HERBRA(BAFE : 11— N ke
g—é%% (%%:g’) 1 Netherton syndrome
OMIM %5 256500

B
T R 2 & A 2 BT A S % S R A T B, TR T b R
A H) T ar T YA e U~k a— 5 LEKTTE AT Ch b,

[l hi:]
A, BRERAEIR

1. SR M: fa ol e

LR v RIET 5,
2. BERY

RS2 F IS TR, bAW, (KELERETH D,
3. 7 b E— K

BEFRZ . M PEEENE, 7N B AL
4. BHERE

5. Gyt

6. — B CRE IS R

B.RREFTR
1. T a3 IEH
2. B HaEALRL . i IgE o RS- IgG O T2RBO5 2 LB d 5
3. NK Aot aefs T

C. #HBh&1E
D. 2D F (7 u—F v — FBR)

E. Rk
7R C— B R L R B 2 R I BRRAORIT L %, HEERT L C,
BRI 5 U o0 T T A Ve By m— 5 LEKTT #IEF R
Y5 (R R BRI,

SCHR

B4 (A AEE) : DiGeorge JEMERE (22q11. 2 K RSEMERE)
HBL@EFE) :  DiGeorge syndrome (22q11.2 deletion syndrome)
OMIM %5+ 188400

BB

DB EZ L ETH0LMERE (Cardiac defects), 78 DEEST (Abnormal facies), iRk
Rk (Thymic hypoplasia), F3#% (Cleft palate) - AR, BIF RIMEFERIZ L HEI LV T
LIfifE (Hypocalcemia) % 24" 5B C 22q11.2 DYEIRE/NR I LV BIET 5,

[ r7ik]
A, BRERAEIR
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1. BIFRBUEE R L 20w AR K B RNk
2. FRREFZRIT & % B Rt
3. LR HRAE
7y u—UEGE, FS#EBIIRE DA, KBIRSEEE, A REIRD . HHEE TEREHRETED
DA E
4. FREMES
AEH, BOAP, NEn, DFEE, ABMEN, DNES, BREREE O IRAREEE, 2L
5. FETRREEN . EEERN

B.®RERT A

1 BB v ASE, B REESEIRT

2. T HIBEEITR A b L OEREIR T

3. BAIENI LS, &S v T ) SEITIEE D
4. BBEBRESCLY T —T M LD LEEORE

5. BEs Xag7a i L D MR AT R (FLIR)

C. fBh&H

DM B % (Cardiac defects), #7H OB F (Abnormal facies), fR{EF K (Thymic
hypoplasia), F#EZ (Cleft palate) HEEE. KU /L > 7 AME (Hypocalcemia) 7> &
mwmmz&%@%éné:tﬁhéoLﬂﬁﬁ%ﬁ@ﬁ%ﬁ&ﬁ%%b&w%é%%wo

D. 20D (7 v—F ¥ — FSHR)

E. 2k
FEEARERRCHEERT R OZE T 5, MEZK & L THRER 22q11.2 O R L%
fluorescence in situ hybridization (FISH) <° array comparative genomic hybridization
(aCGH) IZTRIET Do KKRMBEEITEE~ THHD, I TBX1 BETONT O RENEETH
%, EYERENEERERD de novo BLEEXE & B,

SCHR

Lisa J Kobrynski, Kathleen E Sullivan: Velocardiofacial syndrome, DiGeorge syndrome: the
chromosome 22q11.2 deletion syndromes. Lancet. 2007; 370: 1443-52.
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)ﬁ%@ ( H 2&%) i IgE Ffifkﬁﬁ
B4 (@EERE) ¢ Hyper-IgE syndrome
OMIM #H-5: 147060

P R

e TgB JEMEREL . S0 7 B ERE A ol & D Aa A PRI (0 I D R RIS & ide . A A
IBIIET 5T b PR G 2e, il IgE Ol 4 8 B E T 5 RERBIETH 5,

(W hiE]

