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ABI3130/3730 ¥ ¢ 5 U — 3 — 4 v 3 —
(Life Technologies, Applied Biosystems®)
COMMERA LT 505, REENSIEA LI
7 MiSeq IZ L D ERERDEBED RNV
W7o e & < MM % 27 b Uiz, PCR 2K
WMLl T7rFVavy—rroyvr TEERE
L CREAT 2D 72,
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(B~ D ELFE)

AHFFE T ORYTRRIRIE, ZNF O
FHRICB W CREBEE~OV A R EZ W
PNTRY ARG REICIIEA L SN B
K ID OHNBEHSND, Z OB TN
LT, 3 CoMGRT 2BETE R/ L -
BAS TR EIZ B3 2 B FE S Bl o 7= 4
KThHDI L EMEEESB S TR - KR
=T 7= B CEK LT,

C. WroekER
SEEIL1 2 A RO R E TICANRIED
SRRFFREE D 520 SEGIOFRMTIRIEE 51T,
FRHT U7 B mF450% 3000 2l 2 7=, ZD~i—
A VIHER B O FRMTIE I DA 2 % (AL &
LTC) &5 TEY, KFRIEICIBVTERIC
M EZWICET m B AR 2 STV A ERN
REZT vz, Z OEESERm Liidk it
— Y AT ADOEANKE S HEBRLT
Wi, RLIC, AFE 12 A £ TOTEET
& ENELDOMRITIEGIELD U A b & IRT, BLE
ST 9 FEEOER SRV BT REEE O
IS U T L, FbZ2EA LT,



Fk 1. 2015448 H 5128 & T FRATIRER S

AT BT {74R BT, BT IT4 BT, BT i7:E BT, AT I74E

124 (Bl [BlEr [EEn
ACPD 3 Fas 4 HRAS 3 FTRRAC 3
ADA 3 FASLG 4 LCK 3 RABATA 1
ADAR 3 FLS i LiG4 3 RAGL 4
AIRE i FLT3 1 LRi2 £ RaG2 4
AKZ 3 FOXML 4 LRBA 7 RMRF 3
AT 3 FOXP3 2 MAGTL 2 RAMNASEH2A 3
ATR 3 GATAZ 4 MCHA4 1 ANASEEZB 3
BEM 1 GFI1 % MEFY 135 RAMASEHZC 3
BTK - B HAax1 5 MRE11A 1 RORL - 1
BTMLZ i HMOX1 120 M54AT & SAMHDE 3
C2 1 ICOS 5 LT o 125 g SHID1A 30
C3 i {FIHL 4 MYDIEB 3 SfLUi'%Pl 1
Co 1 FNGRL 6 MNEH 1 5TATL i1
CARDI1 i FNGR2 & NCFL 3 FTATZ 1
CARDS i IKBRG 2 MCF2 2 STATS 18
CASF10 5 WIFl 1 MFEB1 4 STATEA 3
CASFE 3 IL1G 2 MFEB2 & STATSB. 2
£D18 5 IL10Ra 2 MFRBIA 4 STHIL 5
Co2gy 3 ILI0RB 2 MHEZ 3 STXBP2 26
o2y 5 128 8 NiPaia 1 TEK1 i
Co3D 3 [L1ZRB1 o MLRCS 123 TBX1 1
CO3E 3 IL17F 2 MLRP1Z 124 TCF3 i
Co3G 3 IL17RA 2 MLRP3 128 TRIEMITS Z
CLA0LG % ILI7RC i NOD2 126 TNFRSF13B 5]
CDB1 & RIRNM 120 MRAS 1 THFRSF13C b
T 3 ILZRA 1 PGM3 1 THFRSF14 127
CECR1 10 ILZRB 1 MK3CD 7 TRAF3IP2 2
CORD1A 3 H2RG i3 Pig3R1 3 TREX1 3
CR2 o LR 4 PLOG2 127 TRMNT1 1
CTLAS 8 iRaKd 3 PMP 3 TY&Z 11
CYBEB g IRF8 ) FRF1 29 LNC13D 26
DCLRELC 3 15G15 7 PRXDC 3 WAS 18
DOCKE L ITK 24 P5MBE 123 WIPFL 8
ELAME 7 JAKS i PETPIPL 122 XiaP 3
ZHPTD 3
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D. &%

