 H 51, 273 25 13
2011 4F- 4 H-2012 4F 3 H 11,013 3 0

ESRETN 62, 286 28 13

GULFUERD ==Y
AT LYEEFHE D=0 DHER

MFSEHS
- SEW/EFSRIN
L1 LR

M B,

[Em]

I VFUREOZWIREER EE LVRORA T ) —= T AT LD
S

[ 5]

I UFURER T ) —= RN 3T BRI 1T 9 S RE D
—EBR & L THRILZRIEORMARKE R Z YN EMT D, YFTTIE, A
AR O BRI AR V> (TSH) | EBEY 1 v > (FT4) . JRHP O

-06 -



A7
TR 21 FEEN D 22 4R

S NEE, LT F= o BEAHE L. BRORRRRET — 2 & 9—
FRETF—2 . 20 ) —= PRETF— 5, WERET —5 . BIFF—4
BRAT DT & CREEHRRIERTT ),

[ R L OB

JVFUREAT ) —= o TEED DA R E2ZIEN T TR 2 %2
TIEBID S5 B, 39— RED D DOEIREIT-215 14 (7 VFUIER
D 3 54 & il FRIMEEEIS ME £ 721k ks T S HIfE & 2
Wran/-164) BXOEE 334 (BBN7 VFIERBETD 2 44 L —
WP R AR RS PE E /2 X —@ s T S HIE & Zrs iz 944) 12D
WTCIRH 3 — NRE S KO RIS RERRE T — % %, MEFREORFIIE o
ety —42 Lk Lz, (RMHEEO LB, )

I— RARHR & HICHERIZ E Do 7= 28E, WP o i E — 8k Bk R
MBI MIE L Bl SN T2, 2095 5 1 BIORERNEIRY ISR % X
SERT RS-, 3— FRERED 2HOT—F %2R E, 7L
FUE &l RIS REIS FED 3 — RIZEIT R oo T,

FERMERIEBRRIER Y ') —
ZVJORERLEIZET 58

e

MRS
HERB Y LREETR, H
LRTF

ﬁ%ﬂﬂﬁﬁﬁ .
Rk 22 AEEEMN S 23 4R

[B]

e RMERIBBEASE (CAH) A2 V) —=2 7 OHEEREED S8, &
DVEOBWAI V== J VAT LAEERERT A LA E LR
RAVE DRI 21T 9,

[ 5]

X T NERESEHEH WAL 17-8 Fedy Y a s Aroy
(17-0HP) . A4-T > Ru AT XA F 2 (4-AD), arF >V —L(F), 11-
TEF®anLF YV —(11-DOF), BI W 2l-T4F v aLF vy —)b
(21-DOF) OWPEIZDWT, FFEE L TOLRBHmFES5F X2, CDC (T AV
HEIR TR 2 —) DS END Xy U 7 L— g IR ARK 9 A
DB 6 RAEEREREKE LT, EAKRET IR ERNARIZ X 2 T
HBIZEIVEELT,

A7V == T OREGRRA L L THERD HPLC IZfb > T v 7 AE &
SHEHC LD AT a4 FEEFER L=, v b4 71OV Ti, IR,
AIERE . BEYEREDRERI D434 %t L 72 fE . £ 72 TR ToHEs T
By "ATERT V== TRERR EESEIC, BEMICTRO XL 9T
E LT,

— X T NEEOHTRHI X D HERRE BEEELY v N AT —

O {EMREE 3T BLUED & =
17-0HP=4. F7-1% 17-0HP=3 »> Ratio I =0.2. F7-1 17-0HP=3 >
RatioIl =0. 1

@ {ERRE% 36 BLLRTD & =
17-0HP=6. F7-1% 17-0HP=5 »> Ratio I =0.2. F7-1% 17-0HP=5 7>
RatioIl =0. 1
(7277 L. RatioI = (17-OHP + 4-AD )/F. Ratioll = (17-OHP +
4-AD )x21-DOF/F &35, )

[#55)