FAER

1) i IgE 4% 2000 1U/ml LA o> 1gE I
2)  AREEER¥C 800/mm Ll I

3) fxﬁm’l?'*ﬂ 5 [EILL AR

4) A 4 2L AR

5) %%m

6) 4 ALA L O B TE IR

7) 20 FELL L O FFHEMAE

8) 3 [EILL DRI L D

IR

1) I35 IgE fE2y 500 1U/Mml LA O E 1gE e
2) TR ERF 700/mm? L 1

3) BB 3 [E LA R AR

4) gtz 2 [l LA bk

5) S SYERE

6) IKULW%ﬁ@M%ﬁ’

7) 15 JE LA o> FHEMIAEE

8) INE R RPY ka7

9) Ky OEESR

10) HAEWRMIIEIEST HEEDT b —MEER
11) 2Bl 2K RYE

12) PIEioOE =

13) HHEY o NE

C. HHBI&H
D. 20D S (7 ua—F v — FE2R)

TRLRH AL IE TS T D,
E. Wi
FIER S TEBA L B, RER4TER &/NVER 2IEB L B, KGR 3THE L/MER4THB L B, RIE
W2TEE &/MER 6 HA L B, £3RER 1HE &/MEIR 8 THE UL T IgE EWEE & BRR
Wrd %, STATS DEITFHRE CTHEZETE 5,

BN
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KB4 (BAFE) I LFIRBASHIE 2 £ © B R &0E
R4 (358) : Hepatic venoocclusive disease with immunodeficiency (VOD1)
OMIM %% 235550

REHE
PR LEAREASEZ £ O Ry 707 ) VlE, RERREZHEE TH5MLKBTHY  BEff#Es
FIL SP110TH %,

(5]
A, BRERIEIR
1. AL ERREASH
2. FFiNE
3. REBREE (a2 —FLAFRA AV A RATOTANVA = TauAf VAR E)
4. M /NE D
B.RERT R
1. B A CTH.OFEIRBASE O FT L
2. &y 7 a7V IfiGE
3. TMfa%k, B ESR GLiE T Miak OFE B Miaokd)

C. #Bh&E
D. 20D (7 u—F ¥ — F2H)

E. Bl
TR DEFAREASH & U D FFEIVAT B2 & D B RGMIERRSE CRe O, FEERIT & L CHIIaRIC 3R
T2 SPIIOBIRFERZRET S (FREESIEER)

3R
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PB4 (BATE) @ Yo v b i

B4 (358) © Dyskeratosis congenita

OMIM &5+ 127550 (TERC), 305000(DKC1), 613987 (DKCB2), 613988 (DKCB3),
613989 (DKC2), 613990 (DKCA3), 608833 (RTEL1), 615190 (DKCB5), 604319
(TINF1) 73 &

YRR

T AT RO RE OIS A L UL ISR, PRI R BN 7 e W, 2 AT 9 2 3t
5T/ A e R C b 5, Sy e e R fLﬁfL;Fé SiE OO i 12 g5 T E R T A B
Hoyelaal Hreidarsson JEERE, Revesz FEMERE OO, A4 C do 2 PRAAS ELVE B R0 B2
HESE 72 K ISFAET 5,

A, BRERIEIR

Wede A Bk Co M RIMEMAL IS IE L IR 28 L OV L LI EOKIER & 2 LU o/ NMEWK % i
"’<% Zis (/CTIQ"—UI‘ 4 D,

1. E AN e

— AL o BRI & BRI R A 5RO B
2. KIERCE R . CREIERT L)

DR BB

z)m(f)”é%%

3) 1P bIBE ) B
34F%%@L@ﬁmmﬁ)

DIAEZ Ok, A5z

2t 0> B w

328

DIEE R, FERE L

B

6) il pkas

T) A S

8)/NBHIE

OANEE S

10)H HLERIE

BREFR

1. LI ER D

2. T AT RO

3. T MifaZ owib

4. B kol

5. NK fifiadk ol & el T

C. HiBISZIH

D. ZoEDF (T u—F v — F2R)
JNOZERE, AENEAR, BERFRILER SO RIS, MR RZ 5> T
IR T LIRS Th 5, KM Z AWz Flow-FISH £ 7237w w7 ¢ v
T LA Ta AT ERNER, ECERATHD, TuAT7—BEEKEa— NI 2BETFD
BENAREORIEICEET A2 XML TWAR, REELGFIEE SR WVEES S B
IZHBILDH,

