JLRUJ—X

% 3 TDNATIRT & @

AMED

R [T A A

o)) HRERIRIA

Tri2 8F7H1 48

[FERMEREARIEDH UWERIEEFZEFEE
—PTEN B FER(ICKDABALIEDORERE —

CDE. BFREERAER/NERZEZBEOTHAE (ARAZES). Bh (=H)
=T (A). BLILEERE. SH#E (FERERERAZEXRZERERZLSH
FRRIZIE/ N B EES R B SHEREERIR) . RERE (B - BREFRE
WREEE (NERIZE) BEEER). MHE (LBEAFAFEREREBFREARTRS
RRAIFE P NERIFFEAN) . AWRIER ([ - 2d%) ROVNRUR (V9 = DNA ##
KRAEIFAR) SORRKRF—LAl IRBEXRFZ/NBRIZEE, REXFEBSENFE
B, ZEERFNERZBERUORRAFZERZRRFAIE N LB 5 —
REEDHBEAFKICKD . PTEN BILFERICK D TREAERZRIET D EZ
HATHSHTRELUFE U, CNET. PTEN BLTFEE(CKD TDHEENIERD
Nd&. ETFEYNSRMEDEREZS ISERCU. BIRER. 73, RS CEME -
BMHOEENTZEIURINELRBIZEMISNTVELIEN., BREASEZ
fEC I CEFIMBSNTVERATUR

[RFRMERBEADIEE. HEC DAL ADHRICEERRERIC. EENDEM
SHDORIEDH DIRKDIEIRT T . ENIREEBTIH., WHINEBENRSIR0N
& EMICEANDIEERPECERL. EECZEZEIEBEZKRIGKRED
NEI,

[FFREREAREDRRBILEFIESNETIC3 0 0FBEUENISNTULET
M WELEICRREBEGFDORESNTULVRWEDEZ L, ZRDDULTULVRWE
EREHZ<NEDUPWVWET, IWeBd. BEREREBASIEDT —FIN—XT
32 Primary Immunodeficiency Database in Japan (PIDJ) Z5ER L. BHFIMRA -
iz 3o e hEsR DR EMEE(C KD, TUR - [EHEREZH & RBEABEDRE
/EEELUTWET,

FhI=5(E. PID) (CEFRSNITEFIDHT NS, IRFRE SNIZEFRMEREADAE
THDEMAL PI3K-5 FEIREE (Activated PI3K-Delta syndrome, APDS* ; PIK3CD,
PIK3R1 DER(CKDIER) (CKPERKRIERZZT DIEMZ 2 HIRELFL
Jzo APDS Tl(&. PIBK*NEEMITEIEH L THD. U/ EROERFEIENE, HHIRSE
(CKBU BRI PCTHREEAREZSIESHRIIT I ENRESNTVET, D
Jzsb. APDS TlEU > ) GRMIEARYS, SRR ENMFEIIMEIRE SN TUE
9, RS —OT>H—"2HW\2IOY - LABROER. CNSOEHITE
PIK3CD, PIK3R1 [C(IEE%ZRHT . PTEN BI-FICEEREEI D ENDOHNDE
U7z. PTEN (& PI3K ZHHI T DEE DD /8D. PTEN B FERICKD TDHE
BENME/ROND & PIBK MMEAIICEE. #AERM(C APDS EEERDEREZSISH S
FEMMBRIENE LU, SEIOHRICED. DFEMENCEZDT &%
LEUE

KHAFTR(E. CNETEMD DN D ERBADEDEBERICEDO T, FileR
ZHIDFENND EIRDETEEDHDRETT . CORRICKD. BEERORER
SEEEDIBEIROIAUAEEDHRR(IC DR D ENBAFEINE T,

AMAFTARR (S 2016 £F 7 A 14 BICKEDEZFEFRES [Journal of Allergy and
Clinical Imnmunology| (C#§&EENFE T,
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1) PTEN Bz FERICKLBDAEBARAEEEEDRETTE

