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MNpepgnucnoBne

1 NOAIrOTOBJ/IEH ®epepanbHbiM rocyfapCTBEHHbIM BGHOMKETHbIM yupexaeHnem «POCCUNCKUIA WHCTU-
TYyT cTaHgaptTusayum» (OrbY «MHCTUTYT cTaHAapTM3aunn») Ha 0CHOBe COOGCTBEHHOrO nepeBoja Ha PyCcCKui
A3blK aHI10A3bIYHOM Bepcun cTaHgapTa, yka3aHHOro B NyHkTe 4

2 BHECEH TexHunyeckum KOMUTETOM NO cTaHfapTtusaunm TK 326 «bnotexHonorum»

3 YTBEPX/JEH W BBEJEH B EMNCTBUE MMpukasom defepanbHOro areHTcTBa Mo TEXHUYECKOMY pe-
rynuposaHuio n metponornu ot 10 aBrycta 2023 . Ne 633-cT

4 HacToAwmin ctaHgapT WAeHTUYeH MexayHapoaHomy cTtaHgapty MCO 20397-2:2021 «BuoTexHo-
norna. MaccoBoe napasnnenbHoe cekBeHuMpoBaHue. YacTb 2. OueHka KayecTBa [aHHbIX CEKBEHMPOBA-
Hua» (ISO 20397-2:2021 «Biotechnology — Massively parallel sequencing — Part 2: Quality evaluation of
sequencing data», IDT).

MexayHapoaHblli cTaHgapT pa3paboTaH TexHuyeckum komuteTom TK 276 «BuoTexHonornsa» MexayHa-
pofHOW opraHusauun no ctaHgapTtusauum (MCO)

5 BBEJEH BIEPBbIE

6 HekoTopble 3/1IEMEHTbI HACTOSLLErO cTaHgapTa MOryT ABMSATbCA 06beKTaMy NaTeHTHbIX NpaB

MpaBuna NpuMeHeHNa HACTOALWEro cTaH4apTa YCTaHOB/IeHbl B cCTaTbe 26 defepanbHOro 3akoHa
oT 29 mwoHa 2015 r. Ne 162-03 «O cTaHgapTusauum B Poccuiickon depepauyumn». MHdopmaynsa ob ns-
MEHEeHMAX K HACT OslLeMy CTaHgapTy NybMkyeTCcsa B €XerogHom (No cocTOAHUI0 Ha 1aHBapsa TeKywero
roga) MHOpPMaLMOHHOM yKaszaTene «HaumoHanbHble cTaHfapThbi», a oduunanbHbll TEKCT W3MEeHeHui
M NONpaBOK — B €XEMECAYHOM MH(OPMaLMOHHOM yKasaTesie «HauuoHanbHble cTaHfapTbhi». B cnyvae
nepecmoTpa (3aMeHbl) UK OTMEHbl HACTOALWEro cTaHjapTa CoOOTBETCTBYKLULee yBeJoMNeHne byneT
ony6a1mkoBaHO B 6amxalillem BbIMYCKe €XeMeCAYHOro WHGOpPMauMOoHHOro ykasaTena «HauuoHasnbHble
cTaHgapTbl». CooTBeTCTBYyWLWas nipopmauus, ysegomneHne U TeKCThbl pasMelialnTCcsad Takxe B UH-
hopMayMoHHO cucTeme 06LENO NONb30BaHNS — Ha oduymanbHOM cainTe degepanbHOro areHTCcTBa Mo
TEexXHN4YeCcKoMy perynmpoBaHunio n meTposiorun B ceTn NHTepHeT (Www.rst.gov.ru)

© 1S0O, 2021
© OdopmneHne. ®rbY «MNHCTUTYT cTaHgapTusaumm», 2023

HacToawwnii cTaHAapT He MOXET ObiTb MOJSIHOCTHID WU YACTUYHO BOCMPOM3BELEH, TUPAXMPOBAH W pac-
NMpocTpaHeH B kKayecTBe o(ULMaNbHOro M3faHus 6e3 paspeleHns defepanbHOro areHTCTBa No TeXHWYECKO-
My PerysimpoBaHuio 1 MeTposiornu
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BBepgeHne

MaccoBoe napannenbHoe cekBeHupoBaHne (MPS) — 3TO BbICOKOMPOU3BOAUTESbHbLIA aHANUTUYECKNIA
noaxon K CEKBEHUPOBAHUK HYKNEWHOBBLIX KUC/IOT C MCNO/Ib30BAHUEM MacCOBO-NapaniesibHo apxuTekTypsbl,
KoTopas No3BONAET UCCMeAoBaTb Lefble TeHOMbl, TPAHCKPUNTOMBI U crnieyuuyeckne MuULLEHN U3 HYKIEUHO-
BbIX KNC/TIOT pPa3/INyHbIX OPraHn3mMoB 3a OTHOCUTE/IbHO KOPOTKOE BpeMmMA.

MPS wncnonb3yeTcs BO MHOIMX o06sactax 61M0n0ruM, No3Bo/SsS Onpefesnisitb U OCYyW,ecTBAATb BbICOKO-
NPOM3BOAUTENbHLIN aHaIn3 MUJIMOHOB U TbICAY MWJ/IJIMOHOB HYKNEOTUAHbIX OCHOBaHuUii. Buonoruyeckas
M3IMEeHYNBOCTb NONnMepoB ,qe30KCVIpI/I6OHyKI'IeVIHOBbIX n pVI6OHyK!'IeI/IHOBbIX KUCNOT XWUBbIX OpraHNM3mMoB npu-
BOAMT K TPYAHOCTAM B TOYHOM OnpefeneHnn ux nocnepoBatenibHocTeli. KauecTBo onpeaesieHusa nocnefosa-
TeNbHOCTU € nomouwblo MPS 3aBuMCUT OT MHOrMX hakTOpOB, B TOM 4uMc/ie OT KayecTBa obpasua, noaroToBku
6n61noTekn, Bbibopa naaTdopMbl M KayecTBa AaHHbIX CEKBEHWPOBaHUS.

AHanu3 fgaHHbIX CEKBEHUMPOBAHUA CO34aeT 3HAYUTESIbHbIE CMIOXHOCTN B 6MOMH(bopMaTrKe, CBA3aHHbIE
C XpaHEHWEM AaHHbIX, BPEMEHEM BbIYNCMEHWI N TOYHOCTbIO OonpefeneHns BapuaHToB. OAHOI M3 OCHOBHbIX
npo6siem, BO3HMKaWOLWMX Npu paboTe C AaHHbIMW CEKBEHMPOBAHWSA, KOTOPYK B psAfe clydvyaeB ynyckawT u3
BUAY, SBNSETCS MOHWUTOPMWHI Moka3aTesieil KOHTPONSA kayecTBa Ha Bcex 3Tanax 06paboTku koHBeilepa. WH-
dhopmauusa o kayecTBe faHHbIX Heobxogmma Ans nocnefylwero aHanusa nocnegosartenibHocTel. KoHTponb
KadyecTtBa npu 06pa60TKe N aHannise fAaHHbIX CeKBeHNpPoBaHUA HYKNTEWHOBbLIX KNC/ZIOT MOXHO pa3faenntb Ha
TpW 3Tana: UCXOAHble AaHHble, BbipaBHMBAHWE U MOWCK BapuMaHTOB. B HacToswem cTaHgapTe NpvBefeH cnu-
COK KpUTepueB AN OLEHKM KayecTBa [aHHbIX CEKBEHMpOBaHUA MPS, a Takkxe KOHKpPEeTHble peKkoMeHgauuun
ANna pasnuyHbix nnatopm MPS.
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HALUWOHANbHbBIN CTAHAOAPT POCCUWMCKOW SEALEPALUMN

BbrnoTtexHosnorusa
MACCOBOE NMAPANNENbHOE CEKBEHNPOBAHWE

YacTb 2

OLI,EHKa KayecTBa AaHHbIX CEKBEHNPOBaHUA

Biotechnology. Massively parallel sequencing. Part 2. Quality evaluation of sequencing data

Jata BBegeHuna — 2024—03—01

1 O6nactb NpPMMeEHeHUs

HacTtosawwuin cTaHgapT ycTaHaBnuBaeT obwmne TpeboBaHMs U peKOMeHAaL M No OLEHKE U KOHTPOJI Ka-
yecTBa [aHHbIX MaccoBOro napannienbHoro cekseHmposaHusa (MPS). OH oxBaTtbiBaeT npolenypbl reHepatmum
UCXOAHbIX AAHHbIX, BblpaBHMBAHUA NociefoBaTe/IbHOCTEN M MOUCKA BapuUaHTOB.

HacToawmin ctaHgapT Takke COAepXUT obuiMe pekoMeHgauuM no Banujauum U AOKYMEHTUPOBaHUI
AaHHbIX MPS.

HacToswuini cTaHAapT He OTHOCUTCSA K NpoLeccaM, CBSI3aHHbIM CO CO0pKOi de novo.

2 HopmaTuBHbIE CCbI/IKM

B HacTosiLleM cTaHgapTe HOPMATUBHbIE CCbINIKA OTCYTCTBYIOT.

3 TepMuHbI 1 onpepeneHusa

B HacToswem cTaHfapTe NPUMEHEHbI criefyoline TEPMUHbI C COOTBETCTBYIOLWUMN ONpeaeneHnsaMu.

MCO n M3K BenyT TepMmunHonornyeckne 6asbl gaHHbIX 418 UCNOMb30BaHUA B 06/1acTu cTaHgapTmusaunm
no cnegywuwmnm agpecam:

- Jnektponegna M3K: goctynHa no agpecy: http://www.electropedia.org/;

- nnatcpopma oHnaiH-npocmoTpa VMCO: pocTynHa no agpecy: http://www.iso.org/obp.

3.1 nocrniegoBaTe/lIbHOCTbL aganTtepa; agantep (adapter sequence, adapter): CUHTETUYECKUIA ONINTO-
HYK/1€e0TnA M3BECTHOI NocnefoBaTeNibHOCTU, KOTOPbI MOXeT ObITb fob6aBneH K 3' unn 5' KoHuam dparmeHTa
HYKNEeWHOBOW KUCNOTbI.

MpumevaHune — OH obecrneynBaeT yyacToK npaiiMepa, a Takke Apyrme HeoGxoayMble Noc/iefoBaTeIbHOCTY
[UNS1 CEKBEHMPOBAHNST BCTaBKMU.

3.2 anroputm (algorithm): MonHOCTbIO onpefeneHHas KOHeYHas NocnefoBaTeIbHOCTb MHCTPYKUUIA, C
MOMOLLbI0O KOTOPOI 3HAYEHUS BbIXOAHbIX NEPEMEHHbIX MOTYT 6biTb BbIYMCAEHbI U3 3HAYEHWUI BXOAHbLIX nepe-
MEHHbIX.

[M3K 60050-351:2013, 351-42-27, U3MEHEHO — NpuUMeyaHusa yaasneHsbl]

3.3 pacno3HaHue Hykneotnaos (base calling): Mpouecc BblYUCNEHUA B MacCUBHO-NapaniesibHoM
CekBeHUpoBaHUN nepesoja Heo6paboTaHHbIX 3/IEKTPUYECKUX CUTHANIOB B MNOC/EeA0BaTEeIbHOCTb HYK/1€0TUAO0B.

