B 4

JRAE T BRI S A B 4

R IE

BRIESFERMITE 3 (MR TER RBORITIE )

SRR

CD8 RBIEDBEH A K7 A » DIERRIZOWT

e

A. WIZEERY

Sy E HESC ABmE KRR
WHIEW 18 R A AR E R RSB R AT FE RN

L

FREE IS N R R R E

GRSt

TIXFIE R B HFL 720,

Gly111Ser 2

V=N T AT a3 EREL

IZHOWTE K LT,

WFEEE  CD8 KEJEIX CD8a V7 =y M a— RT 25T CD8A DRFIZL -
T CD8 BN KIB L. MR 7 A L A JRY % KT 5 M RARE CTh S,
BEE CICEEFORELR ¢.331G>A, p.G111S (2L % 3 ZRDOHENH LI, A
A 13 CD8 BatEflfa D522 /KiH, CD4 BHtEAIIEIE
CD4-CDS8-(DN) a BT HHRAEEZ N ATEDRHATH D, FIELITRABIC
FELE L2 b O BIEYE, MERE T2 Th 0 DREITIREES - 7=,
CD4 [YEMIAEE S IE# < CD8 BEMAE 2 58
EHEND 55612 CD8 KIBJE & 2T 5 2 & & L, KHlsd CD8A Einf
DIERD DHAIITRE L OBEMFHE A MLE L Lz, CD8 BtEMMsEy KD H
A1, CD8 BHtEMIE iy RIBT 2 BB T2 2 ERMETH D, £,

TRk 25 ST &4,
ﬁﬁ\A)t%v7®&5®ﬁﬁé\ﬁ%ﬁ%&bf@%m%%@%ﬁ@ﬁm\

IR R RE S 42 C
LWLER L LT,
/K L. CDSA EFIZEEHD

Ho~rua7 el
H A

AWFFETIE CD8 KAAEIZES L T, Minds (24
LTI A T 2T 52 LA H
HTH D,

B. ®WF3EFIE

SRR SR > AT 2% FHWTC, CD8 KIBJEIZ B
T 51 EOCRRARE 2 fat U, BRARPT AL, /&
TRTREZRD LD BETA RTA L ERE
L7,

C. MiER

LIFD XD ITHRERGIR R £ & 0T,
YRR (HAGE) . CD8 KIEIE

PR B (FEEE CDS8 deficiency
OMIM # 7 608957

Gene MIM number: 186910

P R
CD8 X#EJEIZ CD8a V7 2= FHa— 9

29

55T CD8A DHEEIZ L » T

CD8 FELAKIE L. TN I 3555 O e
%ﬁ@ﬁéﬁ%@ﬁﬁ? JETH D,

Yt REHE SR RIERE L D,

P

1. BRARJELR

AN DN O BRI L 3R SR O M B I YL & AR 9
B8, ShIEY M DR EE I IER 12 J:U;'ﬁ\iﬁé@ﬁi‘
FHMCTH 5, BEBITIXR A FFRFSRER 2
THE Lz O LIE, fER E THFx Th
%o AJEIZFRRM) 72 YGYEIT 720,

2. RAEFTHR

a. CDS8 MR O T CD4 BtEf s %
b. CD4-CD8-(DN) aBT #llfiE4) [Hjky %

c. 1 CD3 Hifkhilg<> PHA #iliicxt4+ 2% U >
INERN AL SO X IE &

d. CD8A Bint DHRETEREIFEAE~T 0



B 4

AR

3. fiBhEH

7L,

4. ZWrotEDd T (7o —F v — FBR)
GG E R L, CD8 KJEZ S - T- 56

U U REROMENT AT 5, CD4 Mgy iE
¥ C. CDS BHtEflaoib Zibi-ha. —
WHE - e 2 R4 L7 B¢, HLA 388l
ZHERT D, FEHIEH T DNaBT Ml %035
HYE11% CD8 RIBJEZ VY, CD8A IZBEH
® Glyl11Ser ZR AW 7 U /VIZFRD IR
CDS8 KIBJE L Z2Wrd 5, CDSA\ZKRME DA
HERDT-GET REB L OBEMEZFHET 5,

U U RERREHUR O R

CDS8 K4EJE : DNaBT fifREE %, Ht CD3 #t
RHRIZ E RS T 5,

ZAP70 KHE: CDS8+HHEAEIZ KR X 1 L,
CD4+7% CD3+fid D KER 5y % 5 5, PHA X°
CD3 LRI ARG & R T,

TAP KH4EJE : CD8+aBT Mifn L L. NK
AfE L yOT AR N3 %,

B2mg KIBJE : #AEFITlix CD8+aBT i KX
9273, CD8+yST AN EE I 5720,
CDS8+T A OMBFNTER Th 5,

<CD8 RIEIEDOZK 7 va—F v — K >

Uz B EOCosH iR
(ZRIEPFIIZ L DD DERS)

