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BBEJIEHUE
[Iporpamma nnss 3BM «IIporpammuas cuctema NGSWizard 1.3» (nanee

no Tekcty «lIporpammay) mpemHasHadeHa st OOpaOOTKH W WHTEPIIPETAIHU
JAHHBIX, a TaKXe JJII MOHHUTOPUHIA 3a MOJIEKYJISIPHO-T€HETUYECKUMU
NOKa3aTeNsIMM PEUUANBHON TIIMOOJIACTOMBI U MOAJEPKKU HPUHATUS PEIICHUN
MEIUIUHCKUX PAOOTHUKOB I10 JICUECHUIO.

BxomupiMu  nmaHHeiMM @ gans [IporpaMmbl  SBISIIOTCS  JaHHBIE
CEKBEHHUPOBAHMUs TBEPIOM M KUIKOH OHOINCHU OIyXOJH, MOJTy4daemble INpU
CEKBEHUPOBAHMM OOpa3lOB Ha CEKBEHaTopax HOBOro mnokosieHus (Next
Generation Sequencing, NGS).

[Iporpamma cinyxut o0nadyHol miuaThopMor st OMOMH(POPMATHKOB U

MCINIIMHCKHUX I'CHCTHKOB.



1.  BBIINIOJIHEHUME ITPOI'PAMMBI

1.1 3arpy3ka u 3anyck IIporpamMmmbi

Jns 3amycka [Iporpammel He00X0AUMO:

1. Ha xommbrorepe OTKpBITH Opay3ep (TapaHTHpoBaHa TOACPKKA
opayzepoB Google Chrome Bepcuu He Hmke 50.0.2661, Mozilla Firefox Bepcun
He Huwxke 52, Safari Bepcun He Hmxke 10.0, Microsoft Edge Bepcuu He Huxke

41.16299.15, Microsoft Internet Explorer Bepcuu He Hike 11).

2. B Opaysepe mepelith mo ccbuike https://ru.genomenal.com®,
oTo0pa3uTcs cTpaHuila aBropusaiuu (Bxoaa) B [Iporpamme (Pucynok 1).
*TIpumeuyanne: URL-anpec moxer otimyathes, ecnu [IporpamMmma Obuia

YCTaHOBJIEHA Ha 000pyAOBaHNE, IPEAOCTABICHHOE KOMIIaHUEN 1TOJIb30BATEIS.

1GS+WIZAND

AOBPO Boimn
MOXXAJIOBATb '
HA NGS WIZARD

Beb: no dop WKe ANA CneuuanicTos
No6oro ypoeHs GUOMHGOPMaTUUECKON NOArOTOBKYU

ABTOMaTHIUP P Kaun LUA AaHHbIX
NGS reHoma yenoseka

Bepews: 1.7

NOVEL nomra  ycnos v

Pucynok 1 — Crpanuiia aBTopuzanuu (BXoza)

1.2 Co3nanue (perucTpanus) noJjb30BaTe s

Jlnst co3nanust (perucTpanyy) HoOBOro Mojb30BaTessi HEOOXOAUMO:

1. [TepeiiTi MO CCBUIKE MPUTIIANIEHUS, KOTOpas ObLIa OTIpaBlieHA HA
aJipec AIEKTPOHHOM MOYTHI KJIUEHTA WM MepeiaHa KINECHTY aAMHUHUCTPATOPOM
Cucrempl. Ecnmu y Bac Her ccbulku mpuriameHusi, oOpaTUTECh K

aIMHUHHUCTPATO Cucrem 1o aapec DJIEKTPOHHOM MMOYTHI
Yy Yy Yy


https://ru.genomenal.com/login

info@genomenal.com. Ilocne mnepexona MO CChUIKE OTKPOETCS CTpaHHUIA

peructpaiuu [Tonb3oBatens (Pucynok 2).

3aperucTpupyiTe akkayHT

E-MAIL

e \

norux

‘ Bsagwre Baw norw ‘

nAPONL

m— \

[ w0 ycnoswa wemonaoaasns u
DOMMTHKY KOHPHASHLRATEHOCT

Pucynok 2 — Crpanwnmna peructpanuu [Tob3oBarens

2. Ha ctpanune B ¢opme peructparuu crnpaba (Pucynok 3) BBecTn

aapec snexktponHoi nmoutsl (E-MAIL), norun u naposs.

3aperncTpupynTe akkayHT

E-MAIL

[ BeepuTe Baw e-mail J
NOrnH

[ Beepgute Baw noruH J
MNAPOJb

[ BeepuTe Balu naponb J

D A NPUHMMAEKD YCNIOBMA UCNONB30BAHMA W
NONMUTUKY KOHPUAEHLMANBHOCTH

3apeructpupoBaTbcea

Pucynok 3 — ®opma perucrparuu akkaynta [Toms3oBarens



3. YcTaHOBUTH rajlodyKy corjacusda C YyCIOBHAMH MHCIIOJIIB30OBAHHUA U

MOJIMTUKON KOHPHUIEHITHATBHOCTH [IporpamMmabi.

3
4, HaxaTp Ha KHOIIKY HOJITBEPKACHUSA ,

OTKpoeTCs CTpaHUIa MOATBEPKACHHS SJICKTPOHHOM 1ouThI (PrcyHOK 4).

IIGS4+WIZARD'

by GENOMENAL

AOBPO
n O)KAn 0 BAT b NoaTeepXAeHUe aNeKTPOHHOM
HA NGS WIZARD

Beb: no WKe ana 0B
nioBoro ypoBHA GUOMHHOPMaTUYECKON NOATOTOBKYU

| appeca. MoxanyWcra,

Kaun LMA AaHHbIX nepeRauTe No CCbINKe ANS
NGS reHoma uenosexa 3aBepUWEHNA PErucTpaLmy

Bepcus: 1.8.0-SNAPSHOT

YsHats Gonbuue [oxymenTauun

NOVEL  nonutuxa ycnosma

Pucynok 4 — Crtpanuiia moaATBEPKI€HUS JJIEKTPOHHON MOYTHI

S. IlepenT 1O CCBUIKE TOATBEPKICHUSA, OTIIPABICHHOM Ha aapec
ANEKTPOHHOM TMOYThI, YKa3aHHOW mnpu peructpauur. OTKpoeTcs TrIaBHAs

ctpanuna [Iporpammer (cTpanuiia «Bce manuenTs»; PucyHok 5).

NGS+WIZARD" S} 2 3arpyaurs o6pasm

¥ NALMEHTHI
AoGaBbTe NayneHTa v

m Bce nayWeHThbl

Pucynok 5 — OroOpakenue rnaBHoi crpanuiibl [Iporpammel (cTtpanuiia «Bce nanueHTsn)
JUISL HOBOT'O 1OJIb30BaTENs



1.3 ABrTopu3auus noJsb3oBarte’isi (Bxoa) B Ilporpamme
Jnsa aBropuzauuu B Ilporpamme 3aperucTpupOBaHHOMY MOJIb30BATEIIO
HEOOXOAMMO Ha CTpaHMIIe aBTOpu3anuu B (Gopme Bxoma copaBa (Pucynok 6)

BBCCTH CBOM YUYCTHBIC JAHHBIC: JIOTUH WJIN aJIpCC 3J'ICKTpOHHOI>i ITIOYTHI 1 IIapOJib.

BonTtu

E-MAIL U NOTUH

NAPONb

Bowntun

3abblin napons?

Eweé HeT akkayHTa? 3apeructpupoBaTbcs

Pucynok 6 — dopma BBO/Ia YYETHBIX TAHHBIX ITOJI30BATEIIS

[Tocne ycnemnHoit aBTopuszaiuu B IIporpamme oToOpasutTcs riaBHas
ctpanunia IIporpammel (ctpanuinia «Bce manuents»). st mosb3oBartesns, y
KOTOPOTO HET JN00aBJIEHHBIX MAIlMEHTOB, CTpaHUIlA Oy/IeT MMETh BUJ KaK Ha
Pucynox 5. Bua crpanuibl ¢ 100aBJICHHBIM MMAIMEHTOM TMPEACTaBICH Ha

Pucynox 7.



I]GS +W-!§ﬁ\-ﬁp Q T 3arpysuts o6pasiysi

¥ NAUMEHTHI
MALMUEHT CTATYC OBPA3EL KOroPTA co3afgaH & WM3MEHEH

[R) Bce nauynenTsi

Patient_1

1-1us1

Pucynok 7 — OtobpaxeHnue rinaBHoi ctpanuibl [Iporpammel (ctpanuna «Bcee namueHTs)
IUIs TI0JIb30BATEN € 100ABIEHHBIM NALIUEHTOM

1.4 OcHoBHbIe cTpanuubl IIporpaMmvbi

Ha rmaBHoii ctpanuue [Iporpammel (ctpanuna «Bce manueHTs») ciesa,
Ha OOKOBOM IaHENIM HAaBUTallMH, PAcIOIararoTcs Cieayroue OJOKH CTpaHUILL:
«lTanuents», «3amyckn», «I'pynnoBoil aHanus», «Koropte» u «HacTpoikmy.
[Tonp30BaTens MOXKET OCYWIECTBIATH IIEPEXOABI IO BCEM  BIIOKEHHBIM
CTpaHuIlaM B OJIOKaX MyTEeM Ha)KaTHs JI€BOM KHOMNKHU MBIIIKA Ha HEOOXOAUMOE
Ha3BaHUE CTPAHULIBI.

bnok ctpanun «IlanueHTH) BKIIOYAET B ce0sl IEPEXO0/Ibl Ha CIAEAYIOLINE
CTpPaHULIBL:

e «Bce mamuMeHTBD» — CTpaHMIla, HA KOTOPOM IpEACTaBIICEHA
uH(pOpMaIIHS O BCEX CO3aHHBIX MOJIb30BaTeNieM nanueHTax (PucyHok 7);

e «QOOpadarbIBaercs» — CTpaHMIla, Ha KOTOPOM NIPEACTaBIECHA
nH(pOopMaIus 0 NaueHTax, AJisi KOTOPbIX MPOIIecC aHaan3a 00pa3lioB HAXOJUTCS

B ctaryce «IN. PROGRESSy (Pucynok 8);




IIGS +WIEZA[$_D Q 1 3arpysuTb o6pa3supbl

~ NAUMEHTHI . . -
MAUMEHT CTATYC OBPA3EL KOropTA CO30AH + W3MEHEH

[ Bce naumenTs

& 0O6pabatbiBaeTcs

Pucynok 8 — Ctpanuia «O0pabaTbiBaeTCs

o «IIpobaeMbDy — CTpaHHUIla, HA KOTOPOH Mpe/cTaBlIeHa HH(popMaIus O

MalMeHTax, B IMPOLECcCe aHajlu3a O0pa3loB KOTOPHIX ObUIM OOHAPY>KEHbI

po0JIeMbl WK 0COOEHHOCTH JaHHbIX (PucyHOk 9);

[IGS +W}IEZAJ?,LD Q 2 3arpyauts obpa3yp

¥ MNALUWUEHTHI

MAUMEHT CTATYC OBPA3EY KOrorTA co3anaH M3IMEHEH

Pucynok 9 — Ctpanuia «I[IpoOGaembny

o «ApxHMB» — CTpaHUWIla, HA KOTOpPOH mpencraBieHa WHMopmaius o

nareHTax, JaHHbIe KOTOPhIX ObUTH apXuBHpoBaHbl, (Pucynok 10).



IIGS+WIZ!‘\’P|“D Q OYUCTUT apXuB

¥ MAUMEHTH
TALUMEHT CTATYC OBPA3EU KOropTA CO3[AH 4 W3MEHEH

U—l] Bce nayneHTs!

Pucynok 10 — Ctpanuna «ApxXus»
Ha ctpanunax Omnoka «llaumeHnTs» mH(pOpManus mpencTaBlieHa B BHJE
TaOJINLBI CO CIEAYIOIUMHU KOJIOHKAMU:
o (TALIMEHT)» — kononka, coaepxaiiasi HHOOpMaLUIO O MAlMEHTAX,
CO3JaHHBIX I10JIb30BATEIIEM;

o «(CTATYC» — xonoHka, cojaepxkamias HHGOPMAIMIO O CTaTycax

3arpy>KeHHBIX 00Pa3IOB KAXKOTO MAIIHEHTA:
v B pabore (IN_PROGRESS; oro6paxaercs B BUji€ 3HaKa Q ),

v ycnemnsiii (SUCCESS; orobpaxaercs B BUjI€ 3HaKa ),
v' mpobiemusiii (PROBLEMS; oto6paskaetcs B Bujie 3Haka ),
v’ ueynasumiics (FAILED; otoGpakaeTcs B BHJIE 3HaKa a );
e «OBPA3ELl» — koJi0HKa, coaeprkalias HHPOPMaLUIO O 3arpyKEHHBIX

oOpasiax KaxkJI0To TMalMeHTa: 00pasIbl OMyXOJEBOM TKaHU OTOOpa)karoTCs B

BUJIC 3aTIOJTHEHHBIX KPYTOB:
v cunnx ® s o6pasios B paGore,
v’ 4epHBIX ® i yCHENHO 00pabOTaHHBIX 00PA3IOB,
v’ OpamKeBBIX  JUIS MPOOJEMHBIX 00pasIioB,

v KpacHbBIX ® JUTSL HEYIaBITUXCST 00pa3IioB;

10



00pa3Ilbl HEOIMYX0JIEBOM TKAaHH OTOOPaXKAIOTCS B BUJIE ITYCThIX KPYTOB:
v cumnx © s 06pasmos B paGorte,
v’ UepHBIX O JUISL yCHENTHO 00paboTaHHBIX 00Pa3IIoB,
v OpamXeBBIX ' IS MPOOJIEMHBIX 00pasIioB,
v’ KpacHBIX O nns HEYIaBIINXCSI 00PasIoB;
o «KOI'OPTA» — KoJIOHKa, cojepiKaillas Ha3BaHUE KOTOpPTHI, K
KOTOPOW OTHOCHUTCS MMAllMCHT;
o «CO3JIAH» — komoHka, cojaeprkaias aaTy q100aBICHUS MaIllMCHTa B
dbopmaTe «IHCIIO MECSI] TO.
o «MU3MEHEH» — kononka, coaep:kaiias 1aty MmocieIHuX U3MEHEHUN
B JIaHHBIX MalMeHTa B dopmaTe «4uciao mecsai roay. Ha crpanumax «Bcee
nanueHTe», «O0pabdarpiBaeTcs» U «lIpobGiaeMb» mpH HaBEISHUM Kypcopa Ha

3HAYE€HHE JAHHON KOJIOHKM JIJIsl IMAIMEHTa IOSBJISIOTCS aKTUBHBIC DJIEMEHTEHI,
MO3BOJIAIOIIME 3arPy3UTh 0OpasLbl MALMEHTY ( - ) ¥ apXUBHPOBATh JAHHBIE
nanmenta (¥). Ha CTpaHHIle «ApXHMB» IPU HABEACHUU Kypcopa Ha 3HAYCHHE
JAHHOM  KOJIOHKM JUIS IIAlME€HTa IOSBJISIOTCS  aKTUBHBIE  DJIEMEHTHI,
MO3BOJIIOIIME BOCCTAHOBMTH JaHHbIE MammeHta (D) M yAaiuTh JaHHBIE
nanueHTa (Er ).

Biok crpanui «3amycKu» BKIIOYACT B ce0s MEPEXObl HA CIIECIYIOIINE
CTPaHUIIBI:

«3amycKku» — CTpaHHIla, HA KOTOPOH MpejcTaBieHa HHPOpMaIUs O BCeX

100aBJICHHBIX MOJIb30BaTeeM 3amyckax (PucyHok 11);

11



NGS+WIZARD" IS

3
3ANYCK CTATYC OBPA3LA COo3nAH + W3IMEHEH

¥ 3ANYCKH

msawum

[X) Apxus

Pucynok 11 — CTpaHuna «3amyCcKm»

«ApXuB» — CTpaHMIIAa, HAa KOTOpPOM MpeacTaBieHa HHPoOpMaUUs O
3amycKax, JaHHbIE KOTOPBIX ObLIA apXUBUPOBAHBI.