ERMEACREEORKO 7 0 —F ¥ — b >
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| BREF2IE. IR BEHE |

[Flow-FisH, EEEHFL T 05 4o T I kB MRT OATHE |

BESBERR
hOEHFEOEN

E. i
BREAEICMA T, BRARERISTT 1 DU EOKRIER E 2 UL EO/MERZ T 72 T5E IC2E
T2, HEEDBW L LT, RAKT m A7 ROWEICEERBLRFHOERERET 5, XEHNE
B E & 5 DKCI (dyskerin), ®HYREEMERREZ & 5 TERC. TERT. NHP2, NOPIO,
TINF2EInFi EORBREZFET 5,

SCHR

/BB BAETEBERFMEEMIE HRERERITEEE ERMEACTREOZR
BT T IETENL S YRIE T A K7 A4 OIERICBE T 2 %8, 2011

2)Vulliamy TJ, Marrone A, Knight SW, Walne A, Mason PJ, Dokal I. Mutations in
dyskeratosis congenita:their impact on telomere length and the diversity of clinical
presentation. Blood. 2006;107:2680-5.

3)Dokal I. Dyskeratosis congenita in all its forms. British journal of haematology. 2000;110:
768-79.

4)Heiss NS, Knight SW, Vulliamy TJ, Klauck SM, Wiemann S, Mason PJ, e

t al. X-linked dyskeratosis congenita is caused by mutations in a highly conserved gene with putative
nucleolar functions. Nature genetics. 1998;19:32-8.
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TR Xl o~ 7 a7 ) e (X-linked agammaglobulinemia)
OMIM #% : 300755

A
X gy~ 7 a7 U e (XLA) (. BRICIEE U LRI B
WP GE & B Lo sy 7 a7 Y /fﬁiﬂm T &R . B K8 A R
ET D, FIKES 13 BTK T 2,

Wik
A, BRERIER
1. B RS FE
2. 1% 4~8 I H D BRI FEGYEIZ 23 ) 09 < 70 D
3. Fdk, U 2 SE R R A
4 FHEE Oleh, RMHERBEIIRBL) 2875280805

B. BRERT R,
1. MiGsa)E 7 v 7 U AR (IgG <200mg/dl, IgA 3 L O IgM
LIF)

2. A B AR (<2%)
3. ML SO RE 1T IE
4. BTK BnF28 8 F 7213 BTK & H X5

C. #iBh&E
1. LI THIAE L, BRI 2 & QNIRRT LD 6 KB LIS T VW E
et (KBTI o~ a7 ) U BNFIET D, TDREEETFE L Tu
i, A5, Iga (CD792). 1gp (CD79b). BLNK. PIK3RI 73

Do

D. 2WoEDS (7 u—F v — FBR)
LIRS S MERYEZ B L, KT~ 27 a7 U UIEZ & QNI RAS M
B ik B2 A5 B IR6IL, AEOTREMENE, FRENONIZRB S
HThbD, BIKBLETFEREFZIZBTK EAXKBERHIVIHEEZHI CE 5,

E. Wik
FRARSEIR & AT R 272 L, BIK B FERH 503 BTK & A KEHR
& BGEIT XLA L 21 %,

F. CER
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HRA . DA GEARESME (Common variable immunodeficiency)

OMIM &+ :607594 (CVID1: ICOS) . 240500 (CVID2: TACI) . 613493 (CVID3:
CD19). 613494 (CVID4: BAFFR). 613495 (CVID5: CD20) . 613496 (CVID6:
CD81). 614699 (CVID7: CD21). 614700 (CVID8: LRBA). 615559 (CVID9:
PRKCD). 615577 (CVID10: NFKB2), 615767 (CVID11:IL21)