MpumMeyaHune — lNpUMeHeEHVE pacrosHaBaHWsl HyKNeoTUAOB W a/ITOPUTMOB XapaKTepu3yeTcsi TOUHOCTbH) CUu-
TbIBAHWSI 1 KOHCEHCYca.

M3gaHne opuunanbHoe
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3.4 6nonHpopmatnyecknin kKoHelep (bioinformatics pipeline): OTgenbHble nporpamMmsbl, CLeHapuu
WM YacTu NMpPorpamMMHOro o6ecneyeHns, CBsi3aHHble Mexay co6oili, B KOTOPbIX Heo6paGoTaHHble AaHHbIE WK
BbIXOJ, OfHO/ NporpamMmmbl UCMOMb3YOT B KAYECTBE BXOAHbIX AaHHbIX ANS cneaylolero atana o6paboTku faH-
HbIX.

Mpumep - Pe3ynbTaThbl paboThbl NporpaMmmMbl TPUMMMHIA 6a30BOro kKayecTBa MOryT 6bITb UCMO/Mb30-
BaHbl B Ka4ecTBe BXOAHbIX AaHHbIX A/1s1 accembnepa de novo.

3.5 adhdpekTMBHOCTL 3axBaTa (capture efficiency): lNMpoueHTHOe coAepXxaHne BCEX CEKBEHMPOBAHHbIX
NN KapTMPOBaHHbIX PUAOB, KOTOPblE NEepPeKpbIBalOT UeseBble obnacTu.

3.6 NoKpbITME; rNybrHa NOKpbITMA (coverage, coverage depth): KonuyecTBo pas, Korga onpefeneH-
HOe MoJIoXeHNe OCHOBaHUSA CUYUTbIBAETCA B XO[e CEeKBEHWPOBaHWA.

MprumeyaHne — KonnMuyecTBO NPOUTEHUIA, MOKPLIBAIOLLMX ONPEAE/IEHHYH0 NO3ULMIO.

3.7 WwnpuHa NnokpbITUA (coverage breadth): Jona reHoma B co6bpaHHOM/LENeBOM pa3mepe reHoma B
LMKNax ceKBeHNpoBaHUS.

3.8 N/IOTHOCTbL KnacTtepoB (cluster density): KonnuecTBo knacTtepoB ANA KaXAoiW o6nactv ckaHupo-
BaHUA.

MpumedyaHune 1— MNIOTHOCTb KNAcTepoB, NpuMeHsieMast K nnargopmam MPS (3.30), TpebyeT amnangukaumm.

MpumeyaHune 2— MNNOTHOCTb OTAENBHBIX K1ACTEPOB NOCNEA0BATENbHOCTEN, Kakablli U3 KOTOPbIX BO3HUKAET
13 OHO MONEKY/Ibl HA HEKOTOPbIX NAaT(IOPMax CEKBEHNPOBAHUS.

MpumeyaHune 33— MNNOTHOCTb KNACTEPOB, KakK NPaBWU/IO, BbIPAXAETCS B ThiCAYAX HA MM2.

3.9 ceKkBeHMpOBaHMe KOMbLEBbIX KOHCEHCYCHbIX NocieAoBaTeibHoCTeli; CCS (circular consensus
sequencing, CCS): PexXum CeKBEeHWPOBaHMUS, NPU KOTOPOM pas3mMmep BCTaBKW CEKBEHUPYETCs HECKO/IbKO pa3 B
amnanukauny no TUNYy «KaTALWErocs KofbLa», YTo o6ecneynBaeT BbICOKYI0 TOUYHOCTD.

MpnmeyaHne — BaTOM pexvmMe AOMYCKAeTCA MCMNoNb30BaTb HECKO/ILKO NPOXOA0B OT O,CI'HOVI 1 TOlA XXe Mone-
Ky/bl ANA OOCTVXEHNA 60/1ee BbICOKOI TOYHOCTU onpeaenexHna O,ELHOI\/JI MOJIEKY/Ibl.

3.10 Avana3oH NOKPbITUA (coverage range): Auanas3oH rny6uHbI MOKPbLITUA MO BCEMY FE€HOMY Npu
npoBefEeHNN CEKBEHNPOBAHUA.

3.11 Bapuauyusa ymcria Konwuii; BapuaHT umciia konmii; CNV (copy number variation, copy number
variant, CNV): BapwuaHT yncna Konuin o4HOro UAn Heckosbkux ydyacTkoB AHK nnu npucyTcTByHOWMNX B rEHOME
opraHusma.

MpnmeyaHune — CNVsS — 310 BCTaBKku, Aeneuuu, MHBeEpCUM W gynavkaumn, cogepxawme He meHee 1000
OCHOBaHWin B A/INHY.

3.12 pe3okcupunboHyknenHoBas kucnota; AHK (deoxyribonucleic acid, DNA): MNonumep ae3okcupwu-
6OHYKNEOTMAOB, cylwecTByWNin B aAByxuyenovyeyHon (auaHK) nnm ogHouenoveyHonn (ouHK) cdopwme.

[MCO 22174:2005, 3.1.2]

3.13 peneuyuna (deletion): MoTepsa ogHon (MAn 6onee) napbl HYKNEOTUAHbLIX OCHOBaHWI U3 nocnenoBa-
TeNIbHOCTWN HYK/TIEMHOBOW KUC/IOTbl MO CPABHEHUWIO C €e 3Ta/IOHHOI Noc/ef0BaTeNIbHOCTbIO.

3.14 ypoBeHb aynnukauunm (duplication level): KonnyecTBo MAEHTUYHbLIX MOBTOPOB ANA KaXAON no-
cnepoBaTesibHOCTM B 6MGMOTEKE.

MpumeyaHune — YpoBeHb AynnvKauuW, Kak npaBuio, oTobpaxaeTcsi B BuAe rpadmka, nokasbiBaroLlero oT-
HOCMUTE/NBHOE KOMIMYECTBO NOC/IEA0BATE/ILHOCTEN C Pa3HOWM CTENEHbIO AYN/INKALMN.

3.15 ryaHuH-UMTO3NHOBLI cocTaB; GC-coctaB (GC content): MpoueHTHOE cogepXaHue ryaHuHa u
LUNTO3NHa B O,CI,HOVI wnn 6onee I'Iocne,qOBaTe}'IbHOCTI/I(FIX) HyKﬂeMHOBOVI KWCNOThbI.

MpumeyaHue — KoMYeCTBO ryaHuHa M LMTO3UHA B NOSIMHYKNENHOBOW KWUCMOTE, Kak NPaBWo, BblpaXkaeTcs B
MOJIbHOW fone (v npoueHTax) OT 06Lero KoamyecTsa a3oTUCTbIX OCHOBaHMI. Obliee KoAM4YecTBO a30TUCTbIX OCHOBA-
HWIA BK/THOYAET B cebs1 06LLEee KOMUECTBO HYKEOTUAHBIX OCHOBAHWIA PUAOB B Pesy/ibTate OAHOr0 WM HECKOSIbKUX LMK/I0B
MPS.

3.16 reH (gene): MocnepoBaTenbHOCTb HykneoTuaos B AHK wam PHK, kogupywwas PHK nn6o 6enko-
BbIiA MPOAYKT.

MpumeuaHue 1— [eHbl NPU3HAHLI OCHOBHOW eAVHULEH HACNeACTBEHHOCTH.
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MpumeyaHune 2— [eH MOXET COCTOSITb M3 HECMEXHBIX CETMEHTOB HYK/TEMHOBBIX KMUCMOT, KOTOpble NepecTpa-
MBaOTCA B pe3y/ibTare atana sSi4epHOro npoLeccuHra.

MpumeuyaHune 3— 'eH MOXET BKIOYATb UM BbITb YACTbIO OMNEPOHA, KOTOPbIA COAEPXUT 3/IEMEHTbI A5 KC-
npeccuu rexa.

3.17 BcTaBKa-geneumna (MHpen) (indel): BcTtaBka(3.18) u/unu geneuus (3.13) HykNeoTUAOB B reHOMe
OHK.

MpumevyaHne — VHgenbl umeroT ganHy meHee 1000 OCHOBaHWIA.

3.18 BcTaBKa (insertion): [Jo6aBneHne 0OAHOI WM HECKONbKAX Nap HYK/I€OTUAHbIX OCHOBaHWA B MO-
cnepoBartenbHocTb AHK.

[ISO/TS 20428:2017, 3.19, nsaMeHeHo — «[JHK» 3aMeHeHO «HYKNeWHOBOI KUCMOTOM»]

3.19 cekBeHMpoBaHue (sequencing): OnpegeneHve nopsaka u cogepXaHus HYKIeOoTUAHbIX OCHOBa-
HWIA (ageHnHa, TyaHuHa, UMTO3MHa, TUMUHA W ypaununa) B MOJIeKy/le HYKNENHOBOM KUC/OTBI.

MpumevyaHune — lNocnegoBaTenibHOCTb, KOTOpasi, Kak NpaBuio, onucbiBaeTcs ¢ 5-ro koHua no 3-i.

[ISO/TS 17822-1:2020, 3.19, nsmeHeHo — «[AHK» ncknyeHa M3 TepMuHa; B onpegeneHnn «HK» 3a-
MEHEHO «HYKMEWHOBOI KMUCOTOM» N Aob6aBneH «ypaunn»]

3.20 BblpaBHMBaHWE nocnepoBaTenbHOCTeEN (sequence alignment): PacnonoxeHune nocnepoBa-
TE/NIbHOCTEN HYKNEWHOBbIX KAC/IOT B COOTBETCTBMM C 06/1aCTAMU CXOACTBA.

MpumevyaHne — BblpaBHMBaHME NOCnefoBaTENLHOCTEN MOXET HE TPe6oBaTh 3TA/IOHHOrO reHOMa/3TasIOHHOIA
Lenesoii 061acT HyK/IENMHOBOM KMUCOThI, U cOo3aaHne cOopKn MOXET He ObITb €ro Lienbio.

3.21 uncxopdHble AaHHble (raw data): [NepBUYHbIE f@HHbIe CEKBEHUPOBAHUA, MONIYyYEHHbIE CEKBEHATO-
pom 6e3 npefsapuTesibHON UIbTPaLMM Ha OCHOBE NPOrpamMMHOro obecneyeHus AnAa uenein aHanusa.

3.22 puboHyknienHoBas kucnota; PHK (ribonucleic acid; RNA): Monumep pu6oHYKNeoTUa0B, BO3HU-
KawlLlinii B ABYXL,ENOYHON UM OAHOLENOYHON hopme.

MpumeyaHne — CuHTE3 BENKOB B K/IETKAX PEry/IMPYETCS reHeTMYeckoli nHchopmaumeid, cogepxatieiica B no-
cnepoBatefibHOCTU Hyk1eoTuaoB B knacce PHK, nssectHom kak PHK-nocpegHuk (MPHK).