ATRF— AL PID) (CERSNCIERARNBORBASEZEDP(C. SR,
D> ) GEIEKR, FUAEEARE., U )BREAMERE. APDS (CHFEIRIIRAEIA o4&
BREEIDINEOEEZ 2HRELUELE. LML, CNSDOEHITIE APDS
DIRRIEEF TH D PIK3CD KU PIK3RL ICERIIR DD FEFATURE. T,
LBED DNA ZHWT, RS —0I > B —(CKBEIT UV - LAERZBITUIE
&EC A, PTEN EFEINBEILFICERBNSDCEEDEEHFE LR, COEIRF
ZRE(CKD., PTEN ZEADOFEIR(IRAIE L. [EBIHEENIERNOND (= [HEEEEL
HZRE]|) CEBEDMDELE,

CNETIC, PTEN BEEELRHZER(C K> THRAREEEIRZE D [PTEN 8
SRREMEIRBE ] AMISNTH D, EFEEPSHREEREORE. BIRR. 7=, FAR
Z(CEH -BHOEBATEDIURINE KRB CEMRESTNTWLET, LML,
PTEN #EEEAZENTBADELARCI CEFEHSNTE ST, FTUVWVERERZ
DOERBTHDEWVNZET,

2) APDS EHLBUES T URERERAER (KSR)

APDS DIFAl(E. 75X 1A PISK DIEEMIREME(LICKD PIBK T F)UREED
BEGEMH L. ROCZOTRODF THD AKT. mTOR, S6 D@D gL E =N TLY
F£9, AKT (FHHRRDIEIEY> b, AR, Rz HiH T I3ERLRDTFTHD. BU>
BLDFER., V> ) BROBERETE, SM{EDERE. MFEDIEEMNIE D2 ENH
EINTULET, PTEN (L PIK ZHHI T BEE N D/csd. PTEN BIzFEE(CK
D ZDMEBENEIRNOND &, PIBK MMEALICEIE. FERAVIC APDS &ERERDFREZ
SlER I CEMEIESNELU.

T T SERR UK PTEN ZEEEOMENS D > ) BkZE D EE L. AKT. mTOR.
S6 DU tEFEELIEECS. EEXIDBYSEENTLEL TWLWB S ELDH
DFEUE. U LOFHERMNS. PTEN ZEEEDY > )KL, APDS EERDS
DFIVGEREZZ2LU TV T ENRESNFE L,

3) TAPDS-L (APDS-Like Immunodeficiency) | (Diglg
Bl EDFATFER NS, PTEN BEEERMEREE (L. BRERZITI TR, 9F
EYFEMCH APDS EHBOREZZLTCLWB S ERMDMDE U, N,
PIK3CD DHEEEEEMZERICKD [APDS F-1 1 1. PIK3R1 OHEREERMZER(C
&£D [APDS 1T 2 ] (CHe<. APDS DFTLWS A TORBAEIEORRE LD
F9, TIT. ARTIL—T(F. PTEN HEEEAHEZR(ICKDEBASIEL
[APDS-L| ERIBUEU,

KARICKD ., REAZEDH UWRRERFHNRASMNIR T TEL,
PTEN IBERIBAEIREF DI TR EERR I D ENTEFT UL CORRZE LT,
SEIIREZIAEG DZRI P REIEREDER, FFBREDORFEICHUMI< Z &
WA SNE Y,
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APDS-L
‘ +REFE .
APDS: Activated PI3Kinase-Delta Syndrome
APDS-L: APDS-like immunodeficiency