Ha crpanunax Onoka «3amycku» WHGOpMAIMs TMPEACTaBICHA B BHJIE
Ta0IUIIBI CO CIEAYIOIIMMU KOJIOHKAMM:

o (3AITYCK» — koJioHKa, cojepxamias UHPOpMAIMIO O 3aIlycKax,
CO3JIaHHBIX MOJIb30BATEIIEM;

e «CTATYC OBPA3IIA» — komoHKa, cofepxkalias UHPOPMAIUI0 O
KOJIMYECTBE 3arpy>KeHHbIX 00pa3lOB B OINPEACICHHOM CTaTyce ISl KaXKII0ro

3amycka:
B pabote (IN_ PROGRESS; orobpaxkaeTcst B BUjie 3HaKa Q ),

yenemdbiii (SUCCESS; oTtoOpaxaercst B BUIE 3HaKa ),

ARNEEEN

npobnemubiii (PROBLEMS; otoOpaxaercs B Buze 3Haka ),

v' meynasumiics (FAILED; otobpaxkaeTcs B BUIe 3HaKa Ay );
o «CO3JIAH» — koJioHKa, coiepskalias aTy JA00aBJICHHs 3aIlycka B
(dopMaTe «4HCIIO MECAIl FOy;
o «M3MEHEHY - kosoHKa, cozepxalias 1aTy NOCIEAHUX U3MEHEHUH B

JAHHBIX 3amycKka B popMaTe «9ucio mecsi] roa». Ha ctpanuiie «3amyckn» npu

12



HaBCACHHUHN KYypCOpa Ha 3HAYCHUC I[aHHOﬁ KOJIOHKH I 3aIlyCKa IMOABJIACTCSA

AKTUBHBIA 3JIEMEHT, MO3BOJIIOLIMI apXWBHUPOBATh JaHHBIE 3aIlyCKa (E[). Ha
CTPAaHMIIE «APXUB» IPU HABEJACHUH Kypcopa HAa 3HAYCHHUE JAHHOW KOJIOHKHU IS
3aIlyCKa TOSIBIIAIOTCS AaKTUBHBIE JJEMEHTHI, IO3BOJISIOIINE BOCCTAHOBUTH
JTAHHBIE 3aITyCKa ('@) Y YJaJUTh TaHHBIE 3aITyCKa (Er ).

bnok ctpanun «I'pynnoBoii aHaiau3» BKIIOYaeT B ceOs Mmepexoabl Ha
CJIEIyIOIME CTPAHMIIBL:

e «Bce aHamM3b» — CTpaHWLA, Ha KOTOPOM IIPEACTABICHBI BCE

CO3J/IaHHBIC TpyIIoBbIe aHaM3bI (PucyHnok 12);

”GS*WIEZN}D lpynnosow aHanus

4 umMs CTATYC T™n ONUCAHUE WU3MEHEH

»

¥ FPYNNOBOW AHANU3

Dsoemm

Pucynok 12 — Ctpanuna «Bce aHanu3b»

® «ApXHMB» — CTpaHUIa, HA KOTOPOW MpejcTaBieHa WHGOpMAIUSI O
TPYIIOBBIX aHATN3aX, KOTOPhIE ObUIH apXUBUPOBAHBI.

Ha ctpanwnmax 6;oka «['pynmoBoii ananu3» uHbopMaIius npeicTaBieHa B
BU/JI€ TAOJIMLIBI CO CIAEAYIOMUMH KOJOHKAMH:

o «MS» — KonoHKa, coziepKallasi Ha3BaHWE TPYNIIOBOTO aHAJIN3A;

o «CTATYC» — konoHKa, cojepxalnias WH(OpMaIHM0 O cTaTyce

IPYIIIOBOTO aHAIN3a!

v B pabore (IN_PROGRESS; oro6paxaercs B BUie 3HaKa Q ),

13



v ycnemnsiit (SUCCESS; oro6pakaercs B BUjie 3Haka ),
v mpobiemusiii (PROBLEMS; otobpaskaetcs B Bujie 3Haka ),

v’ ueynasumiics (FAILED; oroOpaaeTcs B BHJIE 3HaKa i );

o «TUIIl» — xonoHka, coaepxainas HHGOPMAIIUIO O TUIIE TPYIIIOBOTO
aHam3a;

o «OIMMCAHHUE» — KkoyoOHKa, cojlepxalias OMHCAaHWE TPYIIOBOrO
aHanu3a;

o «M3MEHEH» — kononka, coaep:kaiias AaTy MOCIEeIHUX U3MEHECHUM
IpyINIoOBOro aHaiu3a B (opmare «uucio mecsau rog». Ha crpanune «Bcee
AHAJIM3bD» [PU HABEJICHUHU Kypcopa HA 3HAYEHUE JaHHOU KOJIOHKHU JUIS aHaIu3a

MOSBIISICTCS aKTUBHBIM JJICMCHT, HO3BOJ'I$IIOIHHI>1 APXUBUPOBATH JAHHBIC 3aITyCKa

(Ef)_ Ha crpanunie «ApxuB» mnpu HaBEACHUHM Kypcopa Ha 3HA4YCHUE JTaHHOM

KOJIOHKHM JJIA 3allyCKa IOABJIAIOTCA AKTHUBHBIC OJJICMCHTBI, I103BOJISAIOIIHC

BOCCTAHOBUTH JJAHHBIE 3aITyCKa (®) Y yJAQJINTh JAHHBIE 3aIlyCKa (Er ).
B Onoke ctpanun «Koroprep» pacrnosiararorcs nepexoibl Ha CTpaHHIIbI
n00aBIIEHHBIX MMOJIb30BaTeNeM Koropt. Ecin 1006aBieHHBIX KOTOPT HET, TO OJIOK

«Koropte» COIEpKAT OKHO ISl TPYIIIUPOBKY MALMEHTOB B KOTOPTHI U KHOIIKY

TS TOOABJICHHSI KOTOPTHI © (Pucynox 13).

14



IIGS+W-IZAP|_P Q 2 3arpysute o6pasup

AoBaebTe NauueHTa u

¥ KOFOPThI

Pucynoxk 13 — bnok crpanun «Koroptsn» 6e3 100aBIEHHBIX KOTOPT

bnok crpanui; « HacTpoiikuy» BKItOUaeT B ce0s Mepexoabl Ha CICAYIONIUE
CTPAHUILIBI:
e «Hacrpoiitkm» — cTpaHHWIa, Ha KOTOPOM  MPEICTABICHBI

IpeIBAPUTEIIbHBIC YCTAHOBKH HACTPOESK IS aHaau3a oopasios (PucyHok 14);

J106aBuTh NPeRyCTaHOBKY

¢ HauanbHan cTpaHuua [ HacTpoitku HacTpoex

NPEABAPUTENIbHAR ONUCAHU no
YCTAHOBKA HACTPOEK bl YMONYAHHIO

W3MEHEH

Germline variant analysis

Somatic and Germline variant »
analysis

~ HACTPOWKM

{@ Hactpoikm

Pucynok 14 — Ctpanuna «Hactpoikm»

HpnMeanne: KomunuectBo u BHUJ IMPEAYCTAaHOBOK HACTPOCK 3aBHUCHUT OT

IMEPBOHAYAJIIBHBIX HACTPOCK, CACIAHHBIX aAMUHHUCTPATOPOM Cucremsl.

15



Ha ctpanune «Hactpoiikuy uHdopMmalius npeacTaBieHa B BUAC TaOIHIIbI
CO CIEAYIOUINMU KOJIOHKAMMU:

o (IIPEABAPUTEJIBHAA YCTAHOBKA HACTPOEK» - komoHKa,
coaeprkallias Ha3BaHHWE MPEAYCTAHOBKU HACTPOEK;

o «OIIMCAHUE)» - xomoHKa, coAepkalias ONHCAaHUE MPEayCTaHOBKHU
HACTPOEK;

o «I10 YMOJIYAHUIO» - KOOHKA, B KOTOPOM rajoukoii ¥ oTMedeHa
IpeayCTaHOBKA HACTPOEK, KOTOpas BBHIOMpACTCS IO YMOJYAHUIO JJIS aHAIU3a
00pa3IoB IIpH UX 3arpy3Ke;

o «M3MEHEH)» - konoHKa, coaepskanias AaTy MOCICIHUX U3MECHEHUMN
MIPEyCTaHOBKH HACTPOECK B (popMaTe «4UHUCIIO Mecsi Troma». [lpu HaBemeHuu
Kypcopa Ha 3HAQYEHHWE JAHHOM KOJIOHKHM ISl IPEIYCTAHOBKM HACTPOEK, HE

BBI6paHHOﬁ 10 YMOJIYAaHHIO, ITOABJIAIOTCA dKTUBHBIC 3JICMCHTBI, ITO3BOJIAIOIINC

YCTaHOBUTB NPETYCTAHOBKY 110 YMOJIYAHHIO (") m YAQIUTH NIPETYyCTAHOBKY (Er

«II1a0JI0HBI 0TYETOBY» — CTPAHUILIA, HA KOTOPOU MPEACTABICHBI I1aOJIOHBI
OTYETOB, KOTOpbIE MOTYT OBbITh C(HOPMUPOBaHBI MOJB30BATENEM IS

JabHEHIIIETO MPEICTABICHUS Pe3yJIbTaTOB aHamu3a 00pasnoB (PucyHok 15);

(N[OSE VI PA DM < Hauanbhas crpanuua / LABNOHBI OTYETOB MmnopT Wabnoka OTyeta
by GENOMENAL

NPUMEHWM K

OBPA3LIAM AKTHBEH M3MEHEH

HMa OMUCAHWE

OTueT ANnA aHanu3a rNMomel v

¥ HACTPOWKH

Pucynok 15 — Ctpanuna «I11aG10HbI 0OTYETOB
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Ha crtpanune «I1la6i1oHbl oTU4eTOBY» MH(MOpPMAIMS MPEICTABICHA B BHUJIC
TaOJUIBI CO CJICTYIOMIMMU KOJTOHKAMM:

o «MMS» — xonoHKa, copepKaiias Ha3BaHUe 1a0JI0Ha OTYETA,

o «OIIMCAHHUE» — xonoHKa, cojepxamias ONHUCaHUE MIabJIoHa
OTHYETA;
o «IIPUMEHMM K OBPA3IIAM» — KOJIOHKa, cojaepKalias

uHboOpMalMi0O O TUMe 00pa3loB, K KOTOPHIM MpUMEHUM ImalnoH: JlroObie,

Omnyxonessie, Heonmyxonebie;

e «AKTUBEH» — KOIOHKAa, B KOTOPOM Trajo4koii ¥ OTMEYEHbI
AKTUBHBIE OTYETHI;

o ««MU3MEHEH» — kononka, conep:kaiias 1aty MmocieIHuX U3MEHEHUN
mabsioHa oryeta B opmate «uucio mecsi] roay. [Ipu HaBenenun Kypcopa Ha

3HAa4YCHUC I[aHHOﬁ KOJIOHKHN JJIAd mradJoHa OTYETa MOSBISICTCS AKTHBHBIN

AJIEMEHT, MO3BOJISIIOLIUN YAAIUTh 11a0JI0H (Er ).
«IlaHesn TeHOB» — CTpaHUIlA, HA KOTOPOM MPE/ICTABJICHBI MMAHEIHN T€HOB,
M0 KOTOPHIM B JaJIbHEUINIEM MOXHO TPOBOJAUTH (PHIBTPAIIMIO BBISBICHHBIX

BapuaHToB (Pucynox 16);

[o6aBnTh naKens WMnopTHpoBaT MMnopT u3
reHos CNHCOK reHoB GuGnuoTekn

¢ HavanbHan cTpaHuua / NaHenu reHoe

NAHENb FEHOB OMNWUCAHHE

¥ HACTPOAKH

Pucynok 16 — Ctpanuna «Ilanenu reHOB»
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Ha crpanune «Ilanenu reHoB» wuHboOpMals MpeacTaBiceHa B BHJE
TaOJUIBI CO CICYIOIIUMU KOJOHKAMM:

o «ITAHEJIb I'EHOB» — KkoJlOHKa, cojeprkailias Ha3BaHUE MaHEIH
TEHOB;

o «OIIMCAHUE)» — koJioHKa, coaepxKaliias OMMCaHue TaHeJIN T€HOB.

«PearenTsl Capture Kit» — crpanuna, Ha KOTOpPOW MNpPEACTaBIECHBI
BCTPOCHHBIEC U 3arpyxeHHble peareHThl Capture Kit, KOTOpble MOXKHO yKa3aTh
IIPHU 3arpy3Ke Pe3yIbTaTOB TAPTETHOTO CEKBEHUPOBAHUS ISl O0Jee TOUYHOTO U

obicTporo aHamm3a (Pucynok 17);

3arpy3uTb HaGop

« HauvanbHan cTpanuya / PearenTbl Capture Kit capture kit

WMs ™R ANWAHA

Agilent OneSeq Human All Exon

AmpliSeq for lllumina Cancer Hotspot Panel v2

AmpliSeq for lllumina Childhood Cancer Panel

¥ HACTPOWMKWA

@) HacTpoiiku AmpliSeq for lllumina Comprehensive Cancer Panel

AmpliSeq for lllumina Comprehensive Panel v3

AmpliSeq for lllumina Exome Panel

AmpliSeq for llumina Focus Panel

AmpliSeq for lllumina Myeloid Panel

IDT xGen Exome Research Panel v1.0

Mitochondrial

Pucynok 17 — Ctpanuna «Pearentsl Capture Kity»

Ha crpanunie «Pearentst Capture Kit» mndopmarus npencraBieHa B
BH/JIE€ TAOJIMILIBI CO CIAEAYIOIIMMH KOJIOHKAMM:
o «UMMJSI» - konmoHka, coneprkaiast HazBanue pearenra Capture Kit;
o «TUIl» - xonoHka, comepxamias WHOOPMALMIO O THUIIE pPEarcHTa:
Bcerpoennsiit uiu [Tonp3oBaTenbckuil (3arpykeHHBIN MOJIb30BATEIEM);

o «JIUIMHA» - komoHka, coiepkamas WH(pOpMaIMi0 O CyMMapHOUN

AJIMHE pearcHra 1o BCEM rcHOMHBIM MHTCPBAJIaM.
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«Iloab30oBaTebCKHE AHHOTAIIUN» — CTpaHHIIa, Ha KOTOpOﬁ
MMPCACTABJICHBI 3arpy’KCHHBIC IMOJIB30BATCIICM aHHOTAIIWMH, 110 KOTOPBIM 6YI[YT

AaHHOTHPOBATHCS HaliIcHHbIC BapuaHThl (Pucynok 18);

(N[OSE QYIPA N2Vl  « Hauancuan crpanuua [ Monb3oBaTenbCKMe aHHOTALMK 3arpysuTh ua daitna

UMA CTATYC ™ W3MEHEH

Pucynok 18 — Crpanuna «Ilonb3oBarenbckue aHHOTAIIUN

Ha  crpanune  «llomp3oBarenbckue — aHHOTaUW»  MHOOpMaIms
MpeICTaBlICHa B BU/IE TAOIHUIIBI CO CIEAYIONIMMH KOJOHKAMU

o «MMS» — KkonoHKa, coJieprKallasi HA3BaHUE aHHOTAIlUY;

o «CTATYC» — koiioHKa, coaepxaimias uH(popMaluioo o cTaTycax
3arpy’KEHHbIX aHHOTALUM:

v' TIpoluecc NOArOTOBKH HE 3aIlyIleH,

v’ O6pabarbiBaercs (C')),

v SUCCESS (orobpaxaercs B Buge 30aka ¥ (SUCCESS) unu
(PROBLEMS)),
v Oumbka (4 ; FAILED);

o «TUIl» — xonoHka, cojaeprkaiias WHPOPMAIMIO O TOM, OyJeT Jin

WCIIOJIb30BAaThCSl 3arpykKeHHass aHHOTauus B KadectBe 60a3zpl COSMIC (

&y cosmic
) WK HeT (MyCToe 3HAYEHUE);
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o «M3MEHEH» - xononka, coaepxaiiasi JaTy MOCICIHUX U3MEHEHUM
M0JIb30BaTENIbCKOM aHHOTAIMK B hopMaTe «4HuciIo Mecsll roa». [Ipu HaBeneHun

Kypcopa Ha 3HAay€HUE JAHHON KOJOHKHM JUIsl IMOJIb30BATEIbCKON aHHOTAlUU

MOSIBIISIETCS aKTUBHBIN 3JIEMEHT, TTO3BOJISIOMINN yIaTUTh (DAl aHHOTAIHH (Er ).

1.5 VYnpapieHue naumeHTaMHu

1.5.1 Co3nanue nanueHTa 0 3arpy3KM JaHHBIX NALMEHTA

1. HaxaTp Ha KHOIIKY J100aBJIEHMS TALIUEHTA (Pucynox

19). OTkpoercs ¢hopMa 3aIlOJIHEHUS JaHHBIX 0 HOBOM manuenTe (Pucynoxk 20).

s+ wizo i

¥ MALMEHTB

po6aebTe NaLUEHTa |
m Bce nayueHTsi

Pucynok 19 — J[oGaBiieHHE HOBOTO IMaI[MeHTa

2. 3anonuuth hopmy (Pucynok 20), koTopasi BKIIto4aeT B ceOs:

e 00s3aTeNbHOE IS 3aMOJIHCHHS, OTMeUeHHOe 3HakoM ~ mone «KO/[

[TAIIMEHTA» (mpuHuMaeT J1to0ble 3HaYeHus);
e HeoOsA3aTeabHOE I 3anoaHeHus none « MMM Sy namuenta;

e HeoOsa3aTenpHOE I 3anonHenns nojie « DAMUIIN Sy nmanuenTa.
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HobaenTb NaumeHTa

MoHO A06aBUTE AONONHUTENBHYKO
MHOPMALIMIO B NPOYKUIIb MaLVeHTa No3xKe.

KOJ[ NALMEHTA *

NUMA

SAMUNUA

OTMEeHUTb Cos3gatb

PI/ICYHOK 20 — d)opMa 3aI10JIHCHUA JaHHBIX O HOBOM IIAITMCHTC

3. Haxartp Ha KHOIIKY IIOATBCPKACHHUA CO3daHHA HOBOI'O IIaAlIMCHTA

Co3patb
_(PI/IcyHOK 21). Tlpu HEOOXOTUMOCTH OTMEHHTH pEIICHUE O

CO3JaHMK HOBOI'o ImanuMEHTa C IIOMOIIBXO KHOIIKM OTMCHBI I[CflCTBHSI

OTMEHUTb

l IGS +W|ZAP.D Q MoMcK NAYWEHTOR NO KOAY MNK UMEHK 2 3arpyauts o6pasusi

¥ NAUMEHTHI

Yro6el HauaTe o6paboTky obpa3syoe, fob:
[NoBaeuTb NnauueHTa

GD Bee naymentol

MoXHO A0BaBUTE AONONHUTENEHYIO
MHPOPMALMIO B NPOGUNL NALMENTE NO3KE.

