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ar | AR T4 2013 2014
QPR | O PIEPRIREE
BRI 160 164

R TR 5

110(68. 8%)

121(73. 8%)

BAnTFR2WeEr | A 49 (44. 5%, 40 (33. 0%)

BERIEAA v C(IL2RG) 2(1) 4(2)
RAG2 1 0
Artemis (DCLREIC) 1 0
LIG4 1 0

FEGEREA £ 5 PID WAS 6 3(D
ATM 2 (1%R) 3
STAT3 7 2
CHD7 1 0

PLEEAA A BTK 3 3(D)
CD40L 2 0
LRBA 1 1
PIK3CD 11 4
PIK3R1 0 1

G5 1) 00 S SAP (SH2D1A) 0 1
XIAP (BIRC4) 0 1

g3 RN gp91phox (CYBB) (2) 1
p67phox (NCF2) 1 2
ELA2 1 0

H AR SE R4 NEMO (IKBKG) 1 1
STAT1 2 1

B DRIEMERE MEFV 1 (homo) 2
CIAS1 (NLRP3) 2 4 (2% R)

B BORERER R NI~ ORI BE BT 5B FHEEZE OPR
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BT BF ERT R M &
HHRMERBEBORIIE S (BHATER BEBURITIEH3E)
SRS E

TREC BIBIZ X AFAERv AR YV —=" 7 DR

WrIeoHE

NEFSRHESE ESLREERIITEE 2 —

CEBARIT SRR AR R

MAEEE

RGBS, REROBREICLVAETE LV RFEEICS L CHREMEEZRTER
HTHY., Bio, BEEEARETRAME (SCID) IMBIGHIERE Th 2 E M A% iE 21772
biand B 1BECICRETIEERKEEBTHD, Z0O7H, BIEKIERBETOZ W
X, BEOEMTHRERELEETDIZ L0, BIERTH D WITRHRZENEDEN IT2% T
HY, Zx LR CORE T MR AR A3 5 TREC & A2 AV CRIET 28
AR~ ART J—=2 (NBS) DSFCKkE T LITEIICED ST\ 5, RIFFE T, R3S
PERETREIERE O R 42 FTREIC T 5 NBS DA TOEALRBETT L2010, FDFK
DHENS LEEED, ¥t 4 —fFEkEICcB W T TREC 12 L5 NBS 0#E A #3745,

A. HIEEER
INREHEMRE Th 2 BIEE S RERENE

(severe combined immunodeficiency: SCID) 1.

T MO EEEZRESR E L, ZHUfE- T
B HHfE<> NK Mg o BZENRHE T 5, Z07
O BEEIXETRIVEED D A L ASHIE.
BEEBYYEICRE L, REREEZE &
AR N BT SR WIRA I RE ISR
EDH, IbIT, BETEE LTOD BCG X
U7 F BRI, FICBRICEERY VS
VIBBYEERBIER TN, B oR
WHEDFESLARD Hiv D,

BfE, SCID O BHiZMEL L TPCRICK
% TREC (T-cell receptor excision circles) JH|7E
BTN TV A08, @O TREC (X T Mfas %
DOfEFRE I T MlaZ 54 (T cell receptor:
TCR) ZFH S8 5 72 TCR ORI ZEGE TH
% variable region (V), diversity region (D).
Joining ()= FDOEMERZ1T 2 BRICHELT
SHEIKDNA O Z & C. EDFEIZM RS O T
M AEEZ TR LTS, T72b5H, SCID &
FH T THIEOF AN Z 54 TREC i3 H
TEARW, EEL Z0 TRECHEIEIC L 284
BewAR7 ) —=27 (NBS) »KED 1A
a v UMT TN, 20 T ADFERD S B
54® SCID BFExZZM LIz sdEs T
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% (J Allergy Clin Immunol. 124: 522-527, 2009),
DL, BETIEINAD SCID (2xt 5
NBS DEARNFEBANED SN TNDH R, K
HCIERHEE LTEAAIRTWD A8,
NBS & L CidfrhiL Tl &2 T, KHfF
FETHE. RREAENSERE ORZE &
AREIZ T 5 NBS ORI TOEAZRET 5
7-0lL, TORDENG LI &G, ¥t
X —JRBEIZ BT TRECIZ X A NBS DE A %
R4 D,

