buoundopmaruka B JHK-TexHosorusax: 6a3pl JaHHbIX U
AHAJIU3 FeHeTHYECKO HHPpopMa U

Bbuonndopmaruka sBISETCS OJHUM U3 KIIFOUEBBIX HAIMPABICHUA COBPEMEHHOU
Monekyisspaoit owonorun u JIHK-texnomoruiti. Ecnu maGoparopHbie METOIBI MO3BOJISIOT
Beienuth JIHK, ammnudunupoBats onpeneneHHble y4acTKH, IPOBECTH T'€HOTUITUPOBAHHE
WIN CEeKBEHHWPOBaHME, TO OMOMH(pOpPMATUKA MO3BOJSET 00padOTaTh MOIY4YCHHBIE AaHHBIE,
CpPaBHUTb HMX C YK€ M3BECTHOM TeHeTHYeCKOi HH(OpManueii u mepeuTd oT
MOCIIE0BATENHHOCTH HYKJICOTHIOB K OMOJIOTMYECKON HHTEPIPETAILUH.

CoBpeMeHHBIE TEXHOJOIMH CEKBEHUPOBAaHHMS T'€HEPHPYIOT OTPOMHBIE OO0BEMBI
unpopmanuu. Jlaxke wuccienqoBaHMe OJHOIO TE€HOMAa MOKET IPUBECTH K TOSBICHUIO
MUJUIMOHOB IOCJIE€A0BATEIbHOCTEH, a KPYIHbIE IPOEKTbl BKIIOYAIOT COTHU M ThICAYU
obOpaszuoB. IlpoananusupoBaTh Takoil o00BeM UHGOPMAIMU BPYYHYIO MPAKTUYECKH
HEBO3MOXXHO. IloaToMy coBpemMeHHass TE€HOMHUKAa MpEACTaBIseT COOOM codeTaHue
SKCIEPUMEHTAIbHBIX U BBIYUCIUTEIBHBIX METOJIOB.

B mmpokoM cwmbiciie OnomH(pOpMaTHKa — 93TO 00JacTh HAYKH, HCIIOJIB3YIOMIAs
BBIYHUCIUTENbHbIE, MATEMAaTUYECKIE U CTAaTUCTHUYECKHUE METOMBI IS XpaHeHus, 00paboTKu,
aHaM3a M HMHTEPIpETaly OHOJOTHYeCKUX HaHHBIX. OcoOeHHO O0O0blIoe 3HAYEHHE OHA
umMeeT i ananusa nocienoBarenpHocTelt [IHK, PHK u 6enkos.

B MonekynspHO-TeHETHYEeCKOM HCCIEI0BaHUU paboTa OOBIYHO HAYMHAETCS C
ouonorudeckoro oopaszmna. M3 uero Beigensercs JJHK umu PHK, 3arem nposomutcs ITILIP,
CEeKBEHHUPOBAHUE UITU APYroil MOJEKyIApHBbIid aHnanu3. [locne monydenus uudpoBbIX JaHHBIX
HauyMHaeTCs OMOMH(POPMATUIESCKUN TaIl.

Ot 6uonoruyeckoro o6pasiia K Hay4HoMy BbIBOAY: ponb 6uonHpopmatukm B [IHK-TexHonorusx
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no3BoJIAA MONyYaTh HOBbIE 3HAHUA M3 FeHeTUYECKOWU MHpOopMaL K.

PucyHok 1: OcHoBHble srambl nonydeHus U OGUOMH(POPMATHIECKOTO AHAIM3A
TeHEeTHYECKOM nH(pOopMalUU: OT OHOJIOTHYECKOT0 00pa3iia 10 HayYHOTr'O BBIBOAA.

[ToaToMy coBpeMeHHOEe HCCieI0BaHUE MOXKHO MPEICTaBUTh KaK €IUHYIO LIETTOUKY:

6uonornyeckuii obpasery — Bobyienenue [JHK/PHK — wmonekynspHblii aHanusz —
CEeKBEHHPOBaHME — TOJy4YeHHe UPPOBHIX JaHHBIX — OuomHpopMaTuieckas oopaboTka —
CTaTUCTHYECKHUH aHAIN3 — OMOJIOTHYECKasi HHTEPIPETaLusl — Hay4YHbIH BBIBOI.

Takum oOpazom, OwoWH(pOpMaTHKA SBISIETCS CBS3YIOINIUM 3BEHOM  MEXIY
HKCIEPUMEHTATbHBIMH JAHHBIMU U IOHUMAaHUEM WX OMOJOTMYECKOT0 3HAUCHUSI.



OnHUM U3 LEHTPalIbHBIX OOBEKTOB OHMOMH(GOPMATUKH SIBISETCS HYKICOTHUIAHAS
nocienosarenbHocTh. [locnenoBarensHocts JJHK mpencrasnserca B nudpoBoM Buae Kak
Hatop cumBonoB A, T, G u C. [Ins PHK BMecTo TMMHHA UCHOIB3YyeTCS YpaIlW,
obo3nauaembiii U. Jlaxke Takasg mpocTas 3aluCh COJACPKHUT OOJbIIOE KOJIMYECTBO
Ouosiornyeckoil nHpopMaUU: KOTUPYIOIIKE 00JacTH, PeryasSTOPHbBIE MOCIeI0BATEIbHOCTH,
TeHETUYECKUE BApUAHTHI U ApYyrue (yHKIIMOHAIbHBIC 3JIEMEHTHI.

Hanpumep, uccnenoBarens noyuu nocie cekBenupoanus pparment JJTHK. Cam no
ceOe HabOp HYKJIEOTHJOB €Il€ HE OTBEYaeT Ha BOIIPOC, KAKOMY I'€HY OH NPUHAUICKUT U
Kakyl0o  (QyHKIOMIO  MOXET  BBINOJMHATh. HEoOXOOUMO  CpaBHHTH  IOJYYEHHYIO
[10CJIEI0BATENbHOCTD C YK€ U3BECTHBIMHU I1OCIEI0BATEAbHOCTMHU. I 3TOr0 UCHOJIb3YIOTCS
Ouosiornyeckue 6a3bl TaHHBIX.

