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EXMLGHEE
® Variant (/XUTF7 k)
> BREINELELGIEEFOELLRETT . BEICIE ERTFOHEICEEL, KERELHE
EJ 5L D% mutation (ER), BERFICELEEHLHHD, BAEELLTHETELZIDE
Polymorphism (&) LRXFIL Tz, < wild type (FF4ER)

® Germline pathogenic variant (GPV)
> BIEEMEEOREICEDLSNIT U M EEFENDOEHEDHE, EHEHRRIFEH/ANAVT kR,

® Single nucleotide variant (SNV)
> 45/ L DNA O—BENMDIERICEILLI-H D, LUATIEZ, SNP (Single nucleotide
polymorphism) &FE[EN TULV=,

® Copy number variation (CNV)
> 1HREHYDERFOIE—HIMEABRTELGSLSGYT/ LBED &,
> BE, EMOEBEEGEFEF22E— (REKEBHK) THLHHA, BAZELLTITE—1O
E—GEICELT IEEEHE O ENH D,

® Reference sequence (1) 77 L > XEFI)
S NYTFUMRREGEICAWVWSSREIDZ &, —fEMIZ, £ N7/ LOEBRIZRET HEEIE,
2003 FEDE b/ LTAD Y FTEEINTZT / LEES (BRES, )77 LU XEH LT
) EERELTDH, BE2EHDE LT, GRCh38/hg38 4> GRCh37/hg19 I EMNE 5N TLNS,

® Accession number (7o2tvy 3> /—)
> BERINhEERCT I/ BOBRYT—42EFXANTEHEEICHANSES,
> 1 DDEEFTHLEINFEHRNELGNE, EHOT7I v avFon—%ED

® Exon (ZHVY)
< EEBEHRAI— RSN TULSES], BERERS,

® Intron (F > FAY)
< EBEEHRAI— RS TUOEVES], MEES], IVS (intervening sequences) & £IF.5,

® HGVS Eit
< Human Genome Variation Society /%2000 FEIZEHT=/N) 7 > FOREEE.
2020 5 AIZHLLVN—2 30 (v20.05) A —RENTLS (2022 F£1 BIR#E),
< EMIXZ 55 (https:/varnomen.hgvs.org/)
SE  BEFLBEIOHIDIHA FIy T flLEH &
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12, 79y arron—) 77 L o RBIOEEEZEETILELHD

o FHEyIarvFN—DESR

BCHIDIEE B

NG_ 7 LEEH B NEY T RE—
NC_ ALK

NM_ A w2+ —RNA (mRNA)
NP_ BoNDE

NT_ R N=% Pas)

o UIJ7LUREINDIEE

BCHIDIEE B

g. 47 L. DNA (genomic DNA)

c. 3— K DNA (coding DNA)

m. S ba2 K7 (mitochondrial DNA)
n. JEa— K DNA (Non-coding DNA)

r. RNA (BB )

p. 22\ & (protein)

o NYFPYIrRREO—H

@ @
1
{51) NM_000059. 4:c. 145G>T
\ ' J \ N |
® @
< RECOHEA
D 7YY IVFUIN— BRCA2 @ mRNA E2 5]
@ 7oty avEonN—nnN—Tay % AR
@ Y77 LUREIDIESE 32— K DNA
@ N T2 EDEIE EELDEEM 145 ZEDEEAGCH S TIZE1L
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1=K7 307
EE (BEES & DHE) (BHRES :
5'-...TACGTC-3)
Substituti TAGGTC
HbsTHTon > | 1 ooEESMD 1 DOERIZEILT B, =
(B (c.103G>C)
Deleti TAGTC
oemon del | 1-oLEOEEABREENS,
(R%) (c.103del)
Duplication g 1 DULEDEEDIE—NZFDEID I TACCGTC
u
(EH) P | mrEAsh, (c.103dup)
Insertion . 1 DL LEDBEMMEASIIhS BREEDDE TACAGTC
(HEA) NS —wnmu., (c.103_4insA)
Inversion . BZhHD 1 DULDEEMNTOESDHEE TACGTC
(i) "W s rotLa, (¢.102_5inv)
Deletion-insertion deli 1 DL EDIEEAD 1 DL EDIEEIZERY TAAAGTC
(REHA) NS s2ons BER B ZRTEL, (c.103delinsAA)
Loss,
duplication IV (Exon) ¥4 > kB Y (Intron) &
(KEEBDOREK, LI HIBERIIDREPER,
Ef)

% BEFLEL(OIDHAM Ty T hUEHE &
—EB51F : Sequence Variant Nomenclature v20.05 (https://varnomen.hgvs.org/)
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X HBT7I/EBEI—FLTW=aFrRUN p.Trp24X
Nonsense . _ 3
(F ot z) Ter | BIEIFVIZEILTEHIET, 2NV E p.Trp24Ter
* DHEEAELT 5, p.Trp24’
Nonsynonymous HhET7I/EBENAIDT I/ Eﬁ(:%‘éﬂ:\?’é
&, LRI, SREVREREEENT p.Trp24Cys
(/¥ /=<R)
LM =,
Synonymous IEREFERT S, I—KFTDH7I /BN
. = EHoEW, LETNE, ALY FEREF p.Cys188=
(¥/ =% R) R
[EN TV,
BEOBAPRELGLEIZELY, O RV DR
Frameshift fs" Hwﬁ%%éhé°ﬁgwﬁ%bk%ﬁ3 p.GIn151Thrfs"9
(TL—LT ) s DEHTIA FDRARNT NGNS 0.Q151Tfs
TL—L&E, HmAHARDITNET ORI L—
LB b,
iR Fo &G B 73/ 8 (Met) HAID
Translation TI/BICERL, TOZUNRIENER
initiation codon IhiLy, QFRIFREE, @FH LB R p-0
(PR F ) UNEREND] OLWIThhDEREL p-Mett?
%
RARTSAV VTR EERITITEEICE
Splice site IENEL BT E, Exon RE¥yEVT %1% p.?
(RTSARHA ) SHEENH D, Exon DHEIHKE1,2 DFELEIC (c.93+1G>T)
TN EDENZLY,

