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BLRG

77 UREGEREL, NOD2 SBIR T OERIZ LV WA REEREERIC TRIET 5 2
PERZFIEMR B CTh D, FIEIR - BIEEIR - IRERZ 3 L 322, < DGEIE
WRIZZ ONRCHBL L, 3 EHA TH R ITITRERR3 0 5, FREENL ORI A
TIXWZENE (FERZEEME, FE ERMat) 2@ 5, 77 VIEGEREEL, 2001 AN T
WAE R B 72 Be S 2 385K 9~ 5 NOD2 DORERETUEZERIZ LV BIET 2 Z LR L NS
Nz, LoxL., NOD2 OEInFREIZ L > TNF-«k BOERELENFEINDS OO, 7
HFRIFFIEIZHE RO ONITEAR E L THRBATH 5,

KRIRANL NOD2 AR T DX X B a— RiEk— 7 v o L Z OO AT 7 A AEMAL
kA AR — 7 = =TT L, EICRH S eT LVEEEE 0. 1%L FOfie
NY T MIOWTHET 2, E#H Y — MRt — 7 o —DF — X OFfisE

RGBT, o —RIC L DXy BT V= U —TORNT E1T 9, 2B REBIBEK
& FEANED 2 BB KIRE 2 7 ) AHEEEAGICEE LTI Cof i 23 8
U — RERLOW AR — 7 o — TR 720, it g & Lavy, (Rt 1 71
ONWTEANY T ha—F—CTRIHTEZLOIZBE L TEHET 208, N Ty ha—
T — TR TE o772 bDOIZE L TEE Lz,

(1) HwEFHE
fEASEIL L7277 L DNA v B8 T 2 AN SR O A< HEa— R
kT Y DA v hu BRI G ENA TV EA B a v D WDITEERRY
MRS (polymerase chain reaction #5, PCRIEEEE) 2L VML, I —4
Y=o 0EF Y BT ) == YL LD BB FRSNEEZITV, AT
BARF DT X< E =2 — FHEEUZ I T 2R BUBEEE O RSO A 2 iR
2.

(2) EBERUHIEELE
EERAICHNONR TS E N7 A 77 L ARSIE DR S | R H B ZE 5
DA EZHES D,
[fiRATHRE SR L AR — ~ho—fi]
AKEANEFEORRBIZ—HIZEAT D (RFO),
(BEZT7—F ~—x]
The Human Gene Mutation Database (http://www. hgmd. cf. ac. uk/ac/index. php)
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dbSNP (https://www. ncbi.nlm. nih. gov/projects/SNP/)
ExAc (http://exac. broadinstitute. org/about)
1JGVD (https://ijgvd. megabank. tohoku. ac. jp/)

(3) EFBBEICEIBELITI Z LT IREMEOHE
FRICe L, AREIIREMEEZET 500 TEH Y A,

(4) MECEITDIHRE
BARDBAFTIZ BN TZ H 205 60 3 H LA,

(5) BIEZZETIHRAITH- Tk, EBRITHEZIT 5 BEREFTOL
BIEDOZFTIH Y £H A,

(6) RRfAEDIRESAM:
EHHEBIIC TRAE D B HIRIRFUC W THICHI L, AREOH LidZ O F L
AR 5.

(1) BEOEIRER
E4AL ID Ged 7~V AR S 2Bl 2 K
(ELZe B B PRIER M 45 EDTA-2K (F 7=1% Na) ERL)

(8) MRARDIEE
PRIE 2 A2 20 nl YLEF o0 Mgz i 5,

(9) RIEDORFSRME
BRIARIE, OO E I R E T 5.

(10) BRAFDOFEHSAHF
FF (7). (8). (9) ZWI=TRKIZONT, BAAIA D DI AF 01— LFIZA
NTERICTRINCERT 5, FEAOBRICEETH 2L 2FHIET 5,

(11) BMEEEER OBRED 7 NV OFEHEHE
FRARIEAT 7 ~ U IXEA AL 1D 70 & QNSHRIAE B 1D 2 5tdk 7%,
PREREEIL, YRAERBEOKRRAENT 5, FA5EEE 2L FITRT,
- HETOMAEHE (REA, A o— MBS, iR
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(12) RfkZ EFRME D DHEAERER MOBEREFMCHEZEKET 5551
Hleo Tk, HHREERENFE) L THRET D DICE S 5 HH
FEEAOBABEEFA LTS,

T HEZ AT AR DT, EREEIC IR AT

(13) HREFEH
(14) REDORBH LiAA, BRWEbHE
WGl « AEMEEAT S DNA BFSERT  Bis A=
T292-0818 THERKRREEH- 82 2 TH 5-23
Tel : 0438-52-3335

E-mail : onjk@kazusa. or. jp
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SELEY

[FEATHESR L AR — b o —4i]

.’. BREFHRERRRES
Hazusa DNA s st
ERHBI4A : OOk
HYERAE : QO
BRE&EID : TEST0001
RS i
REZEA : 20184E3 4 28H
EREWER - 201844 A 1H
REL : OOMEEFRE
REFHRE=—FES: TEST_TEST_v1

BERE TREEFOLAEIEZ— FEIR=X Y RLTNICEDA » b e LOBEREE (12 be R, 108K
T) KK2WT, MM TV X TFr—ICE DY =7y hRIRV— 7 U 2BIFEEZ BV TY ) ARETFRAIZMITL, #bhi
HERFIZAMEINTVWDE M/ LY 77 L AKES| (GRCh38/hg38) L it ., (RHBMEOEEER, AV EERFIOXKE -
HADHEE L Ea— KA LELE, T— 2 R_R—RZRBORVAY T2 b LCHBRBENISLATONY 7 bA
HERERER, F¥YET ) —DNAY—7 Y —TOMBIERZITVET,

BT RETS genel, gene2, gene3

ZORKER, KONV TV bR ENE L,

/8 7> kNo. Gene_Name Feature_ID Genotype Annotation |HGVS.c HGVS.p Position
1|genel NM_000000.0 [heterozygous |miss_sense |c.XXXC>T |p.ArgYYY.Trp |chrZ:1234567
BRERE XY 7 FNoliZ DWW T

ClinVar®F —# ~_—Z C& lPathogenic] & EhTWET (rs0000000) .
EXACD 7 — & R— R IZIXBEH H Y XA,
HOMDIZ XM » FH A,

AV b
BE . BWienRY 7 MEEE#ST — ¥ X —2R : ExAc, Exac03 release 1, Nature 536, 285-291 (18 August
N 2016), http://exac. broadinstitute. org/ ; CLINSIG, Clinvar_201802250) % M {##t:HGMD, The Human Gene
Mutation Database (Professional), http://www. hgmd. cf. ac. uk/ac/index. php,
<EMEHERR>
BEFEN - (&) 2T SDNMFEFTEEFREE
BEBERTR -
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