['eneTnueckue 6a3bl JaHHBIX

buonornueckas 6aza JaHHBIX MPENCTaBIsAET cO00 OPraHM30BAaHHYIO JIEKTPOHHYIO
cUCTeMY XpaHeHUs: OuoJjiornuecko nHGpopmauuu. B Hell MOT'yT HaXOAUTHCS HYKJIEOTHIHBIE
MOCJIeIOBATEIBHOCTH, TIOCIIEIOBATEILHOCTH OEJNKOB, CBENEHUS O TEHaX, T'€HETHYECKHX
BapUaHTaX, CTPYKTypax OenkoB, 3a00JieBaHMSIX, I€HOMax OpPraHU3MOB M HAay4YHBIX
MyOJIMKALUsX.

Onuum u3 KpynHeimux MupoBsix pecypcoB siisetcs NCBI — National Center for
Biotechnology Information. On oObeauHsieT OOJNBIIOE KOIUYECTBO CHEIUAIN3UPOBAHHBIX
Ouosiornyeckux 0a3 JaHHBIX U AHATUTUYECKUX UHCTPYMEHTOB.

OnHo#t W3 OCHOBHBIX HyKiIeoTuAHbIX 0a3 NCBI sBusercs GenBank. B et
cogepxkarcs mocienoBarenbHocTH  JIHK  pasnuunbeix  opranmsmoB. Kaxnas 3amnucek
COIIPOBOKAAETCS  JOMOJNHUTEIBHONH HWHPOpPMaLMed O TOCIeIOBaTeNIbHOCTH U e
IIPOUCXOKICHUU.

Jnsg xaxmol 3amucu OOBIYHO TNPUCBAUBAETCSl YHMKAJIbHBIN accession number —
peructpanioHHbIi HoMep. OH MO3BOJSET OJJHO3HAYHO MJCHTU(DUIIUPOBATH OINpPEEIEeHHYIO
MOCTIeIOBATEIBHOCTh B 0a3e MaHHBIX. DTO BAKHO JJISI BOCIIPOM3BOJAMMOCTH HCCIICIOBAHMIA:
BMECTO KOIUPOBAHMUS OIPOMHOM MOCIIE0BATEILHOCTH B HAYYHOH paboTe MOKHO yKa3aTh ee
accession number.

Jlpyrum Ba)XKHBIM MEXIYHApOJIHBIM pecypcoM siBisiercsi Ensembl Genome Browser.
OH npenocTaBisieT aHHOTHPOBAHHBIE TEHOMBI PA3JIMYHBIX OPTaHU3MOB M TIO3BOJISIET M3YYaTh
pacroyio’keHNe reHOB, TPAHCKPUITOB, SK30HOB, MHTPOHOB U T€HETHUECKUX BapUaHTOB.

Jlns aHanu3a OEIKOBBIX TMOCIIEA0BATEILHOCTEH MIMPOKO ucnoib3yercs UniProt. Drta
6a3a colepXHUT MHPOPMALIMIO O MOCIEeNOBATENbHOCTIX OENKOB, MX (QYHKUUSAX U JAPYTHX
XapaKTepUCTHKAX.

CrnenoBarenbHO, CTYJEHT JOJDKEH MOHMMAaTh, YTO pa3Hble 0a3bl JAAHHBIX PEIIAIOT
pasHble 3amaun. Eciam HEoOXO0IMMO HAWTH HYKIICOTHIHYIO MOCIEIOBATEIHHOCTH, MOXKHO
UCIOJIb30BaTh COOTBETCTBYIOIIME FEHOMHBIE M HYKJIEOTHIHBIE pecypchl. Ecnu uccnenyercs
O0enmok, HeoOXoaumbl OenkoBble 0a3pl. Eciam  u3ydaercs TeHETUYECKUH  BapUaHT,
UCTOJB3YIOTCS 0a3bl FTeHETUYECKON BapuabeIbHOCTH.

Ocoboe 3HaueHue aisi aHanmu3a BapuaHToB mMeer dDSNP. B Helt peructpupyrotcs
pa3nuyHBIE  BAapHAHTBl  IOCJIENOBATENbHOCTEH,  BKIOYass  OOJbIIOE  KOJUYECTBO
OJTHOHYKJICOTHUIHBIX BaPUAHTOB.

ONHOHYKJICOTH/IHBIE BapUaHThl YacTo O0O3HAYAIOTCS HOMEPOM IS, HaIpuMep
rs123456. Takoit uaeHTH(UKATOP TMO3BOJSET HCCIEIOBATEISIM OJHO3HAYHO CCHIJIATHCS HA
OIpeJIeIEHHYIO TO3HIINIO0 TeHETHUECKOM BapraOebHOCTH.

[lpy wW3y4eHWH BO3MOXKHOTO KJIMHUYECKOTO 3HAYCHHS BapUAHTOB HCIOJIB3YETCs
ClinVar. ClinVar comepHUT CBEJEHUS O COOOLIAEMBIX CBS35SX T'€HETHYECKUX BapUAHTOB C
COCTOSIHUSIMH 3JI0pOBbsSI U MX KJIMHMYECKOW MHTepnperauuu. [Ipy 3TOM BaXHO y4HTBIBAaTh


https://www.ncbi.nlm.nih.gov/?utm_source=chatgpt.com
https://www.ncbi.nlm.nih.gov/?utm_source=chatgpt.com
https://www.ncbi.nlm.nih.gov/genbank/?utm_source=chatgpt.com
https://www.ensembl.org/?utm_source=chatgpt.com
https://www.uniprot.org/?utm_source=chatgpt.com
https://www.ncbi.nlm.nih.gov/snp/?utm_source=chatgpt.com
https://www.ncbi.nlm.nih.gov/clinvar/?utm_source=chatgpt.com

YPOBEHb  JOKA3aTEIbHOCTH U  BO3MOXKHBIE  pa3iuuMsl MEXKIY IPEACTaBICHHBIMU
HWHTEpIpETALUSIMHU.