BRI

SRR AR 2E (CVID) (3, #0 RMERREL = L, Mgk

n7 ) AER T 2R E T2, FRBEGEFESEIETH D,

W H

A. BEERIEIR

1. A B RYLE & e 0 IR

2. PERINIRT P 700

3. 2 % LARE D FEIE

4. BOmERESCEMEEEZAHT22 0805

B. BREFTR

1. Mg IgG OFEHARIETEZ R L, IgA B L IgM DIK T A5

2. RAYIM BAIIEESETHD

3. F IR H D VITBERGYE IZ T ARG DOIR FE I REE /S

4. ICOS, TACI, CD19, BAFFR, CD20, CD81, CD21, LRBA, PRKCD,
NFKB2, IL21, PIK3CD, PIKSR1 73 F DEInFEBREZEBETHZ E0n3H D

C. #Bh&E

1. FDOMDEEREIEN RN &

2. FRZ/NR TSNS Z R H 505, AT EERI LB ZE S
Do ;

3. T HSERE 25 BAE. BAAERSEICSEIND,

D. 20D F (Z7u—Fv— FBR)
MERELSREL, B~ a7 ) VEEAE L. FOMOBERE

JENTE SN HAITE, AEOFREME A @V, BEFEENDNITHEED
Wrxiud 7, 47 LHBEEFIRITITISNE L L,
E. 2l
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B RIS & At iy WL A 7 UL o8 R EE NI E S -6 CVID
e 1L T S

F. 3Tk
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BBAL . & IgMIEFEEE (Hyper IgM syndrome)
OMIM %5 : 308230 (HIGM1: CD40LG) . 605258 (HIGM2: AICDA) . 606843
(HIGMS3: CD40). 608184 (HIGM4). 608106 (HIGMS5: UNG)

PR RBHEEE

= [gMUEBRE (HIGM) (3, #0 IR HERELS 2 L, 9E IgG, IgA, IgE
DIERT 2D 25, M IgM IFEE~SEL L T2, FRBEGFIcESE
THD,

Wik
A, BRERFEIR
1. MY IRTHEREELY 2T 5
2. HIGM1 B RIZHIE L, FEE (L, BFEREERITB L) %
BT5Z 005 (X ESELHEETRR)
3. HIGM1 % LIZ UIE= 2 —F v 2 F 2k 72 £ o B Fn RURYYE 2 FAE
T5

B. BRERTR
1. MmiEIgG, IgA, IgE DIK T2 4£ 9

2. MmMEIgMIZEEE-ILEE
3. HIGM1 1% UIE UIEiF ek 2 ££ 9
4. CD40L, AICDA, CD40, UNG &+ EBREETHZ ENH D
5. InvitroTHREIOTV DI TAAL v TFRENDH D
C. #iBh&™E
1. NEMO. ATM, PIK3CD, PIK3R17: ¥ DEGFERTHE IgM

MEZZ2T5IERHD

D. ZWoEDF (7 rn—F v — F2R)

YLFER A8 L. % 1gG, IgA, IgE DK T 245 733‘ [m* IgM Id1E
E~EEEZRL, TOMOBEREENGE S NTHEEITIL, Kﬁ@T
BEMEDN B\, CD40LG, AICDA, CD40, UNG uzs%%'ﬁ:ﬁ%ém
vitro CHREI TV DY T ARA v F BENFEHA S v, RE }:4?%
EBH N5,