KOfl NALMEHTA *

Patient_1|

UMA

SAMUTNNA

oruere

Pucynox 21 — INoaTBepikeHNe CO3/1aHUsI HOBOTO MAIIMEHTA

[Tocie mnOATBEpKICHUS JIEUCTBHUS O CO3JAHMM HOBOIO TAIlMEHTa

0TOOpa3UTCs CTPAHMIIA 3arPy3KH JaHHBIX 3TOro namuenta (PucyHnok 22).
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| |GS§W|ZA‘FI’|D « Bce nauyuenTbl / Patient_1

¥ NAUMEHTHI
= Ha6op o6pasuoe UHdopmayusa naymneHTa
() Bce naymenTsi @ ONYXONEBAA TKAHb o i”?“llﬁi,ﬁr‘iiﬂt HACTPOWKM AHANM3A KON NAUMEHTA DATA PEFUCTPALIMM
. 2/3/2022
Somatic and Germline varia... Patient1
i OTYECTBO
TUN CEKBEHUPOBAHMUS
O6HapyXuTb aBTOMaTU4eC... =
SAias non
BO3PACT

DATA POXAEHUA
Ananusuposatb 06pasybl

KOTOPTA

NOCTABNEHHbIA IMATHO3

DATA NOCTAHOBKMW IMATHO3A

Pucynok 22 — Crpanuna 3arpy3kd JaHHBIX HOBOTO MAIMEHTa C HACTPOWKOM aHaIn3a
«Somatic and Germline variant analysis»

[Ipumep 3arpy3ku JaHHbIX (00pa3llOB CEKBEHUPOBAHMS) MALMEHTA

moApoOHO paccMaTpuBaeTcs B pazjaeine 1.6.2.

1.5.2 Co3aaHue namueHTa BO BpeMs 3arpy3KH JaHHBIX MAMEeHTA
Co3paTth manuMeHTa MOXHO BO BpeMsl 3arpy3KH JaHHBIX Ha CTPAHUILIC

MHOKECTBEHHOM 3arpy3ku JaHHbIX. [[ng mepexoma Ha 3Ty CTpaHuULY

1 3arpysutb o6pasubl
HEOOXOAMMO HaXaThb HA KHOMKY Ha cTpaHuue «Bce

narueHTe (Pucynok 23).
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Q L darpysums obpasu

uoe, pob6asbTe nauuveHTa ¥ F ¥ Wnb I uoe

* MALUMEHTbI

m Bce nayueHTbl

Pucynox 23 — Ilepexoxa Ha CTpaHUIly MHOKECTBEHHOM 3arpy3Kd JaHHBIX

Ha otkpbiBLIEHCS CTpaHHIle HEOOXOAMMO Ha)kaTh Ha II0J€ BbIOOpa

nanventa (PucyHox 24) w B BBINABIIEM CIHCKE HaXaTh Ha CTPOKY

HoBblii nauueHT =+

. A
1. 3arpysutb Gaiinbl 2. CocTaBuTb Habop 06pasLoB 3. MpoBepuTb 06pasubl Ha;:;:f::a“

MNAUMEHT *

HACTPOMKW AHATIU3A

Somatic and Germline variant ...

TWUN CEKBEHUPOBAHWA

O6HapyXUTb aBTOMaTU4eCKU

@ OMNYXONEBARA TKAHB

COOTBETCTBYIOLAA HEOMYXOJIEBAA

o TKAHb

Lo6aenTk Habop 0bpasLoB

Pucynok 24 — CrtpaHuiia MHOXKECTBEHHOM 3arpy3KH1 JIaHHBIX ¢ HACTPOMKOM aHaIN3a
«Somatic and Germline variant analysis»
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B pe3ynbrare otkpoercs ¢popma 3aroaHEHUs TaHHBIX O HOBOM IallMEHTe
(Pucynok 20). Jlns co3naHus NalieHTa HEOOXOAUMO BBITIOJHUTH IMYHKTHI 2 U 3
u3 pazzaena 1.5.1.

[Ipumep 3arpy3ku naHHbIX (0Opa3llOB CEKBEHUPOBAHUS) HAa CTpPAHULIE

MHO>KECTBEHHOM 3arpy3Ku JaHHBIX MOAPOOHO paccMaTpuBaeTcs B pazaene 1.6.2.

1.5.3 ApxuBupoBaHue, yJaajieHHe W BOCCTAHOBJIEHHE JAHHBIX
nanueHTa

Y mnonp30BaTeias HMMEETCS BO3MOXXHOCTH APXUBUPOBAHHA OAHHBIX O
HCAKTYaJIbHbIX Ha ,Z[aHHBIfI MOMCHT BPCMCHM IIalIUCHTAaX.

J111s1 TOT0 HEOOXOAUMO:

1. HaBectn kypcop Ha moje mNalMeHTa, YbM JaHHbIE TpeOyeTcs
apXHUBHUPOBATH;
2. HaaTh Ha akTUBHBIH 2neMeHT ¥ (Pucynok 25);
MALUMEHT CTATYC OBPA3EL KOropTA O3 1AH W3MEHEH
ApxuampoaaTh AaHHble NauuneHTa
Patient_1 (4] oe *

Pucynoxk 25 — ApxuBHpOBaHUE HEAKTYAJIbHBIX JJAHHBIX O MAllMEHTE

BrimotHMB miepexoa Ha cTpaHully «ApxuB» u3 Onoka «llanmeHTs»,
MOXHO OyJIeT yBHUIETh CIHCOK BCEX 3aapXMBUPOBAHHBIX Ha JAHHBIH MOMEHT
HarueHToB nojs3oBaress (PucyHnok 26).

[Ipu 5TOM B «ApXHUBE» UMEETCS 1BA BO3MOKHBIX JAEHCTBHS:

® nosaHoe yoaneHue UH(POpMaAIUK O JaHHOM manuente u3 [IporpaMmmel

o 5] .
Ha)kaTHEM Ha aKTUBHbBIN 3ieMeHT  (PucyHok 26);
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[IGS +WIZAE6D Q OuMCTMTb apXxHe

¥ MAUMEHTH

MAUMEHT CTATYC OBPA3EL KOroPTA co3gaH M2 MEHEH
- ¥YAanuTb AaHHBIE NauWeHTa
[n] Bce naymenTs:

Patient_1 'E) E]

1-1u3l

Pucynox 26 — VY nanenune manuenta u3 [IporpamMmer

® goccmaHoejlieHue PIH(l)OpMaI_[I/II/I O IMAaUMCHTC B CIIMCOK aKTYaJIbHBIX

IIaImuCHTOB (Ha CTpaHuIy «Bce HaHI/IeHTBI))) Ha)KaTHUEM Ha aKTHUBHBINA 3JIEMEHT

Y (PucyHok 27).

IGS +W!ZH,"\P,D Q OuMCTHTBL apxus

¥ NAUMEHTHI

NALUMEHT CTATYC OBPA3EU KOrorTA

Patient_1

T-1ms1

Pucynok 27 — BoccraHoBNieHHE 3aapXUBUPOBAHHBIX JaHHBIX O TTAIUEHTE

1.5.4 PenakrtupoBanue uHpopManuu 0 NamueHTe
Jns  penaktupoBaHus HMHQOpPMAMM O TAlMEHTE IOJIb30BATEIIO

HEOOXOIUMO:
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1. Hagectu kypcop Ha ums HykHoro nanueHTa (Pucynok 28) u Haxatb
Ha Hero. B pe3ynbraTe OTKpOETCS CTpaHUIa JaHHOTO NAalMeHTa (eciu y
NaIeHTa HeT 3arpyKeHHBIX JaHHBIX, TO CTpaHUIa OyJeT BBITISAICTh, KaK Ha

PucyHnok 22, nnaye Ha cTpaHuile 0ToOpa3sTcss HaOOPHI 3arpy>KEHHBIX JTAHHBIX, O

9yeM MoApOOHO HammcaHo B pasjene 1.7);

¥ MAUMEHTHI

MNALUMEHT CTATYC OBPA3EL KOroPTA CO30AH 4 U3MEHEH

|

1-1u3l

Pucynok 28 — Bri0op manuenTa Ha crpanuie «Bce manueHTsn

2. B 6n0xe «MHbopmanius maiueHTay crpana Ha CTPAHULIE 3al0JIHUTh

HeoOXxoauMyo nHpopMmarliuio o manueHte (PucyHok 29).

26



MHdopmMaumna nayueHTa

KOA MALMEHTA OATA PETMCTPALMM
Patient_1 2/3/2022

UMS OTYECTBO

WpuHa CepreeeHa
DAMUINNA non

Naukan Q

OATA POXEHWS —

8/4/1962 MyxumHa
KOTOPTA erupra

NOCTABNEHHLIM AMATHO3

OATA MOCTAHOBKKM OWMATHO3A

KOMMEHTAPKHM

NPUNOXEHNA (+)

Pucynok 29 — PenaktupoBanue nHpopmaium o maiueHTe
1.6 3arpy3ka JaHHBIX JJIl aHAJTH3A

1.6.1 JlanHble AJs aHATU3A

[Iporpamma noaaep:kUBaeT 3arpy3Ky JTaHHBIX B CIEAyIONMX (opmaTax:

o @aiin(pl) ¢ mnpoureHusMu B ¢opmate FASTQ, mnomyueHHble B
pe3yibTaTe CeKBeHUpoBaHus. B qanHOM cirydae oOpasen — 310 a1u00 ouH (aiin
(B cilydae CEKBEHHpOBAHHUsSI OJMHOYHBIX MPOYTEHMI), 1100 mapa ¢aiinoB (B
CJIy4ae CEKBEHUPOBAHHUS ITAPHBIX TPOUYTEHUN).

o daiin ¢ annoTarueit BapuanToB B popmare VCF.

27



o ®Daiin c MoCIeI0BATEIBHOCTSIMHU, BHIPOBHEHHBIMU Ha peQepeHCHBIH
reHoMm, B popmare BAM.

o ®daiin ¢ gaHHBIMU reHOTUNIMpOBaHUs B popmare TXT, TSV.

[Iporpamma nojaziepKUBaET 3arpy3Ky 3aapXuBUpoBaHHbIX (aitnoB (GZIP,
ZIP, BZIP2, 7-Z1P, XZ, WIM, RAR) naHHbIX B yKa3aHHbBIX BbIlIE (hopmaTax.

[Ipu 00paboTke NaHHBIX B MPOTPAMME HCIIOJIB3YETCS MOHITHE HaOOp
oOpasuoB. Habop o0pa3lioB MOXKET COCTOATHh M3 PAKOBBIX OOpa3IOB C OJHUM
COOTBETCTBYIOIIMM UM KOHTPOJBHBIM 00pa3IioM JTUO0 U3 PaKOBBIX 00pa3IioB Oe3
KOHTPOJIs, TM00 U3 00pa3IoB 3A0POBOM TKaHU. Y 00pa3IoB, BXOASIIUX B HAOOD

06pa3u03, HUMCIOTCs O6IHI/IG HaCTpOﬁKH aHaJIn3a U THUII CCKBCHUPOBAHMU.

1.6.2 3arpy3ka J1aHHBIX 100aBJIE€HHOI0 NALHEHTA

3arpy3ky AaHHBIX (00pa3loOB CEKBEHHPOBAHMS) JA00ABJICHHOTO (Kak
onucaHo B paszzaene 1.5.1) mamueHTa MOXXHO OCYIIECTBHTH B ABYX (opMax
3arpys3Ku:

1. Ha crpanume 3arpy3ksl JaHHBIX TAIMEHTa, Yy KOTOPOTO HET
3arpy>keHHbIX JaHHbIX (Pucynok 22). UToObI OTKPBITH CTPAHUILY, HEOOXOAUMO
Ha)XaThb Ha UJECHTU(PUKATOP MALMEHTA, JIJIsl KOTOPOTO IJIAHUPYETCS BBIOJIHUTH
3arpy3Ky JlaHHbBIX, Ha cTpaHule «Bce manmenTs» (Pucynok 28).

2. B ¢dopme cocraBnenuss Habopa 00pas3oB CEKBEHUPOBAHUS ISt
narenTa (Pucynok 31). [lns oTkpsiTust OPMBI HEOOXOAUMO HABECTH KYpCOp

MBI Ha CTPOKY HYKHOI'O ITAlIMCHTA Ha CTPAHUIIC «Bce [MaqrCHTBID» N HaXKaTb

T
Ha kHOmMKy — (Pucynok 28). Eciau y manmeHTa, Jjisi KOTOPOrO IUTAHHPYETCS
BBITIOJIHUTD 3arPy3Ky JIaHHBIX, YK€ €CTh 3arpyKeHHbIC JaHHBIC, B JOPMY MOIKHO
TaK)Ke TIONMacTh, Ha)kaB Ha WIACHTH(PHUKATOp TaIMeHTa Ha cTpaHuie «Bce

IManuc€HThD», W Ha OTKpBIBH_IeI\/'ICSI CTpaHUIC IMMaIUCHTA HAXaTb Ha KHOIIKY

HobaeuTb Habop

T oOpasues (Pucynok 30).
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I IGS+WI;A.BD « Bee nauueHTs! [ Patient_1

¥ NAUMEHTH

Hab6op o6pa3syos

(n) Bee naymentsi

13 sxeapa 2022r.—13:35

® first_tumor_sample.l.fq

® first_tumor_sample.2.fq

o normal_sample_1.fq

o normal_sample_2.fq

TUMOR

NORMAL

4 AoBaewTs Haop

- o6pasuos

WUHdpopmauma naumeHTa

KOA NALMEHTA AATA PETMCTPALIMM

Patient_1 1/13/2022

. OTHECTRO

SAMMIHA

IIATA POXKAEHUA

KOFOPTA

NOCTABNEHHBIFA [IMATHO3

LATA NOCTAHOBKM AMAMHO3A

Pucynok 30 — Ctpanuna nanuenTa ¢ 3arpy>KeHHbIMU JAaHHBIMU

JIs1 3arpy3Ku JaHHBIX MMAIlieHTa B JII0OOH U3 BO3MOXKHBIX (DOPM 3arpy3Ku

HGO6XOI[I/IMO BBIIIOJIHUTB CJICAYIOIIHC I[GﬁCTBPISIZ

1. BeiOpath HEOOXOUMYIO HACTPOUKY aHAN3A:

e «Somatic and Germline variant analysis», eclii IUTaHUPYETCS 3arpy3Ka

00pa3loB OMyX0JeBON TKaHH (C KOHTPOJIbHBIM 00pa3IOM HEOIyXOJEBOM TKaHU

um 6e3 Hero). CTpaHuIla 3arpy3Ku JaHHBIX TAIMEHTa ¢ ATOM HACTPOUKOM UMEeT

BHJI Kak Ha Pucynoxk 22. ®opma cocraBiieHuss HaOopa 00pasmoB s MAIEHTa C

ATOM HACTPOWKOM MMeeT BU Kak Ha PucyHok 31;
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CocTtaBntb Habop obpasuos gns Patient_1

NALUMEHT *

Patient_1

HACTPOMKWM AHANTU3A

Somatic and Germline variant ...

TUN CEKBEHWPOBAHMA

O6HapyXWUTb aBTOMaTUYECKH

@® ONYXONEBAA TKAHb

COOTBETCTEYIOWAA
HEONYXONEBAA TKAHb

AHanusuMpoBatb

OTMEHWUTBL
obpasubl

Pucynok 31 — ®opma cocraBneHus Habopa 00Opa3IoB CCKBEHUPOBAHUS IS MTAITUEHTA C
HacTpoiikoil ananmza «Somatic and Germline variant analysis» (BbII€IEHO OKHO 3arpy3Ku
00pa310B CEKBEHUPOBAHU)

e «Germline variant analysis», eciu mIaHupyeTcsl 3arpy3ka oOpas3ioB
310poBoil TkaHu. CTpaHMIla 3arpy3Kd JAaHHBIX MAlMEHTa C 3TOW HACTPOMKOM
uMeeT BuJ Kak Ha PucyHok 32. ®opma coctaBieHuss Habopa oOpasloB s

MalyeHTa ¢ TOW HAaCTPOMKOM MMeeT BU Kak Ha PucyHoxk 33.
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« Bce nauneHTbl / Patient_1

Ha6op o6pa3suoB

HACTPOVIKM AHATTM3A

| ‘ Germline variant analysis - ‘

TWN CEKBEHWPOBAHUA

3arpysuTb no cceinke/SRR kogy

‘i ‘ ‘OGHapPYXMTb aBTOMATHYECKU v ‘

AHannavpoeaTtbk 06pa3uybl

WHdopmaumna naumueHTa

KOO NAUMEHTA OATA PETUCTPALMK
Patient_1 2/3/2022

M OTYECTBO
DAMMNUA non

NATA POXEHUS BosPACT

KOropTA

MOCTABJIEHHBIV AVATHO3

NATA MNOCTAHOBKW IMATHO3A

Pucynok 32 — Crpanuna 3arpy3ku JaHHBIX MaLMEHTa ¢ HacTpoiikol aHamu3a «Germline

variant analysis»

CocTaBuTb Habop o6pasuoe ana Patient_1

MALMEHT *

‘ Patient_1 v ‘

HACTPOMKMU AHATIM3A

‘ Germline variant analysis v ‘

TN CEKBEHWPOBAHMA

‘ OGHapyXWTb aBTOMATU4ECKH  ~ ‘

AHanU3NUpoBaThL

OTmenuTE
o6pasypl

Pucynox 33 — ®opwma cocraBiieHus: HaO0opa 00pa3IoB CEKBEHUPOBAHUS IS TIAIIUEHTA C

HacTpoiikoit aHamm3a «Germline variant analysis» (BbIIeNIEHO OKHO 3arpy3Ku 00pa3iioB