Jisg  u3ydeHHsT 4YacTOT TIE€HETHUYECKUX BapUAaHTOB B MONYJIALUAX  IIHPOKO
ucnonszyercss gnomMAD. Yacrora BapuaHnTta sBisieTcs BakKHOM uHGOpManuel Mpu ero
MHTEepOpeTanuu. BapuaHT, pacnpocTpaHeHHBIH B OOLIEH MONysiuMU, W KpaiHe penkuit
BapHaHT TPEOYIOT Pa3IMYHOIO MOJIX0/a K aHAIIU3Y.

Takum 00pa3oM, OJWH U TOT K€ ICHETUYECKUH BapHaHT MOXKET aHAIU3MPOBATHCS
cpazy IO HECKOJIbKMM HCTOYHMKaM. C(CHaudajna YCTaHaBIMBAE€TCS €ro IOJIOKEHUE |
UACHTU(DUKATOP, 3aTEM UCCIIEAYETCS MOMYIISIIUOHHASA YacTOTa, (DYHKIIMOHAIbHAS aHHOTALINS
U, €CJIM 3TO COOTBETCTBYET 3a/1aye, CBEACHUS O KIMHUYECKON UHTEPIIPETALUH.

®opmaTtel OMOMHPOPMATHIECKUX JTAHHBIX

s KOMIBIOTEPHOrO aHalu3a Ouosiorudeckas MHGOpMalus A0DKHA XPAaHUTHCS B
CTaH/IaPTH3UPOBAHHBIX opMmaTax. OgHUM U3 Hanbolee mpocThixX sBisiercss FASTA.

B FASTA-¢aiine cnauama pacmojaraercsi CTpOKa-3arojioBOK, HAaYMHAIOMIAsCS CO
3HAKa >, a HUKE 3allMChIBACTCS 1OCIIE0BATENbHOCTD:

>DNA_sequence_1

ATGCTGACCTGACTGATCGTACGATCG

FASTA wmoxer ucnosib3oBathcsi sl XpaHenus: nociuenosatensHocterd JIHK, PHK
wm OenkoB. dopMaT OYEHb MPOCTOH, MOATOMY TMOJIACPKUBACTCA IMPAKTHUYECKH BCEMHU
MporpaMMaMi aHaju3a MOoCIe0BATEIbHOCTEN.

Jis  naHHBIX BBICOKONPOM3BOAMTEIBLHOTO CEKBEHMPOBAHMSI YacTO IPUMEHSETCS
dopmat FASTQ. B otnuune ot FASTA oH coaepKHUT He TOJIbKO MOCIEA0BaTENbHOCTh, HO U
MH(POPMAIIHIO O KAYECTBE ONPEIEIICHUS KAKJ0TO0 OCHOBAHHSI.

OTO NpUHUMIUAIBHO BaxHO 11 NGS, MOCKOJIBKY KaXKJI0€ NIPOYTEHUE HMEET
OTIpe/IeNIEHHYIO0 BEPOSTHOCTh OMMOKU. KOMIBbIOTEP NOMKEH YUUTHIBATh KAUECTBO OTIEIBbHBIX
MO3UIMI NpH MOCHIeaAytoIed 00paboTKe JaHHBIX.

[Tocne BbIpaBHUBaHUS NPOYTEHHUN OTHOCHUTEIBHO PEPEPEHCHOr0 TIeHOMa JAaHHbBIE
MOTYT coxpaHsaTbesa B ¢popmarax SAM unun BAM. Onu conep:xar MHGOpPMAIUIO O TOM, I/ie
oTpesieNIeHHOE poYTEeHHE ObLIO pa3MenieHo OTHOCHUTEIILHO pedepeHcHoi
IIOCJIEJ0BATEIBHOCTH.

Jns 3amucy HaWACHHBIX TEHETHYECKUX BapUaHTOB ucronb3yercs ¢opmat VCF —
Variant Call Format. VCF moxer coaepxaTb KOOpAMHATY BapuaHTa, peepeHCHbI u
aIbTEpHATUBHBIN aJlJIeNIU, TEHOTHI 00pa3lia U AOMOJHUTENIbHbIE T0Ka3aTeIN KaueCTBa.

Taxum oOpa3oM, pazHble (hopMaThl COOTBETCTBYIOT pPa3IMUHbIM 3TalaM aHaJln3a:

FASTA — mnocnenoBarenbHOoCcTH; FASTQ — mociaenoBaTeTbHOCTH M KadyeCTBO;
SAM/BAM — pe3ynabTatel BblpaBHUBaHUS; VCF — oOHapyXeHHbIE TI'€HETHYECKue
BapHaHTBHI.

[Tonumanue »STHUX (OpMATOB HEOOXOIMMO CHEIMAIHCTY, paloTaroleMy C
COBPEMEHHBIMU F€HOMHBIMH JJAHHBIMHU.

BLAST u nouck cXOJIHBIX MOCJIEI0BATEIbHOCTEN

OpHuM U3 HamboJsee U3BECTHBIX HHCTPYMEHTOB OMOMH(pOpMaTuku sBisercss BLAST
— Basic Local Alignment Search Tool.

OcHoBHasg  3amaya BLAST  3akmrowaeTrcs B CpaBHEHHMH  MCCIEAYEMOM
MI0CJIeIOBATEIbHOCTH C TOCJIE0BATEILHOCTAMH, YK€ HaxoIsauMucs B 6aze gaHHbIX. Ecin
uccinenoarens nomyuns HeusBecTHbI (parment JHK, BLAST wmoxer mnomoub
OIpeNIeNINTh, C KAKUMHM H3BECTHBIMH IOCJIEIOBATEIBHOCTAMU OH HMeeT HauOoJbIlee
CXOJZCTBO.

