NGSE 0|85t BRCA 7
=AH0| = X0 &

2, 2|, A3, ZoHd, U], &
urupu, A ZICte. Zioly, 2|

) -y 1

| B
?_I’é*, AS3t, A0, Ao, A=A, =2,

0= 12,0008 7172

T A7 Lol A Edotar ICE A = SA[0| (=M 2001
a Human BRCA1
HEE 2018EMA| 0 R LHHES AHZE6.6% S715H= FAMIO|CH SR L olof Coiled ) ¥ N
RING MNLS % coil & O O BRCT
et AR RUKel 7HEY RUel RUY RURCE LIHEH 13 R34 U2 13 [ : St
1280 1524
ODI-9-| 5_1 O%% Z|-1|6 —_’|— 9&IEI-- SCb : él;::rlr":‘axas
= BRIP1
BRCAI1 BRCAZ b Human BRCA2 o
P BRC repeats OB OB OB MNLS %
i S3291
P BRCAZ gene ! .Ihlhlhlllhlhlhlli < > m 2are
13g12 21 39 1009 2083 DNA binding

BRCAI1I gene
1721

2| A, THY, RS HI2E AMHE7IMBEME (NGS) = 0|88t RHUALTHEH
Fid 7 7t FRd0] FhL 38 {0] BRCA(BReast CAncer) REAOICE. R8d xtofl sl 23 F01 (=1 HE50%) 7t HLE|H| IUCH NGS THEZHAHS 0f2] 7Ho| SHAE 5t
S1910] OF 15-40%4 BRCAT/20] HEH 0| (PV) 2 QIsf WAISICE BRCA SURHS 178 Ljo| 4 nHmfid2 SHSOIA| 81 M0 ZIAISHS 242 Ol0[31C ZITHZAOISHARIOIA NGS ZAY
BAA(17921)00 A=[6t1L 24712| &= 7FA|H 1863719] Of|leth= 71 HHES |28l e colsiy £HA|, SHIOH SRt 52 QHIOK| O|AIE|0f O HALS SH= BIAFSO|AIM 2Tt o
of= H|w4 2 FHAO|CL BRCAZ= 13 FA4A[(13912-13)0]| RR[otH 27702] ALELE nig0f 9l O ECIHO|0)| LS HEHE HS £ Q1| Z|QICH 7|Z0|| A3 H HEZO| 17|
TIE(0] UM 3418712 Ot = O R T THES BRsiots H 2 RUME DNASL otmue st tHojl 3t Jlo| SRt Ciet &7 |MS MRS A 4 YUOLE NGS HAE A
S F7ots TRES ddots R UA0I. S| B SOl O] HO| KA (RAA THE) £ SAI0] ZARE 4 A EIICH £ A
BRCARZHAL SHHO7F LT H[Y o THllE ditat S0 DNA &0 et S77E01R = z1a crorst oF &1sto| 2Icto)| Ha| AFRE[= NGS D HAFE 012510 CHA 2 ZACH5HD QIAHS
O{R|A| P40t F2H| Q| 2O ZH (0] O] LMEICE TR LA AQU0| Ef= BRCA a1} 5+ 102 [HAIO 2 BRCA SR EGH0|E HM5}T 7|20 HEZ0| Eoit{o| HA{tH
QXA EHHO|= BRCA10[A 17067, BRCA20{|A 1446712] SHEHO|7} E 1|0 Q)L 1}o| 20| S H| W BT A} SHHICH

= 10N = RUAEAL S2IE E2 HEA

Co.)= 0|82t NGSE +AolRULt. =, 1082 i

=
I
El

QArHZ[f ot 10THS| L2 HM0|| genomic DNAS F&35t1 DNAS| A2 |E Aldlish £, BRCAaccuTest® PLUS panel (NGeneBio

AAte| HzHM 3mIE A5 DNeasy® Blood & Tissue kit(Quaigen Co.)E 0|85l genomic DNAE F&¢t LS NanoDrop (Qubit®,
Invitrogen co.)S 0|25t DNAL| =2 s & FA56t1 TapeStation®(Agilent Co.)= 0|25}0 AIO|RE EMs5t £ NGS TH'E HAIE 216ty AH[KIA =&F FASTQ dA9| HIO[EHE

NGeneAnalysis® T2 1= 0| 83510 Zu} Zre| M E2t2|, annotation, tHO|E &HQIGIULY.