3.23 puboHykneoTus (ribonucleotide): Hykneotua, cogepxauinii pn60o3y B kKa4ecTBe NEHTO3HOIO KOM-
NoHeHTa, 06pa3ylLmnii OCHOBHble CTpouTeNnbHbie 610kn ana PHK.

MpumMmedyaHune — PuboHykneotuapl coctoAT u3 ageHunara (AMP), ryaHunata (GMP), uutnaunara (CMP) nn
ypuaunara (UMP).

3.24 npouTeHue (pua); NpoYTeHHas nocriegoBaTesibHOCTL (read, sequence read): HykneotugHas
nocnefoBaTefibHOCTb, reHepupyemas yCTPONCTBOM CEKBEHMPOBAaHMS.

MpumevyaHune — lpouteHne (pua) — 3TO BbIBEAEHHAsA MOC/NEA0BATENIbHOCTL Map OCHOBaHWUI HYK/TEMHOBbIX
KMCNOT (WM BEPOSAITHOCTEN Map OCHOBaHWi), COOTBETCTBYKOLWasA BcemMy (MM 4YacTu) OgHOMY oparMeHTY HYK/IeMHOBOIA
KucnoTel. Pug fonyckaeTcs MCMosb3oBaTb A5 0603HAa4YeHMsi NocniefoBaTeslbHOCTEN, MOJyYEHHbIX B pesy/ibTare aKkcne-
prmeHToB MPS.

3.25 Tnn npouTeHus (read type): Kateropusi nocnefoBatesibHOCTM, KOTopas 3aBUCUT OT TOTO, Kak pas-
pa6oTaH 1 NpoBeAEeH 3KCNEPUMEHT MO NPOUYTEHNIO NOCNEA0BATENbHOCTY.

Mpumep -  Tun cunMTbIBaHUA (pUaa) MOXeT 6blTb OAHOKOHLEBbLIM, NMapHO-KOHLIEBbIM, CMapeHHbIM KOHLIe-
BbIM, HEMPEpPbIBHbIM A/IMHHBLIM CYUTbIBaHNEM, LIMPKYNAPHbIM KOHCEHCYCOM.

3.26 pedhepeHcHasa nocnepoBaTenbHOCTb (reference sequence): lMocnefoBaTeNbHOCTb HYK/TEUHO-
BOW KMCMOTbI, Ucnosb3yemas NMbo 415 BbipaBHUBAHWA NyTeM KapTUPOBaHWA PULOB MocnefoBaTes/ibHOCTH,
NIM60 B KaYecTBe OCHOBbI [/19 aHHOTALWA, TaKUX KakK reHbl 1 Bapuauum nocnefoBaTesibHOCTY.

3.27 pemynbTunsiekcupoBsaHue (demultiplexing): BbluncnutenbHbll npouyecc, obpaTHbIA npoueccy
MY/bTUMNNEKCUPOBaHNA, CMeLlLnBaHUe ABYX unn 6onee obpasLoB BMecTe TakuMm 06pa3om, 4TobObl MX MOXHO
6bI/I0 CEKBEHUPOBATh 3a OA4MH LuMKN Ha npubope MPS.

MpumevyaHne 1 — OGpasupl, nognexawye 06bEAVMHEHUID, [AOMKHbI WMETb  LUTPUXKOAbIMHAEKCH [0
CMeLINBaHWS.

MpumevyaHune 2 — [eMy/nbTUNIEKCUPOBAHUE — 3TO BbIYUC/IMTESIbHBIA aITOPUTM, KOTOPbIA pasaensieT nysn
PUAOB B COOTBETCTBUM C UX UCXOAHBIM 06pa3LiOM Ha OCHOBE LUTPUXKOAA.
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3.28 kapTmpoBaHue (mapping): C6opka nocnegoBaTenbHOCTEl HYKJEMHOBbIX KMC/OT MPOTUB Cyllie-
CcTBylOLeld 6a30BOi (3TasIOHHOI) Moc/efoBaTeIbHOCTU, YTOObI MOCTPOUTbL KOHCEHCYCHYK nocsefoBaTtesb-
HOCTb.

3.29 cnapeHHble KOoHLUEBble puabl (mate pairs, mate pair reads): lNMapHble puabl, KOTOpblE COOTBET-
CTBYIOT KOHLAM [A/IMHHOTO hparmeHTa nocnefoBaTesibHOCTY HYKNI€MHOBOM KUC/OTbI, MOSIYYEHHOr0o NyTeM CXa-
T obpasua Ha 6onbwive pparmMeHTbl (6onee 2 k6 NN He meHee 2 k6).

3.30 maccoBOe NapasifiefibHoe cekBeHMpoBaHue; MPS (massively parallel sequencing; MPS): Me-
TOJ, CEKBEHMPOBAHMWSA, OCHOBAHHbLIN Ha onpejesieHnn NosiMMepusanmy UHKPeMeHTa Ha OCHoBe LWabsioHa MHO-
XectBa He3aBUCUMbIX Monekyn AHK oAHOBpeMeHHO.

MpumMeuyaHne — TeXHOMNOMMS MACCUBHO-NAPa/IENIbHOTO CEKBEHMPOBAHUS MOXET 06eCcneunTb MUIMOHBLI UK
MUASIapAbl KOPOTKUX NPOYTEHUI 3a OAWH LK.

3.31 napHo-KoHLUeBble puabl (paired-end reads): CekBeHupoBaHWe puAoB 060MX KOHLOB hparmeHTa
OHK.

MpuMmevyaHne — lpy NApHO-KOHLLEBOM CEKBEHMPOBaHUM NMPMOOP CEKBEHMPYET 06a KOHLA KOPOTKMX BCTaBOK,
Kak npasuno, ot 200 go 800 6uT/c.

3.32 oueHKa KadyecTBa CeKBeHUpOBaHUA; nokasatesnb kKadectBa Q (quality score, Q score, Phred
quality score): Mepa KayecTBa CeKBEHMPOBAHWA fAHHOIO HYKNEOTUAHOINo OCHOBaHMUS.

MpumedaHune 1— Q BbUMC/IAOT MO hopmyne
Q =-—10 10a10(p),
rfe p — oLeHoYHas BEPOSATHOCTb TOTO, YTO OCHOBaHME Ha3BaHO HEBEPHO.

MpumevyaHne 2— OueHka Ka4yecTBa, paBHasa 20, npencrasiseT coboli BepoATHOCTb owmnbkn 1 k 100, yto co-
OTBETCTBYET TOYHOCTU Bbi3oBa 99 %.

MpumeyaHune 3 — Bosnee BbiCOKME HGaslibl KAYeCTBa yKasblBaOT HA MEHbLUYI0 BEPOATHOCTb OLNGKK. Bonee
HU3KME MoKasaTesIn KayecTBa MOryT MPUBECTM K TOMY, YTO 3HAYUTE/IbHAs YacTb PULOB OK&KETCA HENpUrogHon Ans umc-
nonb3oBaHus. Hu3kue nokasareny kayecTsa MOryT TakKe yKasblBaTb Ha JI0OXHOMOMNOXNTE IbHbIE BbI30Bbl BAPUAHTOB, YTO
NPUBOAMT K HETOYHbIM BbIBOJAM.

3.33 uukn (3anyck) (run): EQuHbIA TEXHOMOTMYECKUIA LMK CEKBEHCOpa OT MOMEHTa WHULUMPOBAaHUSA
00 NONYYEHUS UCXOAHbIX AAHHbIX.

3.34 aHHOTauMsi CEKBEHMPOBAaHHOI NocsiegoBaTeibHOCTM (sequence annotation): Mpouecc fo6aB-
NeHNs MOSICHEHWS, KOMMEHTapUa WU CCbIJIKW Ha KOHKpPeTHble 0CO6eHHOCTU B nocnegosartenibHocTn [HK,
PHK nnn 6enka c onvucaTtenbHO MHopmaunein o CTPYKType unm yHKLUun.

MpumMmeyaHne — TpouUeCC aHHOTALWM CEKBEHMPOBAHHOI MOCMEeA0BATENIbHOCTM MOXHO paccMaTpuBaTh Kak
NPVCBOEHVE MeTafaHHbIX Noc/efoBaTe/lbHOCTH.

3.35 O4HOKOHLEBOI pua (0QHOKOHLEBOe npoyteHue) (single-end read): dkBuMBa/eHTHOE npouTe-
HVWe, nonyyaemoe npu npoyteHun cpparmenta AHK c ogHOro koHua Ao Apyroro.

3.36 ogHOHyK/eoTuaHbIN BapuaHT; SNV (single nucleotide variant, SNV): M3meHeHWe B OAHOM Hy-
KneoTnae Monekysbl HyKNenHoBOM KACNOTbI.

3.37 CTpyKTypHasa Bapuauud; SV (structural variation, SV): ®parmeHT AHK pasmepom npumepHoO
1000 ocHoBaHuii unu 60nblie, KOTOPbIA MOXET BK/IYaTb MHBEPCUMM K cbanaHCMpOBaHHbIE TPaHC/OKaLUM
NN reHOMHbIN AncbanaHc.

MpumevyaHne — O6GLWME TUMNbI CTPYKTYPHBIX BApyaHTOB BK/HOYAIOT B CE6SA BapuaHTbl Ynicnia KOnuin (aeneuumw,
BCTaBKW, amnandmkauum, gynavkauum), geneuum ¢ HelTpasibHbIM YMCIOM KOMuiA (MOTepst reTepo3uroTHOCTM), UHBEPCUN,
CerMeHTHble AynavkaumMm 1 TpaHcaokauum (coanaHCUpoBaHHbIE UM HECOaTaHCUPOBAHHBIE).

3.38 cy6uTeHue (subread): [ons npouyTeHus, Haxo4aWAACA MexXay agantepaMmu LWNUbKK.

3.39 TPUMMMHI UCXOAHbIX MPOYTEHMI (trimming of raw reads): Mpouedypa, HanpasB/feHHas Ha yaa-
NeHne HM3KOKauyeCTBEHHbIX YacTell Wan 3arpsa3HeHnii nocnenoBaTeibHOCTU C COXPAaHEeHUeM CamoW A/IMHHOWN
BbICOKOKAY€CTBEHHOWN YacTh YTeHus MPS.

3.40 Bapwuauuu (variation): OTAMYMA OLHOTO WM HECKONIbKMX OCHOBAHWI HYK/TEMHOBOW KMC/OTbl B MO-
cflefoBaTe/IbHOCTM MO OTHOLIEHUIO K 0XngaemMoMy(biM) OCHOBaHUIO(AM).

3.41 wnpeHTndukauma BapuaHToB (KOMMHI) (variant calling): Jlornyeckoe 3ak/fto4yeHne 0 TOM, YTO B
onpegfeneHHon nosuumm Hykneotma uccnegyemoi IHK otnnyaetcs oT Hykneotmaa pedhepeHcHol nocnepgo-
BaTe/IbHOCTMW.

4
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3.42 BOJIHOBOJ C Hy/EeBbIM pexumoM; ZMW (zero mode waveguide, ZMW): OnTu4yeckuii BOSTHOBOA,
KOTOPbIA HanpaBnseT CBETOBYI 3HEPrUi0 B 06beM, KOTOPbIV MO BCEM M3MEPEHUAM Masl N0 CPaBHEHUIO C AJN-
HOIi BOJIHbI CBeTa.