Jloruka aHann3a 10CTaTOYHO MPOCTA:


https://gnomad.broadinstitute.org/?utm_source=chatgpt.com
https://blast.ncbi.nlm.nih.gov/Blast.cgi?utm_source=chatgpt.com
https://blast.ncbi.nlm.nih.gov/Blast.cgi?utm_source=chatgpt.com

ucciaeayeMass — mocieaosarenbHocth —  BLAST —  mouWck  CXOJHBIX
MOCJIEZIOBATEIbHOCTEN — OLIEHKAa COBMAJCHUN — MpeArnojaraeMas WACHTHUQHUKAIUS HIN
(byHKIMOHATBHAS XapaKTePUCTHKA.

CymectBytor paznuynble Bapuantl BLAST. BLASTn cpaBHUBaeT HYKJICOTHUIIHYIO
IIOCJIEZI0BATEIBHOCTh C HYKJIEOTHUAHBIMU mocienoBarenbHocTssMU. BLASTp ucnonbsiyercs
JUIsL CpaBHEHUs OENIKOBBIX IMOcieAoBaTenbHoCTel. [Ipyrue BapuaHThl MO3BOJISIOT MPOBOIUTH
CpaBHEHHUE C MEPEBOIOM HYKJIEOTHIHOM MOCIIEI0BATENbHOCTH B aMUHOKHUCIIOTHYIO.

ITpu ananu3ze pesynbratoB BLAST HeoOxomumMo oOpaiiath BHUMaHHE HE TOJILKO Ha
MPOILIEHT CXOJCTBa. BakHbl Takke JUIMHA BBIPABHUBAHUS, KOJIMYECTBO HECOBHAJACHUM,
HaJIM4Yue Pa3pbIBOB U CTATUCTHUECKHE MOKA3ATEIH.

OnHuM W3 Takux IMokaszarelie ssisercs E-value — oxumaemoe 3Hayenue. OHO
XapaKTepU3yeT, HACKOJIbKO BEPOSTHO MOJIYYUTh MOAOOHOE COBIMAJeHUE ciay4yailHO B 0ase
COOTBETCTBYIOLIETO pa3mepa. B oOmem ciydae yem Menbine E-value, tem Oonee
CTaTUCTUYECKU 3HAYMMBIM SIBJISIETCS HAalJICHHOE CXOCTBO.

OpnHako HENb3si MHTEPIPETUPOBATH PE3YJAbTAaT TOJIBKO IO OJHOMY IIapaMeTpy.
Bricokuil MpoOLEHT WASCHTUYHOCTA HA OYEHb KOPOTKOM YYacTKe He 00s3aTeIbHO O3HAyaerT,
YTO JIBE IIOJIHBIE MOCJIEJOBATEILHOCTH BBIMOMHIIOT OAWHAKOBYIO (yHKIui0. IlosTtomy
pE3yNbTaThl BCET/Ia aHATU3UPYIOTCS KOMIUIEKCHO.

BoipaBHUBaHUE 1OCIEI0BATENBHOCTEN

Opno¥t 3 QpyHAaMEeHTaIbHBIX 3a/1a4 OMouHpopmaTuku sBisieTcs sequence alignment
— BbIPaBHMBAHUE I10CJIEJ0BaTEIbHOCTEN. Ero 11eb 3aKit0yaeTcs B pacio0KEHUH IBYX WU
HECKOJIbKUX TIOCTIEI0BATENbHOCTEN TaKUM 00pa3oM, 4TOObI MOKHO OBLIIO BBISIBUTH CXOJCTBA
U pa3audus MEXI1y HUMHU.

PaznuyaroT mapHoe ¥ MHOKECTBEHHOE BbIpaBHUBaHUE. [Ipu mapHOM BbIpaBHUBAHUU
CPaBHUBAIOTCS JBE IIOCJIEIOBATEILHOCTH. [Ipy MHOXXECTBEHHOM AaHAIMU3UPYIOTCS TPU H
Oosiee MocIe0BaTeIbHOCTEH OJHOBPEMEHHO.

BripaBHMBaHUE TT03BOJISIET OOHAPYKUBAThH 3aMEHBI HYKJICOTHU I0B, BCTABKH U JICJICIIHH,
a TaK)K€ KOHCEPBAaTUBHbBIC YUACTKH.

[TpencraBuM /iBe MOCIE0BATENILHOCTH:

ATGCTACGTA

ATGCTGCGTA

bonpmias 4acte HYKJICOTHAOB COBIAAaeT, HO B OJHON MO3WIMU HAOIIOJAETCS
paznuure. KoMnbIoTEepHBIN allfOPUTM MO3BOJISET ONPEIEIUTD MTOJI0KEHUE TAKOT0 U3MEHEHUS
Y KOJIMYECTBEHHO OLIEHUTh CXOJICTBO MOCJIEI0BATEIbHOCTEM.

BripaBHHBaHUE OCOOEHHO Ba)XHO MPU CPABHEHMHM TE€HOB PAa3UYHBIX OPraHU3MOB,
MCCIEA0BAHUH 3BOJIIOIMH U AHAJIW3€ T€HETUYECKUX BAPUAHTOB.

PedepencHrlii TeHOM

B coBpemeHHOIl TeHOMHKE OOJbIIOE 3HAYEHHE HMEET MOHATHE pedepeHCHOro
reHoMa. OTO CTaHAapTHas coOpaHHash IOCJIENI0BaTENbHOCTh, HCIOJb3yeMas Kak
KOOpJAMHATHAs CUCTeMa JIJIsl aHaJIu3a TEHOMHBIX JaHHBIX.

[Tocie NGS wuccrnenoBarens mojiydaeT MIJITHOHBI KOpoTkux reads. Kaxmerii read
HE00XOMMO OTpENIeNUTh OTHOCUTENbHO pedepenca. Ilpomecc comocraBieHus: Ha3bIBaeTCs
mapping uiu alignment.