Nextera DNA Library Prep Kit \ / — > | l l > - - I I
I'- - -

_#-_——.— - - -
]
|
1 oO-200mng Puri Tied @ Fragments Add adaptors Attach to flowcell
Ge o < DA |
Valicdate Lilbrary
o [0 =Tha]
I n rL - fr-i‘ 4PN I I
’ | | (| [ -
el T T— e | ’ o - : - ﬁ- - I
n-" - s T o o REER
’ - = - : L » - : } - - .
— —— — —
— I — mn I Bind to primer PCR extension Dissociation
Tagment 9 P — e MNMormalize and f y
Serormic DA — R — Pocl Lixraries J
PCR / -
e Aarmplification
e | / LC
Clean U PCR ) \ J /
Tagmented A Cleanup O pticonal Cluster formation ! - L ] _
Stoppimc Poimt: r -
Store after cleamup / ;
L -15° tcr —257C
Sequencing Signal scanning

HSLO0|A NGSE 0|80t 10HL| ot Hio| BRACA 1/2 RA SHHO|E Aot Auf, 27 H 1. BRCA1 A 2 sHHO| 721 H 2. BRCAZ2 A 2 sHHO| 721t

= - -

o I:I —
H 70| A0 LIERHTH(AET). 24 %EE‘OI = ACMG(American College of
= . = = NT change AA change . o NT change AA change . i
M ed ica | G eneti CS) (o) | o X '|7\|' % 0] | Cg,l 5 E'|_|'7:" - Z-” 7:" Ao|' Ben |g N (%l:g th 0 |Z-" ) og —.._—-,grEl O‘l T T Zygosity Type Classfication N — Zygosity Type Classfication
@) o L= e} H=
:IAOI-&! QE 9—' 9—|7|' HAL %;AOI- % 0 | %:JI QE I‘ITEl (J)Vk-ll:l- c.4956A)G p.Ser1613Gly  heterozygote SNV Benign , :
: : c.1342A)C p.Asn372His  heterozygote SNV Benign
c.4604-1820)G heterozygote SNV Benign
c.4427T)C p.Ser1436= heterozygote SNV Benign cA79IMG p.Leul521= homozygote SNV Benign
N < c.3667A)G p.Lys1183Arg  heterozygote SNV Benign c.54270)T p.Ser1733= heterozygote SNV Benign
/\/\6?’ (7« B2\ _© _© < '\%’197@ c.3232A)G p.Glu1038Gly  heterozygote SNV Benign
N C &7 _ :
5 g)Q;\ 5 ry\,‘o » ’bq”bq,\?\ ,,)bé\v b‘\;lj\ \xbgb‘\@(’;ov c.27310T p.Pro871Leu  heterozygote SNV Benign ¢.6741G)C p-Val2171 homozygote SNV Benign

C

] (,’.1’ . . K . IR .
‘E§ g C €.2430T)C p.Leu771= heterozygote SNV Benign c.7625C= p.Ala2466= homozygote SNV Benign
* c.22010T p.Ser694= heterozygote SNV Benign

0 _ c.667-177del heterozygote Del Benign ¢.8034-242T)C heterozygote SNV Benign

0 500 1000 1500 2000 2500 3000 3500 4000 4850aa 71 = BRCA SZAt EHHO|7} 7H& THO| LER 51 Ho| E9{H0| 932 E M1 BRCA10|A 9
H(E1), BRCA20|IA 6702 147H0] H7|AISHREN, 17H2] ZLE SHHO|7H SIRISIUCHED)
) UL S OIHO|Ofl A= 00| e Ato] 2|BHE HHOLE ZupA O R4 M4 H0|0f) £35tCt
oo LS L o1 S1Es B ZITHAALOISHAAMAIONA A% 7H53E NGS ZAHE B7E 1007 O 42| ZYQHALE 5t
RN T > T ] & Ol ZAFE 4 QOT, ZF QMR M| = EHHO|TL UFHO 2 B2 U= HOIS MESH0] YA
SIAREIE . Tty f. BEEL LS £ A% 4 QICH NGS ZAtS] SAHQI 4 BIZte = M| B4 HEO| 1~10% Heloll 22t
0 1000 2000 3000 4000 5000 6000 7000 8000 8200aa = HOMA| A& 7tsSt A0 2 BENE|1 Q, O|l= 7|&2| A7 | MEEAMH| H|sH O of|2ISH Ol
D211, 105 80| BRCAT /2 93} Sti0] Ho =S LIERHCIT QA QUCH T2EM, NGS ZAHS QuIeh U Ciofst bZo| 2ttt 2|2 73,
A3 B2 K83 HHE HTE U2 |y Eict.

% Cj 7 2 HE S}l Qlaka|(sH 1} DNA S0}2]

DAEJEON HEALTH INSTITUTE OF TECHNOLOGY