B. BrEhE
1. fENTRAEITKE CDC MRt 23555
(DBS) & SCID &2l TWDRBRENLE
LT AR

2. AREMHOY LG L PCR
1) dry blood spot (DBS) & ¥ 3.2mm @ A& (59
3ul FRE D IiR)
2) Purification kit (QIAGEN){Z T DNA % [E]IY
3) final solution 20ul
4) 99°C T denaturing #%. Master mix
(Roche)!Z T PCR

95C bmin, 95°C 10sec, 60°C 30sec, 72°C
lmin x45times, 50°C 30sec
HBT I FrENE L bu—L & LTHIE




X, EiF oy be—A 7T A NiIck S
BRI L 01T,

(f BT ~ D ECRE)

2B o SEBRLS OV TIPS OO i B
BTELZBROIGREZ T TWD, £, %
Te T 2 OB B Uil wl el 44 1L
U, AR ARER A 35 LTI T d.

C. HramR

1. CDC L0 koh/alEHEL s ik ch v,
EORPERERICBATH 7T Y XAFLIF &
W,

1) TREC >40 IF%H
2) TREC <40 Bl

()ACTB > 5000 51k

(2) ACTB <5000 (A4~

TREC2AD P

Mol

J

TRECHSD

N A | o |
HHRECSAD H
et N H

2. CDC & V&5 =Rk oo E i 5

Co
&5 | | | s e
4
TREC 317 No follow
214R1 Normal
ACTB | 92,000 up
TREC | N.D. Positive | Follow up
214R2 .
ACTB | 31,400 | (SCID?) required
TREC 227 No follow
214R3 Normal
ACTB | 84,667 up
TREC N.D. Follow up
214R4 DAF )
ACTB | 2,820 required
TREC 211 No follow
214R5 Normal
ACTB | 82,000 up
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WS TES SRR LT IE U< 3
HIENTE,

3. SCID FE oM 5

ADA KABSEFBF 2> B 45 5 /e Akl &
W TREC #MIE L= & 2 A, PEG-ADA fiff
T CRUELLT . PEG-ADA 15 # 2 £ C
43.6 OPE M 5157,

D. #%

T AR (TCR) 0 afi{od w28 fEtuk 1
variable region (V) & joining region (J) ¢
I HRERE S, FE . F—lm T ki
TCRSEHA Y Y | TCRoH D FFAERK DB Z D
BLF A B DNA (signal joint TREC : sjTREC)
LT ERD, o7, TREC LA
AT D SCID % % 9 SEB O W -FIH Sh,
CEOFHMAMENS 2008 L0 KEY 4 A=
PN TTHAE R O AR &R H Lz, 231
2y NAZ Y —= TR E T, U4 A
a3 MNOT— 4Tk, 2011 4F 4 A £ T2
1R 243,707 A DA A %152 TREC %l
E L, 11 ANOFFEME T Ml 5e 2 85E L,
95 4 NINEDHORT72WC SCID & fift
EBW STz, ZOMOMERbLEEH 7
INDFHAETIE, 961,925 ADH B, 60 AD T
AMERAE DS E AU T, 232 20 AW SCID
L ORI EZIT TS, Thbb, 155 A
IZ1 ADFIETHRAEENTEY ., BBEOHE
HERELLIZIE—HT D, 2o Lix
TREC 12X % SCID A7 V) —= 7, D
BB TENRLTWA Z L 2R LTS,

4El, Fxlx, 2D TREC 12X % NBS
Bl X —IZE AT D72 TREC HIE D
e L &% KE CDC 2Lt S h-miik
ZRESTHZETHRIELT-, ZORKE, EF
RIKR, SCID #&fk72 b ONCREIR R & B
% DNA amplifying failure (DAF) 3k} & 4538
THZENFRETH o712, £72. ADA KIBIE
BENOHBONTHRETIE, BEHEETH
% PEG-ADA V5% R TREC &P & Ef#% 2
fFH D TREC BHEDFER %15, PEG-ADA (Z
L DM TO THIRFAZTMmT 22 L8 T



Ef, Uk Z Enb, SEIOZE TS L
7= A#&I A AV 72 TREC HIE R I E@EMED S
W EOHBITE . ERE, NBSICBWTHEM
%, BEEE X AHRIL A V72 TREC BIE
BT TREC/ACTB (258 IE D FE A EEMR &
BTz,

B, Y2 —GHEESDOEKRDOT,

Wy o ¥ — | CHET DH4ER D TREC %
EL, TOMHENS LEE LD L OKKEH
WTHEEL L D EEBDTWA,

E.