VrpouieHHas cxema BBIMISIAUT TaK:

MWUIMOHBI reads — pedepeHCHbII T'eHOM — BbIpaBHUBaHHE —> OIpeiesieHue
MOJIOKEHUS KaXX/10I0 MTPOUYTEHUST — aHAIIU3 Pa3Inyuil.

Ecnim B ompeneneHHodt mno3unmu  pedepeHcHOro TeHoMa Haxoawtes G, a
3HAYUTENIbHAs YacTh KAauyeCTBEHHBIX MPOYTCHHUN HCCIeayeMoro oOpaslia COIEpKUT A,
MporpamMma MOXET 3aperucTPUPOBaTh MOTECHIMATBHBIN BapuanT G>A.



[Ipu sTOM pedepeHCHbI TeHOM HeNb3sl BOCIPHUHAMATh KaK «HMICATbHBIN» WIN
€MHCTBEHHO HOpPMaJbHBIM T'eHOM 4enoBeka. OH ABISIETCS MPEXIE BCEr0 CHUCTEMOU
KOOp/MHAT, HEOOXOAMMOM JJIsl CTAaHAAPTU3ALNN aHAJIH3a.

KoHTposib KauecTBa TaHHBIX CEKBEHHUPOBAHUS

buonndopmarnyeckuii anann3z NGS HaumHaeTcs C KOHTPOJS KadecTBa HMCXOJHBIX
JaHHBIX. DTOT ATan Ha3biBaeTcs quality control, QC.

HeoOxoauMo ompenennTth, HACKOJIBKO HAJEKHBI MOTy4YeHHBIE reads, IPUCYTCTBYIOT
JIM TEXHUYECKHUE IMOCIEA0BATENIbHOCTH, KaK PaCIpeiesIeHO KaueCTBO 0 JJIMHE IPOUYTEHUS U
HUMEIOTCS JIM IPYTHe NOTEHLIUAIbHbIE IPOOJIEMBI.

KauecTtBo ompenenenus HyKJIeOTHIOB uyacTo xapakrtepusyetrcs Phred quality score.
OTOT MOKa3aTeNb CBA3aH C BEPOATHOCTHIO OIIMOKHU OIpENeNIeHUs] OCHOBaHMA. UeM Bl
3HAUYEHHE, TEM BBIIIE YBEPEHHOCTh B KOPPEKTHOCTH COOTBETCTBYIOIIEH MO3UIUH.

[Tocne KOHTPOIIS KauecTBa MPU HEOOXOAMMOCTH BBITIOTHAETCS (PUIBTpAIUs JaHHBIX U
ylajieHne TEXHUYECKUX Mociea0BaTeNbHOCTe. TOIbKO Mociie 3Toro nmoAroToBjieHHbIe reads
HCIOJIb3YIOTCS JJIs AaJIbHENIIET0 aHaIu3a.

OTO BaXHBIM NPHUHLIMI: IJIOXO€ KAdeCTBO MCXOJHBIX JAHHBIX HEBO3MOXKHO
MIOJIHOCTbIO HCIPABUTh CIIO)KHOM CTAaTUCTHKOW Ha mocieayrommx stanax. [lostomy QC
SBJIETCS 0053aTEILHOM YaCThIO HAJIEKHOTO OMOUH(DOPMATUYECKOTO UCCIIET0BAHUSI.

BoipaBHuBaHue 1 cO0pKka reHoMa

Cy1iecTBYIOT Ba OCHOBHBIX IOJIX0Ja K 00paboTke mocienoBaTenbHocTel. [lepBbiit
— BBbIPAaBHUBAHHWE OTHOCHUTEIHHO M3BECTHOIO pedepeHcHOoro reHoma. Bropoit — de novo
assembly, To ecTb cOOpKa MOCIENOBATEIBHOCTH 0€3 HEMOCPEACTBEHHOTO MCIIOJIb30BAHUS
TOTOBOTO pedepeHca B KayecTBE OCHOBBHI.

[Tpu de novo assembly KOMITbIOTEp UIIET MEPEKPHIBAIOLIUECS YUACTKU MeXay reads u
npITaeTcd  OOBEOWHWUTL WX B 0Oojiee  UIMHHBIE  IIOCJIENOBATEILHOCTH.  Takue
MOCIIE0BATEIHLHOCTH HA3bIBAIOT contigs. B 3aBUCUMOCTH OT JaHHBIX U aJITOPUTMa OHU MOTYT
nayee o0beIUHATHCS B 00Jiee KPYIHBIE CTPYKTYPHI.

COopka 0coOeHHO BaXKHA MPU UCCIEIOBAHUU OPTaHU3MOB, JJISI KOTOPBIX OTCYTCTBYET
KaueCTBEHHBIN pe)epeHCHBIN T€HOM, a TaKKe TTPU U3YUYCHUH HOBBIX MUKPOOHBIX T€HOMOB.

KauectBo cOOpkM 3aBHUCHUT OT JJIUHBI M TOYHOCTU reads, TIyOWHBI TMOKPBITHS,
CIIO)KHOCTM T€HOMa U KOJIMYEeCTBa MOBTOPSIOUIMXCA THocieaoBarenbHocTeil. VMeHHo
nosTomy long-read TeXHOIOTHU 3HAYUTEILHO PACITHPUIIH BO3MOXHOCTH de novo assembly.

[Touck reHeTHYECKUX BapUaHTOB

[Tocne BbIpaBHUBaHUS JaHHBIX MOXHO IepexoauTh K variant calling —
00OHapyKEHHIO T€HETUYECKUX BapHAHTOB.

K OCHOBHBIM THUIIaM BapuUaHTOB OTHOCSITCS OJHOHYKIICOTHIHBIE M3MeHeHus — SNP
mwm SNV, HeOoJibIIMe BCTaBKU U Aenenuu — indels, m3menenus uucia xonuid — CNV u
OoJiee KpyIHbIE CTPYKTYPHBIE TIEPECTPOHKH.