MpumeuyaHne — lNonMmepasa 3akpennseTcs Ha gHe aton ZMW, 1 BKIKOYEHME HYKNeOoTUAOB M3MepsieTcs Mo
yBe/IM4eHuo hriyopecLieHLMM BO BPEMS CBA3bIBAHUSA C NOCNEAYIOLUM YMEHbLUEHNEM MOC/E BKIHUEHUS.

4 licxogHble AaHHble

4.1 O6Lwme NonoxeHus

Kaxaomy HykneoTugy B nocrnefoBaTeslbHOCTM HEOGXOAUMMO MPUCBOUTbL YMCIOBOE 3HaYeHue (OCHOBHas
oueHKa kayecTBa), KOTOPOe COOTHOCMTCS C NpefnonaraeMoil TOYHOCTbIO npouecca pacno3HaBaHUs HYK/eo-
TUAHbLIX ocHoBaHui (base calling), ecnum 3TO0 NPMMEHUMO.

4.2 daiin ¢ ucxogHbIMU AaHHbLIMU

[nAa reHepaunn dainoB YTeHUss nocnepoBaTesibHOCTElW cneAyeT MCNOAb30BaTb NporpamMmmMmHoe obecne-
yeHne un/mnu KoHseliepbl, cneyndunyHble AN KOHKPETHOro npubopa. KoHTponupyemble dm3anyeckne napa-
METpbl, TakMe Kak COOTHOLIEHWE CUTHaI/WyM, AO/KHbI ObiTb 3aJ40KYMEHTUPOBaHbI. Takke 3T Pu3andeckne
napaMmeTpbl HEO6XOA4MMO KOHTPO/NMPOBAaTh BO BPEMS KaXOro 3KCNepuMeHTa No CEeKBEHWPOBAHMUIO.

daiinbl YTeHMA nocnepoBaTeNbHOCTEN [OMKHbI ObITb CKOHPUTYPUPOBaHbI B COOTBETCTBYOLWMIA hopmaTt
paiina, cogepxawmii KOMOUASAUUID OTAENbHbIX YTEHWIA NOCNefoBaTe/IbHOCTEN, KaXA0e U3 KOTOPbIX MMeeT
CBOW COGCTBEHHbIA NAEHTU(UKATOP, M aCCOLMNPOBAHHYI OLEHKY KayecTBa OCHOBaHMWS ANS KaXAO0ro Hyk/eo-
maa.

MpumevyaHune — dopmar FASTQ (um koHBepTupyemsblid B chopmatr FASTQ) MOXeT MCMo/b30BaTbCs B Kade-
CcTBe CTaHfapTHoro dpopmara ge-akto 41 noc/iefylolwero aHamsa kayectsa Habopos AaHHbIX MPS. FASTQ Lwumpoko
Npu3HaH B KAYeCTBe KpoccrnaaThopMeHHOro oopmaTta obmeHa chaiinamu.

daiin BbIXOAHbIX AaHHbIX, NOJZIY4YE€HHbIX MNOC/ie nNpoBeneHNA CeKBeHUpoBaHUA, U COOTBETCTBYKOUNE MeE-
TPUKMN KadecTBa [AO0JIKHbI ObITb npoaHann3npoesaHbl B nocnegywwem 6VIOVIH(*)OpMaTVIHeCKOM KOHBeVIepe Cc
ncnosib3oBaHnMemM COOTBETCTBYHLWENo NnporpaMmMHOro obecneyeHuns.

4.3 OueHKa KayecTBa UCXOAHbIX AaHHbIX

4.3.1 O6wme TpeboBaHUsA

Moka3aTenn KOHTPOJSA KayecTsa MOIYT OT/IM4aTbCA B 3aBUCMMOCTW OT nnatgopmbl MPS, meTtoga nog-
roTOBKM 6MBAMOTEKM M NpeanosiaraeMoro KUCnosib30BaHUsA aHanmsa.

PesynbTaTbl CEKBEHMPOBAHWUA LO/DKHbI MHTEPNPeTUPOoBaTbCA KOMMETEHTHbIM nepcoHanom. WHTepnpe-
Tauuo BbIMOMHAIT Takum 06pa3omM, 4Tobbl COOTBETCTBOBATH YPOBHI KayecTBa, COOTBETCTBYOLEMY npeano-
naraemoi uenn aHanusa, ¢ y4eToM CTaTUCTUYECKU AOCTOBEPHOTO YnMcna MNOBTOPHbIX MPOUYTEHWUNA.

NHCTpyMeHTbl 06paboTkn puaoB NPUMEHSOT C yYeTOM OLLEHKM KayecTBa M 06pe3knm HeobpaboTaHHbIX
NPOYTEHWIA.

4.3.2 ba3oBasa cTtatucTuKa

HeobxoanMmo 3apernctpupoBaTb OCHOBHble CTAaTUCTUYECKME OaHHble, BK/OYas, HO He orpaHMymBaschb
UMK:

a) Tin nnatdgopmsli;

b) TMn puga;

c) Habop ANna NoAroToBKU 6MBNUOTEKM;

d) AnvHy puaa;

€) KONM4ecTBO pUAOB;

f) obwee copnepxaHne GC;

0) o6ulyto ANUHY nocnenoBaTesIbHOCTEN.

4.3.3 TokasaTesnn Kayecrtsa

K nokasatensim KOHTPO/A KayecTBa A8 OLUEHKM UCXOAHbIX AaHHbIX OTHOCATCA, HO HE OrpaHMyYMBalOTCA:

a) pacnpegefnieHue A/MHbI NOcCnefoBaTebHOCTER;

b) Ha cogepxaHne GC nocnegoBaTesibHOCTY;

C) nokasaTefnb KayecTBa;
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1) kayecTBO nocnenoBaTe/lIbHOCTH OCHOBAaHWii;
2) nokasaTesnb KayecTBa nocsefoBaTeNbHOCTHU.

MpumeyvaHne 1 — HU3KOe KAYeCTBO OLIEHKM MOXET yKa3blBaTb Ha YBE/IMYEHME YMcia NOXHOMONOXKUTE TbHbIX
BbI30OBOB BapnaHTOB;

3) BCe nocnefoBaTeNbHOCTM AO0/KHbI OblTb MOMEYEHbl Kak «npegynpexaeHue» Uan «npoigeHo»
ANnA KkayecTBa NocsiefoBaTelbHOCTM MO KaXX40MY OCHOBaHUIO;

d) coctaB nocnefoBaTesibHOCTU MO HyK/IeoTuaam;

€) AONYyCTMMOCTb COOTHOLWEHUS CUrHan/wym;

f) ypoBHUM gynnukauunini nocnenoBaTesibHOCTH;

[4) ypoBeHb nepenpeacTaB/IEHHOCTW MOcC/efoBaTelbHOCTEN;

h) nnoTHocTb knacTtepa;

i) OTHOWeHMe TpaH3nuua/TpaHcBepcus 415 CEeKBEHUPOBAHUA LEesIoro 3k3oma Wau Lesioro reHoma unm

CeKBeHNpOBaHNS 60/bLINX aMM/IMKOHOB;
4) pona aganTtepos/3arpsisHeHne (KOHTaMMHauMsa) nocnefoBaTeNbHOCTM agantepamu;

k) 3arpasHsowme BewecTsa (MAeHTUUKALUA, KOSTMYECTBEHHOE onpefesieHune);
) yactoTa oWwmn6BOK.

MpumeyaHne 2— BkioyaeT B cebs OWMOKM rOMONONNMEpPA: OLUMOKM B KOIMYECTBE OCHOBAHWIA, Bbl3BaHHbIE
TeM, Korga oAvH HyK/ieoTug, BCTPeYaeTcs B NOC/e0BaTelbHOCTM 6osiee 0fHOr0 pasa B Noc/efoBaTe/IbHOM MOPSIAKE;

T) aHa/u3 K-MepoB.

MpumevyaHue 3— B BbUUCAUTE/IbHOW TEHOMUKE /C-Mepbl OTHOCAT KO BCEM BO3MOXHbIM MOAMNOC/EA0BaTE b
HOCTSIM (Z/IMHOW K) M3 NocnefoBaTe/IbHOCTY HYK/EMHOBOW KUCNOThI. MepenpeacTaBieHHOCTb K-MepoB MOXET ObITb MNpo-

aHa/IM3npoBaHa A1 06HapYXXeHNUs1 MOTEHUMaTbHON HenpaBW/IbHON CO0PKM reHoMa, ecnv MOBTOpsioLMecs nocnenoBa-
TenbHocTu AHK, BO3MOXHO, 6611 06beANHEHDI;

n) N chparmeHT.
MpumeyaHne 4— Konnyectso nWunm npoLeHT HEOAHO3HAYHBIX BbI30BOB;

0) MOBTOPEHME PACTSXKM U MOBTOPEHME MOCNef0BaTe/IbHOCTH;
p) pacnpegeneHue Hyk1eoTUAOB MeXAy Lukiamu.

4.4 TlMpepBapuTenbHasad 06paboTka UCXOAHbIX AAaHHbIX

MpepsaputensHasn 06pa60TKa NCXOAOHbIX AaHHbLIX MOXET BK/ll0YaTb cneayrwoune BblHNC/INTE/IbHbIE 3Ta-
Nbl, €C/IN OHN NMPpUMEHNMbI, HO HE OrpaHnvYnBaeTCAa NMU:

a) ypaneHune/obpesky HekayeCTBEHHbIX nocnegosaTenbHocTeli/6as;
b) AeMynbTUN/IEKCUPOBAHME;

C) ypaneHue agantepos/npalimepoB U 3arps3HeHuii;

d) ucnpasneHue owunboK;

e) dunbTpaunio AynanuMpoBaHHbIX pPUAOB;

f) o6pesky pnaoB A0 (PUKCMPOBAHHOW ANUHbI;

0) Bbl3oB CCS-punaos.

Mpn ncnonb3oBaHun fgaHHbix CCS Heob6xo4MMO MOyyYuTb U OTPunbTpoBaTb puabl CCS nepepn nocrne-
OYOLWMM aHanm3om.

5 BblpaBHMBaHVe nocriegoBaTesibHOCTEN U KapTUpoBaHue

51 O6wune TpeboBaHUsA

CTpaTerusi BblpaBH/MBaHUS MocnefoBaTe/IbHOCTEN M KapTUPOBaHMA A0/KHA GbiTb BbiGpaHa Ha OCHOBA-
HUN NPUNOXEHNS.

Mpumep - CyllecTByeT chjaiicupoBaHHOe KapTupoBaHue ans PHK u HecnalicmpoBaHHOe Kap THpoBa-
HVe O/ cTpaTernM KapTUPOBaHNUs cekBeHUpoBaHnst PHK.

Ona BbipaBHMBAHUA LOMYyCKaeTCAa UCMO/b30BaTb NporpammHoe obecneveHne u WHCTPYMEHTbLI O/1A Bbl-
paBHUBaHUA N KapTUpoBaHUA.
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KauecTBO BblpaBHMBaHMA AonyckaeTcsl OUeHUBATb BM3yaslbHO, UCNO/b3Yys COOTBETCTBYHOLLME BUAbI Bbl-
paBHMBaHWSA, a TakKe MCNOMb3ys MHGOpMaLUMio, NpeacTaBfeHHyo B paiine BbipaBHUBAHUS.

