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BREHERB : [ -7 N TFA T —ERBE |

BEL [ B-7 N TFF 7 —EBERBERGTFHRE ]

HEng

B~ FFAT—BXRBIEIX, T b RUT TR T E®FNL-CoA FA4T7—F (T2)
DRABIET, REMEOEERS b TV F—Y 22 RIHERTH D, WREESIEERE
RxLd, £ YaA T ORERMORT v 7L b ARDOIIESMERE COFIHA T &
TREESIND, ACATI B DERIZE Y T2IEEOK T RRKNTH 5,

ARRENL ACATI AW ONZEERIF2Wr & LT 0XCT1, SLC16A1, HSDI7BI10 851D X
NR7EFa— R Vo L OO AT T A AN Z . K — 7 o —
TEAT L. EITHRH ST VABEEE 2% LA O3 T MTOWTHET 5, A
P — PR — T o — D7 — 2 DTN LERGEIX, Vo T—EICE D%y
7)== o —CONTEAT 5, RBRBUERE « FAEDO = B RHE
B2 7 ) DEEZGICB LTI S TR EE Y — FRoORMR Y — 7 o —T
XN 7o, WERIG L Ly, (KT A 712 o0 TEnNI 7 ha—7 —T
HTELOIZBE L TUIRET A8, NV T v ha—F—TRIHTERhozb DIz
L TIEHE L2,

(1) mEFE

MEAHEUL LIS 7 5 DNA D ST DM RBInFOTAESE=—F
=y Y e 2DA v hr VR EANA T A= 3 DO IEEEEN
Hi#15E (polymerase chain reaction #, PCRIELME) ([ZX D RHMEL., kR —7
V=B N0NEIF TV — = Il L BB TEYIREEZITV, RAXS
AR D72 A < B 22— Rk 2 IR BUERE O RS ZE(b O f 4 R
%o JRAIMER DB DZIF NI E T 20, R a2 SR WIGEITHE I/ DNA 5207
AL, ZOEEIEE 2 OFEFI LV HET LB D LT 5,

(2) FYEE R O ELLE

EERAICHW BN TS e MT LD 77 L ARSIE OHED G | KBS 2 5

DAEEEZHES S,

[figbris s L R — ko]
AKENEORRBIZHIZIRMNT D RTD),

(2ET7—7~—2]
The Human Gene Mutation Database (http://www. hgmd. cf. ac. uk/ac/index. php)
dbSNP (https://www. ncbi. nlm. nih. gov/projects/SNP/)
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ExAc (http://exac. broadinstitute. org/about)
1JGVD (https://ijgvd. megabank. tohoku. ac. jp/)

(3) EEMEICREMEELITIZ LT HAREMEDOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
HRISHAFTICE T2 B 235 60 B 3% H LI

(6) HEZEZFLTIHEITH > Tk, RERICHEZAT 5 HERERT DL
HEDEFELH Y F A,

(6) MIEDEERSEME
EESEHEBEIC TR D B B9RERFUC SN THAITHH L, AR O B LIAL 0 E A
R TERT D,

(7) BIEDORERAR
E4AL 1D Fedl 7~V b S - BilE 2 K
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

(8) MIFDTREE
B 2 RICZh2h Inl BLEF SO Mgz Rimny %,

9) BREDOREFRM
PRIMAR T, T IE £ T TG R 95,

(10) BEDOTRHEM:
ERE (7). (8), (9) #WE-THIKIZOWT, RAKIAY OIIAF 0 —LFEITA
NCERICTATICRSET S, RLEAOBAICHBET L2 L2 BT 5,

(11) REEKEERCBRED T XNV OLHEHR
BRARAEST Z ~UZIXEA AL 1D 72 5 NSRS ELA 1D 2 fldl 3 5,
MRARIEHE L, YRESEEORX AT 5, ERLHEIEE 2L TITRT,
- WETOMRAEHE (RE4A, BAo— FES. BRI
- [EREEE AT
BRI T Y 7 RS D ERRBEEME
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* e ARE AT SE R
- [E4 AL 1D

(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) AFEHEH
(14) REOBH LiAKR, BHEWEbE
WG ARMENE AT S DNA BFFEAT  Ei5 R
T292-0818 THERARHEH T S8/ 2 TH 5-23
Tel : 0438-52-3335

E-mail : onjk@kazusa. or. jp
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USELEY,

[fEpThE S LR — b o—14i]

.’. 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 TREEFOLAESEZ— FEIR=X Y U RLTNICEDA » b e LOBEREE (12 be RN, 108K
T) K2WT, "M TV X TFr—HICE DY =7y PRIR U — 7 2ARIFEEZ BV TY ) AREFRAIZMEITL, #bh
HERFIZAMEINTVWDE M/ LY 77 L AKES| (GRCh38/hg38) L it ., (RHBMEOEEER, AV EERFIOXKE -
HADHEE L Ea—F LM LELE, T— 2 _R—RZRBOLRVAY T2 b LCHBRBENISLATONY 7 hA
HERERER, F¥YET ) —DNAY—F 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 TV FNoliZ DWW T

ClinVar®F —# ~_—Z C& lPathogenic] & EhTWET (rs0000000) .
EXACD 7 — & R— R IZIXBEH H Y XA,
HOMDIZ XD Y 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
BEBERZR -
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