KomnpioTep aHanmu3upyer MHOXKECTBO reads, TOKpBIBAIOIIMX  OIpPENEICHHYIO
MO3UIINIO, ¥ OILICHUBAET, HACKOJIBKO HAJEKHO HalII01aeMoe OTiInYKe OT pedepenca.

Hanpuwmep, eciau pedepeHc coepKuT:

...CCTGACG...

a JlaHHbIe 00pa3lia yCTOMYHMBO MOKA3bIBAIOT:

...CCTAACG...

MOJKET ObITh OOHapykeHa 3aMeHa G>A B COOTBETCTBYIOIIEH KOOpMHATE.

Ho oGHnapyxeHne BapuaHTa SBISETCS TOIBKO HavauoM aHanu3a. Clieayromuid BOmpoc
3HAYUTENIbHO Ba)XKHEE: YTO 3TOT BapUaHT O3HAYaeT?

AHHOTalMs T€HETUYECKUX BapUAHTOB

[Iponiecc nmobGamieHust Omosiormveckol MHGOpPMAMU K OOHApY)KEHHOMY BapHUaHTY
HAa3bIBACTCSI aHHOTALIUEM.



Bo BpeMs aHHOTamuu oOmpeaenseTcs, B KAaKOM TE€HE WM TEHOMHOW o0iactu
HAXOJUTCSI BapUaHT, PACIOJIOKEH JM OH B JK30HE, MHTPOHE WIIM PEryJIsSTOpHOI obiacTw,
W3MEHSIET JIM KOJIOH U aMHUHOKHUCIIOTY, HACKOJIBKO YaCTO BCTPEYAETCS B MOIMYJISIIUAX U KAKHUE
CBEICHUSI O HEM UMEIOTCS B CIIELUATM3UPOBAHHBIX 0a3ax.

Hamnpumep, BapuanT MOKET ObITh CHHOHUMUYHBIM, KOTJIJa U3MEHEHHUE HYKJICOTH 1A HE
U3MEHSIeT aMMHOKUCIOTY. OH MOXKeT ObITh missense-BapHaHTOM, MPHUBOIALINM K 3aMeHe
AMUHOKHCIIOTBI, WJIM NONSEeNnse-BapHaHTOM, CO3JAIOLIUM IIPEKIEBPEMEHHBIA CTOI-KOJIOH.
Bo3M0OXHBI U3BMEHEHUS, BAUSIOIINE HA CIUIAUCUHT U IPYrUe IPOLECCHI.

OnHako MOTEHIHMANBHBIA MOJCKYISApHBIA A(P(EeKT HE CclaeayeT aBTOMAaTHYCCKU
MpPUPAaBHUBATh K JOKA3aHHOMY OHOJIOTMYECKOMY WM KIMHUYECKOMY 3HadyeHuo. Jlis
WHTEPIPETAIIMA HEOOXOJAMMAa COBOKYITHOCTh JKCIIEPUMEHTAIBHBIX, MOMYISAIUOHHBIX U
JOPYIUX JTaHHBIX.

AHaJ13 reHOB ¥ TEHOMHOW OpraHu3aIun

buonndopmatuueckre 0a3pl MO3BOJIAIOT UCCIENOBATh HE TOJILKO BapHaHTBHI, HO U
CTPYKTYPY CaMUX T'€HOB. MOXKHO ONpPENeTuTh MOJI0KEHUE I'eHa Ha XPOMOCOME, €ro IK30H-
MHTPOHHYIO OpPraHU3allnIo, PA3IMYHbIE TPAHCKPUIITHI U KOAUPYEMbIE OETTKOBBIE MTPOTYKTHI.

OnuH TeH MOXET UMETh HECKOJBKO TPAaHCKPHUIITOB B PE3YJIbTATE aJbTEPHATUBHOTO
crutaiicunra. [loaToMy npu OonMcaHuM BapUaHTAa BAXKHO YUYUTBHIBATh, OTHOCUTEIBHO KaKOIO
TPAHCKPUIITA IPUBOISTCS €r0 KOOPAUHATHI.

DT0 0COOCHHO Ba)KHO MPU CPABHEHHMH PE3YJBTATOB pa3HbIX HccienoBaHuil. OnuH u
TOT € ICHETHYSCKUN BapHUAHT MOXET MMETh Pa3lIMYHble 0003HAUCHUS B 3aBUCHMOCTH OT
UCIIONIb3YEeMOM BepcHHM TeHoMa u TpaHckpunTa. l[losTomy HeoOXoauMo yKa3bIBaTh
HCIIOB3YEMYIO CUCTEMY KOOPIMHAT.

AHanu3 6eTKOBBIX OCTIEI0BATEILHOCTEH

[Tocne wuccnenoBanus JIHK wacto BoO3HMKaeT HEOOXOAWMOCTh OMNPEIEIIUTH
MOCNEeACTBUS M3MeHeHus: ansa Oenka. Komupyromias mocneaoBaTelbHOCTh MEPEBOIUTCS B
AMUHOKHCIIOTHYIO, TIOCJIE  4Ye€ro MOXXHO  aHAJIU3UPOBATh  TOJIOKEHUE  3aMEHHBI,
KOHCEPBATUBHOCTh y4acTKa M (PYHKIIMOHAIBHEIE TOMEHBI OeTKa.

benkoBbie 0a3pl JaHHBIX MO3BOJISIIOT HCCIIEIOBATh M3BECTHYIO (YHKIHMIO O€nKa, ero
JIOMEHHYIO OPraHU3aIMIO U IPYTUE XapaKTEPUCTUKH.

Ecnu HyknmeoTuaHas 3aMeHa TPUBOAUT K AMUHOKHUCIOTHOW 3aMEHE, BO3HHUKAET
BOINIPOC, HAXOAUTCS JU OHa B (YHKIMOHANFHO BaXHOM yyacTke Oenka. [[ns oTBeTa
WCIIONB3YIOTCs 0a3bl JAaHHBIX, CPABHUTEIBHBIN aHAIN3 MOCIEI0BATEIIbHOCTEN, CTPYKTypHAS
nH(OpPMAIIUS U IKCTIEPUMEHTAIIbHBIE TAHHBIE.

