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ETRE— &R

No. BT Ver. | iEHBHAA A VERE R
1| B 1 2018/4/9 N W | A& TR
2 | ENZWE T BN 2 2018/8/13 | MJINE— | # T
3 | B D& E GRS R O3 b) 3 2019/4/1 | MINE— | KB
4 | ERIZWEE T O MEIE 4 2019/7/12 | MINE— | SREN
5 | MAHEAE 5 | 2019/12/19 | MJINE— | SREX
6 | —HXFEE 6 2020/11/6 | MJINE— | SRE
7 | intron FEIK DB 7 2021/1/13 | AJITE— | SREXR
8 | intron fEIKDBIN 8 2021/5/18 | AJITE— | SREXR
9 | HFALERE 9 2022/4/1 | MINE— | SREH
10 | TMEM173 %>& STINGL (228 10 | 2022/4/12 | MINE— | KRB
11 | fEikE AN 11 | 2022/11/24 | #)Ils— | SRS
12 | QD BRAEKEEOTEHEE OLEHE 12 2023/4/1 FOTHE | REXR
13 | intron fEIKDOZE 13 2024/6/1 HE— | KB
14 | RIOLEH 14 2025/4/1 R OTHE | OREX
15 | AN GBS L ORI Wi | 15 2025/9/1 | ARz | KB

DB
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WREHEE : Bt E CRERR]
wEL [ BoECRERBRCTFRE ]

BERE

AR CRIEREIL, BRRERICEDI BB TREEZFRKFE L, £JECDZY FF
e DRIEZFHEE TORBEHETH D, KREOMRILINLRCA BEFTE, 77 /077

I JF—¥-2 (Adenosine deaminase—2 : ADA2) RIBJE. A20 "7 B REJE, = HILT o -
7T 4 —— ) VIEERE (Alcardl—Goutléres Syndrome : AGS) ZX[& L4 5,

NLRC4 B 1% NLRCA 43 T DRSS A BRI LV BIAE L, IL-1 8 & IL-18 D3R EA
éﬂkrﬂﬁiéﬂéoﬂﬁLﬁ%iMﬂ%T%@ Z OB FOHEAINY 7 k& [F
ET DL CTHMEZHICE D, ADA2 KIBJEIX ADA2 43 1% 22— K2 ADA2 Bin AR

&0 RIET D F YR L EBIZIE R TH D, ADA2 KIJEIXF O E& 5T CTdh D ADAZ2
®fMA)7/F%HE#é L THEERZIMNCE D, A20 N ARAEICB VT
INFAIPS Y&AnFD~T 0 EAMAERIZ L0 A20 OENEELT 5 Z LT, INF-a v 7T
MEFEOBE N Y | Fix ORIEMEY A b A VPR RIEA SNRIENER I D,
Z OFKE G IEENE (B BRT5Z2 ERMLN TS, AREBOELER 1T
INFAIP3 THY . ZOHRBIANY T MEFET 5 2 & THREZKICED, =ULT 1 -
T T 4 T — VIEERE D BAEE R 7 & U CUX TREXI, RVASEHZA, RNASEHZB, RNASEHZC,
SAMHD1, ADAR, IFTHI @ 7 D05 ST\ 5 owfh%V%@ﬁ%%w@EW®&%%
WIS T AEIEFTHY ., TS F—T o OBEIPEAEIC L RIENEET 5,

ARBaME A CRIER BRI kwfiﬁl_m?ﬁﬁﬂ%@6%®ﬂU7yk
(73 JBE#, Kiba RN T b, =LY T RUT U b, AT 0T
WA XT ANV TN BT 5, EEHY — FRRER S — 7 o —07 — 2 O
FEMMBERBAIE, Vo =B LRy BT ) —o— o —TOMNT 2175, Ak
TIIH VB a— REIRT 7 Y & ZDMlGD AT T A4 Ak Z . kit —7
T =TT L, BRI ENTT VVEEE 1%L O/ 72 Mo T
T 5, BICERZEE L TR IR TENZEBEFIZOWVWTHEREZITO N, 2 b
DB FIZEA L TIHMEFE L THNREEANY 7 o b afi LR 242,

TR B RBUERK - FAED 2 SO RBIUE e 7 MEEZAGICE L Cldmg
TORHENEEY — FERLOREAC S — 7 o —TIRREE 2 -0, MbEatg s Law, K
MRS A 712N TEANY T v b a—F7 —THRIFTE 2 b OB LTI 223,
NYT v ha—7—TRIHTEX o7 bOIZB L TiE#HS L,
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*® 1. BITHREBEHT

BT B CARJE)

I BREXREIET HERRZ B s 1
Panel 1 ADAZ, NLRCZ, TNFAIP3 | MEFV, TNFRSFIA, NLRP3, MVK, NODZ, PSTPIPI, P

SMBS, TREX1

Panel 2
(AGS/ 7 a7 ) —
L)

RNASEHZA, SAMHD1, RNAS
EHZB, RNASEHZ2C, TREX1,
IFIHI, ADAR, RNU7-1,
LSHI1

STING1, PSMBS, PSMAS3, PSMB4, PSUBY, POMF, FPS
MB10, PSHGZ, PSMD12, COPA, USP18

(NF- k B fBg581)