[o—y

e

KPR THEST L7~ TREC BIERIT—EDHE
M LE&EE- T TREC BIET 5 Z &5H]
BETH o7,

ADA KIBJEBE 2BV T PEG-ADA OfF
IZ& Y TREC B EFRLZZ E0n, MRic
BITD THRFENEE L Z ENRIN
770
fEEHAIRICB W TY TREC 1E—E DD
HLSZFRFSOTRETDZENARETH-
770

ST LEE =B WTHET A HAER
@ TREC Z#HE L. REBREREIZLT S
FZOMEND L X ERFE L, REHITIIARFR
\ZBIT 5 SCID O7-$ @ TREC HIEIZ LD
NBS OEAIZEIT D,
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BUCT 4 — 173y 7 L, CRERO RIS RIEOBITIEIED BE 0 1 35 0 I ORI ik

L7,

A. BFREB

ZRRIR IR 70 SR 4 529 5 RS VE S % R
BREDHEEZ WL, BB TR S b,
A[E] il 2 O JFFEVE S5 AR A O R W KL HE A fife
ET D4 Bl & LT, USSR ARE DR
L2252 &ENaho T DG O
B F RN (RIE A AW BER D B 52T A, %
DFERZE T 4 — R Ry 7T DT L8 0 HEE
P OEBUCHE T DRI 22 L4 H
BEd 5,

B. Bk

JRFEME S0 E N BAE DJRIE & 72 2 F B T
HOHBIETIZH LT EOBGTFNF /3T E
FPa—RNTpHzrs ) EFDxZT YA B
7 UBERERS% DNA v— v JIRIZ &Y
FRHT U 1o, fRATHE RIS AN FEHE S AT ZE8 1 R
L. TOFMIZAEDHEEINT OB TED T,
ABI3130/3730 F v 7 V) —v —F U —
(Life Technologies, Applied Biosystems®)
CTOfT 2 AR LT 503 (KB FREDE 2
7EEITIE, iy —4 2 — (Roche, GS
Junior;I1lumina, MiSeq) ZEHW= 33132

Br COXIR BT o7,
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(ffi BR i~ DB SE)

AWFFE T ORI, E N EORFFES R
FICBWTREEA~DY A ip SR nizi2n
TRY ., RIS HEIITEA L S iR
ID OHBPBHES D, ZOBRTFIRITICE L
Tk, TR CORMRT DB Ccr N A
B fERT IR R B3 2 M BRE $HZ Al > 7o WF 4t
ThbdZ e mMERELZES CRBEZT
T LT,

C. WroufER

LSAEREIT 1 2 A SR OBR S CANFZEHE D454
WFFEE 7 & 358 JEMFI OENT O A 52 T L fiffT L
To R~ 16500 AR 72, ZR—%
EZAVE COMITEGIEE K& EE-TH
D AR BN TIEFE I ERZ N M T 72
AR ENTVWDLERRZT b, 20
EZER M LRy — S o= 257
LDOEARKE S EBRL TV, R1IC, 44
B 12 B E TOMHTRIET & EIE N ORENTIE
FED Y A &R,




#1. VA2 64FE (1 2 ARR) ETBEFRE

BEF4 Rt BEF4 fRHTE WIETF4 L2iTE"
ACPS 5 IKBKG 24 RAGI 1
ADAR 5 IL10 b RAGZ 1
AICDA 1 IL10FA 8 RBCK1 ) 1
AIRE 3 ILIORB 8 RECOL4 3
ATH 2 11128 5 RNASEHZA 5
BTk 7 IL1ZRBI 18 RNASEHZB 5