1) E& R

7T 7 Akl A 6 [BIHIE L TSRO T EEREN S ERE FRZ2R A L
77, 17-0HP=0.3. 4-AD=0.3. F=2.2. 11-DOF=1.0, 21-DOF=1.9 ng/ml (£xIfi
filf) & 72> 7=,

2) PEAE D53

BRIM H s 4~8 OWIERR DX 52 5 TH B O E i A (EAR B Az i L
7-%55L. 17-0HP, 4-AD 35 XY 11-DOF TlE, 1EMEEN D720 T & EvVE
MZd o7z, F & 21-DOF CIIIERREEIC L D 0 M DOZEITHA Lo T,

-97-



3) A7V —=U THER

2011/4/1 775 2012/2/13 £ TO ALV —= 2 7 HREDFE R, EHEER MR
12 0.29% & 72 0 RIAEEE D 0. T0% I~ THEEITIE T LT,

F£7-. 17-0HP D ARV EIZHOWTIE, AEEIC X % 21-DOF O E b
Bn, RRICHEREEZZZSEDENTET,
[5%2]

EE FIROMRE S, 17-0HP & 4-AD IZ oW TIE B e B & CHlE
TETWEDR, ZOMDAT A R, FFIT 21-DOF (IZHOWTIEAR+4r &
bz, 5%, ARIOMHEEZ TRT 570 L, 21-DOF (28 TH 17-0HP
EFRIC BVWOER FRPIELILD L9 S BLITRESHOBRT 21T 5 &4
=N D,

DIERTERREE O BRE

KRDFHE

MR
{EFEEN, &K EF

eI

SERR 22 FEEND 23 FFE

[EM]

A HEREL CODARTTON a2 %t L LT, e YRS 25 SRITHL
T 55 B BRIERS 1E 6 SR DA B DT, BEEE T A% B S B MR A
BHERNCREM ATV, ZORRA 723 BB R 2 L T,

[ 5]

OFHATHIM : FRE 24 41 H 19 H, 10:00~16:00

OxtGehitaes : RMITH 12 BEFEBR BEAD THHEMES (K SER) B Cof B - fr £ A

72T (B hasx) B B) & 11 4

OMIEIEH BB oz 8RR EL T, R T aF = 21T Lz, BN

RAELL T, FHEENOREMCARE, —B{LRFIRE, REET AR,

RV EY, —aF B OWTERBHRR L OO 217787,
(A5 5]

DN % [ Lo - MER 2 =R B IE, K fEf% | E Mgk COFERMEITIEZEN
BOLIVRIST, Fo, FNENDOFEFHIZIBWT, 10 B KON 16 BFToaT =
VIRE OB EITFRO B o T,

Qx5 el K Mgk & E iRk O RE T LDaF = REE IR 58, IR
PEFIPHIT T T, K fEf% T 0.34~3.39ng/mL. E fiz% T 0.30~2.62ng/mL T
ST, il 2 DOXFGFITEBN T, BREURFR] COPRE OFFENTIT—E DM 23
OBV T,
QB BRI Pl K 5% D R} O BHSAL 1 &2 BRI Z DV TR EL
778, IS &2 BRI 21X, IR ME I XERD B e o T2,

[542]
Fpo e BRI I\ T, FERENE B OMER h 2 F =R IX, HORED
X6 2ENHLHDO DM S sk T ETOR B AT, S REJES =
F U BT, FERRIE L DRI TG R L~ YU IRV D EE 2 b, £T-.
S HHTOEOIZED RO EZ R T HILFEO DI, X RE/ RS T-Etisk
IZBWTCH, RIREAREZ TR TERE NS T-2 8D, BRI A HE
IZOWTEEVFELWIAEN L E TH T,

JEAE G5 BRI AT TE B A B (5 UK 23 AR 5 BRI I FE S 36) (EAEMFZER
FEHEVER ENZARERER AR FBE) OWF e OB &5 1T T ML,

FEEFASRIER V) —=2 T D

AHRAEO®E
RFZeda s 2
TEHHAR, AR FE—.
Ey |

ﬁ%ﬂﬂﬁﬁﬁ .

