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WETBE R

No. BETAE Ver. | fHERIBHLAHR VERE R
1| B ERL 1 2018/4/9 ANE W | & THE
2 | ENRZWE ST BN 2 2018/8/13 | MUINE— | & TA&
3| WERE OB IE Gl R OB k) 3 2019/4/1 | M)IE— | SRER
4 | ERZWEE - O—HEE 4 2019/7/12 | MUIE— | SRE%
5 | MEHEBEAE 5 | 2019/12/19 | MJINE— | KB
6 | —HXEEE 6 2020/11/6 | MUINE— | SREN
7 | intron FEIK DB 7 2021/1/13 | fJINE— | SRS
8 | intron fEIKDIEN 8 2021/5/18 | HHJINE— | SRS
9 | HALHE 9 2022/4/1 | M)IE— | KRB
10 | TMEM173 %>5 STINGI [ZZ8 58 10 2022/4/12 | HE)IE— | SREN
11 | sEsGEn 11| 2022/11/24 | fJINE— | SRES
12 | (1) BAEMEEORHEE DL H 12 2023/4/1 & OTHE | OREX
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REEE : NRIcMEE CRIERA]
&4 - | BB CRERERETRE ]

B

BAMER CRIERBIT, BRAERICEDIBEFRELIRK & L, EREICDREY £
T DRIEZ R L T HHEEETH D, RRAEDTIRILINLRCA BFSE, 77 /T 7
2 7 —¥-2 (Adenosine deaminase-2 : ADA2) RIBJE. A20 NT O ARJE, = H/LT 4 -
7T 4 = — VIEERE (Aicardi—Goutieres Syndrome : AGS) Zxf& L4 5%,

NLRC4 BLHE 1L NLRCA 43 DOREREEAE BRI IV IE L, IL-18 & 1L-18 ANl FIEA:
SNFIENERLEIND, EEELEFIXMRCLTHY . ZOBEFDFHENY T2 k&R
ETHI L THEDKNCED, ADA2 KIBJEIX ADA2 43 1% 22— R 2% ADAZ iR AR
2LV IIET D F YRS YERIRE R Th 5, ADA2 KIRSEILE O FTEIE 7+ Th D ADA2
DIFWNY T o b ZFRIET D Z L THREZKICED, A20 N7 B AEEICBW T,
INFAIPS &inF D~T o A MARIZ L0 A20 OFENHL TS Z LT, INF-a v 7
IR RENEZ 0 | Fix ORIEMEY A M A U NRRIPEA SN RIENEE SN D,
ZORNEGFIIEE (B BET22ER/MLNTNW5S, AEEBOELEMG 11T
INFAIP3 ThHV . ZOIRHINY T v MERET 5 2 & CTHREZKNICED, = WLVT 1 -
7T 4 = VIEGERED BAL AR T & U Tl TREXI, RNASEHZ2A, RNASEHZB, RNASEHZC,
SAMHD1, ADAR, IFTHI @ T DW#d STV 5, WIS R OGO E N O IETE
RS A THY ., 1A X —T = OBBIPEEIC L 0 RIEDNFiiT 5,

A B CER BB R TR 23V T panell (ADAZ, NLRC4, TNFAIPS) . panel2
(RNASEHZA, SAMHD1, RNASEHZB, RNASEHZC, TREX1, IFIHI, ADAR) #3&in DU 7 vk (7
IMBER, EIEa RN T U, TL—AY T MRUT U N, RTSTA TR
BERIZTNYT U N) BRT S, EEY — RIS — 7 v — D7 — X OffisEN
VERGAX, VYo T E2F XY TV =2 — U —TCOMIT 21T 5, AR
H Ny a— Rk Y L E DRSO AT T A Ak A, kit — 7 =
T —"THENT L, BT SN2 T VABEE 1%L FOR7/30 7 2 MZOWTHET 5,
FAZHERIZZWr & U C panell (MEFV, INFRSFI1A, NLRP3, NLEP12, MVK, PLCGZ, NOD2) . panel2
(STING1, PSUBS, PSHA3, PSMB4, PSHBY, POMP) AT AT 2 23, Zh b OBIE1-I2B
LTI EE S ITNARBEE Y 7 > D2 LR &2 N3 5,