E. DHrEHE
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B RAE R & AT B i 7o UL oD SR R AE S 5 SV A
HIGM &2 %,

F. SCHR
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WAL  1gG 7 7 7 AKRBIE (IgG subclass deficiency)
OMIM %5 :

AR
IgG V77 7 ARBEIEITEY ETHEREZ R L, I7E IgG V727 52D
Ib—2EITFENLU FORBEEEI LD TH D,

EWakes
A. BEREER
1. o H 2SRl 2% 72 & O MR R YLE - 4 0 IR 3

B. BREFT R
1. — D FEITENL EDIME IgG 7 7 F A KB
2. F—Z D LE IgG IFEEPEFIZEVVETH 5

C. fBI&E
1. MiEIgG V77 T RTEMTEL > TRELS RARDDOT, FEHMHEEOE
HEAZZRIZT D L (-2SD AKii)
2. ZFOMOBBREBIENZNT &

D. Z¥oED»FH (7 u—F v — F2H)
o H A ROMii 2% &k@ﬁlmmﬁ%ﬁﬁb,mﬁ@G%7&7x®9% -
FITENLUEOREEZET DA, REOFREMESEV,
E. ZWrE%E
RERIER EREFTR AW/ L, TOMOGBBEARABIENTE S NIZHEIZ
IgG ¥ 7 7 T AR &L BT 5,

F. SCHER

105



A - I IgA KIEJE (Selective IgA deficiency)
OMIM # 5 : 137100 (IGAD1). 609529 (IGAD2: TACI)

R EARE
HEPUY TgA KARIEI 4 5% L0 BT i IgA EODMET L TnWa, FEAE
IFEERCh D,

ZWr Ik
A, BREREIR
1. HIERGUE 20 KT Z End D03, 1R & A EITIERETR
2. 4Pl (4 LU T IR IgA MIEF LT 5 F CRuBlZ s M 3¢
H75)
B. BEFT R
1. Iy IgA OHDMET (Tmg/dL L) LTW D05, Ml IgG s L O IgM
VIR
2. —IZ TACT A T RN D 5
C. fiBh&™H

1. K= rua7 ) fEE BT DMMOBEEDBERA STV D
D. 2ro#dlF (Z7u—F+x— F2R)
4 LA BT, Mg IgG B L IgM IZIEH TH D0, Mg IgA OHNET
LTCWDEE. AIEDRHREMERSE,
E. 2l
e E BT R A L, IR~ a7y VER 2T AMOER
DERAA SN TV DHEEIT, B IgA RIBIE L2 5,

F. 3Tk
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HEBAL - BRFUAELETRLIE (Specific antibody deficiency)
OMIM ZE# :

AL E
FrAPIREARSEITHERELKE L, MERE S/ a7 ) AMEIZER T
HDHN, FHERD 7 F T BARIGHMET LT3,

LWk
A. BEERIEIR
1. TERLMAR I & OMERYYE 2/ KT

B. BREFTR
1. SR 7 F 25T B RSET
2. Mg IeG. IgG %727 52, IgA. IsM. IsE I3 EH

C. fiBhZIH
1. ZTOMOFFREMEER ZF ZREREEEREREEN RSN TND

D. BWOEDF (7 u—F v — FBIE)
A0l /e & OMBERBUE 2R 0B L, MiERES 07 ) L AHLES T
BHBHN, BHEERDT 7 F AR HRIGHET LTV AEAIT. AEO RN

DB,
E. ZUrEE
ERARIEIR & MEFTRZmMTIZ L, € OMOBEABIED BRI S NIZHE I8
RPURELATEIE L 2T 5,

F. 3CHR
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BWRA A —mVEIS s o~ 7 a7 ) CiiE (Transient
hypogammaglobulinemia of infancy)
OMIM %5 :

%R
1% 6 D LIRS TgG LA AR be O 1 0 -28D Al 4779 & 0D,
b)H A= AL —H—ThHY | Atk 3-5 5 F CITILIEN & 705,

WA
A. BRAIEIR
1. AR A TS o D 03 2 TR T 2

2. Btk e Lk

B. BRERTA,
L. (i IgG EAMEEMRIS O E 0 -28D Al Cdb 2
2. ZOMOMERES 7T ) AAEERD R

C. MBISRE
1. TOMOFFEMEREREIENERII S TND

D. 20D F (7u—Fr— +SR)
EF% 6 7 LARE T IS TgG B 23 SR AR G 00 IR ELD-28D Al 2 7R 9 &
ASED ATREPEDS W,
E. Wi
FRAAEIR & AP R 272 L. £ OMOFEREMEREREIEDSERI S iz
BICHIR—BMEIE AT v~ 7 a7 ) VIR & W B,

