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zbzko]l AE Yuvs, AZ AE, AE 28F Ev 324 Adelgta A e wEULEHOEEY ANES
23 oA, HME MG, dE B0, Zetoly] MY, 54U AE, 3 24 AES 28T F Ut AE A
d Ulo] FEeEtel=e] 4= 30, 40, 50, 60, 70, 80, 90, 100 o4& EFI 4 Urk. A Fdel A, 3}
oolde] HE (s AE Ad)E, Aok 15009 wEHEel=, 200709 FEd Bl =, 300719
ZY eElel=, 400719 FEHE|=, 50071 FEUQEIE oS EFITH. R TN, AE =
= 1000715 It FEASE|=, 200071 ©o]de] wEHQE|EE T £ vk AE HE(Ee AE
) 3% T g U Zloln MI& ¥ 4 o).
tholl, st o3 ZRAAME AEEA HolHE 45t FAA ®olAl 3E(F) B AE WA &
()9 AZ HolA HxEE H5STH, 7] 42, &3, Wold 3& ofEYyAeld Ee ®olA &AL
A dnk. wgabA, ®olA SEAE WolAE A Ee HESa, WolAl ERAe AEE WHolAE AA
E EE AAAEEA RIS, ugte] ¥olAl &A= B @] Fddd wet o]8E 4 i, ofr|A A
olgt BlolAl EEAEL, A AMEY FAAH Sol 7Ixdt FRHE AEEA T4 FFA 7)Zste] AHEE
T Jdu. WAl 3& ofEFgAlelde] uHAIEA Q] ddi=, https://github.com/Illumina/Piscese] TH® ¥l
d

Dunn, Tamsen & Berry, Gwenn & Emig-Agius, Dorothea & Jiang, Yu & Iyer, Anita & Udar, Nitin & Str
mberg, Michael. (2017). Pisces: An Accurate and Versatile Single Sample Somatic and Germline Variant
Caller. 595-595. 10.1145/3107411.3108203 7]Akell 7RAlE &AFuUAF(I1lumina Inc.) (2] EYol5 Atio)a
A o8k Pisees™o] 9lom, o] F3e] Ag FA ML HWHsHA & HAA Fa= d&Hrt.

olgfgk WolA && ofEy AL b} o] 479 FAFoR APy RS X 5 )

(1) FolAl= gl= ~E]X](Pisces Read Stitcher): BAM(&FL3F Hx1o] = 13 g= 2)9 o= g=&E3 A

AM2z FEZ 2EHATOZHN wo|2E AAAZY. 282 ~E A E BAMC| T},

(2) FolA|= HolA ZZE=AF(Pisces Variant Caller): Z+& SNV, A, 2 2HA1=
]

H =
A, 718 dEE daes, B dgk ok 7y WolA AlF e My g

qul

= WHsks WolA ' dudEs £ 92 VFelH.

bt

(4) dpolrl= wWolA| £]747](Pisces Variant Phase)(Scylla): #]=-¥ Z12]t](read-backed greedy) Z&~EHH
WS AMESle] A2 HolAE 28 SIREFATY 5% dHFHAAER 29, olE FI sk B o

7I5A A3E v5 Agsh 2448 5 . 292 245 VCFeld.

Hrldor e derdow, H2&, https://github.com/Illumina/strelkac]l ZA®E3 T Saunders,
Christopher & Wong, Wendy & Swamy, Sajani & Becq, Jennifer & J Murray, Lisa & Cheetham, Keira. (2012).
Strelka: Accurate somatic small-variant calling from sequenced tumor-normal sample pairs.
Bioinformatics (Oxford, England). 28. 1811-7. 10.1093/bioinformatics/bts271 7]Alell 7RA|H A F1|LfAfe]
olg Wolal 5% o ZelA ol Strelka & o4 F glon, oefd B FA AR, W) ¥ Al
o Huz &AL, Avrt, BrlHoezr mE gt oz F2ZS https://github.com/I1lumina/strelkadl

5~9% 7 Kin, S.. Scheffler, K., Halpern, A.L.. Bekritsky, M.A.. Noh, E., eatberg ooy

Beyter, D., Krusche, P., and Saunders, C.T. (2017). Strelka2: Fast and accurate variant calling for
clinical sequencing applications Z]Alell 7HAl®E LdFu|uprle] gk Wolx] && ofZg| Aol Strelka2™S
o] g8 4~ glow, ol LA FA Wi, WulshA E WAAd Fuz g8, AU, e s ©
= gietd oz, 522 https://github.com/Illumina/Nirvana/wikioll Z2® %3l Stromberg, Michael & Roy,
Rajat & Lajugie, Julien & Jiang, Yu & Li, Haochen & Margulies, Elliott. (2017). Nirvana: Clinical
Grade Variant Annotator. 596-596. 10.1145/3107411.3108204 7]A}oll 7RA1E L FEw|pAalel] o]k WMol F4]/
SHAl & "AAel e Hd8Frt.