MpumMmepbl NporpaMmHoro obecneyvyeHuss 418 BblpaBHUBAHUSA W KapTUpPOBaHWUS MNocnefoBaTelbHOCTE
pa3nMuYHOro HasHayeHus npuBefeHbl B npunoxeHun C.

[ONnsa KapTMpoBaHUs MCMNONb3YHTCA pedepeHCcHble rTeHOMbl/pedyepeHCcHble LeneBbie 061acT HYKIENHO-
BbIX KMC/OT, KOTOPblE AO/IKHbI 6blTb TWAaTEe/bHO NOA06PaHbl B 3aBUCMMOCTM OT NJlaHa 3KCMepuMeHTa.

MpumevyaHne 1— V3yyeHne COOEPXKUT BEPCUIO PEJIEPEHCHOIO reHoma/pedhepeHCHOl LieneBoin 061acTu Hy-
KeNHOBOI KUCMOTbI, BbIOOP pas/IMyHbIX LUTAMMOB B O4HOM OpraHu3me 1 BblIGOp FEeHOMOB C Mackoi, MArKoii Mackol mnm
6e3 mMacku.

MpumevyaHune 2 — lMporpaMmmHoe obecrneyeHve A BblpaBHUBAHKSA U KAPTUPOBAHUS CEKBEHWPOBAHMUS C OT-
KPbITbIM MCXOAHLIM KOAOM AOCTYMHO OHMaiH.

5.2 MocnepoBaTeNbHOCTb U chopmaT haiisia KapTMpoBaHus

[aHHble BbipaBHUBaHUSA NocrefoBaTe/ibHOCTEN BCerga xpaHaTcsa B canepylouwmx gopmartax alinos.
a) KapTta BblpaBHMBaHMA nocnegoBaTenbHocTen (SAM) [17], [24].

MpumevyaHne 1 — SAM npeacTaBnseT cob0i TEKCTOBLIN chopMat ¢ pasgenutenem TAB, cocTosLmMn U3 3a-
rofoBKa, KOTOPbIN ABNSAETCA Heobsi3aTeslbHbIM, U CEeKLMW BblpaBHUBaHWA. Kaxaaa cTpoka BbipaBHMBaHUA nMeeT 11 065-
3aTe/ibHbIX Noseli 45159 OCHOBHOM MHhopMaLmmn O BblpaBHUBAHMM, TAKOW Kak MOMOXEHWEe CONOCTaB/IEHNS, 1 NEpeMEHHOe
KOMIMYECTBO HeobA3aTe bHbIX MOei AN rMoKol nan cneundmueckoli ana BbipaBHMBATENS MHAOPMaLMN.

b) KapTa gBouyHoro BbipaBHuBaHusa (BAM) [15], [17].
MpumeyaHne 2— ITO cxaTblii oopmar, aHanornyHbIA hopmaty SAM B 4BONYHOM BUZE.
c) CxaTasa kapTa BblpaBHUBaHUsA, OpueHTUpoBaHHaa Ha ccbiniky (CRAM) [16].

MpumevaHne 3— CRAM — 310 chopmart chaiina YTeHUs CEKBEHUPOBAHUS, KOTOPbI 93KOHOMUT MECTO 3a CYET
CKaTusl AaHHbIX NOC/ef0BaTe/IbHOCTEN Ha OCHOBE CCbIJIOK W NpeanaraeT pexumMbl oxaTus 6e3 notepy uHgopmaumm u ¢
noTepsiMu.

d) Ipynna akcnepToB No ABUXYWMUMCHA n3obpaxeHnam s reHomuke (MPEG-G) [3]—[8].

MpumevyaHne 4— MPEG-G — 310 chopmat npeactaB/eHNsi FeHOMUKM, OCHOBAHHbIN Ha KOHLENUMN FTeHOMHOM
3anncy, CTPYKTYpe AaHHbIX, COCTOsALWeNn Mb0 13 OAHOr0 NPOYTEHWS MOCNef0BaTENbHOCTM, MO0 M3 NapHbIX NPOYTEHWI
noc/1ei0BaTe/IbHOCTU U CBA3AHHOW C HUMW MHAOPMAaLMM O CEKBEHWPOBaHWUU W BbIPaBHMBaHUM; OHA MOXET COAEepXaTb
NoApo6HbIe AaHHblE COMOCTaB/IEHUS U BblpaBHUBAHWSA, UOEHTU(UKATOP OAMHOYHOIO MW MapPHOro YTEHWUS (UMSI YTEHWST)
N 3HaYeHns KayecTBa. [eHOMHbIE 3anucy arpermpyroTca 1 KOAMPYITCA B CTPYKTYpax, HasbliBaeMbIX efuHuuamMun 4octyna.
3TV CTPYKTYpbl NPeACTaBAoT co60li eauHNLbl 3aKoAMPOBAHHOK FTEHOMHON MHGopMaLmn, K KOTOPbIM MOXHO MOSYyYnTb
OTAEeNbHbIA AOCTYN Y NPOBEPUTL UX.

MpumevaHne 5— MPEG-G onpefeneH B cepun ctaHgapToB MICO/M3K 23092.

®daiin BblpaBHMBAHUS [O/IXEH coAepxaTb WH(opMauuio 0 PacnosioXeHWU, OpuMeHTauum W KayecTBe
KaXaoro uteHus (puaa) B BbIpaBHUBAHWM.

Ons pa6oTbl ¢ haiinaMmy BblpaBHUBAHWS MOTYT NPUMEHATHCA anropuTMbl U MHCTPYMEHTbI B 3aBUCKUMO-
CTV OT UX NPUMEHEHNS.

53 KOHTpO]'Ib KayeCTBa BblpaBHUBaHUA ﬂOCﬂe,CI,OBaTe!'IbHOCTeVI N KaptTnpoBaHune

5.3.1 BasoBad cTaTUCTUKa BblpaBHUBaHUA

5.3.1.1 O6uwue TpeboBaHus

Heob6xo4MMO MONY4YnTb U 3anucatb OCHOBHbIE CTATUCTUKN BbiPpaBHUBAHWUSA WU KapTUPOBaHUA.

basoBasd craTtucTuKka BbipaBHWBaHWUA WM KapTUPOBAHWSA MOXET OT/IMYaTbCsA B 3aBMCUMOCTM OT naHa
3KCnepuMeHTa ¥ Tuna CYMThIBaHUA.

5.3.1.2 Cratuctuka KapTmpoBaHuUA AN1A OAHOKOHLEBbLIX PUAOB

a) O6liee KOMYECTBO PUAOB OTHOCUTCA K KOJIMYECTBY NPOUYTEHUIA, KOTOPblE COMOCTAB/IEHbI C 3TaNI0H-
HOli nocnefoBaTe/IbHOCTLIO MU TEHOMOM.

b) HeconoctaBneHHble pufbl 03HA4YalT KO/IMYECTBO NPOYTEHWI, KOTOpPble HE yAanocCb CONOCTaBUThb C
3Ta/IOHHON Moc/ef0BaTelbHOCTbIO WM FTEHOMOM.

c) ConocTtaB/ieHHble puAbl 03HAYAKT KONIMYECTBO MPOYTEHUI, BbIDOBHEHHbIX C 3Ta/IOHHOI nocnegoBa-
Te/IbHOCTbIO UAN TEHOMOM.
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d) YHVKaNnbHO COMNOCTaBJ/IEHHbIE pPUAbl 03HAYaKT KONUYECTBO I'IpOLITeHI/IVI, TOYHO BbIPOBHEHHbLIX C 3Ta-
NIOHHO nocnenosartesibHOCTbHO NN TEHOMOM.

MpumMevyaHue 1— YHUKANILHOCTb KAPTUPOBAHUSA 3aBUCUT OT 06CTOSATENLCTE. Pyibl, YHUKA/IbHO CONOCTAB/EH-
Hble Ha OCHOBE OHOr0 Habopa NapameTpoB COMOCTAB/IEHUS!, MOrYT ObITb MHOTOKPATHO COMOCTAB/IEHHLIMY MPOYTEHVSIMM
npy ApYromM HaGope napameTpoB COMOCTAB/IEHUS.

€) MHOroxmToBble CONOCTaBMEHHbIE PUAbl 03HAYAIOT KOMIMYECTBO NPOYTEHWUI, BbIPOBHEHHbIX Gosliee of-
HOro pasa C 3Ta/I0HHOW nocsief0BaTENbHOCTHIO WMAN TEHOMOM.

MpumedaHue 2— MynbTUXUT 3aBUCUT OT CMELMDUKA KapTUPOBaHUS.

5.3.1.3 CraTtuctuka KapTMpoBaHna 1A NapHO-KOHLEBbLIX PUAO0B

a) OblLee KONMYECTBO CNAapPeHHbIX KOHUEBbIX PUAOB OTHOCUTCA K KOSIMYECTBY NapHO-KOHLLEBbIX NpoyTe-
HWIA, COMOCTaB/IEHHbIX C 3TA/IOHHOW Noc/nef0BaTesIbHOCTbIO UAN TEHOMOM.

b) ConocTaB/ieHHble CnapeHHble KOHLEBblIe pUAbl — YUC/IO NapHbIX PUAOB, B KOTOPbIX 06a 6blN comno-
CTaB/IEHbI.

c) YacTuyHO conocTaB/fieHHble CMapeHHble KOHLUEeBble puAbl — YWCMAO MApPHbIX MPOYTEHWUNA, B KOTOPbIX
COMOCTaB/NIEH TONLKO OAUH U3 HUX.

d) HeconoctaBneHHble CnapeHHble KOHLEBbIE PUAbl — YUCO0 NapHbIX PUAOB, KOTOPbIE He yAasiocb CO-
NOCTaBUTb C 3TA/IOHHOW NOCefo0BaTelbHOCTbIO UAN TEHOMOM.

e) HenpaBunbHO conocTas/leHHble CNapeHHble KOHLEBble puUAbl — YWC/IO NapHbIX PUAOB, U3 KOTOPbIX
OAMH OblN conocTaB/iEH C AUCKOPAAHTHON OpueHTauueil.

MpnmeyaHune 1— Takke U3BECTHbI N0 HAMMEHOBaHWEM: HECOrNacoBaHHO COMNOCTAaB/IEHHbIE Mapbl.

f) Mog npaBWAbHO cCONOCTaB/IEHHbIMW CNApPEHHbIMU KOHLUEBbIMW pugamy noHumaeTcs obuiee 4ucno
napHbIX NPOYTEHWI, U3 KOTOPbIX 06a CONPsHKEHHbIX puga OblM conocTaB/ieHbl C COr1aCOBAHHON OpueHTa-
umei.

MpnmeyaHne 2— TaKKe U3BECTHbI MO HAMMEHOBaAHWEM: COINacoBaHHO COMOCTAB/IEHHbIE Mapbl.