Takum 06pa3om, aHAJIU3 MOKET MTPOXOAUTH MOCIEAOBATEIIBHO:

BapuanT /JIHK — mnonoxenne B reHe — U3MEHEHHE KOJOHA — W3MEHEHUE
AMUHOKHCIIOTBI — TIOJIOKEHUE B 0eKke — (PYHKIIMOHAIBHAS HHTEPIPETAIIUS.

DUIOreHETUYECKU I aHAJIN3

buonndopmarrka mo3BossieT HCob30BaTh nociaeaoBatenbHocTu JJHK 1 6enkoB mist
HCCIIE0BaHUS BOJIIOIMOHHBIX CBSA3EH MEXI1y OpraHu3MamH.

CHavana TOJNYYarOT TIOCIEIOBATEIPHOCTH, 3aT€M TMPOBOJSIT MHOXKECTBEHHOE
BBHIPDAaBHMBAHME M HA €r0 OCHOBE OIICHMBAIOT T'€HETHUYECKHE pa3iauuus. Pe3ynbTarsl MOTyT
OBITH TIPEJCTABIIEHBI B pOpMeE (PHIIOTEHETHUYECKOTO JIePEBa.

BerBu nepeBa oTpaxkaloT MOJENb MPEANOJAraeéMbIX HBOJIOLIMOHHBIX OTHOIIECHUM
MEXy aHATM3UPYEMBIMHU TOCIENOBATEILHOCTIMU. [Ipu 3TOM (rutoreHeTHYEeCKOe 1epeBO
SBIICTCS PE3yJIbTATOM MAaTeMaTH4YEeCKOW MOJIETM W 3aBUCUT OT BBIOPAHHBIX MAHHBIX U
MeTO/a IIOCTPOCHHS.

Takue TOIXOIBI HCIOJB3YIOTCS B CHUCTEMATHKE, MHUKPOOMOIOTHH, DBOIIOIMOHHON
TE€HETUKE U SMUJAEMUOJIOIMYECKUX HCCIIEJOBAHUSAX.

buonndopmarrka u aHAIN3 SKCIIPECCUH TEHOB



Buonndopmaruka npumensiercs He Toibko K reHoMHoi JIHK. Orpomuoe 3HaueHue
uMeeT aHanu3 naHHbIXx RNA-seq.

[Tocne cexBenupoBanust PHK nccnenosarens nonydaer 6onbiioe KoaudecTBo reads,
COOTBETCTBYIOIIUX TPAaHCKPUITaM. 3aTeM OINpeAeNsieTcs, K KAKUM I'eHaM OHU OTHOCSITCS, U
OLICHUBAETCS IPEJICTABICHHOCTh TPAHCKPHIITOB.

OTO MO3BOJIIET CPAaBHUBATH HKCIIPECCUIO TE€HOB MEXAY Pa3jIHYHbIMH TPYIMIaMUd WU
9KCIIEPUMEHTAIbHBIMU YCIOBUSAMH.

OO61muii mponecc BBITTIAIUT CIEAYIOIUM 00pa3oM:

PHK — mnoxaroroBka OuOIMOTEKHM — CEKBEHHUpOBaHHWE — reads — KOHTPOIb
KauecTBa — BBIPABHUBAHUE WJIM TPAHCKPUITOMHBIN aHaIN3 — KOJIWYECTBEHHAs OIICHKa —
CTaTUCTHYECKOE CPaBHEHHE — (PYHKIMOHAIbHAS MHTEPIPETALIUS.

IIpu cpaBHenun Tpynn MokHO omnpeaenuth differentially expressed genes —
madQepeHaIbHO  AKCIPECCHPYEMbIe  T'eHBbl, AKTUBHOCTh KOTOPBIX CTAaTHCTUYECKU
pa3nuyaeTcss MeXy UCCIeAYEeMbIMU YCIOBUSIMHU.

OpnHako NIMHHBIA CHUCOK T'€HOB caM IO ce0e TPyAHO MHTEepHpeTHpoBaTh. [loaToMy
CJIEYIOIIUM ATAlOM CTAaHOBUTCS (DYHKIIMOHAIBHBIN aHAIH3.

@yHKIMOHAIbHASI aHHOTALMS U OMOJIOTUYECKHE ITyTH

Jns cucremartuzanuu (YHKIUNA TEHOB HCIONB3YIOTCSA CHelManbHble 0a3bl U
ontosnoruu. OHUM U3 U3BECTHBIX pecypcoB siBisercs Gene Ontology, niu GO.

Gene Ontology omuchiBaeT T'€Hbl U UX MPOAYKTHI MO KaTErOpHsM, CBSI3aHHBIM C
MOJICKYJSIPHBIMA ~ (QYHKIUSMH,  OMOJIOTMYECKMMH  TPOIECCaMH W KIETOYHBIMH
KOMITOHEHTaMHU.

Jist ananm3a MeTaboJIMYeCKUX M CUTHAIBHBIX ITyTel mmpoko ucnonbszyercs KEGG.

Eciu B osKkcnepuMeHTe OOHApYKEHO HECKOJIbKO COTEH M3MEHEHHBIX T'€HOB,
(YHKIMOHAJIBHBIA aHaJIM3 I[IOMOTAeT OINpEeAeIuTh, Kakue OWOJIOTUYECKUE MPOLECCH
IIPEICTABICHBl CPEAM HUX 4Yalle OKMUAAEMOIro. JTO IMO3BOJIAET NEPEHTH OT CIHCKa
OTJIENIbHBIX F€HOB K TOHUMAaHHUIO U3MEHEHUI Ha YPOBHE KJIETOYHBIX CHCTEM.

buonndopmaTika B MeTareHOMuKke

Oco0oe 3HayeHHE BBIUMCIMTEIBHBIE METOABl HMEIOT B MeTareHomuke. B onHoM
o0pa31ie MOYBkl, BOJBI MJIM KUIIEYHOT'O COJAEPKUMOr0 MOXKET IPUCYTCTBOBATh F€HETUUECKUI
MaTepua OrpOMHOr0 KOJIMYECTBa MUKPOOPTaHU3MOB.

