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Ver 14



HETBE R

No. BETAE Ver. | iEFMBHLGR VERE KR
1| HRUERL 1 2018/4/9 ANE W | & THE
2 | ENRZWE ST BN 2 2018/8/13 | MINE— | & TA&
3| WERE OB IE Gl R OB k) 3 2019/4/1 | M)IE— | SRER
4 | ERZWEE - O—HEE 4 2019/7/12 | MUINE— | SRE%
5 | MAETEHAEARE 5 | 2019/12/19 | MJINE— | KB
6 | —HXEEE 6 2020/11/6 | MUIE— | SRE%
7 | intron FEIK DB 7 2021/1/13 | fJINE— | SRS
8 | intron fEIKDIEN 8 2021/5/18 | HHJINE— | SR
9 | FALHE 9 2022/4/1 | M)INE— | RE%
10 | TMEM173 7> STING1 (248 10 | 2022/4/12 | fMIE— | SREN
11 | sEsGEn 11 | 2022/11/24 | MIE— | SRE%
12 | (1) BAEMEEORHEE DL H 12 2023/4/1 AR THE | REN
13 | intron fEIDZ H 13 2024/6/1 | MIE— | SRE%
14 | HFEOLHE 14 2025/4/1 * THE SR
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REEE : NRIcMEE CRIERA]
&4 | BB CRERERETRE ]

B

A CRIER BT, BRRERICED BB T RE AN S L, AREICDED FF
T DRIEZ R L T HHEEFETH D, RRAEDOTIRILINLRCA BESE, 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 L5 91 NLRCA 43 1 OFEREEAA A RIC L W RIE L, 1L-18 & 1L-18 2Nl FEA:
SENRENEREIND, EEEETFIZMRCITHY . ZOBIZTFORHEAANY T2 k%R
ETHI L THEZKNICE D, ADA2 KIBJEIX ADA2 43 1% 22— N3 2% ADAZ Bin74 R
IR0 FIET D F YRS MR {R R $T55MMKEri%®§ELh%T%5MM
DIFANY T o b2 FRET D Z & THRIEZKICE D, A20 N7 B AREIZB VT
INFAIP3 W&fn+ D~T v AR R i@wom#g#%%ﬁé &ET, INF-a > 7
JREDORFENEZ Y | Fix ORIEVES A NI A U NRFIEA SNRIENEE SN D,
ZOFRNEGFIIEE (B BET2 2RO TS, AEBROBELEEG TIE
INFAIP3 ThHV . ZOJRHINY T v MEFRET 5 2 & CTHREZKNICED, = ILVT 4 -
T 4 = — VIEERED BTG & U T TREXI, RNASEH2A, RNASEHZB, RNASEHZC,
SAMHD1, ADAR, IFTHI @ T DOH#E SALTW D, WIS R OGO AR E N O RETS
RICEET 28I CThHY, 1A X —T7 2 ORBEIEAIC LY RIENFHET 5,

A B CER BB R TR 23V T panell (ADAZ, NLEC, TNFAIPS) . panel2

(RNASEHZA, SAMHD1, RNASEHZB, RNASEHZC, TREX1, IFIHI, ADAR) #53&in DY 7 vk (7
IEEER, EIEa RN T U N, TL—AY T RRUT U N, RS TA TR
BERIZTNYT U N) BRT S, EEY — RIS — 7 v — D7 — X OffisEN
WBERGEX, YT B F Yy T V== U —TCOMT 21T 9, ARAIT
BNy B a— Rl Y v L OO AT T A A EE . kR — o =
TN L, EITHRH SN2 T VAVBEE 1%L FORRNY 72 MZOWTHET 5,
WIS Wr & LT panell (MEFV, INFRSFIA, NLEP3, NLRP12, MVK, PLCGZ, NOD2) . panel2

(STING1, PSHBS, PSHA3, PSHB4, PSUBY, POMP) & BInTHEAEZAT 9 23, Zh b DB 1IZH
LTI EE S ITNARBEE Y 7 > D2 LR &2 N3 5,

IR B RBUER K - FAED 2 & — SO RBIUE e 7 MEEZAGIZE L CId g
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,

3/6



B T4 position (hg38) HGVS. ¢

ADA2 chr22:17219354 c. ~47+2T>C (NM_001282225. 2)
ADAR chr1:154608066 c. ~60A>G (\M_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 (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. T68+T1C>A (NM_000431. 4)
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)
RNASEHZB chr13:50945414 c. 511-13G>C (NM_024570. 4)
RNASEH2C chr11:65719705 c. *T8A>G (\M_032193. 4)
INFRSFIA chr12:6333879 c. 194-14G>A (N\M_001065. 4)
(1) H®mEFE

MEAHEUL L7257 A DNA 23D, YT HMAEXGBE FOAESE=— R
T YL 2DA v bn BRI GENA TV F A= a b D WIEEERN
&% (polymerase chain reaction ik, PCRIEEWE) (ZX VIEHE L, Wi —7
V=B 0NEF X BTV == U I K D BR TESIRE TV, RS
AR T D72 AT B = — NI 381 2 IR BUEE O RS O f 4 f
Do JRAIMIE DB DZIF AN E T 50, RLEHGRWIGEITRE I DNA 5207
Ab, ZOGEIIEA2OFEFNZEID KT b D LT 5,

(2) EMERUHEEE
EBMICHN BN TNDE b7 LY 7 7 Lo ARSI E O b | (R HBIHEZE R
DHBEEHET D,

() EREBICRIWMEEITI I L LT HREMOHH
FRIC7 L, AREIREMEEZET 2 b0 TEHY EHA,

(4) RECETLIAK
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(5)

(6)

(7

(8)

(9)

FRARDIAFZ BN TZ A 726 60 3 A LA,

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A,

BRI DEREZA
PEREREBE I TREE D HAGRIRIC SV THAICHE L AR D H LA OF
E AT D,

BAIRDERRA S
R IAT D EA AL 1D Z0# T ~ L3 BE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDREFEEM:
PRIMAR T, BN E T2 A R E D

(10) #RAEDRH M

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, REGAIORIMS ), FEEHOBRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFERHEH

RBARBESS 7~ IZEEAAL 1D 72 © ONSHRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZEAT 5, FREHREE 2L FIORT,
- [EA4{k 1D

- LT HMAEE (EEA, Ao — RES. BRI

- RIS

s A KT A 2 MFORETR

- TR A S E R

(12) BRfEZ ERAEEE 5> O AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
TR BIEZM TR 22O T, EFREEICIT o mEEzied,
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(13) HREBEHHE
7L

(149) REDORBH LiAA, BRWELE
NESAENENNT S DNAWIZERT  BinFiA= (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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