c3 1 ILIRN 69 RNASEHRZC 5
c9 1 IL2IR 1 SAMHD1 5
CARD11 2 ILZRG 4 SHZDIA 47
CASP10 4 IL7R 1 STATI 21
CASPS 3 IRFS 19 STAT3 15
P19 2 ISG15 17 STAT5B 3
cD27 1 ITK 48 STX11 45
CD40LG 3 JAK3 1 STXBPZ 45
CD46 1 KRAS 2 TBK1 1
D81 3 LCK 1 7BX1 1
CFB 1 LIG4 1 THBED 1
CFH 1 LPINZ 1 TIcAMI 1
CFI 1 LRBA 5 TLR3 1
CHD7 1 MAGTI 1 7Hce 1
Ck2 2 MEFV 135 Hes 1
CTLA4 1 MS4A1 2 TNFRSF114 1
CXCR4 1 MVK 96 INFRSF138 2
CYBA 1 NCF1 3 INFRSF13C 3
CYBE 21 NCF2 2 TNFRSFIA 107
DCLREIC 1 NCF4 1 INFSF12 1
DNMT3B 1 NFKBZ 4 TRAF3 1
DOCKS 8 NFEBIA 2 TRAF31P2 1
ELANE 7 NLRP1Z2 69 TREX1 5
FADD 3 NLRP3 90 TYKZ 8
FAS 5 NoD2 85 UNCI3D 45
FASLG 4 NRAS 3 UNC93B1 1
FOXP3 1 PCH3 1 UNG 1
GATAZ 3 PIK3CD 3 WAS 12
GFI1 4 PIK3RI 4 WIPFI 8
HAXI 5 PLCGZ 3 XIAP 54
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ZERLIEINE N SN D DIEBE W EBE 26
b,

E. /&5

ARAGE Y 70 AR - AT A T FEBEPN TN 5
HFAT LD 7o SADIERNZ IS T D8 &
RIBRBIBIOEET — 2 A C& I, 207
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2. FERREEK

1. IgGY 77 7 Ak & m LIz & IgEfE
BEED 1 &Ik, RiEHi, IR
L HRE 1] NS VY SBI=K F AN EEF /A TN
/NEM, BWEEEE 8 E B ARGRERA
JERFZES 2015451 A 24 H

2. AKIICEIT DI CFREBER 7 H OB
ST INERER AR — . /NI,
AP, ARERER, e LEE H
A/NREEFES 20144E4 H 11 H

3. RVEMENERZ C3JE L Dermatopathic
Lymphadenitis & F2WF X718 2FE
FED BRG] REEREE, LD PLER, A
SN, EEEET. B, R,
SFILF 56 [\ HA/NEMAE - 25 A
PLRES - B 12 BEARNERAE
UEMTES 20144E11 A 28 H

G. M PEHEDHFE - B&ERE
ez L



&

Ft



PB4 XEHEEES RN RE
OMIM &5 308380

P FRAE B

X EHEEE A TEARSE (X-SCID) % X A EE GO RREE S RERSE
ThsH. MERROMIBTRET DEEOY A A (L2, 4,7,9,15,21) %F&
Eov 7 INinEaE S By 8 (v C) Za— RT3 IL2RCELETOREN
JFRRTHD. v COMEREDTD, U /RBROS bR, MEERE % k4%
%f%é.%é%%ﬁb@wﬁﬂmﬁrmfi,)/A%ﬁQ,TM@kE,

N K#fE/RIE, B IS ER ~8n, Ky a7V vifmfE (1g6, IgA DIKfHE,
IgM (EHE~KAE) 7. @E AR, AUWNICHf RS E & ek~ 7 EiE
RYME Z380E L, RIBATRE Ch » &Ml 21T, A% 246
PIPIZFETE 9 5.

[ 5ik]

BEERIEREE RSN Y
A JEIR - THEE
1. Bt %~
A, BEEVEME T RIE
B. FEVE MR
(Za2—F VAT X, A RAFaTA VA, RS TA AR LE)
C. HHIE & D VI SE MM B T R G
D. BCG JRYLIE
E. Do B Fn REEYGLE
(EERYME, BIE T A WV ARRYE R &)
2. (REENMARZ T,
3. BIRUMMEDFHERE A R

B. RRERTH
1. ANHEMRCDI T Y o BREE D
(A1 2 » AR <2000/mm®, 2 7>5 6 + H R <3000/mm®, 6 4 H 35
LAt <2500/mm’, 1 5%0>5 2 iRl <2000/mm®, 2 >0 4 RRAST
<800/mm®, 4 FELAE <600/mm®) '
2. TREC DEfE (<100 copies/ngDNA 4ifi)
3. PHAIZ KD IFEALEOSE S 2> b o — LD 30%A i
4, K ~r7a7 ) miE
5. MR 2 Y o HHRk D R IE
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