SE  BRFLERL KOS AA KTy T hllEH &
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7=/B01XFRE

F F
7o Ala A m B Leu L
TIL¥=Y Arg R % Lys K
TRAINTEY Asn N AFAZY Met M
T AINS X UEE Asp D JIZILTS=Y Phe F
VATAY Cys Cc Joyy Pro P
T2y Gin Q )y Ser S
T3 U Glu E A=Y Thr T
gy Gly G f)T TP Trp w
EXFOU His H FOo Y Tyr Y
AVaATYy lle | AV Val Vv
=D T ORBHO—H
48 B # [RE
245/ LR . . e
. . . (Whole genome sequence: WGS) FrITrETRT/ LERT
&ﬂﬁy—91<1$ STh — L
(Next generation
(Whole exome sequence: WES) BHEEEX vy TFvT 5

sequence: NGS)
8—=Fvb—HTUR

PCR TH#IEd %
Sanger % A=Ky r—HITUR (FrFyay)

SE  BRFLERLCODEHA Ry T hllEH &

BREHROHER
® Positive (%)
> NEGEMERBICEDLAEHANIT D AR DN DT
Point : BRI EREDHEEZIE LG HN, KEBICE>TIHEENRET DT TIEARL

® Negative (B&t%)
> WEMNEBTOSS
[SENKRETE, BEEEEREICEALLIRINI TV MRROMLEN DT
Point : X REBDATEEELCBEEDAIBEMENTLRICEE SNz TIEARL
<> BHoN) 7Y ERRLEBS
[SEIORETIE, BEDEGHERICBELTVWSRIGELECHEMNYT Y FEEDHEH
271z
Point : fFEMICRIFE LR L/ 7Y b ERE LT DEEHERBORAEEAE LY
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® VUS, Variant of Uncertain Significance (JRREIEBEARALZ/NUT )
< MashDN) T2 EBRROM-1A, ERtEEIZEH MR R TIEAEA]
Point : fFRMICIERDOBRIEF LB DAHENH D, HROBRALEEINIIBEEE, BRE
SN SEBIMLR— EARITENDLAREENH D0, REXNRELHEEREZRNS (VY
2O L) KREBZLILENHD,

ZDDREHEE (BRACAnalysisRDIFE)
® Inconclusive
> TBREBEOERMMGERGT ENRET, REBROBERMWERNFITELLANYT U M
Point : SRIRIFSERERIZLDAREMENH D, FEDBREZRDEIS & LR 570N,

® Special Interpretation
> [REOSEEE (ACMGC OFFHEE#ELE) T, HENHELLVNYT D M
BN EOKEEICIEEZRITTHS, KEREER (REX) NMEWLWLDETRT,
Point : % E DAEREERDBEIS & (FR 570N,

NYT7 2 FDHENSE RKEROIN)

(V32

Pathogenic Dfaleterlous . _

Disease causing
Likely Pathogenic Suspected Deleterious | FREIDATEEEAF LY
Variant of Uncertain Significance Unknown RERNRMHETE
Likely Benign Favor Polymorphism B DT EEEAS

Polymorphism
Benign Neutral Rt

Tolerated

NYT 2 FOBRESE (HEEDFTE)

48 NS
Affects function WREICEEERITT
Probably affects function BT HEEICHEERIZTT
Unknown (Effect on function not known) WREICEE T RITITHTH
Probably does not affect function BT o {HBEEICEZLTLVEWL
Does not affect function WRECEELTLVEN

2% : Sequence Variant Nomenclature v20.05 (https://varnomen.hgvs.org/)
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e %

ClinVar, MGeND, dbSNP, HGMD, LOVD,

NYFURT—ER=X . s
InSiGHT, UMD, BRCA Exchange 73 &

EMSEET—4R—X jMorp, TogoVar, gnomAD 7% &

SIFT, PolyPhen-2, PROVEAN, CADD, Align

BEEFRY I b7 ] .
GVGD, PANTHER, Mutation Taster 7 &

BERHOYA b+

(5EXZE]

NEEFES BEI9S(ET145) ¥/ LERICE TS T —4N—R-fENVAEaY] (2022)
TNYT7 o T2 RR&ER £E - SRBEREEVCLGTEAL I E] (2020) HEFH#
MERICRID BEEFBIE Web 1FHRIER F 20k FLEYREYKRAFTHA K1 (2020) PILEH
NEEFERLLSONDAA KTy T HMBHOREZ L THRREREET (2018) FILEH

(5% Xi#k]

BET#®Z (2018) NEEREF/NI 72 FOREEE E3E] 18515 12-14 RiklEES

BTH&Z (2017) MEEFANV T MOREEE F20]1 17 %25 44-45 RiKMEES

BT#®Z (2017) MEBEFNIV 72 FOREEE 1R 17515 18-19 RiklEES
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Keywords
fs 5
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Accession number 2 G
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Next generation sequence
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PANTHER
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PROVEAN

R
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Reference sequence
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Single nucleotide polymorphism

Single nucleotide variant
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Special Interpretation
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