5.3.1.4 [AnwnHa conocTaB/ieHHOro cybpuaa

OnvHa BbipaBHUBaHUA cybpuaa C Le/IeBO 3Ta/IOHHOW NocnefoBaTe/IbHOCTbIO He BK/OYaeT nocrepo-
BaTe/IbHOCTbL aganrtepa.

5.3.2 WHAaukaTopbl KavyecTBa

B 3aBMCMMOCTU OT YC/I0BWIi NPUMEHEHUA PEKOMEeHAyeTCs MCNOoAb30BaThb Clefyolimne napameTpbl KOH-
TponAa kKayecTsa:

a) CKOpOCTb BblpaBHUBAHUA.

MpumeyaHne 1— HW3Koe KAYECTBO KAPTUPOBAHUS MOXET ObITb Pe3ynbTATOM Hecneumguueckoin amnandgm-
Kauum, 3axBata 3arpsisHeHust BHeuenesoii AHK wnan gpyrux npuuimvsg;

b) annHa dparmeHTa wnm gnuHa AHK/PHK, koTopas Ao/kHA 6biTb CEKBEHUMPOBAHA,
C) cTaTucTMKa pasmepa BCTaBKM A1 NapHOro npouteHus — gnuHa AHK/PHK, npegHa3HavyeHHas gns
CEeKBEHMpPOBaHNA Mexay agantepamu.

MpumMmeyaHue 2— MUK pacnpegeneHns pasvMepa BCTaBKU UCMOSb3YIOT /151 OLEHKW KauecTBa,;

d) ypoBeHb AynsvMKaLuu TONbKO 4151 CEKBEHWPOBAHUS HA OCHOBE aMIM/IMKOHOB;
€) NOoKPbITME MO Ha3HAYEeHWIo, BKIYAA TYGUHY, WMPUHY U AMana30oH NOKPbITUS.

MpumeyaHne 3 — B npuioxeHun B npvBefeH COMCOK PEKOMEHAYEMOrO MOKPbITUSA NS Pas/IMyHbIX
NCMNO/b30BaHWIA;

f) cmeweHne AT/GC.

MpumedyaHne 4 — OueHKy AonyckaeTcs NPOBOAWTL B COOTHOWEHUM % GC ¢ rnybuHol cekBeHupoBaHus/
NOKpPbITUEM;

[) OLEeHKa KayecTBa KapTUpoBaHus;
h) acbdhekTMBHOCTbL 3axBaTa.

MpumevyaHne 5 — SPPEKTMBHOCTb 3axBaTa SIB/IIETCS HAUGO/IEE BaXHBIM NMapamMeTpoOM KOHTPOSIS KauyecTsa
[151 CEKBEHVPOBAHWS 3K30Ma UM APYrX CEKBEHMPOBAHWI Ha OCHOBE 3axBaTa MULLIEHN;

8
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i) cpegHAa waM megnaHHas rnybuHa, NPOLEHT reHoMa, OXBAYE€HHOI0 CEKBEHUPOBAHMEM Ha flaHHOW rny-
6uHe;

j) KONM4ecTBO AUCKOPAAHTHO COMOCTaB/IEHHbIX Nap;

k) BblCOKOE KayeCTBO BbIPOBHEHHbLIX MPOUYTEHWIA;

) yacToTa HecoBnageHuii;

T) TouHnocTs KOHCEHCYCA.

MpnmeyaHne 6 — TounocTs KOHCEHCYCA OCHOBLIBAETCA Ha BbIPaBHUBAHUWN HECKO/IbKMX CEKBEHUPOBaHHbIX
HpOHTEHVIVI n Cy6pVIAOB BMeCTe, He 06513aTeflbHO C 3Ta/IOHHOM nocnenoBares/ibHOCTbLHO;

M) TOYHOCTb KPYroBOrO KOHCEHCYCA.

MpumeyaHne 7 — TOYHOCTb KPYroBOrO KOHCEHCYCa OCHOBaHa Ha HECKOJIbKMX MPOXOAAX CEKBEHWPOBAHWUA BO-
Kpyr OAHOI KpyroBoli MOJsieky/bl WabnoHa. 3To ucnonb3yetcs B CCS;

0) TOYHOCTb cybpuaoB.
MpumeyaHne 8— TOYHOCTb pacno3HaBaHWsA OCHOBaHWUIA NOC/E KapTUPOBAaHMS.

5.3.3 MeToabl OLEHKM KauyecTBa BblpaBHMBaHUS U KapTUPOBaHUs
N5 OLEHKM KayecTBa BbipaBHWBaHWSA CrefyeT NpPUMEHsTb MOAX0/, OCHOBaHHbIN Ha 6af/ibHOi cucTeme
oL EeHNBaHMS.

MpnmevyaHne — Bbl60p MaTpuubl nogcyeTa 6annoB 3aBUCUT OT 06/1aCTU NPUMEHEHUA.

5.4 TocTtob6paboTKa BblpaBHUBaHUSA

|_|OCTO6pa6OTKa BblpaBHUBaHNA MOXET BKNKYaTb, HO HE OrpaHnymBaTbCA:

a) NokanbHOe BbipaBHMBaHWE BOKPYr WHAEMNOB WM pacyeT BblpaBHMBAHWA MO OCHOBAHUIO;
b) yaaneHve ay6nukaTos;

C) nepekannbpoBKy OL,EHOK KayecTBa OCHOBAHWIA;

d) cpepgHwol0 ANnHY puaoB nocsie o6pe3kn No Ka4ecTBy OCHOBAHMIA.

6 WNaeHTndmkaumsa sapnaHToB

6.1 O6wume TpeboBaHUSA

6.1.1 CyuwecTByeT YeTbipe OCHOBHbIX Kflacca BapuaHToB nocnegosatensHocTn (SNV, nHgensl, CNVs un
SVs). lna pas3HbiX KNaccoB BapuaHTOB MocfefoBaTelbHOCTU criegyeT NPUMEHATb pasfinyHble BblYUCINTENb-
Hble NOAX0Abl A/1 YYBCTBUTE/IbHOW U cneundunyeckoin ngeHTudukaymm.

6.1.2 [Onana3oH NporpamMMHbIX MHCTPYMEHTOB M TUN HEeO6XoAMMON Banupauumn 3aBUCAT OT njaHa aHa-
nusa.

6.2 ®alin gaHHbIX A8 MAeHTUUKaLMM BapuaHToB

6.2.1 PacnosHaHHble BapuaHTbl AO/MKHbI GbiTb AHHOTMPOBAHbLI C WCMO/Ib30BAHWEM COOTBETCTBYIOLLEN
cneungukauun. Cneyudukaums gomkHa cogepxaTb MeTanHopmaunto, CTPOKY 3arosioBka U CTPOKN AaHHbIX,

Kaxzas M3 KOTOPbIX COAEPXUT MH(OPMAaLMIO O NO3MLUN B TEHOME U MHhopMaLuio 0 reHoTune o6pasLos AN
Kaxgoin nosmymm.

Mpvmep 1 - BblsABAEHHblE BapuaHTbl aHHOTUPYIOTCA C UCMONb30BaHMeM dopMaTa naeHTudmnkaumm
BapuaHTOB (VCF) [31].

Mpumep 2 - CylwecTBYHT albTepHaTUBHbIE creunmkaumm gas npegcTaBfeHUss U XpaHeHUst
BapuaHTOB:

a) reHomHble KoHBeHUun VCF;

b) OHTONOrMa nocnefoBaTeNbHOCTEN, Bepcua hopmaTa Bapnaymm reHoma 1.10;

c) O6LwecTBO MO M3Yy4YEHMIO Bapuauuii reHoma yenoseka, O6LEeCcTBO N0 M3YyYEHNIO Bapnauwii reHoma ve-
noseka (HGVS), npocTas Bepcusa 15.11;

d) MobanbHbI anbsHC N0 FreHoMuKe 1 340poBbio (GA4GH), dhopmaThbl (halinos.

6.2.2 ®aiinbl BapMaHTOB AOJ/IKHbI BKIKYATh KakK cneuudgurkauuio, Tak 1 UCNosib3yeMyK BEPCUIO.
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6.2.3 YcTpoiicTBa pacnosHaBaHWsi BapMaHTOB A0/KHbl 6bITb CKOH(UTYpUpOBaHbl Ha BbIBOA; 3TasIOHBbI,
BapuaHTbl 1N OTCYTCTBME BbI3OBOB BMECTE C MECTHOI MHGopmMauuen, No KpaHein mepe B 06n1acTu LeneBbix
obnacrtelil.

6.3 TMokasaTenu KadecTBa Npu onpenesieHMn BapuaHToB

MeTpurKN KOHTPOA KayecTBa AOJ/IKHbI BKIOYATb, HO HE OrpaHnYmMBaThbCs (€CAN NPUMEHNMO):
a) NOporoBble 3HAYEHUS ANSA TyO6UHbI NOKPLITUS PUAOB B MO3ULUM BapuaHTa;
b) OLEHKY KayecTBa BapWaHTOB;
C) CMelleHne Lenoyek;
d) nNpoueHT annenbHbIX NPOYTEHWNIA;
€) [AONOJIHUTeNbHble KOHKPEeTHble MeTPUKM, OTHOCSLWMECA K TOYHOCTU M YYBCTBUTE/IbHOCTU BbI30Ba Ba-
puaHTOB, KOTOpPblIE MOTYT BK/IOYaTb, HO HE OrpaHn4MBalTCA:
1) obuiee 4MCN0 BapUaHTOB,
2) KONIMYECTBO SIOXHOMOMOXUTENbHbIX Pe3y/bTaTos,
3) KO/IMYEeCTBO /IOXHOOTpPULLATE/IbHBIX BapUaHTOB,
4) KONM4YecTBO HecoBNageHWn annenei v reHoTUNos,
5) coOTHOLWeHNe TpaH3nUunii/TpaHcBepcuii,
6) cooTHoweHne reteposnrot/romosunroT (het’/hom);
f) aHanu3 KoHTamuHauuy NepekpPecTHOW BbIGOPKMN.

6.4 O6paboTKa /TOXKHOMONOXUTENbHbIX BapnaHTOB

JToXXHOMOMOXNTEeNbHbIE BapnaHTbl OO0J1IXKHbI OblTb OTMEYEHbI UK OT(*JI/II'IprOBaHbI N3 NCXOAOHbIX (*Jal‘/‘II'IOB
BapnaHToB Ha OCHOBE HECKOJIbKNX BblpaBHVIBaHI/II7I I'IOC]'Ie,qOBaTeﬂbHOCTeVI N MEeTPUK KOHTPOIA KayecTBa, CBA-
3aHHbIX C NONCKOM BapWaHTOB.

6.5 AHHOTaUMs CeKBEeHMpPOBaHHOW nocsiefoBaTe/IbHOCTU

BapuraHTbl MOryT 6bITb @aHHOTUPOBAHbI A/1s1 OnpeAesieHnss X 6MOSI0rMUYECKOn 3HAYUMOCTM, YTO MO3BOS-
eT onpefeninTb (PyHKLMOHAbHbIE MPUOPUTETLI U UHTEPNPETUPOBATL MOC/AEeAYoUIME AAHHbIE.