CEKBEHHUPOBAHMSI)
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2. Ocy1iecTBUTh 3arpy3Ky JaHHBIX (0Opa3lOB CEKBEHUPOBAHUS)

OJIHMM W3 BO3MOKHBIX CIIOCOOOB:

e HaxatueM Ha 00acTh JUIS  OTKPBITHS
Hucnerdepa  (daiyoB, TMO3BOJIIONIETO  3arpy3uTh  (aitmel  0Opas3IoB
CCKBECHHPOBAHUS C IUCKA,;

¢ JNCPCMCIICHUCM (1)8,I>’IJIOB O6p33HOB CCKBCHHUPOBAHUA HWIN IIAIIKH,

cojiepykaiien ¢aiibl, ¢ 1UcKa B 00J1acTh ;

® BCTaBKOM B TIIOJIE CCBIUZIKM Ha q)aﬁJIBI

oOpa3uoB cekBeHupoBanusi Ha cepepax FTP, HTTP, SAunnpekc./luck wu

(co]
MMOCJICAYIOINNM HAXKaTHUEM Ha KHOIIKY .,

® BCTaBKOW B TIOJIE SRR-xoga oOpasma

cexkBeHupoBanus u3 0a3pl NCBI SRA u nocnenyronimm HaxaTHEM Ha KHOIKY

3arpy3uTh JaHHbIE OJTHUM U3 MPEJIOKEHHBIX BBIIIE CIIOCOOOB CIEIYET B
cleyIolure OKHa (B 3aBUCUMOCTH OT (pOPMBI 3arpy3K1 U HACTPOMKH aHAIN3A):

e Ha crpanuie 3arpy3ku JaHHBIX TNANAEHTA C HACTPOMKOW aHaIM3a
«Somatic and Germline variant analysis» (Pucynox 22) uHeoOxomumo
ucnonp3oBaTh OKHO 3arpy3ku «OIIYXOJIEBAA TKAHb» pna 3arpysku
00pa3IoB OIMyX0JEBOW TKaHU (MOXXHO 3arpy3UThb Cpa3y HECKOJIbKO 00pa3lioB
OITyXOJIEBOM TKaH! OJIHOTO MAIMEHTA) U OKHO 3arpy3Ku
«COOTBETCTBYIOIIIAA HEOIIYXOJIEBASS TKAHbB» nmna 3arpysku
KOHTPOJIbHOTO 00pa3iia HeOoIMyX0JIeBOM TKaHU (MOXHO 3arpy3UTh TOJBKO OJIUH

oOpaselr), €CJii OH eCTh.
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e Ha crpanuie 3arpy3ku JaHHBIX IAIMEHTA C HACTPOMKOW aHaIM3a
«Germline variant analysis» (PucyHok 32) He0OXOAMMO HMCIOJ30BaTh OKHO
3arpy3ku 00pasloB 3/I0pOBOM TKaHHW, MOKa3zaHHOe Ha PucyHok 34 (MOXXHO

3arpy3uTh Cpa3y HECKOJIBKO 00pa3I[0B OJTHOTO MAI[MEHTA).

[ |GS+W|ZAR‘D « Bce nauuents! / Patient_1 - Jlaykas UpuHa

¥ NAUMEHTH

Ha6op ob6pasuos UHdopmauma naumneHTa
m Bce naumenTsl HACTPOWMKU AHANU3A KOA NAUMEHTA AATA PEFUCTPALIMM
113/2022

Germline variant analysis Patient_1
YECTBO
TWUN CEKBEHMPOBAHUA
CepreeBHa

O6HapyXuTb aBTOMaTUYECKH
non

YeHwmHa

Naykan
BO3PACT
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AHannsuposath 06pasubl DATARONEHMR
12/5/1962
KOroPTA

10CTAB/IEHHBIA AUATHO3

DATA NOCTAHOBKM IMATHO3A

Pucynok 34 — OkHo 3arpy3ku 00pa3iioB 3J0pOBOM TKaHU HA CTPAHUIIE 3arpy3KU JaHHBIX
naueHTa ¢ HacTpoiikoi ananu3a «Germline variant analysis»

e B dopme cocraBienuss Habopa 0Opa3OB CEKBEHUPOBAHUS JJIs
MampeHTa ¢ HacTpoiikoi aHanmm3a «Somatic and Germline variant analysis»
HEO0OXOMMO HCIOJIB30BaTh OKHO 3arpy3ku cieBa (Pucynok 31). Ilocme storo

HEOOXOJIMMO TEPETAIIUTh 3arpy’kaeMbie 00pasIbl OMyXOJeBOW TKaHW B OKHO

«OITYXOJIEBAS TKAHDb» (MOXHO TepeTaluTh
HECKOJIbKO 00pa3loB OMyXOJEBOM TKAHM OJIHOTO MAIMEHTA) W 3arpykaeMble
KOHTPOJIbHBIE ~ O0Opa3ilbl HEOIMyXOJeBOW TKaHW (€cld €CTh) B  OKHO
«COOTBETCTBYIOIIAA HEOITY XOJIEBA S TKAHDB» (M0OHO niepeTaluTh
TOJILKO OJIMH o0pasell).

e B dopme cocraBineHuss Habopa 00pa3lOB CEKBEHUPOBAHUS IS

MalyeHTa ¢ HacTpoukoi aHanmm3a «Germline variant analysisy HE00X0auMO
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UCIIOJIb30BaTh OKHO 3arpy3ku ciieBa (Pucynok 33). Ilocie aToro HeoOXoauMo

MepeTaluTh  3arpy’kaeMble  00pasupl  30pOBOM  TKAaHM B OKHO

, Kak moka3zaHo Ha PucyHokx 35 (MOXHO TepeTamuTh

HECKOJIbKO 00pa3oB OAHOTO MAlUCHTA).

CocTaBuTb HaGop o6pazuoe ana Patient_1

MNALMEHT =
Patient_1
HACTPOWMKKW AHANTHM3A

Germline variant analysis

THN CEKBEHHUPOBAHWA
OBPA3LLI BE3 KATETOPHUIA

OB6HapyXUTb aBTOMaTHUYECKM

normal_sample_l.fq

normal_sample_2.fq \
Pl

AHanuauposartb

OTmeHUTL
o6pasybi

Pucynok 35 — IleperackuBanue 3arpykaeMoro oopasia B OKHO 00pa3IoB 3/I0pOBOI TKaHH B
dbopme cocTaBiieHus HaOopa 0OPa3IOB CEKBEHUPOBAHMS JIJIs TTAIIMEHTA C HACTPOUKOM
ananu3a «Germline variant analysis»

3. BbiOpaTh TN CEKBEHHPOBAHUS, COOTBETCTBYIOUIUI 3arpy>KaeMbIM
JTaHHBIM (TOJIBKO 17151 JaHHBIX B hopmaTax FASTQ wim BAM):

e «OOHapyXUTh aBTOMAaTUYECKW» MO3BONUT [Iporpamme omnpeneianTsb
THUIl CEKBEHUPOBAHUS 3arPyKaeMbIX JaHHBIX;

e WGS, ecaum 3arpyxaeMmble JaHHbBIE ABJISIOTCS  PE3YyJIbTATOM

IMOJIHOI'CHOMHOI'O CCKBCHUPOBAHMA,
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e Hampasnennsiii ot0Gop, ecnu 3arpykaemble JTaHHBIC SBISIOTCS
PE3yJIbTaTOM TapreTHOIO CEKBEHUPOBAHUS (9K30M WUJIU MAHEb).
4. [IpoBepuTh KOPPEKTHOCTh 3arpy’KEHHBIX JaHHBIX (00pa3LoB

CEeKBEHHUpOBaHMs). J[J11 OTMEHBI BCeX JIEUCTBUN HEOOXOIUMO:

OTMEHWTb

¢ HaXaTb HAa KHOIIKY JJIA BBIXOOd4a U3 (bOpMBI COCTaBJICHHUA

HaOopa 00pa3IoB CEKBEHUPOBAHUS [ NAIMEHTA;

e mHaxarp Ha ¢ BCEMAUMEHTBl npg prixona €O CTPAHHUIBI 3arPy3KH
JMAHHBIX ITal[E€HTA.

B ¢dopme coctaBnenust Habopa o0Opa3ioB MpU OMIMOOYHOM COOTHECEHUU
oOpa3lia K OJIHOM M3 TPEACTABICHHBIX KaTeropuil (omyxoseBas TKaHb WIH
COOTBETCTBYIOIIIasl HEOMyXoJieBas TKaHb) €€ MOXXHO HM3MCHHTH CIICIYIOIINM
obpazom:

® HaXaTh HA DJIEMEHT #*, KaK IIOKa3aHO Ha PI/ICYHOK 36,

® ONYXONEBAA TKAHL

normal_sample_1.fq

normal_sample_2.fq

Pucynok 36 — VY nanenue obpasua cekBeHupoBanus u3 kareropuu «OITYXOJIEBAS
TKAHb»

¢ IICPCMCCTUTH 06p33€1.[ CCKBCHHUPOBAHHUS B HYKHYIO KaTCTOPHIO.

JI71st OTMEHBI 3arpy3KU JaHHBIX HEOOXOAMMO HABECTH KypPCOp Ha KapTOUKY

06pasia M HakaTh Ha AKTHBHBIH 31eMeHT ¥ (Pucynok 37);

first_tumor_sample.l.fqg
first_tumor_sample.2.fq & 53]

Pucynok 37 — VY nayienue 3arpy>keHHOTO 00pa3iia CeKBEHUPOBAHUS
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S. Ecnun HaGop 00pa3lioB CEKBEHMPOBAHHUS COCTaBJIEH KOPPEKTHO,

AHanNM3MpoBaTh

3allyCTHUTb aHAJIN3, HA’KaB Ha KHOIIKY e

[Tocne crapra aHanm3a OOpa3lOB HA CTPAHUIIEC MAIMEHTAa OTOOPA3UTCS
uH(popmarus o co3manHoM Habope oOpasmoB (Pucynok 38), o yem moapoOHO

HarucaHo B pazzene 1.7.

MNGS +W|ZAHD « Bce naumnenTol / Patient_1 - Nlaukan UpuHa 4 foGasute uabop

o6pa3uos

¥ MNAUMEHTH

Habop obpasuos WHdpopmauus naymeHTa

() Bce naumentsi P KOZ NALMEHTA [IATA PETHCTPALIMM
14 axBapa 2022 r. — 14:55 EI 1/13/2022

ha

Patient_1

o first_tumor_sample.l.fq Pacnakoeka 8 ouepeam OTYECTBO

HMA

@ first_tumor_sample.2.fq
puwa Cepreesna

non

o normal_sample_1_(2).fg % Pacnaxoska 8 ouepeam SAMANMA
o

© normal_sample_2_(2).fq MeHuwnHa

Naukas

BO3PACT

59

DATA POXIEHUA

12/5/1962

NOCTABMEHHLIA UATHO3

AATA MOCTAHOBKM AMATHO3A

Pucynok 38 — Crpanuna manueHTa ¢ 3arpyKeHHbIM HA0OPOM JaHHBIX (00pa3IoB

CEKBEHMPOBAHH)

OOpaTtute BHMMaHHe, UYTO TIPU 3arpy3ke (ailioB C JIOKAIBHOTO
KOMIThIOTEPA HENB3sl 3aKphIBaTh M Tepe3arpykarth BKIAIky ¢ [Iporpammoii B
Opay3epe, 3akpbIBaTh Opay3ep WJIM BBIKIIOYATh KOMITBIOTEP 10 OKOHYAHHS
3arpy3ku (haioB, B MPOTHUBHOM Cllydae 3arpy3ka Oyner mpepBaHa. Bpews
3arpy3kd 3aBUCUT OT pa3Mmepa 3arpykaemoro (aiiia ¥ CKOpPOCTH HHTEPHET-
COCIMHEHHUSI TIOJIH30BATEIS: 3arpy3Ka MOXKET 3aHMMAaTh OT HECKOJIIbKUX MHUHYT
JU1sl HeOOIbIUX (DaJIOB 4O HECKOJBKUX CYTOK JiJIsi 0Opa3loB MOJTHOT€HOMHOTO
cekBeHupoBanus. O TOM, Kak TOHSTh, YTO 3arpyska (ailioB 3aBepiiecHa,

noApoOHO HamucaHo B pazzene 1.8.
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1.6.3 MHoxxecTBeHHAasi 3arpy3ka o0Opa3unoB /JIA HECKOJbKHX
NanueHTOB

JlaHHBIN CcUEHapuid 3arpy3ku oOpasloB MOJIXOJUT ISl MOJb30BaTENEH,
KOTOpbIE HE BEAYT BpadyeOHYI0 MPaKTUKy, a 3aHUMAIOTCA MPOBEIACHUEM
HCCIIEIOBAaHUN B OOJACTU MEIMIIMHBI (TO €CTh KOrjJa HE Ba)KHO, OT KaKOro
HalyeHTa MoJy4eHbl 00pa3libl CEKBEHUPOBAHMUS ).

Jnsg mepexoma Ha CTPAaHUIy MHOXECTBEHHOW 3arpy3Kd JTaHHBIX

1 3arpysutb o6pasubl
HEOOXOJMMO HaXaTb HA KHOIMKY Ha cTpanuue «Bce

nanueHTs (Pucynok 23).

Ha otkpeiBiieiicss crpanuiie (Pucynok 24) HE0O0XOIUMO BBITIOJHUTH
CIEIYIOIINE JEUCTBUS:

1. BeiOpath HEOOXOUMYIO HACTPOUKY aHAN3A:

e «Somatic and Germline variant analysis», eciii IUTaHUPYETCS 3arpy3Ka
00pa3IioB OIMyX0JeBOI TKaHM (C KOHTPOJIBHBIM 00pa3IOM HEOMYX0JIEBOW TKaHU
win 6e3 Hero). CTpaHuila MHOKECTBEHHOM 3arpy3KH JIaHHBIX C 3TOM HaCTPOMKOM
UMeeT BHJI Kak Ha PucyHok 24.

e «Germline variant analysis», eciu miIaHupyeTcsl 3arpy3ka oOpas3ioB
310poBOM TKaHU. CTpaHUIla MHOKECTBEHHOW 3arpy3kd JaHHBIX C 3TOM

HACTPOITKO# nMeeT Bu kKak Ha Pucynoxk 39.
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1. 3arpy3utb daiinbl 2. CocTaBnTb Habop o6pasuos 3. MpoeepnTk 06pasybl A"a;;;:ff:a“

MALMEHT *

HACTPOMKM AHANU3A
Germline variant analysis
TN CEKBEHUPOBAHWA

OBHAPY>UTb ABTOMATUNECKH

Pucynok 39 — CrpaHuiia MHOKECTBEHHOM 3arpy3KHU JaHHBIX ¢ HACTPOMKOM aHaIn3a
«Germline variant analysis»

2. OcymiecTBUTh 3arpy3Ky JaHHBIX (00pa3loB CEKBEHUPOBAHUS) B
OKHO 3arpy3ku B cekuun «l. 3arpy3utrs @aiib» OZHUM U3 CIOCOOOB,
OMHCaHHBIX B pazzene 1.6.2.

3. BrBIOTHUTE € 3arpyKaeMbIMU JAHHBIMU CIICIYIOIINE ACHCTBHS:

4. Casi3aTh ¢ yk€ MMEIOIIMMCS B CIUCKE TOJIh30BATENS MAI[IEHTOM

(Pucynox 40) 1160 ¢ HOBBIM MaIeHTOM (Kak onucaHo B pasaene 1.5.2);

AHanusuposatb

| IQS+WIZ/\RD‘ 1. 3arpyauTb ®ainbi 2. CocTtaeuTb Habop 06pasLos 3. MposepuTb 06pasuybl o6pasupl

¥ NMAUMEHTHI NAUMEHT
Q |

Hosbif nayuenT 4

(R) Bee nauymentni

Patient_1

TWM CEKBEHUPOBAHMA

O6HapyXUTb aBTOMaTUYECKH

@ ONyXONEBAR TKAHb

COOTBETCTBYIOU|ARl HEONYXONEBAS

o TKAHb

Pucynox 40 — IIpuBs3ka 3arpykaeMbIX TaHHBIX CEKBEHUPOBAHHS K MAI[HEHTY
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e Ecnu BriOpana HacTpoiiku aHanm3a «Somatic and Germline variant

analysis», HEOOX0JIMMO TIEPETALIUTD 3arpyskaeMble 00pasiibl OMYX0JIEBOM TKaHU

B okHO «OIIYXOJIEBAS TKAHbB» (MOXHO
MEpPETAIINTh HECKOJIBKO OOpa3lOB OMYyXOJIEBOW TKAaHU OJHOTO NAlMEHTa) U
3arpyskaeMble KOHTPOJIbHbIE 00pa3Ibl HEOMYX0JIEBOM TKaHU (€ClId €CTh) B OKHO
«COOTBETCTBYIOIIAA HEOITY XOJIEBA S TKAHDB» (MOHO nepeTamuTh
TOJIBKO OJIMH o0paserr).

e Ecnu BwriOpana HacTpoiika ananmuza «Germline variant analysisy,

HEOOXOJIMMO TEpeTaluTh 3arpyxaeMble oOpasibl 3J0POBOM TKAaHUM B OKHO

, kKak mokazaHo Ha PucyHok 41 (MOXHO mepeTanuThb

HECKOJIbKO 00pa3IioB OJHOTO MaIlMECHTA).