/

HLA-A,B,CRIRHY

HLA-AB,CHIGL

/N

TAP1, TAP2 ST ERAFEE
mE ka6 EEAME
S>MHC-1RHB4E SMHC-1RARSE
(TAP1, TAP2, TAPBP) (B2Mm)

DNopTHHRRIE S

sw/ \r;l,

COBRIBSE ZAPTOSARAE
(cD&A) (2AP70)

5. 2L

a.CD4 G Efa 2y I % T CDS8 B M a3 K
L., W7 VLD CDSAEIEFIZEEHRD
Glyl11Ser £ 823 555512 CD8 KIHIE &
Wrd 2%,

b. AL D CDSA BT DERNG HHEIT
TR & OBEMEFHI AL E TH D,

c. hypomorphic 4 BT 1 7 O85
(\Z1Z. CDS8 FaiEfifa s 52 2R Lisunh 2 &3
THREIND,

6. EIEERE  AESINRONTE Y, £
DO HNZI IR AR DR T L 7Bl FAE
T 505 T MIERG b AAAET D T O FEIEE Sy
HIIRNEETH 5,

7. 16K

%

30

a. JYLED T h

- TRHEERE - FRRPUAEAITIER &b S
NTEY, PTHEMLED TV RETHD
D3, U AR T D GG AFTET S ]
BEMEDN DY AU 7 F R IR L T RET
H 5D,

N LR T TV AR)MBIEIC L D RSV
&G T B

- ST AANC X 2 M e 715

s = ra 7 IOV TR,
AP HBCIIPUREAE R 2T < L BRI
FTERnWEEbnd, L, Hr~vrnm
TN UFIRIEEAT IR o T E DN RN =6
BB OREF DOEENLETH D,
b. JEYSETR

- PHRORE XK, MIRE K, TR
*FUCIE, PLEAl e 812 L 207750

- HELEME RO G5B~ = L |k

c. RIRIHE G ERHECT)

- FE YL A 0 RSSO 28 D HEA T
o b — VREERG AT, BRI DH
X ThDH, BERATLES R —IZo0W T
HCT O#ENR WO RATH S,

8. 7Hu—7 v FIEE

a. FIMEREL, V8BRS, U o NBRS
i IgG, IgA, IgM, IgE, KL-6, W& hE+ 72
v

b. PR RERR A

c. HSRMHMERRCMER #EL 72 & O E Wi 7252

%

GO AE . RESHRRIE DA DFR B
NAHEBETH Y | FEEEE-OMERZRE & D
P2 EHEThH D, FrIC, FFRAE T L
TWBHEIREH Y | AR 72 i 2e ~ DU =
W ETDUERD D,

d. M0 CT 72 EIZ XL 2 iR 28 O FEf
e. REHIN, T, KEIRBOFHMN
£ MR DN K A1 72 > TN D ATREME DN B

0, EEHRE LT,

g. HCT f CII& MEKR TO X A Zfifhr, i
AL K DA - R Z2RIER B &
179,

9. Tt&. ABIOHE

KB SHERIED B HF OB MV 2 L 23
TSN EITHEOHERIK T 2L T 5
REMEDS & 5,



B 4

10. fhefRpE

/N PR E R R

10 EER KoOE 1 HE0EREE
#M4y¥E 6 CDS8 KARJE

JEAE T & 34

11. 7 V=NV I RAF g
O ST AANIRYGL T HIER T 5 & D,

Ejirs
MR 2 KE L TWAEICBWT
X, FPRHICHWA Z EnHERREIN S,
RILowENS  C

El=l=R
H AL

— IR N X D F et & B A USSR
PERAIE T, JEYYED T2 ST &I R
SHWHNTEY | \EAERYYE TRHICAR) &
EzbNTWS, L, ZOREBIZBITS
AR EGYEIC EDORREF NI AATH 5,
ZOFEEBTIEH, FROBEYO KESCAE k5
EOEPE, MR AETOREF b H D Z LD
O, BT DIcHLE NS,

@ REZvTY EMMITITERTEE
L TLE D,

HELE
PUAREARE T < hRITHFET
EX/AN
RIS C

EI=E=R
H 2

i IgG, IgA, IgM 1% 3 FEBFI T 4L 6 IEH T\

ZD 55 1 ENIMARERE ., Hib FrRbuikpEE
LEEMETH Y RES a7 ) o EME T DR
RIZWFEcE9. MELITW 20,

@ &M (HCT)

HELE
HE D YYIE 2 KR T 2 5150, MR
FEREDBEEN I 5N 5 F ClIMaT4
xThD,
RN S  C

55k
SR SRR SR 72 0 | PR 4
THEL LI B ST 5,

31

R 0D FLAEALSOREAE I 25 R P IR RE O 1Y
R BB EAIT I, ISR b
HIRETHE,

12. &R

1) de la Calle-Martin O, Hernandez M, Ordi
dJ, et al: Familial CD8 deficiency due to a
mutation in the CD8 alpha gene. J Clin
Invest.2001;108:117-123.