F. Xk
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BER4: F=5747 v 7 - fEER (Chédiak-Higashi syndrome)
OMIM % 53214500

PRBEE ~

Chédiak-Higashi SiEBRE (CHS) 1%, AFHEk, NK MHRROTZEE - BEERIC R H 0 .
SDETE THRWIREZZ b D, IFFER, NKMRIZET 2 ERBERAFETHD . ZHNC
HETHD, REEETFIILYIST Th D,

[ HiE]

A, BRERAEIR
1. &, B2, BI2BT 385 ETE
2. — A IEE \Z k9 5 SRyt
3. FNEEREE., K /KA. RIEMREZESEOMBERORE (7272 L Hiic

IZBE T, T

4, H i AETH
5. MEKERIEBEEEDOE O

B. BREFTR
1. AMERNOEKRER, (S oot F o —E07 4+ A7 7 2 —E 03 t)
2. NK HifaiE O T
3. M EEN T HEOMEREE

4. LYSTEETER

C. #iBh&E
1. NK AHRa-CHIARES EM T Ml o Bl ek
2. BEIIBEORFELNRERL, BEMETA T = AFRDOEH (pigment
clumping) DEEIND,
3. HERIRE L LT Gricelli JEMRE 2 8!, Hermansky-Pudlak JEMERE 2 B A HIT 5
b,

D. 2o Fs (Tr—F¥—FR)
HFEZ M D B RMEREARNEIE T, BERNOBERIER 2R 0 556 AED AN
D3R, BRARAER, WA R 2, LYSTEBEGFEENHIVIHEEZH TE 5,

E. 2
BRRIER & AT A2z L, LYSTRGFERPDDBECT =T 4T v 7 « BIE
fBRE & R2WT T 5,

F. XX#R

Nagai K, et al. Clinical characteristics and outcomes of chédiak-Higashi
syndrome: a nationwide survey of Japan. Pediatr Blood Cancer. 2013;60:1582-6.
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P4 XHEH ) o SHERDERRE (X-linked lymphoproliferative syndrome; XLP)
OMIM 3% #:308240 (XLP1), 300635 (XLP2)

R FEAE

Xl U o SHIEERE (XLP) X, BB W A /L AN 4 R BL 505 0035 O R B A 58
W 25 Je RIS IERIE T 5, BIE, R @%Wzom%n SAP/SH2D1A4 FEHR-T- 5
2 21D SAP (SLAM-associated protein) KAHNE 4 XLP1, XIAP/BIRCA 1G5 5
XIAP (X-linked inhibitor of apoptosis) K fHAE 4 XLP2 & M5,

[2Wr7iE]
A, BEARAEIR
1. EB v A VAT S 5 BOEH R YL AT
2. IMERE EEpERE
3. Wwr o~ a7 o E
4. XLP1 (SAP KAEAE) Cid, MEPED o8N, FAEREMEEMm, Mg R
5. XLP2 (XTAP KHE) Gl ME, i g

B. &R
1 U /SEKICk T 5 SAP & L < 1L XTAP R HIEHR O T
2. SH2DIA & L < 1% XIAP/BIRC4 {1 DJE 5
3. AT NKT MilgoofX T (F7i2 XLP1)

C. fHBhSTH
1. XLP2 (XIAP KABSE) CiL, U v /RBRD 7R »— 2707 & ONZ NOD2 #illi#
HTCOYA N A PEAIKT

W OED S (7 u—F v — FFK)
FAIE LTHRRICRIES 2, BIRTEIED EB VA L ARIEZ FIE, b L < (TMEk
BESEGRE 2 0 BT HAICIE, REEEE D, BRIEIR, AT RZHFH~, SH2DIA
b U <3 XIAP/BIRCY BARFIZE BN HIVTHEEZE T & %,