7 Banupauna

7.1 O6wme TpeboBaHUsA

7.1.1 Na6opatopuun, npepgnarawowmue TecTupoBaHme Ha ocHoBe MPS, [O0/IKHbl MPOBECTU «BHYTPEH-
HIOI» Banuauuo 6nomHpopmaTnyeckoro KoHBeliepa.

7.1.2 TpeboBaHMs K NPOM3BOAUTENBHOCTM aHa/M3a He06X04MMO YCTaHOBUTbL B XOA4€E Npoueaypbl Basu-
jaunn n Te xe cneuyndukaunn cnegyet UCnonb30BaTb 4718 MOHUTOPUHIA NPOU3BOAUTENBHOCTN aHanusa npu
Kax o obpaboTke obpasua.

7.1.3 KOHKpeTHble napamMeTpbl KOHTPO/A KayecTBa U ob6ecrneyeHUs kKayecTBa AO/DKHbl OLEHMBATbLCA B
xofe Banupaumy U Ucnosb3oBaTbCca 419 onpefesieHns Y40BNeTBOPUTENIbHbIX XapakTepucTuk.

7.1.4 Kaxpaa na6bopatopus AoJKHa onpefenutb KpUTepun U cpeacTBa MOHUTOPUHra Bcex nokasaTe-
nen kavecTtBa ANA ob6ecnevyeHus onTUMasbHbIX aHaIMTUYECKUX XapakTepucTuk. MeTpuku kavyecTsa, UCNOJib-
3yemMble AN MOHUTOPUHIa, AO/DKHbI ObiTb BHECEHbI B JOKYMEHTbI U NEepuoauveckn npoBepsaTbCH.

PekomeHAyeMble nokasaTenu KauyectBa U UX KOHKPETHble 3HaYeHWA A1 HeKOTOopbIX niaTtopm npuee-
OeHbl B NpunoxeHuu A.

7.1.5 JlabopaTtopumn JO/DKHbI NPpeaycMOTpeTb KOHKPETHbIE Mepbl MO 06eCcneYeHnto COXPaHHOCTU KaxX40-
ro chaiina gaHHbIX, CO34aHHbLIX B BUOMHOpMaTUYeCKOM KOoHBeliepe, 1 o6ecrnevyeHuto nNpeaynpexaeHns unm
npefoTBpaLLEHU0 MCNOb30BaHUA aiizloB faHHbIX, KOTOPble ObI/IM M3MEHEHbl HECAHKLMOHUPOBAHHbLIM UK
HenpeAgHaMepeHHbIM 06pa3omMm.

7.1.6 [JononHuTenbHas Banupauus TpebyeTcs KaxAablii pas, korga B /0601 KOMMOHEHT 6uounHcopma-
TUYECKOTO KOHBeliepa BHOCAT 3HAUYMTE/IbHbIE N3MEHEHUS.

7.2 Bannpgauua nokasartesieil kadecTtsa

7.2.1 Banupgauuio aHanusa cfefyeT NpoBOAWTb HAa OCHOBE YTOYHEHHOU W 4OKYMEHTUpPOBAHHOI
aHanusa. Heo6xoArMo onpeaenuTb LesieBoe Has3HaYeHne U3MEPEHUSI Y BHECTU €ro B [LOKYMEHTHI.

10
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7.2.2 JNlabopaTopumn AO/DKHbI YCTAHOBUTb MPUEMJ/IEMbIE MOPOrOBble 3HAYEHMUS OLEHKM KayecTBa CbIpPOi
6a30BOI nageHTUgUKaLMM gNsa aHaausa BO Bpemsa Banugauunu.

7.2.3 [nA CHWXKEHWS 4acToTbl SIOXHOTO pacno3HaBaHusa cnepgyeTt pa3paboTaTb MeToAbl NpeaBapuTenb-
HoOW 06paboTkn AN yaaneHns HeKkauyecTBEHHbIX 6a30BbIX BbI3OBOB.

7.2.4 CTteneHb cMmeweHnsa GC BO BCex 4acTAX reHoMa, BK/KOYEHHbIX B aHanM3, Ao/HkKHa ObiTb onpege-
neHa B xo4e Banujauuu.

7.2.5 MapameTpbl kayecTBa KapTUPOBaHUA AOJ/DKHbl ObiTb YCTAHOB/MIEHbI B NAaHe Banujauunm n 0X-
Hbl MokasbiBaTb, YTO TECT OLEHUBAET TO/IbKO Te puibl, KOTOpble OoTOoGpaxalwTcs Ha obnacTtu, ABnaLmnecs
MULWIEHbI0 aHanm3a. MNpu Heo6xoAUMOCTU cneayeT YyCTaHOBUTbL dhasbl A5 unibTpaymn NpovTeHuid, KoTopble
oTobpaxarTcsa B HeuenesBbix 06nacTax.

7.2.6 OxBaTt onpefgenseTcs A5 AOCTMXEHUA afeKBaTHOW YyBCTBUTE/IbHOCTM UM cneunduyHocTn B 06-
nacTax, NpeAcTaBnAWMX nHTepec.

7.2.7 Kaxpas nabopatopus 0/HKHA YCTAHOBUTb MUHUMas/IbHbIe KPUTEPUW TNYO6UHbI NOKPbLITUSA, Xapak-
TEPHOWN [N KOHKPEeTHOW 0651acTu B CTaHAapTHbIX YCNOBUAX aHanuia, B 3aBUCMMOCTW OT Lenun nposefeHus
cekBeHupoBaHusa. [1ns ogHopofHOro obpasua nocnefoBaTesibHOCTb AO/MKHA ObiTb NOATBEPXAEHA; MEHbLIAs
rnybuHa gonyctuma. B npouecce Bbi3oBa BapuMaHTOB Mo o6nactv unu pegkoii nocnefoBaTesibHOCTA B CMe-
WwaHHOM ob6pasue, cocTtaBnswwem 1 %, Heo6xoauMmMo rnybokoe cekBeHUpoBaHue.

7.2.8 TpebyeMblil ypOBEHb MOKPLITUS B LeNEBbIX 061acTAX AO/MKEH OblTb onpefeneH Ha atane Banu-
Jaunn (gmanasoH NokpbiTUsA). PekoMeHAayeMblil Anana3oH ANA pas/inyHbiX MNPUIOXKEHUIA onncaH B NpUioxe-
Hun B.

7.2.9 [Ona kax[oro aHannsa AOMKHbl ObITb YCTAHOBEHbI NpYeMAEeMble NapaMeTpbl 418 MakCMManbHOM
4acToTbl AynanKaLunu.

7.2.10 [Ons yBenuyeHuWs KonuyecTtBa MPUTrOLHbIX ANA WCMNOb30BAHUA aHHbIX CEKBEHMPOBAHWA W npe-
[OTBpalleHNss NepekocoB B JONAX annenei crepyeT yCTaHOBUTb (DUAbTpaLMio AyNAMLUPOBAHHbIX pUAOB C
NOMOLLbI0 aHaNMTUYECKOTO KOHBelepa.

7.2.11 Kaxpasa nabopartopuss AO/KHA ONpeaennTb AONYCTUMbIA YPOBEHb CMELWEHNSA Lenoyvyek u 1m3no-
XWUTb KOHKpPETHbIE KPUTEpWUW, Korga crefyet NpoBOAUThL allbTepHaTUBHOE TeCTUpOBaHue.

7.2.12 TokasaTtenu kayecTBa MOryT 6biTb NMPOBEPEHbI C MOMOLLbID COOTBETCTBYHLLMX 3TA/IOHHbIX CTaH-
[apToB, KOTOpble Obl/IM XOPOLWO OXapakTepu3oBaHbl M UMEKT HaAeXHble 3Ta/IOHHble MOoC/Ae[0BaTeNbHOCTH
ONA TOYHOrO BblpaBHMBAaHWA, NMOUCKA BapUaHTOB U T. 4.

7.2.13 PekomeHgyeTcA NpoBefeHWe cekBeHMpoBaHuA no metody CaHrepa A8 NOATBEPXAEHUA Hau-
60/1ee BaXHON cBA3ytoLlleli o6nacTu.

8 [lOoKyMeHTupoBaHue

8.1 Nlabopatopuun JO/KHbI 4OKYMEHTUPOBATbL BCE afirOPUTMbl, NporpaMmHoe o6ecneveHne u 6asbl faH-
HbIX, UCNONb3yeMble NPU aHanu3e, UHTepnpeTauumn u npeactasneHnn pesynstatos MPS. Bepcusa kaxgoro us
3TUX KOMMOHEHTOB B 06LlemM 6MOMHIOpMaTMYECKOM KOHBelepe A0/hKHA OblTb 3anuMcaHa W OTC/exXuBaTbCs
ANA KaXX[oro pesynbrara.

8.2 B foKymeHTauuu nabopatopuu LOJDKHbI COAEPXKaTbCA CBefeHUs O NObIX No/b30BaTENbCKUX Ha-
CTpOWKax, KoTopble OT/MYyalTCA OT KOH(IMrypauum no yMon4yaHuio, unn AO/HKHO ObiTb ykasaHo, kakue napa-
MeTpbl 6bl/IN U3MEHEHbI.

8.3 lMpu HeobxoaMMOCTU cnefyeT yKa3aTb HOMEpP BEPCUW 3TasIOHHOWN nocsefoBaTelbHOCTU U NoApPO06-
HYI0 MHopMaLmio.

8.4 JNlabopartopun Takxe LO/KHbI 4OKYMEHTUPOBaTb NapaMeTpbl KOHTPOA KavyecTBa A1 ONTUMasnbHOW
paboThl.

Mpumep - Ha nepBuUYHOM 3T ane nabopaTopus onpegensie T npuemsieMble KpUTepPUN, Takue Kak Kosanye-
CTBO NPOYTEHUNA, NPOXoAALLNX Yepe3 uNbTPbl KAa4ecTBa, onpenesieHHbIe NPUOopPOoM.

8.5 JlabopaTopuu A0MXKHbI (PUKCMPOBATL B MPOTOKO/AX npoueccbl 6MOMHDOPMATUKL, UCNOMb3yeMble
ANA coKpalweHust 60Mblioro Habopa AaHHbIX O BapuaHTax A0 CNMCKa MPUYMHHBIX T€HOB W/UAW TeHOB-KaHau-
[aToB W/UIM BapuaHToB.

8.6 [lokazaTesibCTBa COOTBETCTBUSA YCTAHOB/IEHHbIM TPE6OBAHMAM AO/MKHbI 6bITh TakKe 3a40KyMEHTU-
pOBaHbl.
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MpunoxeHue A
(cnpaBo4YHOE)

MokasaTenu kayecTBa 47151 KOHKPETHbIX NpuMepoB nnaTgopm MPS

[na cekBeHUPOBaHUS HYK/IEMHOBLIX KUC/OT, Kak MPaBW/IO, UCTO/b3YIOT NpuUBEAEHHbIE Aanee niatgopmbl MPS.
Mpymepbl NokasaTteneli kayecTsa, UCMosb3yeMble [/15 OLEHKW KavecTBa, NpescTaBreHsb! B Tabnuue A. L

MpuMeuyaHne — CeKBEHVWPOBaHWE LIE/IOTO FEHOMA YesioBeKa WCMO/b3yT B KAYecTBe NpumMepa, YTobbl 06e-
CMEeYNTb KOHKPETHbIE 3HAYEHUS /11 KaXKAO0ro NnokasaTesis KauecTsa.