IR RBUBER K - FAED =2 B — SO RBINE 2 7 MEEZEARIZE Ul Eks B
TORENEEY — FRORIR S —7 o —TIIREEe 720, #Hsstg s Liv, K
AIRES A ZIZOWVWTINY T v b a—F7 — TR TE b DB L TTHET 25,
NRYT v ha—7—THRIHTE 2o b DI L TIEHE Ly, £7- BisEskicm
Z. FREOFEES AT IZBNT 5,
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Bin 4 position (hg38) HGVS. ¢
ADAR chrl: 154608066 c. ~60A>G(NM_001111. 5)
MEFV chr16:3243979 c. 1760-87T>A (NM_000243. 3)
MEFV chr16:3256599 c. —120>G (\M_000243. 3)
MEFV chr16:3256710 c. —123A>G (N\M_000243. 3)
MEFV chr16:3256969 c. —382C>G (N\M_000243. 3)
MEFV chr16:3256984 c. —397C>G (N\M_000243. 3)
MEFV chr16:3257896 c. —~1309G>A (NM_000243. 3)
POMP chr13:28659090 c. ~95de1C (NM_015932. 6)
PSHB4 chr1:151399579 c. —9G>A (NM_002796. 3)
RNASEHZB chr13:50927394 c. 65-13G>A (NM_024570. 4)
RNASEH2C chr11:65719705 c. *78A>G (NM_032193. 4)
TNFRSFIA chr12:6332000 c. 551+1067_551+1068dupTT (N\M_001065. 4)
TNFRSFIA chr12:6333879 c. 194-14G>A (N\M_001065. 4)
(1) mEFE

Mg SEL L7277 L DNA B %8 2RAMGEIEF O A Ha— R
e Y b2 DA v bu BRI ENA TV I B = a b D OIERERR
MEYE (polymerase chain reaction %, PCRIEEEE) X VM L. Wiy —4
PH—HDH0NEF v BT Y —— I K ABE TR EZITV, A xS
BIRF DT AT < E =7 — FEEBIC 3T 2K B EE O RS ZE (b O 2 5
%o FHNME DA DZ T AN E T 208, RULEHRWVIGEITIHE I DNA b2
AND, ZOEEITEA OFEFIZL VT LD ET 5,

(2) E¥EMEKOH EREAE
EREAICHW S TWD e FF 2 AU 77 L ARSI E O G | IR B B
DOHEEHET D,

(3) EFEHEEEICRIREZITO L LT H2REMOEHHA
BRIZ72 L, AREIIBREMZET 20 TIEH Y ¥ A,

(4) REICETHIHE
FARBARFTIC RV Z B2 60 & 2 H DL,

(6) HEZFFETDIHRCTH - T, ERICHEZIT I WEREFTOLH
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(6)

(M)

(8)

(9)

HEDEFEITIH Y FHEA,

RRAE DERER A
AR TRE D B EIRIRFUC W THICHII L AREOH LB DL
AR D

i QUNEA ST
WRETISAT D EA L 1D SE# 7~V s b S -8 1 A
(B 22 B PRER I 45 EDTA-2K (7213 Na) HEhr)

BIEOERE
i 1ol B &R+ 5,

BRAEDRIEEEM:
PRIMAR T, BT E T2 A R E D

(10) iEDRHEH
Eie (7). (8). (9) ZWT=THRIKIZOWVT, FIC AN TEIRIC TARINIHEET 5

(LEIZIS T T, RFIORMS ), BEHOFRIZEE TS Z & 2FAIE T 5,

(11) REKEERCRED 7~V OFEEHEH

(12) R % BB 2 DR AERER (M OBmAERERTICHE ZKET 2561

BARBESS 7 ~ U IZEEAAL 1D 72 © ONSRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

« A KT A 2 MFORETR

- FEOREREA S E R

blcoTid, BRFHARENSF) £ THRET D DITET 5 KM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREREICIT o mEREE ey,

(13) REFHE

L
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(149) REDORBH LiAZ, BRWELE
NASAETENNT S DNAWIZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

6/6