Panel 3 NLRC4, TNFAIP3 ADAZ, ILIRN, LPINZ, NLRPI, RIPK1, PIGT, PSMB
A7 I7<V—2Ah 8, MEFV, MVK, NLRP12, NLRP3, PLCGZ, NOD2, CDC

) 42, INFRSFIA, PSTPIPI, ILIRI, XIAP, PMVK

Panel 4 ADAZ STINGI, ACP5, ATAD3A, DNASE1L3, DNASEZ, POL
(18 A 2 —T = Al, STATZ, USP18, PTPNZ, 0AS1, TBK1, CEBPE, T

7 E) LR7, TLRS, SAMDIL, C2orf69, STAT4

Panel 5 TNFAIP3 ADAM17, HCK, LYN, SYK, HAVCRZ, SLC29A3, ALPK

1, ELF4, RBCK1, RELA, OTULIN, SH3BPZ2, SHARPT
N, RNF31, WDR1, NCKAP1L, TRNT1, DOCK11

o BRDEEINA

TREDFEIR b AT IIBINT D,

B4 position(hg38) HGVS. ¢

ADAZ chr22:17219354 c. —47+2T>C (NM_001282225. 2)
ADAR chrl:154608066 c. —60A>G(NM_001111. 5)
MEFV chr16:3243979 c. 1760-87T>A (NM_000243. 3)
MEFV chr16:3256599 c. —12C>G (NM_000243. 3)
MEFV chr16:3256710 c. —123A>G (NM_000243. 3)
MEFV chr16:3256969 c. —382C>G (NM_000243. 3)
MEFV chr16:3256984 c. —397C>G (NM_000243. 3)
MEFV chr16:3257896 c. —1309G>A (NM_000243. 3)
MVK chr12:109590932 c. 768+71C>A (NM_000431. 4)
POMP chr13:28659090 c. —95delC(NM_015932. 6)
PSHB4 chr1:151399579 c. —9G>A (NM_002796. 3)
RNASEHZB chr13:50927394 c. 65-13G>A (NM_024570. 4)
RNASEHZB chr13:50945414 c. 511-13G>C (NM_024570. 4)
RNASEH2C chr11:65719705 c. *78A>G (NM_032193. 4)
INFRSFI1A chr12:6333879 c. 194-14G>A (NM_001065. 4)
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(1) ®mEFHE

MEBEML L7277 5 DNA 26| 3% DA RBIRF O AESEa—
kT Y L EDA v hr B N T VA B a B D WDITERR
iYL (polymerase chain reaction £, PCRIEELEE) ICTX D IRME L., Wi —7
VY —HL0EF Y BT Y — = L K DEE TR EZ TV RS
BB D72 A < B = — NEIIZ 351 2K B FE O S LB 28 (b 0 A M A A H 3
%o FANME D HDZ T AN E T 205, LU EHRVWGEITHE SN2 DNA 32T
ALD, ZOBEEIIEL OFEFNZ XL VT LD &35,

(2) EAEERUHERLLE
EEERICHW SN TWD e F7 ) AU 77 b ARSI & O O | RS2 R
DHEBEHET D,

() EFREBEICERIREEZITI L T HIREMEOHEH
FRZ L, AREIZREMZETL2HDOTIEIH D THA,

(4) RECETDOIEEK
FRIRDIAFTIZ RN H 225 60 B3 H LA,

(6) HEZEFLT OB H - Tk, ZEICHEZIT > HAEREFOAH
WEDEFEIH Y FH A,

(6) MR DEREUSA:
PEIRHBEAIC TR D B IUCERFUC DV TSR L AREO B LIAKZOE IR
ETRT 5,

(7) BiEOBIRER
WAL AT DEA AL 1D sl 7 -~V S AT S - R 1 A
(B zes S RIER 4% EDTA-2K (F 713 Na) HERL)

(8) BRIEDEINE
Mg 1ml LA A2 145,
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(9) BEDRIFSRM:
E213111KE 3 OB e d/R NS T A e R ¥ T E S RES

(10) HeiRD#H S
EE (7). (8), (9) Z-THRIKIZONT, FICAN TERICTAITIZHEET S

(WEIIE T T, RmFIORMG ), BEHOFHIZEET L Z L 2FAIET 5,

(11) REKEEZEROBRED Z )V OFEHE B
FRARBEAT Z ~ VIR EL AL ID 72 & NSRS FET 1D 23084 5.

MRARIEEL, YRARTEEORAEZMEN T 5, EARREEA 2L TR,
- EAE D

cWETOHRAEHE REA, BE=a— FEZ. BRI

- EPRPEBETE i

« A R T A BT ORERR

* e AR E AT SE

(12) BRiA % ERERE 0 W AERERN (MOBMERENMCHELZKET 256
(CHTeo> Tk, LAUHEERERS) £ TIRET 5 DITET SR

FEAOFHBE LA &5,
TR EIIRA T A0 T, EREREICIT kR 2T,

(13) ARFH

L

(14) BEOBH LiAH, BEWE b
ONASMFE AT S DNAWFZEFT G FREE (O T SBEGEFRER)

T292-0818 THERARRHfi 9 S8e 2 T H 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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