K

[H/]

FLIR T ORREPASHAE A 7Y — =271, 2001 421 CERR 13 42 FE) b, A% 1
A DOFIREH BRI, FEOFHI—RE O CTREEMEO AR HETHZE
THEEL TV5,

AHFFE T, BIRFRE O R2 T, ALIRTTICB T A ARIE DR ALEE | K
FHOWERRAE, THRAREFAEL, SR EMT DT EDOAZ)—=2 7 DFHE
ERRAED T8 DIERET — X5 EET D,

-08-



SEAR 22 FEEE B M4 O

[ 5]

ARG —=2 7 DM EIE LN RET T 5720 LT OREMET — 25 IUE
T,

D EEFRE S ORZEHEEFL, BEH ORI ETH 5,

2) BRI RS Rea e, AL T TR Ran B0 T B, A0HER
EERRETD,

3) Rk THE AR OB B AL A A oo IEPSUE R IR A —=2 7
JERE ., FAfr B IRE, BRI IET T B B 8 DR AT 5,

(#4553

KALIR T OBBFRE IS T, /IMEDERE REO R FBE ORELITV., Hi-
2 2 A OFIABEREE (1 413 22 FFEREMER R, 1 LIIAZV—=" 7 /i
) R LT,

seALEE KR be NEANVE O IR IEO T E Th-o7203, Mato H 2R
DOIT | BFFEICHE T CERD -T2,

EEHEARETEEDHER
RO )—=Z 2T D= DiEHK
i CD3 BIEEICRE Y HHHR

MRS
BFETHEST . 7K SERN

WFFEHAE
Rk 23 EEEN D 2 AEH

[BM]

T MO ubEE I X 0 Mifat: - WEREREDIR T2 29 2 HEEA
JEARANE (Severe combined Immunodeficiency ; SCID) i%. FLEHICH
FFEYUERCAE D 7 F 2 K 2 28 YUY & & TRk & 72 BE RYYIE %
DRI 72 Se R GEARBIETH D, LovL, B#Rkicky, v
~7 a7V roEMMTE, AR OWE s 2 &R TGRS
K rTRETH 5,

SCID DA V) —=2 7 DOfE L Lk, T& PCR % AV 7= TRECs ED
FBIZOWTHRET L TERER, ZOFEOEA, =7 aX NBEMT
bHZ LA, MREFENMEMET, v A+ A7V —=2 TKRE~DIEH
WZIXRA RS 5,

F 2T, ARBFFEIE. CD3 JIEEICOWT, E & PCR 112 L % TRECs HIE
HELOhBEEZ T, FTAERYR - 27 ) —= P ~NEHET A0
BREREESEERNT I 2HMET D,

[5iE]

AER~ 227 V== B ARER S AR TRE RS L
TR RRIA 2 VT, LR OMET 21T 9,

(1) JERLEE ELISAIEIZ X 0 4572 CD3 IE DIKEE NS SN2 a9
Do
(2) MIEREE B oy ho—L & BE TR TRED ST 5
(3) TRECs HIEE & CD3 JIEfE D FHBIOfRFT TRECs JIEME & CD3 I E A
(ZHHBADNZR D BV D DREHEAT 5,

[#5F L OB %2

AWFGEIIFLIE IDL % E7- HWFSERERE & 2 L[EMAE TH H DT, ARIFEJE
I IE 2 T 5 720 OBREEE 21T/ > 7=, T70bb, k52 #BIm
ZAEKIFEBEN SN L THEE T DAL D RG>\ T, F#EREL, &
BB T A MBR AT o 72, BifE, BET 2T X TOMEEELZER
SOBERIZESE, BT 7+ —b R artvr FEEEORERK, B
REAALD TFIEZ DN T OG22 B £ 2 72 W e oeitE L (e A
ZEEMAZERAICL D) 2EKR LTS,

-99-