Tab6nuuya Al — lMNMokasarenu kavectsa 415 KOHKPeTHbIX nnatcopm MPS

dopmart o
HanmeHoBaHune thaiina LeHka CreneHb rnotHocTb CreneHb
AnvHa puga KkayectBa GC-cocTtaB
nnargopmbl VNCXOAHbIX HIL) aynnavkauum Knactepos ajanTtepa
AaHHbIX (
illumina@sHiSeq 4000 fastq.gz Ot 50 go >030 OT1 39 % <10 % 5 mnpa <3%
200 bp 0o 42 %
Thermo DAT Ot 50 go >020 Ot 39 % NA Ot 60 go <3%
FisherProton™ b 200 bp 0o 42 % 80 MH
BGIC/MGI fastq.gz Ot 50 go >030 OT 39 % <5% 1,5 mnpg <3%
MGISEQ-2000 200 bp 0o 42 %
Oxford Nanopore FAST5 Ot 10 go >020 OT1 39 % NA 2560 KaHanoBf <3%
PromethlON®d 300 kbp 0o 42 %
PacBio®Sequel lle bam Ot 10 go >020 OT 39 % NA 8 MnH ZMWSs9 <3%
100 kbp 0o 42 %

a illumina® sBnseTcs TOProBoi Mapkol 6GuoTexHonornyeckon komnaHum illumina, Inc. faHHas wHdopMaums
npuBegeHa 4na yaobcrea nonb3oBaTenieil HaCTOALWEro cTaH4apTa U He 03HavyaeT 0406peHUs YKasaHHOro NpoaykTa co
cTopoHbl NCO.

b Thermo Fisher Proton™ saBnsieTcss TOProBoii Mapkoli 6uoTexHonornyeckoii komnaHum Thermo Fisher Scientific.
[aHHan nHdopmaums npueedeHa 418 yA06CcTBa Mosib3oBaTesieil HaCToALWEro cTaH4apTa U He o3HavaeT 04obpeHus
yKa3aHHOro npogykra co ctopoHbl NCO.

¢ MGI siBnsieTcst TOProBoi Mapkoii KOMMNaHu1, 3aH1MatoLLEelics CekBeHNpoBaHnemM reHoma BGI. JaHHasa nHdopmaums
npueegeHa Ana yaobcrsa nosb3osaresieil HaCTOALWEro cTaHAapTa v He 03HavyaeT 0406PeHUs YKasaHHOro NpogykTa co
cTopoHbl NCO.

d Oxford Nanopore PromethlION® siBnsietca Toprosoii Mapkoii Oxford Nanopore Technologies Limited. JaHHas
MHhopmaums npyMeefeHa ANs yaobeTea nonb3osarteseli HaCToSALEro cTaHaapTa v He 03HaYaeT 0406peHns yka3aHHOro
npoAayKTa co cTopoHbl NCO.

e PacBio Sequel II® saBnseTcs TOpProBoil Mapkoi 6GuoTexHosnornyeckoir komnaHum Pacific Biosciences. [JaHHas
nHhopmauya npueedeHa Ans yao6cTea nonb3osarteseil HacTosALWero cTaHaapTa U He 03HadYaeT 0406peHns ykasaHHOro
npoAyKTa co CTopoHbl VCO.

f Oxford Nanopore n3mepsieTcs ¢ NOMOLLbI KaHas10B.

9 Pacific Biosciences namepsietca B ZMWs (BO/IHOBOZ, C HYy/1€BOIA MOZOIA).
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OXBaTl4peKOMeHAauMM Mo NMPOYTEHUIO MO NPUNTOXKEHUAM

FOCT P NCO 20397-2—2023

B Ta6nuue B.1 npeacTaBneHbl NpYMepbl 0XBaTa ¥ YPOBHEl CUUTLIBAHWSI MHOXECTBOM Pa3/IMUHbIX NPUIOXEHUI aNis

CEeKBEeHMpoBaHUA.

Tabnuya Bl — OxBar 1 pekoMeHZauUn Mo NPOYTEHUIO MO MPUIOKEHUSAM

MPS tun MpunoxexHne

CekBeHVpOBaHUe  [OMO3WIOTHbIE OHOHYK/IEOTUHbIE BAPUAHTI
LIeSIoro reHoma (SNVs) — 0fIHOHYK/eOTWAHbIE U3MEHEHUSI B
reHax, Korga anneny NaeHTUYHbI

[eTepo3urotHble SNV — OA4HOHYK/1€0TUAHbIE
M3MEHEHUS B reHax, Korga ansieny otimyarTca

Apyr ot Apyra

MyTtaummn Bctasku/geneunn (INDELS) — my-
Tauum B reHoMe, Mpu KOTOPbIX NPOUCXOAUT
BCTaBKa WM yaa/leHne HyK1eoTuaoB

Bapunaums uncna konmin (CNV) — gucnepcusi B
KO/IMYEeCTBE KOMWI reHa y pasHbIX ntogei

CekBeHupoBaHue fomo3urotHele SNV
Liesioro aKk3oma

[eTepo3urotHsle SNVs
Llenesoe INDELs

CeKBeHVpoBaHue
SNVs/SVs B LeneBbix 061acTax

CekBeHupoBaHve 16S pPHKren [23], [24]
PHK.
CekBeHupoBaHue
TpaHcKpunToma Mpodunmposarne audchepeHuansHo

3KCMpeccum — KONNYeCcTBEHHOE U3MepeHne

3KCMPEeCccUmn reHoB Mo HECKObKMM reHam 4715

U3yYeHWs pasNNYHbIX YPOBHEW akcnpeccun B
obpasue

AnbTepHaTVBHbIA CcnAaiCcuHr —
naeHTUprKauma pasiMyHbIX BapuaHToB
cnnalicuHra u3 TpaHckpunToB MPHK

Annenb-cneyugurueckast aKCnpeccust —
3KCNPeccUs TPAHCKPUNTA, Ha KOTOPYHO BAMSIET
asinenb KOHKPETHOTO reHa

PekomeHfoBaHHOE
nokpelTne(E)

15xa

33x

60x

Ot 1x o 8x
100 x (3x MOKpbITHE
NIOKaJIbHOTO praa)b

100x (13x nokpbiTHe
NIOKaNbHOro puaa)c

He pekomeHzoBaHO

Ot 1000 po
10 000 pa3

PekomeHpoBaHHbIE pUfbl

MuHumym 100 Ha 06-
pasel,

Ot 10 M/H fo 25 mnH

Ot 50 mnH go 100 mH
(1A KopoTKMX
nnaThopm puaos)
OT 2 M/H oo 3 WH
(&na BNNHHBIX
nnargopm puaos)

Ot 50 m/H go 100 mH
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OkoHuyaHne Tabnuubl B. 1

PekomeHgoBaHHoe

MPS vin Mpunoxexue NOKpLITHE(E)

PekomMeH0BaHHbIE pyAbl

MPS tun AndhdepeHunanbHas akcnpeccmsa — OT ~1 MNH [0 2 M/H
KO/IMYECTBEHHOE M3MEPEHMEe 3KCMpeccum
mManbix PHK ansa n3yyeHns pasnnyHbiX YpoBHeii
3Kcnpeccun B obpasue

O6HapyXeHne HOBbIX Mausibix PHK — Ot ~5 MnH o0 8 WH

MpumeuyaHune 1 — PesynbTatbl MOMYT ObiTb MNOATBEPXAEHbLI AOMNOMHUTENBHLIMU 3KCMEPUMEHTAMM MO
NPOTEOMUKE.
MpumeyaHune 2— PekoMeHAyemMoe MOKpbITUe OTHOCUTCS K 06pasLaM reHoma yesioBeka.

a 15* o3HayaeT floKaslbHOe OAMHAKOBOE MOKpbITME, 3TO He obllee cpedHee MokpbiTve. Uncna npuBegeHbl Ans
npuvepa.

b 100* — obLLiee cpefHee NOKPbITUE A/151 CEKBEHNPOBAHUS LieflbIX 3K30MOB. 3X JIOKaUTbHOE MOKPbITUE pyUaa ykasbiBaeT
Ha floKkanbHOe MOoKpbITUe AN obHapyxeHus SNPV. Yucna npusegeHbl AN npumMepa.

¢ 00* — obLee cpefHee MOKPbITUE ANS1 CEKBEHMPOBaHUS 3k30oMa. lMokpbiTMe 15* nokasibHOro puaa ykasbiBaeT Ha
nokanbHoe nokpbIThe ansA obHapyxenus SNPV. Yucna npusegeHsl ona npumepa.

14



FOCT P NCO 20397-2—2023

MpunoxeHue C
(cnpaBo4HOE)

MporpammHoe obecneveHne ANnA BblpaBHMBaHUA U COMNOCTaB/1IEHUA ﬂOCﬂe,D.OBaTeﬂbHOCTeVI

B tabnuue C.1 npeactaBfieHbl NPUMeEPbl NPOrpaMMHOro 06ecneveHns AN BbipaBHUBAHWSI U COMOCTaB/IEHNA NO-
cnefoBaTesibHOCTEiA.

Ta6nuya C.1 — MNporpaMMHOe o6ecnedeHre /18 BbIPABHUBAHUS U KAPTUPOBaHUS Moc/iefoBaTeslbHoCTel

OonucaHne yHKLMiA MporpammMHoe o6ecneyeHne/MHCTPYMEHTbI

BbipaBHuBaHve van KaptTuposaHue Blast, Blat, SOAP, BWA, Bowtie2 nT. 4.

OueHka y4yacTKoB chjaiicuHra B aHanmde PHK- Bowtie2 [25], BWA [16], HISAT2 [14], STAR [15] n T. 4.
CEKBEHMPOBaHUSA

Busyanusauusa onsa npeacrtasneHnss BblpaBHUBaHUSA Bam View [12], Integrative Genomic Viewer [30]

MpumeyaHue 1— lporpaMmMHoe obecneuyeHne perysispHo OGHOBASETCS W 3HAUYUTESIbHO 3aBUCUT/CBA3AHO C
nnatyopmami, NPUIOKEHUSMU 1 AaHHBIMU O NOC/1efoBaTeNbHOCTA. 3TV NPUMEPbI aKTyaslbHbl B MioHe 2020 T.

MpumMmeyaHune 2 — lprMepbl NPOrPaMMHOIO OGecneyYeHns, NepPeYnCsIEHHbIE B JaHHOW Tabnvue, SIBMSHOTCS
NOAXOASMM  AOCTYMHbIM  MPOrpaMMHbIM — obecneuyeHreM. [laHHas WHGopMauusi npueedeHa Aana  yno6ersa
no/sib3oBatesieii HaCTOSILLEro CTaHJapTa M He 03Ha4aeT 0A406PEHUsT yKa3aHHOro NPoAyKTa co CTOPoHbI MCO.
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