AHanuanposaTtb

NGS +W|ZARD 1. 3arpy3utb dainbl 2. CocTaBuTb Habop 06pasLos 3. MpoeepuTb 06pasuibl 06pasybl

¥ NAUMEHTBI NAUMEHT

Patient_1

mﬂe.num-n'u

HACTPOMKM AHANU3A

Germline variant analysis

TUN CEKBEHUPOBAHUA
EPA3LIbI BE3 KATEFOPUI
OBHapYXUTL aBTOMATHYECKM

normal_sample_1.fq

normal_sample_2.fq \
—

Pucynok 41 — IleperackuBanue 3arpykaemMoro oopasiia B OKHO 00pasIioB 37J0pOBOM TKaHU
Ha CTpaHUIIE MHOKECTBEHHOM 3arpy3Ku 00pa3IioB ¢ HacTponkoi ananm3a «Germline variant
analysis»

s
S. HaaTp Ha KHOIIKY
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6. [ToBTOPUTH MYyHKTH! 3 ¥ 4 JUIsI COTIOCTABIICHUS BCEX 3arpy>KEHHBIX
oOpa3loB ¢ manueHTamu. B mporecce, eciii HEOOXOAUMO, MOYKHO 3arpy3HTh
HOBbIe 00pa3llbl U TMOMEHATh HACTPOWKY aHanmu3a (eclu yXKe 3arpyKeHHbIC

oOpasupbl He B popmare VCF).

7. [TpoBepuTh U MOATBEPANTH KOPPEKTHOCTD 3arPy’KEHHBIX JaHHBIX,
Ha)kaB Ha KHOIIKY o5paausi (Pucynoxk 42).

NGS4WIZARD' IREEEERR SIS 2. CocTaeuTh Habop 06pasiios 3. MposepuTb 06pasLbl

¥ NAUMEHTH NAUMEHT PATIENT_1 o E

(R Bee nayments: © normal_sample_1.fq ® first_tumor_sample.1.fq

© normal_sampl ® first_tumor_sample.2.f
Al HACTPOVKY AHANM3A ormal_sample_2.fq _tumor_sample.2.fq

Somatic and Germline variant ...

Pucynox 42 — IIpoBepka u MOATBEPKICHNE KOPPEKTHOCTHU 3aTrPYyKEHHBIX JTaHHBIX
(0O6pa31oB CEKBEHUPOBAHUS)

[Tocne crapra aHanu3a oOpa3IoB Ha TJIaBHOW cTpaHulle «Bce marueHTh
oToOpa3utTcss WHGOpPMAIHMS O BCEX CO3/aHHBIX B XOJ€ 3arpy3Kud 00pasiioB

narMeHTax U 0 BCeX 3arpyKeHHbIX o0pasiiax nanueHToB (Pucynok 43).
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IIGS +W|%}ﬁl'—ip Q i 3arpyaute o6pa3ubl

* NALUWEHTH
MNAUUEHT CTATYC OBPA3EL KOrorTA CO3AH + W3MEHEH

() Bce naynenTs!
Patient_1

Q
o
[

1-1u31

Pucynok 43 — Crpanuiia «Bce naineHTs ¢ 3arpyKeHHbBIMU TaHHBIMH (00pa3iaMu
CEKBEHUPOBAHMS)

OOpature BHUMaHUE, 4YTO TMpU 3arpy3ke (ailyioB ¢ JIOKAJIBLHOTO
KOMIThIOTEPA HEJNIB3sl 3aKphIBaTh M Tepe3arpykarth BKIAIKy ¢ [Iporpammoii B
Opaysepe, 3aKkpblBaTh Opay3ep WM BBIKIIOYATH KOMIIBIOTEP 0 OKOHYAHUS
3arpy3ku (haijoB, B NMPOTUBHOM cliyyae 3arpy3ka Oyjaer mnpepBaHa. Bpems
3arpy3Kd 3aBHUCHUT OT pa3Mepa 3arpyxkaemMoro ¢aiiia m CKOpOCTH HHTEPHET-
COCIMHEHHUSI TIOJIH30BATEIS: 3arpy3ka MOXKET 3aHUMaTh OT HECKOJIBKUX MHUHYT
JUTst HeOONbITUX (halIoB O HECKOIBKUX CYyTOK JUIsi 00pa3iioB MOJTHOTEHOMHOTO
cekBeHupoBanus. O TOM, Kak TIOHSTh, YTO 3arpyska (aiiioB 3aBepiicHa,

moApoOHO HamucaHo B pazzene 1.8.

1.7 CrpaHuna naumeHTa ¢ 3arpy;KeHHbIMHU JAHHbIMH

UToOBI TOCMOTPETH HA 3arpyKEHHBbIE 00pa3Iibl, HABEIUTE KypCcoOp Ha UMS
HY’>KHOTO TalMeHTa Ha cTpanule «Bce nmarueHTs» (PucyHok 28) u HaxxMuTe Ha
Hero. [locne 3arpy3ku TaHHBIX OJHUM M3 OTIMCAHHBIX BBIIIE CIIOCOO0B (pa3eiibl
1.6.2, 1.6.3) Ha cTpaHulle MaryeHTa OyAyT MPEACTABJICHBI €ro 3arpy>KeHHbIC
nansbie (Ha PucyHnok 38 BeiiesieH o/inH Habop 00pa3iioB ceKBEeHUpoBaHus). Jis
KaXJ10T0 Habopa o0pa3IioB MPUBEICHBI:

e BpeMms co3gaHus Habopa (B Tomy0oil mojgoce CBEpXYy);
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® AKTHUBHBIC 3JIEMEHTHI, MTO3BOISIONINE U3MEHUTD (0 ) U yAQJIUTh (Ef)
Habop 00pa3lIoB;
e cocraB Habopa: KaxIblii oOpasel; Ha HOBOW CTpoke (CTpoka C

oOpa3iom BhIieNieHa Ha PrcyHok 44).

13 AHBaps 2022 r. — 13:35 € W

o first_tumor_sample.1.fq + 3apaya TipoBepka KaYECTBa U OYNCTKA" 33BEPWNNACE YCNEWHO

TUMOR - ) o o [ | |
3apava "Mposepka KaYecTsa M OMMCTKA" 3aBepWMAachk yenewro (1

. f|rst_tum0r_5ample.2.fq 13 11 METPUK HE YAOBNETECPAT KPUTEPHAM KavecTsa)

3agava “Mposepka kauecTsa v OUMCTKa" 3aBepWMAZCE YenewHo (1
13 11 METPHK HE Y0BNETEOPSIOT KPUTEPHAM KauecTsa) -
NORMAL . ! uen = e b |
3afaua TIPOBEPKa KAYECTBA U OMMCTKE" 3ABEPWIMAACE YCNELWHO (1
113 11 METPHK HE Y0BNETROPSIOT KPUTEPHAM KauecTaa)

o normal_sample_1.fq

© normal_sample_2.fq

Pucynok 44 — Habop 00pa31oB nanueHTa (BbIAEIEH OMyXO0JIeBhIi 00pasel u3 Habopa)

Jlist kaxaoro oopasiia u3 Habopa npuBeieHa clieaytomias nHhopMaIus:
e Ha3BaHME 3arpy>kKeHHOro ¢aina oopasna (C pacpeHUeEM);

e TN 00pa3na: oopaszer OMmyXoaeBoil TKaHH! ( ® ; TUMOR) nnu o6pazeny

L]
|
3I0pOBOI TKaHH (o; NORMAL); ueproii Mexxay obpasiamu (®) o6o3HaueHa

WX CHapeHHOCTH (/111 00pa3IioB CEKBEHUPOBAHUS MAPHBIX MIPOUTEHUN);
e wuHpopMalus O mpollecce aHau3a oOpasiia: MPOIEHTHOE 3HAYEHUE
rporpecca BBITIOJTHEHUS] OAHOM M3 CTaauil aHayn3a JIMOO CTaTyC BBIMOJHEHUS

MOCJICAHEH BBINIOJIHEHHOM 3a7a4y aHAIn3a;

e [IKaja Mporpecca BBHIMOJIHEHUS aHaiau3a oOpasna (Kaxzias mosoca
IIKaJTbl COOTBETCTBYET OJHOM W3 CTaJWi aHanu3a, Ha3BaHHE CTaJUU MOYKHO

y3HaTh, HaBelsd Kypcop Ha mojocy). B camom Hauane mpoiiecca oOpaboOTKu

JAHHBIX IIKAJIa UMEET CEPhIN IIBET (cepbIM 0003HAYEHBI CTAINH,

MIPOIIECC BBIMIOJHEHUSI KOTOPBIX HE Hayajcs). 3aTeM MO XOJy aHalin3a Kaxxaas
CTagusl CTAHOBHUTCS IIOCJIEIOBATEILHO CHHEN (-; cTaausl B TIpoIiecce
BBITIOJIHCHHUSI), a IIOCJIC 3aBEpIICHHS IIpolecca 3eIeHOU (-; CTaIus

3aBEPIINAJIACH YCIIEIIHO), OPAHKEBOM ( ; CTaAusl 3aBEpUINJIAch YCIEIIHO,
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OJTHAKO HE BCE METPHUKHU YIOBJIECTBOPSIOT KPUTEPHUSIM) HIU KPaCHOM (-;
CTaJMsl 3aBEPUINIIACH C OIIMOKON).
Ecnu B npotiecce ananu3a oOpasiia WiH Mocje ero BHIIMOJIHEHUS] BOSHUKIIA

HEOO0XOUMOCTh yJaluTh oOpaszel, TO TpeOyeTcs BBINOJHUTH CIEIYIOLIUE

JICUCTBUS:

1. HaxaTp Ha aKTHBHBIA 3JIEMEHT E[, OTHOCAIIMICA K JTaHHOMY
Habopy 00pasIoB;

2. B nosiBuBmemcs auanoroBom okHe (PrucyHok 45) octaBbTe dhiiaxox

aKTUBHBIM, €CITH KeJIaeTe YJIaIuTh 00pasibl HaBCETaa, WIM CHUMUTE (hJIaXKOK,
€CJIM XOTUTE COXPaHUTh 00pasibl B pazaen O0pasiibl 6€3 KaTreropuii (TOCTYITHbI
B (Qopme cocTaBieHUs Habopa 0O0pa3l0B CEKBEHUPOBAHUSA [JIsi MAalMEHTa
(Pucynok 31) u Ha cTpaHHWIle MHOKECTBEHHOM 3arpy3Kd JaHHBIX IS Pa3HBIX

naiueHToB (Pucynok 24));

Yoanutb Habop obpasuyos

Ypaanuthk o6pasLbl OKOHYaTENBHO,

, CHUMUTE QNaxoK, ECNN XOTUTE

! coxpaHuTe o6pasusl B pasgen O6pasysl
Be3 kaTeropui.

Pucynok 45 — Y nanenue o0pa3iioB CeKBEHUPOBAHUS

v
3. HaxaTp Ha KHOTIKY IJIS1 IOJITBEPAKIACHUS ACHCTBUA.

1.8 Crpanuna odpa3ua

UT0oOBI OTKPBITH CTPaHUILY 00pasiia, Hy>)KHO Ha)KaTh HA CTPOKY 0o0Opasiia Ha
ctpanuiie manuenta (PucyHok 46). Ha crpanune oOpasma (Pucynok 48)
MPE/ICTaBJICHBI CIIEAYIONINE BKIAIKU:

o «I'maBHOEY;
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e Bxknaaku ¢ moctpoeHHbIMH oTueTamu. Habop 1 KomM4ecTBO BKIIAJ0K
3aBUCHUT OT HAJIMYMS aKTUBHBIX MIA0JIOHOB OTYETOB (PEryJIUPYyeTCs Ha CTpaHUIIE
«IIabnonbl oT4eTOB» B Onoke crpanul «HacTpoilku»), ©X TPUMEHHMOCTH K
JaHHOMY O00pa3lly M HaJIW4Yus HEOOXOAMMBIX JUIsi TIOCTPOCHHS OT4YeTa
pe3yJIbTaToB. BKIaakyW BUIHBI TOJIBKO ITOCJIE YCHENIHOTO 3aBEPIICHHS BCEX
cTaauii ananusa. B mannom npumepe Ha PucyHok 46 3T10 Britagka «OT4eT 11s
aHaJu3a TJIMOMBI»;

o «buonHpopMaTUUECKUI OTUETY;

o «AHanmM3 TMOKPBHITHS»: BKIAJKa BUJHA TOJBKO JJIsi OOpPa3LoB,
3arpykeHHbiX B ¢dopmarax FASTQ wiu BAM, u TOJNBKO TOCIE YCHEIIHOTO
3aBEpLIEHUS BCEX CTaJNM aHAIU34;

e «Jletanu mporuecca aHAIN3ay;

e «IlapameTrprD»: BKJIaIKa BUAHA TOJIBKO JJIsI 0Opa3I0B, 3arpy>KEHHBIX B

dopmarax FASTQ unu BAM.

@ tumor_example.1.fastq
« Bce nayuenTsl [ 5320 - Stewart John/ |
® tumor_example.2.fastq

[nasHoe

MHdpopmaums 06 obpasue
Comatuueckue SNV/Indels
UMA QAVNA WMS# APHOTO GANNA
Variant Vi Tab: = BapuanT1 nocne GATK Best Practices gunsTpauym
E“ ariant Viewer E abmaua a < P ¢ P tumor_example.1.fastq tumor_example.2 fastq
TUN OBPA3UA CO30AH
FepmuHanbHblie SNV/Indels TUMOR 9/20/2021
UMb APOYTEHNA CEKBEHATOP
& variant Viewer | [ Tabnuua &) BapuanTbi nocne GATK Best Practices dunbtpaun
DNA ILLUMINA
TUN CEKBEHUPOBAHUA ANMAC
CoMaTuyecKne CTPYKTYPHLIE BapyUayum HanpaeneHHbiin 0T60p o
[InuHHble COMaTUUECKUE AeneLuy, , UHEEPCHM 1 T , 06HapyXeHHbIe B 06paslie PEATEHTH! CAPTURE KIT

SureSelect Human All Exon V7

NOKANU3ALUA OBPA3LA
(OPTAH)
FepMUHanbHbIe CTPYKTYpHbIe Bapualum

:j . . [LIMHHbIE FEPMYHANBHbIE AENEL, AYNIHKALAN, MHBEPCHN 1 TDAHCIOKALMM, OBHAPYXEHHbIE B
B

38 Tabnmua ] .
0Bpasuie Heonyxonesoit TKaHn [DIATA CEOPA OBPA3L0B
ComaTtuueckne Bapuauuu yucna Konuii METOUKA
_ OBHapy>XEHHbIE Y4aCTKM MSMEHEHILA 4NGNa KOMWI 1 3HAUEHNA KONWAHOGTH AN1A AGHHOTO 06Pasya -
Ta6! & =
G raenma + Ha hoHe apyruX o6pasLios

Pucynok 46 — CtpaHuia oOpasia naiyaeHra

Ha Brianke «I'naBnoe» (Pucynok 46) conep:kaTcsi OCHOBHBIC PE3YIbTaThI

aHanmu3a oopasiia, uapopmaius 06 odpasiie 1 UHGOpPMAIK O TIPOLIECCE aHATH3A.
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Wudopmarnus o npouecce ananusa (PucyHok 47) maeT mpeacTaBicHUE O
XOJI€ aHalM3a W CTaryce CTaaAui aHanu3a. B wacTHOCTH, 371eCh OTOOpaskeHa
uHpOpMAITUs O TOM, 3aBepIlieHa JIH 3arpy3Ka (aiina oOpasia (SIBIsSETCS EPBBIM
IaroM CTaauu «3arpys3ka, ieHTUPUKalUs U IPOoBEpKa MEPBUUHOTO Qaitinay s
nepBUYHOro (haiija M MEePBBHIM IAroM CTaud «3arpy3ka, WIACHTH(PUKAIUAS U
IpoBepKa mapHoro ¢aima» sl mapHoro Qaiiia B ciaydyae 3arpy3Ku 0OpasioB
CEKBCHUPOBAHMS TAPHBIX MPOYTCHWH U SIBJSICTCS TEPBBIM IIIarOM CTaIuu

«3arpy3ka, uACHTU(UKAIMA W TPOBEpKay JUisi OAMHOYHBIX (aitnoB). Ecnu

o ¥
CTaausl HAXOAUTCA B IIPOHCCCC, TO B €€ CTATYCC CCTh 3HAK “m COO6HI€HI/I€ C

MIPOLICHTHBIM 3HaY€HUEM Mporpecca e€ BelnoaHeHus. Ecnu cranus 3aBepiniach

YCIIENIHO, TO OHA MMeeT cTaTyc ~ 338ePUEHO nuGo 3aBEPWEHO (ecr He Bee

MCTPHUKHU YIOBJICTBOPAIOT KpI/ITepI/IHM). Ecan craaud 3aBCpIINIIACh C OIHH6KOI>1,

TOo B & craryce conepxutcs 3Hak . Ilocie yCHeNHOro 3aBepuICHHs BCEX

MNepesanycTuTb aHanus

CTaI[I/Iﬁ dHaJIn3a IIOABJIACTCA  KHOIIKA , ITO3BOJIAIOIIAs

IICPEC3aIlyCTUTh BCC CTAINH aHAJIN3a, KPOMC 3daI'py3KHU (baﬁHOB.