e BOIER 2 & R EDEAS T 23 BRI R E ©
DR L BB RREREZWT 500N
R 72 R B SRR L C & 72, EImAI R 123
TEDZ W REIETH HEERWNICE D UEDFE R
Lo TRY, INEOMNTTEROERHITEE
ThHD, TN E S ITFEE LWVA EE R
FTCNBDT, 5% 50 %< OEMEEMERT
DR e B TRITIC L > TRIE SN TL
DT LR BICERICHEEZWNEBT
&5 LM TE D, AR TR HHR
HEETHRRITATORD S TR, %5 LT BRR
MRS EREMIEE L TERICEDONTE
Y | EEPRAYICE DBFFRERATE N S D DL

BEWRWEEZ LD,
E. #&5h

kg K 2 TR % R BEN CE RS %

FIZL Y T SADREFNZBT DEEFR L
FREBRMOEET — 4 * BECE T, ZOF
S B TERTAEIC L VM L b ERER
B 715 IR O RERE IS B2 ISR L
Th. BWERHREICL T L B - &
THRIZHEEZW CTZ ARt RIR X7,

F. WFZe®R
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Jan;36(1):28-32.

67

3)

4)

5)

6)

7

8)

2.
1

Hara Y, Kobayashi N, Maruyama Y,
Motobayashi M, Shigemura T, Ohara O,
Agematsu K, Koike K. Analysis of
Mutations in the IL2RG Gene in 2
Asian Infants with X-linked Severe
Combined Immunodeficiency. 8)
Investig Allergol Clin Immunol.
2015;25(4):313-5.

Yasutomi M, Yoshioka K, Mibayashi A,
Tanizawa A, Imai K, Ohara O,
Ohshima Y. Successful Myeloablative
Bone Marrow Transplantation in an
Infant With Wiskott-Aldrich Syndrome
and Bacillus Calmette-Guerin
Infection. Pediatr Blood Cancer. 2015
Nov;62(11):2052-3.

Kido J, Mizukami T, Ohara O, Takada
H, Yanai M. Idiopathic
disseminatedbacillus Calmette-Guerin
infection in three infants. Pediatr Int.
2015 Aug;57(4):750-3.

Hirata O, Okada S, Tsumura M,
Karakawa S, Matsumura I, Kimura Y,
Maihara T, Yasunaga S, Takihara Y,
Ohara O, Kobayashi M. Mosaicism of
an ELANE mutation in an
asymptomatic mother in a familial
case of cyclic neutropenia. J Clin
Immunol. 2015 Jul;35(5):512-6.

Kato T, Crestani E, Kamae C, Honma
K, Yokosuka T, Ikegawa T, Nishida N,
Kanegane H, Wada T, Yachie A, Ohara
O, Morio T, Notarangelo LD, Imai K,
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A ARGERNDEN e, 2016 4F 1 A 23



2)

3)

4)

H B

FiE OHES. IiHE HESC. Abdrabou
Shimaa. fEA FF54, 7T #—BR, /A
M —B8, BE  IE. /NE KRR, R
Y, alopecia % £ 9 #fTH: B HIfEKE
Z B L7 NFKB2 ~7 a8 EZH], 5 9 [H
H AR A fEMFES . 2016 4F 1 H 23
H  HR

B w—, M| B, LEOEE D
MOIER, BF BEZE. B EfR 4
H BHE, N ATE, 3k shfn, LT
oW B HRE O OKE R FHYL
B A, B BT R A
INfEE BRL/NE R, R M Ak ZR
F. HP ¥ErBH B BA K
—, T¥E f®#— 2% EF 5|8 f#—,
kB A, /I BEE], CTLA-4 T
0 RN LD FRFEMERIEREIED 9 ],
FOE  HAGERNERENIES, 2016 4
1H23H HH