DI
BRGRAER & AT R A7z L. SHZDIA b U< 1% XIAP/BIRCA BIGTF\ERN %
AT X U o S BARIEGRRE & BT 5,

F. SCER
1. Yang X, et al. SAP and XIAP deficiency in hemophagocytlc lymphohistiocytosis.
Pediatr Int. 2012;54:447-54.
2. Kanegane H, et al. Clinical features and outcome of X-linked
lymphoproliferative syndrome type 1 (SAP deficiency) in Japan identified by the
combination of flow cytometric assay and genetic analysis. Pediatr Allergy
Immunol. 2012;23:488-93.
3. Yang X, et al. Clinical and genetic characteristics of XIAP deficiency in Japan.
J Clin Immunol. 2012;32:411-20.
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EHRAL: BOAERY o BERERE (Autoimmune lymphoproliferative syndrome;
ALPS)
OMIM % 5601859 (ALPS-FAS, ALPS-sFAS, ALPS-FASL)
603909 (ALPS-CASP10)

BB

B O EtE ) o HEFEIEBERE (ALPS) 137 R h—3 & (HRASE) DEEICLD Y N
B A 7= L, U U EiEIROIIE, B DRERR R R TIEREE CTh D, FAS KT
DFPATER I 23033 D FAS, FAS U B R, B AR—R 10 DBGFERENFEDO BN
%, CD3'"TCRof CD4 CD8 DX T )VATT 4 7 THREOEMNFEETH D,

[ZHrrE]
A. %ZEEH
1. 6 » AZ@B A TIEBMEICRET 2 IEMEENE, FERRMED ) R EIER £ 7o 1A,
H L ITFDOEH

2. CD3*TCRof*CD4 CD8 T #ijd (X7 A2 HT 47 T #la) OHIN GRRYMm J >
SNEREDNIEE E7-ITEM L TCWAHEET, &Y 2V oRRkP o 1.5% L E, LI
CD3* T HfE D 2.5%LL F)

B. fHFEE
1. —REH
D VrBROT AR b= ZADMREE (2 BIOMSL U 7o 5RALIE)
2) FAS, FASLG. CASPI10 D\ T NMDOBETIZBIT DR U < I3 ETEM
JaRF|TDE R
2. ZIREH
1) If#E sFASL (> 200 pg/mL), 4% IL-10 (> 20 pg/mL), [fiF £ 7z X miE e &
32 B12 (> 1500 ng/L). I#E IL-18 (> 500 pg/mL) D Hui>D N
2) SRR 7R e BRI R (BB E R IR FE I L D)
3) HOfEMEmERED (A f, /MO £ 72 iR EREy) o
7 — M IgG DO HEENN
4) HOSEOFEIZED O IEEEE/FERGED U o SEREEFEE O R

C. #iBh&1E
1. FERIEBR L L TH A —R 8 KIBJE, RAS BE B st U o BT EGERERE
%A (RALD), Dianzani H &MU o EGEE (DALD) 2351505,

D. ZHioEDF (Tu—F ¥ — F2R)

Bt U L oSERERR, REEZ D ONCHFIER AR, HOREKREZ AT 5254,
AIEDFREM A BRI 5, BRIRIER, MEFTREZF, FAS, FASLG. CASP10 D%
BLTFEROFEEZMERT D, 7L, BETEEVREE I T2 ALPS L 1F(E
+% (ALPS-U),

E. iR

VZEEEB 2O LMHEREO—RER 1 >/l BERKch D, LHEE 2O
CAPHFEA O ZRIEE 1 Sl iE, AEOFREME &V,
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F. 3Cik

Oliveira JB, et al. Revised diagnostic criteria and classification for the
autoimmune lymphoproliferative syndrome (ALPS): report from the 2009 NIH

International Workshop. Blood. 2010; 116 e35-40.
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ZHoo—Fv— bk

UertEnhElE
gndior
 REONTORN

: f\ig .
o

A S e e B 7

Yog \
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ALPS-5FAS DNTICEBI S FASEE?

Mo .

ALPS-GAPIO CASPIOEETAR 7
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s
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