I'Ipou,ecc aHann3a MepesanycTuTs aHanus

3arpyska, MoeHTMQUKaLnA 1 NpoBepKa Nepen4Horo Ganna + 3aBepLueHo
3arpyska, MoeHTMdOUKaLWA M NpoBepKa NapHoro Gaina v 3aBeplueHo
[poBepka Ka4yecTEa M OYMCTKa NeEpBUYHOro panna + 3aBepLueHo
MNpoBepKa KauyecTEa U OYMCTKA NapHoro Gaina v JaBeplUeHO
BeipaBHnBaHne + 3aBepLueHo
MNpepsaputensHan o6paboTka ANA BLIABNEHWA BAPWAHTOB v JaBeplUeHO
Buiasnenne comatuyecknx SNV/Indels + 3asepLueHo
BeifBneHvEe CTPYKTYPHbIX BapyaLnii v JaBeplUeHO

BriasneHve Bapuaynn YMcna Konui + 3asepLueHo

@ @ @ @ @ © @ @ © ©

eHepayus oTYETOB v JaBeplUeHO

Pucynok 47 — Undopmanus o nporecce aHanusa Ha Bkiajke «I maBHoe» oOpasia

45



[Tocne ycnenHoro 3aBepiiieHust BceX CTaAuil aHaln3a B 3aBUCUMOCTH OT
X0Jla aHaJM3a KOHKPETHOTO 00pasia (3aBUCHUT OT BBIOPAHHOW MpHU 3arpyske
oOpasiia HaCTpOMKH aHaIK3a) Ha BKJIaAKe «[ TaBHOE» MOTYT ObITh TPEICTABICHbI
CJIeIYIOIUE Pa3eiibl C pe3yJbTaTaMu:

o «Comarnueckue SNV/Indels» (mns oOpasioB OmyxoJieBOW TKaHU) U
«I"'epmunansasie SNV/Indelsy conepsxat pe3yiabTaThl aHaian3a, COOTBETCTBEHHO,
COMATHUYECKUX W TEPMUHAIBHBIX OJHOHYKJICOTHJIHBIX BapuaHTOB (SNVs) wu
KOPOTKHUX uHcepumid/nenennii (indels). BkirouaioT BO3MOXKHOCTH aHalW3a

pe3yIbTaTOB BO BCTPOEHHOM MOJyJie TMpocMmoTpa Bapuanui [Iporpammer (

Eﬁ. Variant Viewer o
(em. pazgen 1.9.1) u B Moayne Bu3yanM3ald Bapualydid Ha

resome IGV () (cm. pasmen 1.9.2). TIo3BONSIOT cKauaTh OOHAPYKECHHBIE U

82 Ta6nuya

aHHOTHPOBaHHbIE BapuaHThl B gopmarax CSV ( ) u VCF ( ) u

OTKpPBITh UX B TaOymmax Google (= );

o «ComaTnueckue CTpyKTypHbIE Bapuauumy» (1151 00pa3loB OMyX0JeBOM
TKaHu) U «['epMuHaNbHBIE CTPYKTYpHBIE BapUaILlMN» COIEPXKAT Pe3yJbTaThl
aHaJM3a, COOTBETCTBEHHO, COMATHYECKMX W TEPMHUHAIBHBIX JITHHHBIX

CTPYKTYPHBIX Bapualui (Ieneuui, AyIUIMKaluWid, WHBEPCUHM, TPaHCIOKALUM).

B8 Ta6nmua

[To3BonsitoT ckauath 0OHapykeHHbIe Bapuaiuu B popmarax CSV ( u

VCF ( =) ) ¥ OTKpBITH uX B Tabnumax Google (= ). BkiaroyatoT BO3MOXKHOCTh
MIPOCMOTpa pe3yJIbTaTOB B MOJyJI€ BU3yalnHu3auuu Bapuauuid Ha renome IGV (
>/ )
o «ComaTnueckue BapHalliy yncia Konuiy (st 00pas3noB OMmyXoJaeBoi
TKaHW) U «l'epMUHaNbHBIE BapHalMy YHUCJIA KONMWN» COAEpXKAT PE3YJIbTATHI

aHalIn3a, COOTBCTCTBCHHO, COMATHYCCKNX H I'CpMHHAJIbBHBIX BapI/IaI_[I/Iﬁ qucia

Kormuii (OOHapy»XEHHbIE YYaCTKM W3MEHEHHMS 4YHClia KOMUUA U 3HAYCHUS
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KOMUUHOCTH JUIsl AaHHOro oOpasia Ha (oHe npyrux obOpasuos). [lo3Bossior

cKayaTh OOHApy>KEHHbIC 1 AHHOTUPOBAaHHBIC YUYAaCTKU YUCIIa KOMUH B (hopmarax

AnnotSV CSV ( G rocnne ) u B Buje (aiina nokpeitust CNV B popmare TSV (

) ¥ OTKPBITH UX B Tabnumax Google ( ). I103BOJISAIOT OTKPBITH M CKAYATh

noJIHOreHOMHBIHN Tpaduk cermeHToB CNV B popmare PNG ( A ) ¥ Tpaduk no
THUITY KaprorpaMmbl ¢ 0003HaueHHBIMA CNV ypoBHS XpomocoM B popmare PNG
( + ). Bxio4aroT BO3MOXKHOCTH MPOCMOTpa pPE3yJbTaTOB B  MOAYJIE
BU3yaTM3alliy BapHanuii Ha reHome IGV (¥ );

o «BwIpaBHUBAHUM) COIACPKUT PE3YNbTATHl KAPTUPOBAHHS TPOUTCHHMA

oOpasiia Ha peepeHCHBIN TeHOM, KOTOPbIe MOKHO ckayaTh B popmare BAM (

=)

). Paznmen mosBosisieT ckayaThb MHAEKCHBIM (paiin s BBIpAaBHUBAHUN B

3

dopmare BAI ( ) U TOCMOTPETh PE3YyJbTaThl B MOJYJE BHU3yaIU3alUU

BBIPaBHMBAHMI Ha TeHoMe IGV ().

Ha Bkmanke «/leraam mpomecca anaau3a» (PucyHok 48) mpuBenena
noyiHasg uHpopmarus o0 aHanuze oOpaslia ¢ yKa3aHHEeM I0CIeI0BaTeIbHOCTH
cTaauil 00pabOTKU, MapaMeTpPOB 3aMlyCKa CTOPOHHUX MPOrpamMM M pPe3yibTaToB
UX TEXHUYECKOMW BBIJIAuM, a TakoKe (pailyibl ¢ MPOMEKYTOYHBIMU PE3yIbTaTaMU U
ucxoaHble (Qailnbl oOpasua, 3arpykeHHble B [IporpamMmy (MOXXHO cKadatb,
KJIIMKHYB Ha Ha3BaHHE 00pasla, BbIIEJIEHHOE CHUHMM). Ha cTpaHuiie MoXHO
pa3BopavyMBaTh KaK Pyl CTaAUH, Tak U camu ctafauu (Pucynok 49) Haxkatnem

Ha UX CTPOKH.
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« Bce nauvenTsl / 5320 - Stewart John/ E :::zt:::::!::l
[LleTanu npoyecca aHanMsa

e tumor_example.l.fastq o tumor_example.2.fastq
b 3arpyska, UAEHTUPUKALUA U NPOBEpKa NepBUYHOro dpaina + 3asepuwero
b 3arpyska, UAeHTUPUKALUA U NPpoBEpKa NapHoro daina + 3asepuwero
» TllpoBepka KayecTBa U OUMCTKA NepBUYHOro daiina + 3asepuwero
» TllpoBepka KayecTBa U OUMCTKA NapHoro paina + 3asepuwero
»  BbipaBHUBaHUE  3asepuero
» TpepaBapuTensHan 06paboTka ANA BbIABAEHWA BAPUAHTOB  3asepuero
» BbiABneHue comaTuyeckux SNV/Indels + 3asepueno
»  BbIABNEHUE CTPYKTYPHLIX BapuaLuit  3asepuero
»  BbIABNEHWe Bapualiun yncna Konuin  3asepuero
»  TeHepauus OTUETOB  3asepuero

Pucynok 48 — Bxnanka «/leranu nmpomecca aHaimza» odpasia

v 3arpyska, ngeHTndukauma u nposepkKa nepsudHoro danna v 3aBeplueHo
3ALAYA HAYANO KOHEU CTATYC
» 1. 3arpyska 20.09.202112:14:59 20.09.202113:17:35 + 3asepweHo
»  2.Pacnakoeka 20.09.202113:17:35 20.09.202113:19:16 « 3asepweno
»  3.UpenTudukayus 20.09.202113:19:16 20.09.2021 13:20:00 ' 3asepweno
~  4.Mpoeepka 20.09.202113:20:04 20.09.202113:20:37 « 3asepweHo

NPOBNEMBI BEPUOUKALIUM:

BbIBOA KOHCONU

Application version: 1.5.2-SNAPSHOT-4fcb32bb

Pucynok 49 — PazBepryTas cranus «[IpoBepka» U3 pa3BepHYyTOU TPYIITBI CTa Ui
«3arpys3ka, uieHTu(UKaIMs U IPOBEpKa NEPBUYHOTO (aiiay

[Ipouecc ananuza oOpasiia 3aBUCUT OT HACTPOEK aHaIN3a, KOTOpbIEe ObLIN
BbIOpaHbl Tpu ero 3arpy3ke. HacTpoliku aHammza MOXKHO CO37aBaTh U
penaktupoBaTh Ha ctpanuile «Hacrtpoiiku» B Oioke ctpanuiy «Hactpoitkmy.
CrannapTtHbie HacTpoilku aHanu3a «Somatic and Germline variant analysis» u
«Germline variant analysis» BKJIIOUAIOT CIEAYIONIME CTAUH MpoOLiecca aHaan3a
006pa3y06 cek8eHUPOBAaAHUs NAPHBIX NPOYUMEHUL:

e 3arpy3ka, WIACHTH(QHUKAIMS U TNPOBEpPKa MEPBHUYHOTO M IMAPHOTO

¢aiinos;
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e [IpoBepka kauecTBa U OYUCTKA IEPBUYHOTO U MTAPHOTO (HaNIIOB;

e BrIlpaBHUBaHUE;

e I[IpenBapurensHas 00pabOTKa AJis BbISBICHUS BAPUAHTOB;

e Brusienenue repmuHaibHbix SNVs/Indels (st oOpasiioB 340pOBBIX,
HEOIMYXOJIEBBIX TKaHEH);

e BruBnenue comarndeckux SNVs/Indels (ms oO6pasmoB omyxoneBbIx
TKaHEW, HeT B HacTpoike aHanu3a «Germline variant analysisy);

e BrIsiBIeHUE CTPYKTYPHBIX BapUaluii;

e BrisiBieHrEe Bapualy 4yucia KONuu;

e [‘eHepanus OTYETOB.

CranpapTHele HacTpoWku aHanmm3za «Somatic and Germline variant
analysis» u «Germline variant analysis» BKJIIOUAIOT CHEAYIOUIME CTaAUN
npoliecca aHanusa gaiiia ¢ anHomayueti sapuanmos 6 popmame VCFE'

e 3arpyska, ueHTU(UKALMS U IPOBEPKA;

e Amnnoramus repmuHaabHbIX SNV/Indels (s oOpasmoB 310pOBBIX,
HEOMyXOJIEBBIX TKaHel) nubo AnHOTanusa comartuyeckux SNV/Indels (mis
00pa3IoB OMYXO0JIEBbIX TKAHEH);

e ['eHepanus OTYETOB.

Ha Bxnanke «Ilapamerpsl» (BKJIaJKa BHJIHA TOJBKO i OOpasIioB,
3arpykeHHbix B (opmatax FASTQ wmm BAM; Pucynokx 50) mnpuenena
moapoOHas nH(OpPMAITUS O CTaINUIX, BKIIOYCHHBIX B aHAJU3, M UX TTapaMeTpax.
[lepexmtoueHrneM  TyMOJEpOB  MOXHO  BKJIIOYATh WM BBIKJIIIOYATh
COOTBETCTBYIOIIKE cTaauu. [lapaMeTpsl MOXKHO peJaKTUPOBATh HAKATHEM Ha MX
3HAYCHHUE W BBOJIOM HOBOTO 3HaueHus. [Ipu BHeCEHHMH TIOOBIX M3MEHEHMI Ha

CTpaHUIIe BbINAaeT auanoroBoe okHo (PucyHok 51), B koTOpoM, HaxaB Ha

MOXHO IIPUMCHHUTL BHCCCHHBIC M3MCHCHHA, a HaXaB Ha

b

OTMEHUTB
, OTMCHUTDH HX. O6paTI/ITe BHUMAHUEC, UTO HaCTpOﬁKH Ha BKJIAAKC
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«ITapameTpbl» perynupyroT X0 aHaiau3a Bcex 00pasloB M3 Habopa 0OpasIoB.

[Ipu npuMeHEeHNH U3MEHEHH B TapaMeTPaxX COOTBETCTBYIOIIME CTAIUH aHAIN3a

nepe3arycKaroTcs sl Bcex o0pasioB U3 Habopa.

KOHTPOJIb KAYECTBA

Run cleanup

Bcero nocnepogatensHocTe

Min Total Sequences

PacnpepeneHve anuH
Short Sequence Bound

Max Short Sequences Percent

KauecTeo no nautkam (tiles)
Max Tile Quality Deviation

Max Tile Bad Quality Cells

KauecTso no ocHoBaHusam
Base Start Count
Base End Count

Min Base Percentile Quality

& Bce naymenTbl / 5320 - Stewart John/ |

@ tumor_example.2.fastq

@ tumor_example.1.fastq

10,000

20

25

20

BbIPABHUBAHUE
Run alignment .
Ensure 1st and 2nd read file consistency .

Reference genome GRCh38 (hg38)

Alignment tool BWA Burrows-Wheeler Aligner
Sequencing Type OB6HapyXUTb aBTOMAaTUYECKN

Capture kit features OGHapy»WTb aBTOMaTUYECKN

I'Iopuru KavyecTBa BblpaBHUBaHUA

Min mapped reads percent 85
Max multimaps percent 15
Forward/reverse max difference 10
Min paired mapped percent 80
Min paired properly mapped reads

percent 75
Min coverage per nucleotide 01

MNapameTpbl
BbIABJIEHUE BAPUAHTOB
®unetpauus MNUP gybnnkatos
Mark Duplicates .
Limit reads per alignment .
dunbTpayua SNVs/Indels
Filter SNPs/Indels by capture kit target .
BbiaBneHuWe comaTuyecknx SNVs/Indels
Run somatic SNV/Indels discovery .
Panel of Basi | of I
normals asic panel of normals (recome...
Somatic tumor only discovery .

BeisgneHue repmuHaneHeix SNVs/Indels
Run germline SNV/Indels discovery .
Germline tumor only discovery .
QD SNP less than . 2
QUAL SNP less than [ ) 30

Pucynok 50 — Bxianka «ITapamerpsr» Habopa oOpasioB

MpHUMEHEHNE U3MEHEHUIA NapaMeTPOB NepesanycTuT
npoLecc aHannsa obpasLoB ¢ Wwara, NoABeprieroca
M3MEHEHUAM

OTMEeHUTb

PI/ICYHOK 51 — I[I/IaJ'IOFOBOG OKHO JJJIS1 TIOATBCPIKACHUS W3MEHEHHI Ha BKJIAJIKE

«ITapameTpbD»

1.9 TIIpocMoTp pe3yJbTATOB aHAJIN3a 00pa3Na NANUEHTA

[Iporpamma obecnieurBaeT MOJIB30BATEI0 BO3MOXXHOCTb HATJISIAHOTO U

WH()OPMATUBHOTO

IPOCMOTpa

pe3yJIbTaToOB

3arpy>K€HHbIX JIaHHBIX (00pa3Il0B CEKBEHUPOBAHUS).

IMPOBCACHHOI'O

aHaJIn3a

Jlis mpocMoTpa pe3yJsIbTaTOB aHalIW3a MHTEPECyroliero odpasia HYXHO

JIOKIATHCSA, YTOOBI MPOIECC aHAM3a 3aBEPIIUIICS (CTaTyC HE ObLT B COCTOSIHUU

«IN_PROGRESS»; t}'). Jns mpocMoTpa pe3yJIbTaTOB aHajdu3a o0pasia
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M0JI30BATENII0 HEOOXOJUMO TMEPENTH Ha CTpaHMILy 3TOro obpasia, sl 3TOro
HYKHO:

1. Ha rnaBnoit crpanune Ilporpammel («Bce mamueHTb») BbIOpAThH
HEOOXOIMMOI0 MalMeHTa MyTeM HaKaThs Ha CTPOKY C €ro MMEHEM JIeBOM
KHOIIKOM MBIIIIHN;

2. Ha cTtpanuiie nanuenTta BoIOpaTh MHTEPECYIONINI 00paser] myTem
Ha)KaTHs Ha CTPOKY C €r0 UMEHEM JIEBOM KHOIIKOUW MBIIIIH.

OcHOBHBIC pe3ybTaThl aHAIN3a W KHOMKHU IS CKaunBaHUS (ailjioB ¢
pe3yJbTaTaMu pacroiokeHbl Ha BKIaake «I maBHoe» (cM. Pa3nen 1.8).

Kpome TOro, B 3aBUCUMOCTH OT HAJIMYMSI aKTUBHBIX IIA0JOHOB OTYETOB
(perynupyercsi Ha crpanune «lllabmonbl oTyeToB» B OJIOKE CTpaHUI]
«HacTpoiikn»), HUX NPUMEHHMMOCTH K JaHHOMY oOpaslly ¢ HaJu4us
HEOOXOJIUMBIX JJIsl TOCTPOCHUSI OTYETA PE3YIbTATOB CTPOSITCS OTYETHI, KOTOPHIE
pacrojaratoTcsi Ha BKJIAJKaX C Ha3BaHUSAMH, COBHAJAIOIIMMH C Ha3BaHHUSIMU
COOTBETCTBYIOIIMX IIA0JIOHOB OTYETOB.

