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[0011]  {Lukf, ATk T4z AR et : 2-45Qual By Depth<2.0,RMS Mapping Quality<
40.0,Fisher Strand>60.0,Strand Odds Ratio>3.0,Mapping Quality Rank Sum Test<-
12.5F1Read Pos Rank Sum Test<-8.O0[J2Ax 54 o
[0012] sy, Wik A s A mAS AR A e 7 R A A RUR AR AN RAZ AR SEAL
[0013] (L&), R i REIOFRIE €04« (1) A RIS S e, oo 8 i 26 o7 ik PRI
KT0. 01 AL s I E R R AR Hks P (045 T A BE (AT 21 114l . dbSNP \ESP6500, EXAC
2kgnomAD; (2) PR BEAZ 3 AN A IEAE 5t XOEAE ARRS I RAD (BT R AL R IR b - X
RGRAR L S RAF AT B - T AR AR e i 5 (3) DR A A S A8 o R DRI
HH0.25~0. THII AT A AL A5 o
[0014] Ly, i3RI DX Eu 4 - 37 JERIEC 67 JERIE XSG - IX
[0015] (e, Bl L AE BE 4 0 gRE 5 3L A8 4% : APC BRCA2 . PALB2 . PTCH1 . TP53 Fl1
SUFU,

[0016] &I, Tk Z K AR R E =43,
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[0021] AL WIS B LK AREA D AFIREA 5 ATk R AR A G4 i B4t g R 2 I
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A I Bk B K0S AR 25 I R 158 .5 . APC BRCA2 PALB2, PTCHI , TP53 FIISUFU;;
Tl s bR o 28 (4% : 5 #8Qual By Depth (QD)<2.0,RMS Mapping Quality (MQ)<
40.0,Fisher Strand (FS)>60.0,Strand Odds Ratio (SOR) >3.0,Mapping Quality Rank
Sum Test (MQRankSum) <-12.5%1Read Pos Rank Sum Test (ReadPosRankSum) <-8.0[/J4r
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Gy EEE R T, T AR = A R W T A o
[0025] A% BHATARQDE AR A7 s BT AE (Quality) BRPAE SR B (Depth) 1$2IMELIA,
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AL AT S A SRR A SR 2
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(1) N ZEHL R AR T BE S B o 8 1 B BRGDT P48 Med iumbd R E JTGIPR IR, W] DA
e P] BEBOH 2L R m AR 5
[0046] A& HH R i 28 o3 - Y 20k vt 2 4R bu Lk - RNAF ik V- i« Fh T~ B R4 s
KNP TS, 0 2 A oS e ek PO IR, L0 58 15 281 PO s B YR it 1% 2 S S A e
B
(00471 7K & BH Gt 6 15 21 10 v a8 8 B 40 S gt 4% 2 S S DA e 128 (U 4% - SSPO . SPECC
RABEP1 MTUS1 MPRIPFICSMDI
[0048] Sy [ it P ULHHACL B, T 145 S0 A A BB B — P 2 & B sk
W% B ISR 77 T TR AN R AR (SRR AT TR AR IR G 4B Bl R E
[0049]  SjE{5l1
[0050] 1 .JpffIZPIN
[0051]  4BZEL [ HiE BEAHIRE 1913001, 5K AR FF 434N, SR AR A0 25 R IR A A L LA
AR, BT TR AR A I 2200 24 s R BRI A a2 W i LA o AT 5 M
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[0052] 24 B PRI AT AR S A
[0053]  HYASE - B 1 S RNAC BRI AN I AT AR R JHRg 41 21, B2 HDNA, DNAS i =6 pg, ik
.= 50 ng/pl ,@%E:ODZGO/%O: 1.8~2.0,
[0054]  ZEHEIRYIAE R AE A Bl A Tttt A T4 25 DR 00 P A P 25 A Ao, s i
LR

4 BEDRZH NPy« ORe 35 PR 41 DNA e 7 g T AL T T s @4 T FDNA Y Be b A TR
S8 A NP S 2 , A FEDNASE % 3 @A AUPCRAS SCZEDNAGEA T4 18 s O 18 5 [UDNA S J2e
KDL 7 AEMGISEQ- 2000°F- &1 -4 T Fe Al = H 5