B R R R, B &,
Bl FEEEASFF R, mE RS,
RV F5dh, e AR, A dhr
ANEC Y BREE T AR RE R & NK A
gL EE L, =7 Y — LEFTICT
IL2RG $THZE R A [FE L= neph Bl 5 9
B HARGERSIENF04 2016 4 1 H
23 H HK
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ERRL(BAEE): 4 —A (Omenn) FEEEE
KR4 @EEE):  Omenn syndrome
OMIM &5 603554

RAGT deficiency RAG?2 deficiency
ICD9 7748 279.2 D81.1
ICD10 448 279.2 D81.1

PR RBE

7= A2 (Omenn) FEEREIT, 3742 U7 - 3L IR A8 PN 36 J2 ORRE S 00 SN 18 T L A A B 18
%5 BT HRETHY, RAGI HDH\V T RAG2 B FEELZE D EEE ST GE R
(SCID) KT V<O DEBEEERB FED DTGNS ETEL 5 (hypomorphic) 25 E 12
Lo TRIETHHEBTHS, RAGL, RAG2, Artemis, IL2RG, IL7RA, ADA. DNA ligase IV,
RMRP, AK2 ® hypomorphic 2R ZJ 5753, DiGeorge FEGREIZEIEL CIIET DIEFI0. B
HDOFFE TERWEAbH L, BEEERIIELEEFOBEICLYE LA AL EEER A
HHWE X EEMEEERERE LS, ‘

(EZWrHE]
A. BERRRELR
1. FEEIR
ARG HONDIRBIEE EFRAE T, BEET M — MR ERIER 5, 4L
BEx 295, MBI HEER ThH D,
2. U oREfERR
ERRVERERD A LD, MIRIEEICEIMEIR TH S,
3. FhE
MRS IEIR TH D,
4. GG ,
BWE AR A LU T HIBERE R 2OMEREL T, B RERE & T4 R EE
RYWEZFIET D, 1BME TR, ik, REEMREREZ 215,

B. RRERTA ,
1. R T MAEETFELG ] L), T MIIA VS 7a—F Lo b - thEa B4
Do \
2. KM B MAEEIIMET 95, MiF IgG. IgA, IgM fEIXE T4 5,
3. MFEAEREUIHEINL . 4R IgE EIXmEE R,
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4. RAGIL, RAG2 z& Lo EIEE G RE N EIEDREBRIZF D hypomorphic R
2o

C. fB&HE

1. AREFERHTIE, T MIRMERER 21286729 SCID BROFREEE, BT T Moo=
I —F VIR - RIS L DR AR R T, T IR (2R W U RE S 2l XA B T A
AL EEELE &, SRS EE MO EEEL LT, TOMRAEE
BUAEIZ G200 B O UGHE T MRROETE IS L2l ., Ex DB CREREREE
U5, £ Th2 MBS b ~OIRATIC L0 FETE B SIS L5 [gE FEA AN & I BRBRHE
PAHHND,

2. Tl 2—F U7 1 —OBRFHIE, T MRS 2B (TCR) L ST RT3 A Th B,

3. TREC/KREC HIELIREDRFHIA A TH D,

4. EIEWEARGBE R AR RS RN T AR B RE 295 (GVHD)
KRIERZ EHROB AT, Wb DA — A4k (Omenn-like) JEMBEREDER R G4 295,

D. B¥OEDF (Tu—Fr—r2HR)
AT RICE AR BT | RIERBESRONDEE | B REER OB EITT
%, B RET AL RBEZT ROBRFETV. REMICEROEEE AR BERE2ED
hypomorhic 20 BB FEREZFFET D, BAAEENRWGEEIL, BB T Mo fF BAHEt
U A= ABE BB S D T EIEE AR GE A REDERIZ I 21T,