PaccmoTpum Takue BKIAJKH OTYETOB Ha MpUMeEpe BKIAAKU «OTdeT Hs
AHAJIN3A [JIMOMBbI», KOTOpas CTPOUTCS JJIsl yCIenHO 00paboTaHHBIX 00pa3iioB
OIyXOJIEBBIX TKaHE (€CiaM COOTBETCTBYIOUIMHM IIA0JOH OTYETa HAXOAUTCS B
AKTUBHOM  COCTOSIHUM). Bxilagka COIEpXKUT KIMHUYECKHUM OTYET O
XapaKTePUCTUKAX TJIMOM (BKIJIHOYAsl PEIUAMBHYIO TJIM00JIaCTOMY), OCHOBAHHBIN
Ha OOHApyXEHHBIX B 0Opa3lax IMalueHTa OHKOMapkepax M 0a3ze 3HaHUM,
CO3JIaHHOM Ha OCHOBE JKCIEPTHBIX CBEJICHUN M HAYYHBIX IMMyOJHKAIUNA TIO

nanHoi Tematuke (Pucynok 52). Jlns ckaumBanus otdera B (opmare PDF

E%Skcnop'r e PDF
HCO6X0)II/IMO HaXXaTb Ha KHOIIKY 3KCIIOpTa

Buumanue! PesynpTarel oTUeTa JIOJKHBI HMHTEPIPETHUPOBATHCS  C
MCIIOJIb30BaHMEM BCEX UMEIOLINXCS KIMHUYECKUX U 1a00paTOPHBIX TaHHBIX U HE
JNOJDKHBI HMCIIOJIB30BaThCA HM30JIMPOBAHHO I JUArHOCTUKU W Ha3HAYCHHS

JICUCHUS.
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® 200518_HSGA.GTG0.200331_tumor-cito_4705.R1.fastq

« - | AkcnopT 8 PDF
Bee nauuenTb I NSKOO09 - UeaHoe MeaH / @ 200518_HSGA.GTG0.200331_tumor-cito_4705.R2.fastq P

OTYeT ANs aHanMsa rM1oMbl

KOA NALMEHTA

NSK009

CAMMINA v
MBaHoB MBaH

OATA POXOEHNSA non

8 oKkTsbps 1989 . MyxuunHa

NOCTABMEHHbIM ANATHO3

AcTtpouyuTtoma IDH-myTaHTHOro TMNa

OTYET MO COMATUYECKUM MY TALMAM

TWN CEKBEHMPOBAHMA LATA CBOPA OBPA3L0B
HanpaBneHHblin oT6op 26 mapta 2019 .
PEATEHTbI CAPTURE KIT NOKANU3ALMA OBPA3LIA (OPFAH)
SureSelect Human All Exon V7 lMpaBasa nobHas gons
METOAMKA

FeHomHas AHK BbigenseTca N3 NapaQuHOBLIX GNOKOB C TKAHLK, NOABEPraBlWMXCA MUKPOANCCEKLMM C Lenbio 06oralenns 06pasLoB ONyXxoneesiMu KneTkamu,

Pucynox 52 — Bkagka «Ot1yer asist aHaImu3a rIIMoMbBD 00pasia

YpoBeHb II: BapnaHTbl € NOTEeHUMaNbHOWN KIIMHUYECKOW 3HAYMMOCTbIO
OﬂHOHyKI‘IeOTM,ﬂHh\e BapWaHThbl, Bapuaynm 4yucna KOMUA K CTPYKTYPHbIE Bapuauuv, Merolne NoTeHLanbHYHO KNIMHUYECKYKO 3HAYMMOCTBIO

OpHOHYKIEOTUAHbIE BapUaHTbl/UHAENb!

NnoKyc PACMOJIOXEHWE JOOEKT BAPMAHTA HGVSP HGVSC FNYBWHA (ANBT/PEQ) BHEWHWE CChHINKK

32.89%
TPS53 chr17:7676236 Frameshift p.M441fsX79 c.132del -— V]
49/100

CTpyKTYpHble BapUaluuM U Bapuauum Yucna Konuin

TOKYC TUN CTPYKTYPHOW BAPUALIMK PACMOJIOMEHUE
><7q Gain Chr7 g-arm

5

Pucynox 53 — Ionpasnen otyera «1.2 YpoBens II: BapuaHTHI ¢ MOTEHIIHATLHON
KJINHAYECKOW 3HAaYMMOCTBIO»

[Ipu oToOpakeHHH B OTYETE OJHOHYKJICOTHIHBIX BapUAHTOB/MHIEIIOB
(Pucynok 53) mns kaxaod Bapuanuu WHPOpPMAIUs OTOOpakacTcs B BHIE
TaOJIMLBI CO CIEAYIOIMMHU KOJIOHKAMHU:

e JIOKYC — na3BaHue reHa, B KOTOPOM PacoJIOKEHA BapHallus;

e PACIIOJIOJXKEHUE — no3unus Bapualuv B TeHOME (XpoMocoMa +

HavajbHas MO3UIINA);
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o DDODOEKT BAPUAHTA — nocneacTBUs Bapualluu JIJisi TEHOB;

e HGVSP — awmwmHOKHMCIOTHas 3ameHa B HomeHkiIatype HGVS
(https://varnomen.hgvs.org/, mnpeduxc “p.” (protein) + pedepeHCHA
AMUHOKHUCIIOTa + TIO3UIMS aMUHOKHUCIIOTHI B OejKe + HOBas aMHUHOKHCIIOTA,
MOJIyYMBIIASICS B PE3YJIHTATE 3aMEHBI);

e HGVSC — mHykimeotuanas 3ameHa B HomeHkiatype HGVS
(https://varnomen.hgvs.org/, TeHOMHasi MO3WIUS 3aMEIIEHHOTO HYKJIeoTHaa +
pedepeHCHBIN HYKIICOTH T > allbTepHATUBHBIN aiiensb). HaunHaeTcs ¢ npedukca
“c.” (coding; nyst 3aMeHbI B KOAUPYIOIIEH MOCIEA0BATEILHOCTH) WM “n.” (non-
coding; 1Jist 3aMEHbI B HEKOJIUPYIOIIEH 1MOCIeI0BATEILHOCTH);

o [JIYBMHA (AJIBT/PE®) — riyOuHa ceKkBEeHUpOBaHUs; oOIee
KOJIMYECTBO MPOYTEHUN TMOCIEI0BATEIIbHOCTH, TMEPEKPHIBAIOMINX MO3UIIUIO
BapuaHTa, Juisi 3Toro obpasma. AJIbT - xommuecTBO pas, KOTJla CUUTHIBAJICS
alpTepHATUBHBIN Hykieotua, PE® - konuuecTBO pa3, KOrjga CUYMTHIBAJICH
pedepeHCHBIN HYKIICOTH I,

e BHFEIIHME CCBIJIKM — axTHUBHBIE DJIEMEHTBHI, IO3BOJSIOIIHNE

IIPOBECTH AaHAJIM3 BapualMu BO BCTPOCHHOM MOJYJIE MPOCMOTpPA BapUaLAN

[Tporpammsr ( & ) ¥ B MOJIyJIe BU3yalIn3allly Bapranyii Ha reHome IGV ().

[Ipu oToOpaxkeHuu B OTYETE CTPYKTYPHBIX BapHallMil U Bapualuuid 4yuciia
KOMUi (BBISIBJICHHE BO3MOXKHO TOJIBKO JUIsl 00pa3LoB, 3arpy>KEHHBIX B opmaTax
FASTQ wmm BAM; Pucynox 53) ans kaxmoil Bapuamuu uHGOpManus
oToOpaxaercs B BUJIE TAOIUIIBI CO CIEIYIOIIMMH KOJOHKAMM:

e JIOKYC — nokyc, B KOTOPOM HaxOJUTCS Bapualusi (Xpomocoma,
IJIEY0 XPOMOCOMBI WJIK T€H);

e TUII CTPYKTYPHON BAPUAIIMN — ammmudukarms (Gain),
neneuus (Loss) u ap.;

e PACIIOJIOXEHHME — no3unus Bapualdu B reHOME (XpOMOCOMa,

MJI€Y0 XPOMOCOMBI WJTU XpOMOCOMa + HavaJIbHas TTO3UIIMS ).
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HavanbHast yacTh OT4YEeTa COAECPKUT OCHOBHBIE JJAHHBIE O MAllMEHTE: KO/,
dbamMunuio, WM, AaTy POXKACHHSA, IMOJ ¥ TOCTaBICHHBIM JHArHO3 - JTa
uHpopmaiust OepeTcss M3 KApTOUYKM TMallMeHTa M OOHOBIIAETCS B OTYETE
aBTOMATUYECKHU MPU BHECEHUHU U3MEHEHUN B KAPTOUKY MAallMEHTA, TAKKE MOXKET
OBITH OTpeIaKTHPOBaHa B caMoM otdete (Pucynok 52).

[lepBoiit  pazgen otuera (OTYET I[IO COMATHUYECKHUM
MYTALUAM, Pucynok 52) coaepxuT uHpopMaImio, MoJTyIeHHYI0 Ha OCHOBE
aHaiM3a oOpasiia OmyxoJieBoi TKaHU. B Hauase pasnerna npuBeJeHb! JaHHBIE 00
oOpasiie: TUI CEKBEHUPOBaHMS, Jara cOopa oOpasia, peareHThl capture Kkit,
JoKanu3aius oopasia (oprad) U METOIMKa MOJTyueHus o0pasiia.

B nogpaznene oruera «1.1 YpoBens [: BapuaHThI ¢ BBICOKOW KIIMHUYECKOMN
3HAYUMOCTBIO» TPUBEJECHB HamboJee KIMHUYECKH 3HAYMMbIE OHKOMAapKephl
(OTHOHYKJIEOTU/THBIE BAPUAHTHI/MHAEIbI, BAPUAIIMU YUCIIa KOMUN, CTPYKTYPHBIC
Bapualuu), CBs3aHHbIC C TJIMOMaMHU, OOHApY>KeHHbIE B 00pa3Ile MCCIIeTyEMOro

naruerTa (Pucynok 54).

YpoBeHsb |: BapnaHTbl C BbICOKOW K/IMHNYECKOW 3HAYUMOCTbIO

OOHOHYKNEOTVAHBIE BapWaHTbl, Bapyayun Y1cna KOMWMA W CTPYKTYPHbIE Bapuauuv, MMEKLWMUe BbICOKYIO KMHUYECKYH) 3HAa4YMMOCTb, BaXKHble A5
ANarHoCTUKK KU nevYeHnsa

OQHOHYKNEeOoTUAHbIE BapyUaHTbl/MHAEenNbI
NOKyC PACMNONOXEHWE JOOEKT BAPUAHTA HGVSP HGVSC FTNYBWUHA (ANLT/PE®) BHEWHWE CCbHIJTKKN

26.92% 5121913500

“ chr2:208248388 Missense P-R132H C.395G>A _14/38 ClinVar: 156444 &/

o

85.11%
ATRX chrX:77681538 Frameshift p.G1240DfsX38 c.3717del — &V}
40/7

o

Pucynox 54 — Iloapasnen otyera «1.1 YpoBeHs I: BapuaHThI ¢ BBICOKOH KIMHUYECKOI
3HAYUMOCTBIO»

B noapasznene otyera «1.2 Ypoens II: BapuaHThl ¢ MOTEHIMATLHON
KJIMHUYECKONW  3HAYUMOCTBIO»  TIPUBEICHBI  MOTCHIMAIBHO  KIMHUYECKU
3HaAYMMbIE Bapualuu (OJHOHYKJICOTHIHBIC BApUAHTHI/UH/ICIIbI, BAPUAIIUU YUCTIa

KOIUN, CTPYKTYypHBIE BapHaruu), oOHApY>KEHHbIE B 00pasile HMCCIeayeMOTO
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narueHTa. J[aHHpie BapWanyy, BEPOSITHO, CBA3aHBI C TITMOMAaMHU, HO 3Ta CBS3b
MEHee M3yueHa M0 CPAaBHEHHIO C BapHaIsIMH U3 moapasaena 1.1.

B moapasnene oryera «1.3 Ilpeanmaraemsie mpemapatbl» (Pucynok 55)
IIPUBEJICHBI MOTEHIIUAJIBHO ¢ pexkTHBHBIE U Hed(ppeKkTUBHBIE
MPOTUBOOIYXOJNEBble  mpemapartel  (mo  ganHeiM w3 6a3  CIVIC
(https://civicdb.org/statistics/drugs) U CGlI
(https://www.cancergenomeinterpreter.org)) u COOTBETCTBYIONIUE MapKephl,

oOHapy»XEHHbIE B 00pa3iie UCCIeAyEeMOro MalyeHTa.

[Mpepnaraemoble npenapartbl
MoTeHUManbHo 3QGEKTUBHBIE U HE3hDEKTUBHbIE MPOTUBOOMNYXONEBbLIE NPENAPaThl ¥ COOTBETCTBYIOWME BUOMapKepb!

MoTeHynantHo addeKTUBHbIE NPOTUBOOMNYXONEeBble NpenapaTbl

&3 CETUXIMAB
MAPKEPBI 3ABOJIEBAHME YPOBEHb JOKA3ATEILHOCTH JIMTEPATYPA
IDH1 p.R132H glioma susceptibility 1 B - KnuHu4eckune gaHHble 7 PMID:22199315

In a clinical study of 83 recurrent glioma patients, de novo glioblastoma patients treated with cetuximab monotherapy (n=27) and harbering IDH1 codon 132 mutation were associated with improved
overall survival (5.13 months vs. 0.90 months, 95% Cl: 1.8, P=0.035), as compared to patients with wild-type IDH1.

&3 TEMOZOLOMIDE
MAPKEPHI 3ABONEBAHUE YPOBEHb [JOKA3ATENIbHOCTU NUTEPATYPA
IDH1 p.R132H brain glioma B - KnuHudeckue gaHHble 7 PMID:20975057

In a study of 189 low-grade gliomas, IDH (IDH1 or IDH2) mutations were found in 132 patients (70%). IDH mutations were associated with improved rate of response to temozolomide compared to
wildtype IDH (61% vs. 17% , P=0.01).

Pucynok 55 — IMoapasnen otuera «1.3 Ilpennaraemsie mpenaparb»

JIns kaXkioro npemnapara ykasaHbl:

e Mapkep oOpasia ManueHTa, Il KOTOPOro HAIUIOCh COOTBETCTBUE C
npernapaTom;

e 3a0oJsieBaHHE, TPOTUB KOTOpOro 3ddextuBeH win HedhHEeKTUBEH
npenapar;

® YypoBEeHb JokazarenbHocTH 1o wmkaire A, B, C, D, E
(https://docs.civicdb.org/en/latest/model/evidence/level .html);

® CChUIKA Ha MyOJWKAIMIO, KOTOpas MOATBEPXKIAET, YTO Mperapar

PEKOMEHI0OBaH KaK TApreTHbIN MPU OOHAPYKEHUH Y TTALIMEHTa JAHHOTO MapKepa.
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[Moppaznen «1.4 IlompobHee O MyTalUsAx» COACPKUT PACHIUPEHHOE
onucaHue Bapualuii u3 noapasnenon 1.1 u 1.2.

[Tompazgen «1.5 Yposenp III: myTanum B reHax, acCOLMUPOBAHHBIX C
pakoM»  COJEPXKHUT Bapualuu (OJHOHYKJICOTHIHbIE BapUaHTBI/MHJIEIIbI,
BapUaIlMU YUCJIA KOMUH, CTPYKTYPHBIE BapUalllK ), UMEIOIINE CUIBLHOE BIUSHUE
Ha MPOAYKT I'€Ha U BBISBICHHBIE B T€HAX, aCCOLIMUPOBAHHBIX C Pa3IUYHBIMU
TUMAMU PaKOB, OTJIUYHBIMHU OT TJIUOMBI.

[Toapazmen «1.6 Knuamdeckue wucnbiTaHus» (Pucynok 56) comepkut
CIIUCOK TMPOBOJAIIMXCA B JIaHHBIA MOMEHT KIMHUYECKUX HCCIIEIOBAHUM,
CBSI3aHHBIX C IITMOMaMU, C YKa3aHHEM Ha3BaHMS UCCIEIOBAHUS, CChLUIAIOIIETOCS
Ha  CTpaHully ¢  JeTtanpHOM  uH(opMmanued o0  HcclIeoBaHUU
(https://www.clinicaltrials.gov), cBsi3zaHHbIC THIIBI MATOJIOTHI, BMEIIATEILCTRA,

IMPUMCHACMBIC B UCCIICAOBAHUH, U MCCTO IIPOBCACHUA UCCIICTOBAHMAA.