D 22 Al s © R ALE R B (QC) - i i i BE A Q30 K AR  E reads
Fe o, KR A e Bl 3k (adapter) freads /e 4, K ERNIRE I & B L i Ak read K
LEBI10% readsfr 4], 277 K JE/NF100bpftreads 541, K A T H 45 SAOPnuke \FastQC
T s @OLLXT : F HISOAPAIBWASE A F-EA T 745 B K reads v Bebb AT 21 S EE R4 (hg38)
S A b @AM BT L A, F FHSOAPsnp GATK SR R34 T r1 5848 Vffi A\ ik
GG o A3 BN FEARWIVCF i, F IR R A MGATKH T H T, BB G H R IR A
VCF,
[0055] 3. AR5 oids SRR PRy 2
[0056] A7 FEGPRVCF I T8 « A4 3k R 40 A S B i ik 2%, AW isE — ANl a1
FRE (AT A ZARRIEAE) |, SRS BT A AN e BB AR Fe 67 S e b o HorP 4R A 5
/™, Qual By Depth (QD) ,Fisher Strand(FS),Strand Odds Ratio (SOR) ,RMS Mapping
Quality (MQ) ,Mapping Quality Rank Sum Test (MQRankSum) , 35 & HE{E HQD<2. 0, MQ<
40.0, FS>60.0, SOR>3.0, MQRankSum<-12.5,ReadPosRankSum<-8.0,
[0057]  Joids f AR s B RE B SRVCF [ A BTS2 T ] e s AR e 8., 1
kggseq A0 s Ja I VCF A TRE R RS R I DA N — S BT 7 2 A 71 o
S (1) RS A LA S, AT AL 4 1H, dbSNP, ESP6500 , ExACHIgnomAD,
SRR I T0. 011948 55 (2) R BE3UTR, 5UTR, exoni c[XI#Ar 25/ K . frameshift,
missense,nonframeshift,splicing,startloss,stopgain,stoplossfiA-Sehr b, (3) 45
AR N7 2 0. 25<<alt/DP<<0.75.
[0058] 4 HEERAET TR 5 G A AR R &
[00591  AREHTIY T2 FSCHR I , 75 FIMBAFA ) 25 I XA 61, BLAYN N :APCBRCAZ.
PALB2.PTCHI . TP53FNSUFU , % iE W B8 A I 5K AR TR AR Eoe 15 A0 2 X BB UL 5 &L PRI 58
L HERTRS E RS T MBI NN RER R 43N K AP HE TN K ABATE
GBI R, 221N H R EBRA R T 6N 2 EIE A IR .
[0060] 5. UM EEERRERK RHPZE TR (Loss of heterogeneity,LOH) 4347
[0061]  7F A RS RGN RN R R, e B e s, B s w1, gg 4k
P A S B B SR A, AR E A — 7 N2, T R X B A
A, BIRIZEAS 2 T MBS L R (R figede i i, 15 2124634
[0062] 6. \REEAIGHHEL (GDT) A
[0063]  FIf]add GDI.py (https://lab.rockefeller.edu/casanova/GDI/programs) ik
GDI P4 AMediumbh FAIGDT H TGP 3L A, £E 4P LOH 3 A 15 21 1 2461 B A H T
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[0064] 7 HAEMBHTIN G 1% H &L A 11
[0065] il A2 OB AR I A RE AL I e (WGS) 434, 15 HH B A A REAE gnomAD IR 1) 33k 1

K ARG BT, K R0 B S e b & B MR bR 2 e IR H A B A AL A B
(4 SE N AR S Bt HERRpi B Rl A g R G SN I, e BE N T 102/Misdk
Gy IEHE IR 5 F 1024 e 52k DA v s o HH R AR RO L R B P R DA b i e 5 i 2k
(LOW) (3L A, A3 BILOH LN A 2 (GR1) , 20 DT e st B, fee e L IR i e Yo PRl /N &2
damage scoreff HNAZKFmediumbd NIURERA (GR2) |, T iiilm sk (bulk-RNAFHFR -1
1E.=10TPM) LA, e e HH 4 R 6N 71 56 (R3) o

[0066] 3 1 HLONEHHFULIN 51 %
BrLbEksnEE |EF 88 | 458505 £5
7 27 0.26 MUC3A
4 27 0.15 ZZEF]
4 27 0.15 PKHDILI
4 27 0.15 HLA-DQAI
3 27 0.11 WDREI
3 27 0.11 ITN
3 27 0.11 LOCII2268354
2 27 0.07 TRIMI6
2 27 0.07 SSPO
2 27 0.07 SPECCI
2 27 0.07 SLCAAID
2 27 0.07 SLC3AT
2 27 0.07 RPH3IAL
2 27 0.07 RABEP]T
2 27 0.07 MYHIZ
2 27 0.07 MTUSI
2 27 0.07 MPRIP
2 27 0.07 MFESD4B
2 27 0.07 CSMDI
[0067] 2 JgGDIACHRFE I 15 F 14
£8 AR R EARAG s | AZ A B ARG 45 5 Phred | 4R 450
MUC34 4720 13.877 High
ZZEF] 5318261 15.074 High
PKHDILI 12241382 23722 High
HILA-DOAI 16622.239 27.598 High
WDRSEI 3904.136 12337 High
ITN 74772 866 42913 High
LOCII2268354 NA NA NA
TRIMI6 533.078 4711 Medum
SSPO NA NA NA
SPECCI 1303.955 6.795 Medmum
SLCSAIO 259.295 3461 Medum
SLC3AI 899715 5843 Medium
RPH3IAL 298.799 3.687 Medmum
RABEP] 184904 2.952 Medum
MYHIZ 5547.032 154 High
MTUSI 1447 427 7.096 Medmum
MPFRIP NA NA NA
MFSD4B NA NA NA
CSMDI 1048.097 6.215 Medmum
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A28L |mpdidsis | EBE44 (GRCh3E)
SSPO 7q36.1 7-149.776.042-149 833 965
SPECCI 17pll2 17:20.009,359-20.319.026
RABEP] 17p13.2 17-5.282.284-5.386.340
MTUSI §p22 8:17.643.802-17.801,521
MPRIP 17pl12 17-17,042.457-17,192.643
CSMDI 8p23.2 £2.935361-4.994 914
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