<A AN EBEDBW T T — T — >

F— 2 VEBERPREDLDGE
RV EE ORI
BRI R & R RS

|

| RAGL RAGZ BT £ B LR MR FLEORE TR

g

Hypomorphic RMETER (+) MIERELR (+)
B RTHIR D 35
BotBETEYOELERE GVHDABSE 4 (—g—)%
! | T2
A R e A o EERE EEEATEER S
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BRI S B FRRERT RATT- L, RAGI HDHVNIRAG2 BT E& T LR EEES
B 60 8 R ENE D B L8 BT O hypomorhic 2B+ B EFRFIEEA RO HGEITA— AV
SEMEREEZ M5,

HEEMR B

BE AR A LINIZ B R RIEG & Tobk 2« R BEERYYVEL FIE 357200, AkfeAY72 %
QHiE R OB PHEICH T O TSR R Z1T). BB REAT oA RAIRL 7nARY s A 2280
I IHIFI OB NGRS, We— DIRIAIRIE L L CIX RS M MO S H), 7
AT SN 2D TBE D TRITRETHD,
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6) de Villartay JP, Lim A, Al-Mousa H, et al. A novel immunodeficiency associated with
hypomorphic RAG1 mutations and CMV infection. J Clin Invest 2005; 115: 3291-3299.
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RAG gene mutations in Omenn syndrome and related disorders. Clin Exp Immunol 2000;
119: 148-155.
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therapeutic effects of interferon-gamma inv combined immunodeficiency with
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KBABARE) : 7V X7 vFy FRARY 5—BREBE
PB4 @FE) :  Purine nucleoside phosphorylase deficiency
OMIM %E+5: 613179

PNP deficiency
ICD9 7348 2792
ICD10 7¥8 -D81.5

ERHE
YR LAY RERAKRY 5—F (PNP) KIBJE! :t 7Y REEERE D PNP 23N e R
WRBTHZETT Moz EERETH0ERLELETHHRETHY, ZORKNELETIE
mmﬁ%éo%ﬁﬁfiﬁbfﬁf\;ﬂif SOEFIRREDOWMERHDDALTH D (H
WCIE1THE), ERMICEWVSBEENTEE(L L, EITHEOMBREESCH OB MERE 4 3
SET D,

(2l ]

. BEEREER

B FERICTER, BERPNERD @ r A~65)

GEGE - THIREAROGE RS BRRBYYE HE. VAR, HEHE)
FRRRENR « 2/3 DBFIEITIE AR E 2 3 U, REEE, frtt, EBiil, $EEK
IR %L O NIEREREE 295,

H OSSR E 13 OBE THEA B CREERE 295, W, m/ Mrisd .
R ERED . FRIRZE., SLE, MMME4., B{LMEARER R END D,

. BREFR
T %% (CD3+. CD4+, CD8+) MFEHIZEAT 5,
B Hifia%k (CD19+) (FHmiIfR7=n s,
SE T AMEIXIER, WINT 5580820,
A - JRPREBEOIKT 5,
RMEYOT Y X I LAV R, 2T AFVXT LAY RRERET 5,
PNP Bin 2%

. BRI
B LB OBEEG O AL E L,
ERREAE 25 L Rb 5,

E”!\’:"‘D>

ANl b

Sl

D. Zr0EDF (7 u—F ¥ — FBR)
< SRGWE, REREEND THlEAE2ZE D >V 3Bk, FCM., HEEEFENT
R, MAERBEOET > ¥ FLvRARANLY haA—%— (TMS),
TYRT VAF REDREE
NP BT > WHEZMICED

<PNP OZM7u—F ¥ — k>

T e R % bt 5 5 REHE > cytometery( ’CT#IHE@%C@W’P > ML, RARER
EIEE > TMSIZTHV VX7 LAF REDRE > PNPEETF2H
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E.

DA
B PRTER & AT R A 7o L. PNP BIGTERNH D561 PNP XIBJE & 2Wid 5,

EBWNCIE, TMS I CT Y VXY VAT FEOREEL PNP BT AR EFEYS 5, PNP
FABEIR R OESIERERZ & 5,

HEESE  BiE

RIARE L LTI HLA — S e cd v . BREIC L imikpdeET o2 &

WD, BERMTEFIEITHRE R TITR,
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