KnnHnyeckne ncnbitaHnsa
CnncoK aKTUBHBIX KIMHUYECKMX UCMbITaHWIA ANA roMel ¢ caitta https://clinicaltrials.gov

HA3BAHWE NATONOT MK BMEWATE/IbCTBA MECTOMNOJIOXEHME

« Diffuse Intrinsic Pontine Glioma * Drug: Nimotuzumab+CRT (concurrent IMRT * The Third People's Hospital of Zhengzhou,
and TMZ) Zhengzhou, Henan, China
+ Xiangya Hospital of Centre-south University,
Changsha, Hunan, China
* West China Hospital, Sichuan University,
Chengdu, Sichuan, China

* Mewed
international ativ Trial of the s Glioblastoma WHO Grade IV s Drug: Temozolomide + Valproic Acid * Universitatsklinik RWTH Aachen, Aachen,
HIT-HGG p (HIT-HGG-2013) « Diffuse Midline Glioma Histone 3 K27M WHO Germany
Grade IV * Klinikum Augsburg, Augsburg, Germany
* Anaplastic Astrocytoma WHQ Grade lll * Charité Universitatsmedizin Berlin, Berlin,
* uewe?2 Germany
* uewe 46
ost-radiation Adjuvant * Astrocytoma + Radiation: Radiotherapy * Sun Yat-sen University Cancer Center,
e Chemotherapy in Residue Low- ¢ Oligodendroglioma + Drug: Temozolomide Guangzhou, Guangdong, China

* QOligodendroastrocytoma

-elemene as Maintain Treatment * Anaplastic Oligoastrocytoma * Drug: B-elemene = Sun Yat-sen University Cancer Center,
for Newly Diagnosed Malignant Gliomas * Anaplastic Astrocytoma Guangzhou, Guangdong, China
¢ Glioblastoma

Pucynok 56 — Iloapasnmen otuera « 1.6 KimnHUYeCKUe HCITBITAHIS)

Bropoit paznen oruera (CIIMCOK JIMTEPATYPBI) npencrasnser u3
ce0sl CIIMCOK BCEX HAYYHBIX MyOJWKAIMi, UCTIOJB30BAaHHBIX MPU COCTaBICHUHU

oT4ycCTAa.
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Tpertuit paznen oruera (TEXHUYECKUE OI'PAHUYEHUS) conepxur

uHbOpMaLlMI0O O Tpenene OOHApYXEHHs  BapHallii, aHAJIUTHYECKOU
YYBCTBUTEIBHOCTH U 3asiBJICHUE 00 OTKa3€ OT KIMHUYECKON OTBETCTBEHHOCTH.
Bxnanka «buoundopmaTnyeckuid oT4er» COACPKHUT HUHPOPMAIHIO O
TEXHUYCCKUX W OMOMH(POPMATUUYECKHX pe3yibTaTax o0paboTku 00pas3ioB U
CTaTUCTUKY 3ToM oOpaboTku (Pucynok 57). [ns oOpasioB, 3arpy>KEHHBIX B
dopmatax FASTQ wnmu BAM, oTyeT BKIIOYAET CTATUCTUKY (ailioB oOpasia
(komMuecTBO W JUIMHY TMPOYTECHHI), OTYET O KadecTBe (HalljoB, OTYET TIO
BBIPABHUBAHUIO IPOUYTEHUHN HA pedEepPEHCHBIN T€HOM U OTYETHI MO BHISIBICHHBIM
OJIHOHYKJICOTUJIHBIM BapuaHTaM/uHzaenaMm. Jljis oOpasioB, 3arpy>XKeHHBIX B
dopmatax VCF, TXT wmm TSV, BkIagka BKJIOYAaEeT TOJBKO OTYET IO

BBIABJICHHBIM OJHOHYKJICOTHIHBIM BapI/IaHTaM/ HHACIaM. I[JBI CKa4YuBaHUA

otueta B  (popmare PDF  HeoOXomumMo  HaxaTb  Ha  KHOIKY
|3Kcn0p‘r e PDF
OKCIIOpTa
o tumor_example.l.fastq
« Bce naumeHTbl / 5320 - Stewart John/  umor example.2 fasty 3KCHOPT e PDF
BuonHdopmaTnyeckuii otueT
Cratuctuka painna
KONMUYECTBO
NPOYTEHUN ©® TUMOR_EXAMPLE.1.FASTQ @® TUMOR_EXAMPLE.2.FASTQ O NORMAL_EXAMPLE.1.FASTQ O NORMAL_EXAMPLE.2.FASTQ
CTAPT 29254777 29 254777 42174 693 42174 693
KOHEL, 29240816 29 236 461 42154623 42149 262
KOHEYHBIV MPOLIEHT 99.95% 99.94% 99.95% 99.94%
OAVHA
NPOYTEHUN ©® TUMOR_EXAMPLE.1.FASTQ ® TUMOR_EXAMPLE.2.FASTQ O NORMAL_EXAMPLE.1.FASTQ O NORMAL_EXAMPLE.2.FASTQ
MWHUMAJIbHAS INNHA 150 150 150 150
MAKCHUMABHAA
LANVHA 150 150 150 150
MEJWAHA O/IUHbI 150 150 150 150
Pucynok 57 — Bkiagka «buonndopmarnueckuii oTaer» odpasia
Bxnagka «AHagau3 mNOKpLITHS» (BUAHA TOJBKO JJig 0OpasIlos,

3arpykeHHbIX B ¢dopmarax FASTQ wm BAM) comepXut MHCTPYMEHTHI IS
OTOOpaKEHUSI M aHAIHM3a MOKPBHITHS T€HOMa WJIM 3K30Ma YeIOBEeKa JaHHBIMHU

CEKBEHUPOBAHUS 00pa3iia, a TAK)Ke CTATUCTUKY TaKoro MmokpbITus (PucyHok 58).
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BxotouaeT otyeT o miiyOMHE MOKpPBITUS 00pasiia ¢ rpagukoM pacupeereHus
IyOMHBI 1O (PpakIusM JTaHHBIX W TAOMUIEH C MPOICHTHBIMH 3HAYCHUSIMU
(dpakuuii TaHHBIX, COOTBETCTBYIOIIUX OIPEIACICHHON TIyOMHE MOKPBITHS, a

TaKkke HHPOPMaIIUIO O TOKPHITUH T€HOB B 00pasIie.

® tumor_example.1.fast
+ Boe naumenTbi / 5320 - Stewart John/ 1 o oorr e e
@ tumor_example.2.fastq

AHanuz nokpsITHA

OTyeT o rny6uHe nokpbiTusa ans O6pasua onyxonu tumor_example.1.fastq — tumor_example.2.fastq

1,000 FNYBUHA MIOKPLITUA ~ OPAKLMA LAHHbIX

1 99.52%
10 98.48%
3 20 96.42%
=10

EY 92.44%

78.22%
Dpakuma AaHHEX
100 36.08%

200 5.06%

£ 128%

MokpbIThe reHa Q

Ten/Tpanckpunt 30x 50x 100x 200x 300x

x 20x
» ss.rRnA (enscooooozssson  (EETIND G G o] Lo ] (o ] Lo ]
 ATEG (ENSG00000121410) |0 ] oo ] G o] Lo ] o ] Lo ]
> mec-as1 enscooooozesses) (NI G = ] L ] o L ]

Pucynok 58 — Bkilajika « AHaiIM3 MOKPBITUSD 00pasia

19.1 IIpumeHeHMe BCTPOEHHOr0 MOAYJHA BHU3YAJIM3AUNUH H
NMPUOPETU3ALUMN OJHOHYKJICOTHIHbIX BApHUAHTOB (SNVS) n KopoTkux
uHcepuuii/neaenuii (indels) — Variant Viewer

B Ilporpamme mnpenycMoTpeH (QYHKIMOHAN BU3YaJIbHOTO MNPOCMOTPA
pe3yJIbTaTOB NPOBEACHHOIO aHajiu3a oOpa3loB C MOMOUIbIO MPUMEHEHHUS
BCTpOEHHOro Moy Variant Viewer. i1 3TOro nojib30Batesito HE00X0uMo:

1. Bemonnuts aeiictBus 1-2 u3 pazgena 1.9;

E), Variant Viewer

2. HaxxaTtp Ha KHOMKY B HUHTEpECYIOIeM pasjene
pesyiabratoB  (Comatmueckue win ['epmunanbhble  SNV/Indels). Ha

OTKpBIBIICHCS CcTpaHulle mosiBUTCs pyHKimoHan Variant Viewer (Pucynok 59).
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] q | Variant Viewer

« Bce nauyventsl [ 5320 - Stewart John/ I ‘[: e :

AN MY TALMA TNAHENb FEHOB rEH HPO MHH. YPOBEHb TNYEMHbI COXPAHEHHBIA GHALTP
Y. Somati B B B by - @
* omatic ce ce ce B 10k 20x 30x 50x 100x 200x 300« L
B . - R, . TUMOR  NORMAL 105 NORMAL 3OOEKT  3HAHEHME " oA A A CLINICAL P—

nokyc no3AUMA HGVSF GAMEHA  MOVSC  OK3OM  IINEMHA | [IVEMMA [oi0Tan [EMOTMN BAPMANTA avoEKkTa  PHEWHWE CCHITK GOMAD AF ACMG oA G pT !
= AL391845.1  ¢hr1:2050713 AGA..>A (2/5) ) {0/9) 0n o/0 Upstream 162753063 3.972e-5 N/A @ 2
= PRKCZ ¢hr1:2050713 AGA..>A C.71+257.. (2/5) ) {0/9) 0n 0/0 Intron 162753063 3.972e-5 N/A @ 2
= MORN1 chr1:2321422 p.A4BS= G>A c1455C>T 14 (11/28) &8 (0/e8) on o/0 Synonymous rs368905548 7.030e-4 N/A @ 2

Non coding
5 AL590822.3 chr1:2321422 G>A  n.4012G>A 3 (11/28) &8 (0/68) on 0/0 transcript 5368005548  7.030e-4 N/A o
exon
5 ALSB9739.1 chrl:2321422 G>A (11/28) €& (0/eg) on 0/0 Downstream 68005548  7.030e-4 N/A o
= CLCNG  chr1:11827302 A>G  c.B40+81. 131 (52/79) on 0/0 Intron N/A g
5 RHCE chr1:25384729 C>A  cl1073+9.. (12/29) 83 (0/83) on 0/0 Intron N/A &
= THEMISZ  chr1:27882936 p.R538C C>T c1612C>T 4 (20/24) (0/59) on 0/0 Missense rs10628 6.583e-6 N/A o
=) TNN chri:175098471  n PA6S= G>A c1995G>A 9 .‘,', ——t. ST on 0/0 Svnonvmous 146666035 1314e-5 N/A Sv I
1-50 3137 0:: »
~
Col of
len TpaHcKpunTI Wudopmauma o6 cbpasyax
ranscript IMPACT HGVSp HGVSC Name Genotype Read  Ref Alt count AF

Pucynok 59 — Berpoennbiit Moaysis Variant Viewer

1.9.2 TIIpumenenue web-npuioxenus IGV

B Ilporpamme mnpemycMoTpeHa BO3MOKHOCTh MPOCMOTpPa PE3YJIbTATOB
MIPOBEICHHOI'0 aHan3a 00pa3IoB C MOMOIIBIO TPUMEHEHUsT Web-TpuioxeHus
IGV. lns ero npuMeHeHUs MOIb30BATE0 HEOOXOIUMO:

1. Bemonuute neiicteus 1-2 u3 paznena 1.9;

L2

2. HaxaTe Ha KHOIKY B HMHTEPECYIOIIEM pa3/ielie Pe3yJIbTATOB
(Comarnueckne wnmu ['epmunansabie  SNV/Indels, Comarmdeckue WM
I'epmunanbHble CTpyKTypHBIE Bapuauuu, Comarnueckne win ['epMuUHaNIbHBIE
BapUallvu yuciia konuii, BeipaBHuBanust). OTKpoeTcst HOBas BKJIaJKa B Opay3epe

¢ pynkimonanom web-npunoxxenus IGV (Pucynox 60).
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Pucynok 60 — Ctpanurna web-npunoxenus IGV
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2. COOBILIEHUSA OIIEPATOPY

B Tabmuma lopencraBieHsl cooOuieHus [IporpaMMbl 1moab30BaTeNio, Ux

OIMNCaHHuC H H€06XOI[I/IMBIG HeﬁCTBHH, KOTOPBIC MOT'YT BO3HHUKHYT B XOJC CC

DKCILTyaTaluHu.

Tabmuma 1 — CooOmienus onepaTopy

TekcT cO00IeHNS

Onucanue coo0IeHUS

«Your session has expired, please
log in»

BpeMﬂ CCCCHH NCTCKIIO

«Invalid email/login or password»

Heynaunas nomnsiTka Bxoma B IIporpammy,
email/JoruH WK mapoJib HEBEPHBI.

«Invalid configuration. Please
contact your system
administrator»

OTtoOpaxaetcs B ciIyyasx, Korja
II0JIB30BATENb PETHCTPUPYETCS IO CCBUIKE C
MOJATOTOBJIIEHHOM /JIi HEro KoH(pUrypamueu
ITporpamMmel. [laHHOE cOOOIIEHHE O3HAYaET,
4TO  aAMUHHCTPATOp  yJalWil  JAaHHYIO
KOH(Urypanuo

«Invitation code invalid or already
used»

IIpy mOIBITKE pErucTpanuy I0JIb30BaATENb
BBEJI HEBEPHBIM KOJ MpUIJIAIICHHs, JTU00
JAHHBI ~ KOJA  TpUIJIAIIEHUs yXKe  OblI
HCIIOJIb30BaH paHee IPU PErUCTPaLiy Ipyroro
ITOJIb30BATENS.

«You have no rights to perform

ITonmp30Barenb, aBTOPU30BAHHBIN IIOJ JIEMO-

this operation in view mode» aKKayHTOM  MbITae€TCi  J100aBUTh WU
OTpEaKTUPOBATH OOBEKT
«Server is not available now. Most | CepBep  HEIOCTyINE€H, BO3MOXXHO, HUJET

probably it's under maintenance.
Please try again later»

OOHOBJICHUE BEPCUU

Coo0uieHus1, CBA3aHHbIE C HEYIAYHBIM 3aBepLIeHHeM 00padoTKu 00pa3noB

(Coobwenuss omobpadicaromess 6 oemansix o0o6pabomku obpazya, Ha 6KIAOKe
Workflow details 6 noopoonocmsx neyoauno 3a8epuiusuieiics 3a0ayu)
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TekcT cO00IEeHNS

Onucanue coooIIeHUS

«Too few reads after filtering»

B PE3YIbTATC OYUCTKU AAHHBIX HC OCTAJIOCh

3HAYUMOTO KOJIMYEeCTBa MPOYTEHUHN
YAOBJIETBOPUTEIBHOIO KaueCcTBa
«FASTQ INVALID READ HE | HekoppekTHblid FASTQ-daiin, CTpOKa

ADER _START»

3aroJioBKa MPOYTECHHS TOJDKHA HAYMHATHCS C
CHUMBOJIa (@, ObLT OOHAPYKEH APYTrOol CUMBOJI

«FASTQ INVALID QUALITY
HEADER START»

HekoppekTHslii FASTQ-aiin, CTpOKa
3aroJioBKa KauecTBa MPOYTEHHS JIOJDKHA
HAUMHATBCA C CHMBOJA +, ObuUl OOHApyKeH
JIPYTrOM CUMBOJI

«FASTQ INVALID QUALITY
HEADER_CONTENT»

HexoppekTHbiit FASTQ-daiimn,
HEJIONyCTUMBIE CUMBOJIBI B CTPOKE KaUeCTBa

«FASTQ INCONSISTENT REA

Hexkoppektubiii FASTQ-daitn, qiuHa cTpoku

D QUALITY LENGTH» MIPOYTEHHUS HE paBHa JUTUHE
COOTBETCTBYIOIIEH CTPOKU KayeCTBa
«UNEXPECTED FILE END» Hexkoppektubiii  FASTQ-daitn, mnocnenuss

3aMKCh MPOYTCHHS HEOKUJTAHHO OOpBIBACTCA,
CKOpee BCero 3arpyska (aiina Oblia mpepBaHa

«UNSUPPORTED GENOME R
EFERENCE»

VCF-¢aiin ¢ HemomuepXuBaeMol CHCTEMOI
cOOpKOM TeHOMa, cHUcTeMa MNOJACPKUBAET
tonbko VCF  co3gaHHblE  OTHOCUTEIBHO
coopoxk HG38 u HG19
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3. MNEPEYEHb COKPAILIIEHUI

Coxpamenue Pacuingposka

CNV (amrn. copy number variation) YHCIIO KOIHH Y4YacCTKOB
reHomMa

NGS (anry. next generation sequencing) CEKBEHHPOBAHHE
HOBOTO TIOKOJICHUS

SNV/Indels (amrm.  single  nucleotide  variation  or  short
insertion/deletion) OAHOHYKICOTHIHBIA MOIUMOP(PU3M
WJIM KOPOTKasi HHCEepUUs/ ienenus

SPA (anrn. single page application) omHocTpaHnuuHoe web-
MIPIIIOKEHUE

SV (anr. structural variation) CTpyKTypHasi Bapuarus

TMB (aarn. tumor mutation burden) mokazaTenb YpOBHS
MYTallHOHHOW Harpy3Ku

WGS (anrn. whole genome sequencing) IOJHOTEHOMHOE
CEKBCHUPOBAHUE

JJHK JI€30KCUPUOOHYKJIEMHOBAsI KUCIIOTa

Mb (amrn. mega base pairs) Meraba3za — MWJUIMOH Iap
HYKJICOTU]IOB

CYb/J CUCTEMA YTpaBJieHUs 0a3aMH JTaHHbIX
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https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
https://ru.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B0%D1%80%D0%B5%D0%BD%D0%BD%D1%8B%D0%B5_%D0%BE%D1%81%D0%BD%D0%BE%D0%B2%D0%B0%D0%BD%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B0%D1%80%D0%B5%D0%BD%D0%BD%D1%8B%D0%B5_%D0%BE%D1%81%D0%BD%D0%BE%D0%B2%D0%B0%D0%BD%D0%B8%D1%8F

JUCT PETUCTPAIIMUA UBSMEHEHUM

Homepa mucroB (cTpanu)

H3MeHEeHHEI
X

3ameHeHHEI | HOBEI
X X

AHHYJIHPOBAaHHEI

X

Bceero
JUCTOB
(ctpanuim) B
JIOKyMeHTe

Ne

JIOKYMEHT
a

Bxoasiuit Ne

COIPOBO/IHT.

JIOKYMEHTA U
naTta

Tloan

Jara
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