2) Mancebo E1, Moreno-Pelayo MA, Mencia
A, et al: Gly111Ser mutation in CD8A gene
causing CD8 immunodeficiency is found in
Spanish Gypsies. Mol
Immunol.2008;45:479-484.

3) Dumontet E, Osman J,
Guillemont-Lambert N, et al: Recurrent
Respiratory Infections Revealing CD8a
Deficiency. J Clin Immunol.2015;35:692-695.

D. &%

AP TIIIER A2 K DT HID D HERELR
Bl E TIRIAWERBI S B Y | F TSEFED IR
IR BN TWD 7, R L 2 & D T i
REGDHEIEPEL AT b T DT E BIZIKWA]
REPEN B 2,

E. &%
CD8 KIBJEIZDOUWT,
L7,

IRATA BT A %Ak

F. iF5E5E

A SLFEFR

1) Abdrabou SSMA, Toita N, Ichihara S,
Tozawa Y, Takahashi M, Fujiwara SI,
Ashida T, Ohara O, Ariga T, Manabe A,
Konno M, Yamada M*. Absent XIAP
expression in T cell blasts and causal
XIAP mutations including non-coding
deletion. Pediatr. Int. 2021 doi:
10.1111/ped.14892.

2) Sbihi Z, Tanita K, Shimaa SMAA, Yamada
M, Latour S, et al. Identification of
germline non-coding deletions in XIAP
gene causing XIAP deficiency reveals a
key promoter sequence. J. Clin.
Immunol. doi:
10.1007/s10875-021-01188-z.



B 4

3)Uchiyama T, Takahashi S, Yamada M, et
al. Nonconditioned ADA-SCID gene
therapy reveals ADA requirement in the
hematopoietic system and clonal

dominance of vector-marked clones. Mol.

Ther. Methods Clin. Dev. 23: 424-433,
2021.

4)Iwami K, Nakamichi K, Yamada M, et al:
Progressive multifocal
leukoencephalopathy with mild clinical
conditions and detection of
archetype-like JC virus in cerebrospinal
fluid. J. Neurovirol. 2021 doi:
10.1007/s13365-021-01017-4

5)Youh J, Imafuku K, Yamada M, et al:
Macrolide/ fluoroquinolone- resistant
Campylobacter jejuni-induced cellulitis
in a patient with X-linked
agammaglobulinaemia successfully

treated with carbapenem. Dermatol.
Ther. e15176.doi: 10.1111/dth.15176.

FRHFR

1. [ HHFESC - 2R ZEERE I 351 5
Methylotroph infection. % 4 [A] H A
AL - HORIEF SR eI
—  [FEREMERE A RIEIZ BT D16
B YYE  ~TRRR L TR~
2021.2.6

2. FEACRFOL, RAMILAS, Pridsfe—ERS, 15 H K
B, R, SFRAER, BILRET
EREST, B, AR, B,
LI FEHE ST« AR A B R I R oD
Pt 7. % & L 72 deep intronic mutation (T
&5 NEMO deficiency D2l & JHHEEIZ
DOWT 4 A AARGE RS B ORIE
TR 2021.2.6 web BfE

3. KU, Pridfe—RR, 15 HKET, AR

REOL, EEFAE T, RIS, ILHHESC :
77 ) ME & RFEPEF R T

32

JEZAPFL7- RAS B H szt ) o
NEREEFRIEWERE 55 5 B A ARGEAR

2 HORIEFESHRE 2022.2.11 web B
16

. PR HE, Shimaa Said Abdrabou, %%

sk, BRI —, EREER 1, BEiE, WL
FHHESC - XTAP KRABJEICR T DGR &
BATHIERICB T RS 50 H
ARGEARE « HOREFEHRE
2022.2.11 web P&

CEFRET, ILEHEST, PR, NERSERE

5 KHUZ BT S Elapegademase HLHl
ER T O ADA KIBJFEDERIKE 5 5 [H
HAMGEAS « B ORIETFEHRS
2022.2.12 web BfE

6. PNILfRL, LHHRESC, EATRET, /NEFSENE

N 7T T T I RBIEICE
VB EEFRAFERIEC L D R AR O
fili 5 5= AAGEAS - HORIEFS
2> 2022.2.12 web BifeE

G. FBBPEMED IR « BRI
1. FFEFEUfS

BALNS

2. FERB GG

UL

3. FDfih

ML



