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FUEM A E RN ESE(SCID) IR 2 72 DI T E MM BAESCT AL ETH 5, Ll BYUES % T SCT
TERAAEDERIAR T 5720, BYA - TRNCREIRZE T2 Z L NEETH D, SCID IFEIRFHIIT heterogeneous T,
BT DAL TT L 0 B BRI M A R T, B - T, SCID OREE B IWHE S0 A0 & 0 HEl S 5 BRI T OL
WAMRTHZLIZE V723D, SCID OF¥4% 5 2 X EEH SCID(X-SCID)i, 4 b A /RO v $4(CD132)
Za— FLTCW2 [L2RG BGF DERPFE T, —MKAIC T Mildds L O NK Mg R+ 5,

IL2RG \ZZE 23872 SCID 2 FliZ D\ T, SRR & mRNA 36 J U CD132 JEBLD BH TSV TR L7z,

FORER, RS ITIROFEHE ST,

(1) EF 11T 6 ADHET, BMEEIXEFFHEANTH 728 U REREITER L TEY, iy Z7e7 ) U HIKETH
o7, CD3'T flfil & CD16*CD56"NK Mlfaixisic L T =43, CD19*CD20'B MlfuZkiT EF &N TH - 72,

(2) FEF 21X 2 0 H OB RT, AMEREOBA ., fHFHERkE Y L BROFWHRED 2R, Ky 707 ) UififiE, CD3'T #l
N D2 7218, CD16'CD56'NK Al D) 2380 723, B MREBUIEF#HANTH o7z, SFL Tz A FA T v v 4
VA (CMV) FRYE DI IZAFHER-S, CD16"CDS6"™NK Mifudk Ot LT,

(3)IL2RG DA V) DWW T DNA v — 7 U A% T/ o 72, i R 1 Tlid.exon 2 O 3IKEHIZT B AEE (c. 269 G>A,
p. Trp90X) & 38 72, ER] 2 TIIHTHHAE R CTH 5 exon 3 D 1 HEHK J(c. 359delA, p. Lys120ArgfsX26) % #8072,

(4) JEFI 1 D exon 1 15 8 £ TD PCR FEMILLNC Y A XD/pE 72 mRNA O RODIER ST e, £/, exon 2 05
3T TONY FIT@BO b h o7, mRNA OESIAZ N L7 L 25, exon2 @ skipping ZHIF L, 2D Z &2 CD132 3
BRI Fs®EB 26N,

(5) Flow cytometry AT Ci, ARAILo> CD19*CD20*B # > CD132 BT 2 il & & FEWH K T 27D 7z, CD4*L CDS'T Hl

Rl 31 2B BUTIER] 1 TIFE LA L T2 JER] 2 TIHMEF & L RERAERETDIRD > 72, EH] 2 D CD56'NK ffiid > CD132
FELUIK T LTz,

(6) XY-FISH {E(Z L 2t Cid, JEFI 1 & 2 O CD3'T Ml Tl XX & 7 A MZITI 64.4% L 93.4%Th Y, CD3'T Az

WCRHEHSRCTH o7, —J7, JEBI 2 0 CDS6'NK HIIED 97.0%1% XY > 7z R, KianBIREETH T,

(7) WFENTKE LTI MR 2 1T L, S PR 215 b,

A DOHFZET, c. 269 G>A ZER Tl exon2 DAF v FRFEZ %5 Z & TCDI32 DFEBUR TR Z 5 2 & 2B 57202 L, c. 359delA
B TITEE O X-SCID & I13H72 5 T, B, NK' phenotype & 7”79 Z & & B H 2T L7z, CD132 FEEL T O R: SR O llia o FFAf 3 E
MR XY-FISH {5721 T72 <\ CD132 % flow cytometry THERS T 2 Z & THRIEFHIFHRZ RS TR A OGN D Z LA LN >
2o ZTRHDOZ &1 X-SCID BH O FHBWHIE L OB E 2R & Bbh, £&, BIET 8L TABITEFHiHmTE LT
ERHDH 0RO,