- . ™ - - -
&% & Nirvana & ©o]€3% 4 9o, o]t £39 4 diEe, 3

=

i

ojelgt WolAl F4/5& B2, otefel #ol Nirvanaol A LadF 7& 59 dold duds Ve 4
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a. 4 olgol& Agdle FHEE BT AANE A 7)eA A4 AS, WHolAe SHEe BE AAE
AT Q1A 14 EYE AMEE F 9tk ey, d'e] 1A ZAAY ¢ deumR ) olF 1H4 ofFole
F712 HAAES = dJrk. 174 EfE O(min(n, k lg n)) Aes RE Z28BEE= HALE gEEY, of7])A,
n Ef Q] 1HA9 Folal, ke FEEE A9 Folth. AAR, ke g WolAo tigh nol| HlE HA=
27 wiel, 7H4 Ego] fra fEl 0k lg nolth. Al T5 7H4RE Fow =i o]ojxf ol gl= (k-
D/IE &3 €A AYstes e 140 FHd olHeol® AEHE 1H4 oldeolE AT EZA 0(lg n + k)

b. ONV/SV (Yu): 7h] 4 wo] 9 P& wolAld] jat 42 AFd & Ark. AL WolAe] FA fAEHA,
sv 2 EF o] wug P& WolAlsh FEeE WAL el doleuolsd N F4 EAE 5 Uk, 4
e WolAsh @, UR we WML E svoh FRHEE RE FEHE A F4 2 gt g
BA, PR B AR ek BE FEgE M F4& 8 5 Q. PAH0E, oF AAAe
Wel, S we AEE, oE, % Tz Wl od oblE At umm £ k. RE FH A
2UT + ot $4S A4S £ AT, §94 AR, WS JiFHoR FRAEA Tk PEA0R F4
HrAe) Zaa 5o oeid WAl tE A AnE ung 4 ik, 24zl svowel dal, oE el

Rl A AFEAEAE obs Ax Fastrh. b, 1000789 A, DGV, 3 ClinGen

Jolsol A FRHE svE waelith. ol s} ERHEAE AHGES eje] Bex

sk 918, didlel RE FEE= AAAE ARRE AT S5S AME ¢ e,

1= F Al svel Zole] Hixgow s = v

RS FAS A2 H gE HolAl(SY)Y] F 7HA frEel . SV, A
dolg AHgstel FREE SVE MY = Yok 29 WolAlE Ho

=) dAfAsel o8 AAA. oHY, o5 olA-HA-fA BuPES At

] o

==
9

e
=

ofy
i
i
rir
iy
o
i

(]

~
o N1B 2

0 1o o i do )y ©

Ni

gl CQ 2l
Q A= FAF) Adel AhH ojelololt. duxs ArNE A §Aa7] 94, (A
17b, A1 9A¢] dg @ 4 96 ) =
=, 9ERle 0(lg n)elm, ©}7]4 ne doleuo]xe] &8 Folt),

d. VEP 7|A] 3+

(]

ol
o
al

AAL dlolEimo] 2~ AAL AHAI(FRA]) 2 B Z= dHolEHlo] 2~ (SAdh) F}DE WAL L
o] AHsly Yxo|t}, B Wy EL Ensembl VEP HAIEZ FHAIS 93 2 gzt
otk ANE AAsH] fEl, BE AR 324 ofglolel A EAL, of#el H
ohowebd, 4 FA Fols, vl datd 144 ofels 2d9star olo gk A
Foutel o) A7 HEele] mYwal Aol wje- wER R NirvanaolA FEE
S wECH(E HEY Y 19 vHoe s T2 AAdEHAET?).

o

A

o 1o ofy
=

o

}

o b
1w
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o2,

0|

=)
W i,

¢

2oy o o ¥ O

. BZ dolguo]lxa: SAdbE HolE FHIYEL BE ARoA dAHo Jdrt. £F oAl W3 SAdb:,
dx s A o8 AEEE) dlolEuHo]~] Zp A d 13

THYe] k-way Wl o] AT dolE A~ HAS TR BASE Bk HAe)
Jo] Ao xpAE] Ao Qlvk. wlRe] AMES Aldslr] $18], SA Q1 ylo]

o, BF FAo gt Fd AE wMEA S 5 Ak, 2y, diolHE taTolA ThAetel srR, 1
% T4 F7H= Nirvanao] Hol ¥5 A4 deple] ~30%2 Z2udE) oz A A HE ).

~
N1

H
o

g. A3} 2L A4a 2EEA: Nirvana? 715 FAATE A9 A4 2EZA
(S0) (http://www.sequenceontology.org/) AHS wWEr}, Ao wel, A S0A EAIE 2¥Hst SO "
FEst F4 FEHE NS 5 = 7137 Al

ojglet WolA T4 52 WAZE xFT 4 k. dE £, Nirvanaol=, ExAC, EVS, 1000 A% Z2AE,
dbSNP, ClinVar, Cosmic, DGV, ¥ ClinGen¥} & 9|4 HolH T3 E2 F4o] X3 UT). o83k Ho]
Huo]l~E g F&sled, dojgHuo] A2 E ARE AHA o 3t} Aoldt dolH IadoziE A
s Aold =S Agshy] 98 doldk dES FAsGT. oAdE Eof, U X A digfdx e o
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Al AL (1h) EE 1D 40,1 (61,40) |1 g
AFZF HE(le) HE 1D 40,1 (51,40) |1 A9
EHF EED HE 1D 40,1 (51,40) |1 A9
HZEEHE(le) HE 1D 40,1 (51,40) |1 B
Az JaA o]zt dHE= (51.40)
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3b 2= ID(2b)  [40,5 (51,40) |1 ReLU
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g)(3a.3b.1£,1
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5 EE 1D 40,5 (61,40) |1 ReLU
6 EE 1D 40,5 (51,40) |1 ReLU
7 EE 1D 40,5 (51,40) |1 ReLU
8 EE ID 40,5 (51,40) |1 ReLU
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