m AEfRE
* PI3K (phosphatidylinositol 3-kinase)
EBEFF—tETHBPIKI(F4DDOUT ISR (USXIA. IB. I, M) (CH
SN P TEISATAPIK (IAMES T 1w hEHIEHVY T 12w RSB E
NTWETY, FlHHB T 1y MRS T 1w haERELSEIHEENSDE T,
275X 1 API3K (I#RFEAE D phosphatidylinositol 4,5-bisphosphonate (PIP2)%
phosphatidylinositol 3,4,5-triphosphonate (PIP3)(CZ2 9 B3R TJ . PIP3 (SHRA XD
FaEMREEAND I)L— ~U. EHET DS E(CKDMERS I FIVnEDOTEH> R
AV —EUTHEELE T, TORTREEERDFN AKT THD. #Hl2
DIBFEY ML, kR, REEHIHEILUTLNET ., D PIBK/IAKT S0 F)LiREE(E. U
) ERDRE - HMEDBRERBE TERREEZHFS. B MilBZE A, T HileZEHR
ENBSDIITFILICKR U TEHEUE T,
* APDS (Activated PI3K-Delta syndrome. &AL PI3K-5 fEIREY)
RORFEEGEFHESNNIIRDTEREAREECT. VS5 X TAPISK OftiES 71—
v I pl105 (BEELT PIK3CD) DHEEEEESEHZEE(CKIDFRIELE I, /NEHIEH
NSIBFEDIREMTERBRZFHEL. REFENIC(E. BHE - THREGICES
TROHET, ZLDEET. U/ EEIRPTIAEERAS (IgM BB, 1962 {&1E)
ZEIDEFH. BiifgU ) EZEHT D EBHRESNTVET, =5(C. pl10s
DHHH T 1w b T3H D p8sa (BEERTF PIK3R1) DHEEERKMEZEMN,. APDS
(CEEUUTTEEREE I REETRAESINIEC ENS. PIK3CD DOEEEESMHER(C
£KBDED%E [APDS 5171 |, PIK3R1 DHEEERMER(ICKIDED%E [APDS
AT 21 EERKSICRRDELE,
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AARE. EZARBFEEANBAREFATHFENKE (AMED) FHEIPREBE
REARESRE [RFEEREASAEDZIREES] (CX I SRS EELFD
BIE SRR ] ROBEESERFARERHE HRTRBEBCRAFTSEE
(BOAMERBECRIATNESR) [[REMREANSAIRRIOZIEE - EERE NS K
V2SI A RS OREIIICREY DT (H26-2a55 (3H)-—A%-037) TR EDENRK
ZRITiTonE LIz,

3. AR SRR E
AAR(E. HAREA 11 HFTOMRFhEER (CFIE 9 D 29 BDMAFRE(CLD. St
SHRIATE UTEESNE U
Ffz. AARE. THEBAZE. Bh (=) EE2FO 2 \ARENEECE L.
SHHENEEEE LU TEBEUERRE U THXRERUTHDET,
OBFEERIKER/NERIZEBRE (REFZERKREZFEEE)
THEBAE (ARRIZESE). R (=) £5F (A). B (E).
BEREE (E). hiEER (E). BF4ILEE (BR)
OERERIERIAFERE P E R FRSITATTR KR/ BB E AL a2 S8
SHfE (FHEEAERIR). BARER (FHEERERIR)
OlF - BREFEREE (NERIFE) B
ERN (KERL). maEllF (B . MEFE (KERYE).
EEEE (KERL). £F50F (EHIR). ZRERE (BiR)
OILBRFEXRZE R E e R EZAR SR ZEE P NERIZE
REFEE (KER4E). WHE (GBEH). /JWAIEX (BUR)
OhV9 = DNA TA3SFR
INE U7 (BIPF RIS FEAITEER)
OB RZ/NBRIZ B E N N REAZEESEIEEEEHRATTR
AraSE (GBED) . mEE=E—EF (%)
OREPKRFREBEEY)F B E
SHE— (B0, /NIEHE (BUR)
OBEEREAXZEREZZRATRE /NERIFERE
BEEY RN (BhE). MeFEi (8130 . /N2 (3d%)
ORFAZEERZFEMRTAE N LTS5 — DNA BT EF
KOS —O T > R5—SEHRNIESET
Bak— (BF). TER— (EiidESPEE).
AT (EMiZigErE). =5E (%)

4. #@X(CDNT
CEEVIE
Phosphatase and tensin homolog (PTEN) mutation can cause activated
phosphatidylinositol 3-kinase 6 syndrome-like immunodeficiency
[EMEAL PI3K-5 fEZE: (APDS) HRDAEADIEDIRFELFE LT
PTEN Bz FZR%E ]
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