[Tocne cexkBeHMpPOBaHMS HEOOXOIUMO OIPENENINTh, KAKME OPTaHU3Mbl IPUCYTCTBYIOT
B cO00IIIECTBE U Kakhe (PYHKIIMOHAJIbHBIE T€HbI IIPECTABIICHBI.

OOt MPUHIUT BBITJISIUT CIEAYIOIUM 00pa3oMm:

obpaser; coobmectBa — BbiAenenne JJHK — cekBeHupoBanne — MUJUTMOHBI reads
— OunouHpopmaTuyeckas Kiaaccu(ukalnus — OIpeleleHue cocTaBa cooOIlecTBa —
(GYHKIIMOHATIBHBIN aHAIN3.

be3 buonndpopmaTiku 06padboTaTh Takoi HAOOp MOCIETOBATENILHOCTEH MPAKTHUECKU
HEBO3MOKHO.

Buonndopmaruka 1 nepcoHaIM3UPOBaHHAS METUIIHA

['eHOMHBIE TEXHOJOTUHU MO3BOJISIIOT HCCIENOBaTh WHAMBHUAyaJbHbIE T'€HETHUYECKHE
BapUaHThl 4YeloBeka. buonHdopmatuka HeoOxomuma JuIsi (QUIBTpAlMM  OTPOMHOIO
KOJIM4YeCTBa OOHAPYKEHHBIX BAPUAHTOB U MOUCKA T€X, KOTOPbIE MOTYT UMETh OTHOILLIEHUE K
KOHKPETHOMN MCCIIEIOBATEIbCKOM 3aaue.

[Tpu ananu3e 3K30Ma UM F€HOMa OJIHOTO YeJIOBEeKa MOTYT OOHApyKHUBAaThCS ThICSUU
U MWUIMOHBI OTIMYUN OT pedepeHCHOM NocaeI0BaTeNbHOCTH. bBOJBIIMHCTBO M3 HUX
MIPe/ICTaBIsIeT HOPMAJIbHYIO YEIOBEYECKYIO T€HETHYECKYIO BapuaOeIbHOCTb.

[TosTOMy npuMeHsieTcst mocyefoBaTeNbHas (GUIbTpalys ¢ yueTOM KauecTBa JaHHBIX,
YacTOThl BapUAHTOB, MX MOJIOKEHHUSI, MPEANOiIaraeMbix (QyHKIIMOHAIBHBIX IMOCIEIACTBUI U
JPYTUX J0Ka3aTelIbCTB.


https://geneontology.org/?utm_source=chatgpt.com
https://www.genome.jp/kegg/?utm_source=chatgpt.com

BaxHo moHuMare, 4To OMOMH(OPMATHYECKUN MPOTHO3 caM Mo cede He SBISeTCS
OKOHYATEeJIbHBIM ~MEIUIMHCKMM JAuarHo3oM. KimHudeckas wuHTeprperauus TpebyeT
CMECLUANIN3UPOBAHHBIX ~ KPUTEPHUEB, TOATBEPXKICHHS M OLEHKH  CIIEHUAIUCTaAMU
COOTBETCTBYIOLIETO MPO(UIISL.

W cKyccTBEHHBIN MHTEIJIEKT U OnonH(pOopMaTHKa

CoBpeMeHHbIE METO/ABl HCKYCCTBEHHOI'O MHTEIJIEKTa M MAIMHHOIO OOydeHHUs Bce
aKTHUBHEE HCIOJB3YIOTCSA Ui aHalu3a TeHOMHBIX MaHHbIX. OHH TI03BOJISIOT BBISBISTH
CJIO’KHBIE 3aKOHOMEPHOCTH B 00JbIINX HaOOpax MH(OPMALMK U UHTETPUPOBATH pa3IMyHbIC
THUIBI OMOJIOTHYECKUX JaHHBIX.

ANropuT™MBl IPUMEHSIOTCA JUIsl aHaju3a I0CJIEOBaTEeNIbHOCTEH, IpencKa3aHus
CBOWCTB O€NKOB, KiaccH(PUKauu OMOJOTMYECKHX 00pa3loB, 00pabOTKH HM300pakeHUil u
MHTETpalui TeHOMHBIX, TPAHCKPUIITOMHBIX U JPYTUX JaHHBIX.

Oco0eHHO MepCIeKTUBHBIM SBISIETCSl 00beqHeHne multi-omics nHpopMayu:

IreHOMHKA — TPAHCKPHUIITOMUKA — MPOTEOMUKA — METaboIoMHKa — (DEHOTHUII.

Takoil moaxoA Mo3BOJSET U3yyaTh OMOIOIMUECKYIO0 CUCTEMY Ha HECKOJIBKUX YPOBHSX
OJTHOBPEMEHHO.

OpHaKko WCMONBb30BaHUE CIOXKHOTO aIrOPUTMa HE YCTpPaHAET HEOOXOAUMOCTh
Ouosiornyeckoil npoepku. Mojienp MOXXKET OOHAPYKHUTh CTATUCTHUYECKYIO 3aKOHOMEPHOCTb,
HO HCCJIeNOoBaTeNb JIOJDKEH OIpENeUTh €€ OHONOTWYecKoe 3Ha4eHHue u, IMpH
HE00XO0AUMOCTH, NTOATBEPIUTH IKCIEPUMEHTAIBHO.

CraTHCTUYEeCKHUI aHaJIN3 TeHeTUYECKON HH(pOpMaIiu

buoundopmatika TecHO cBsi3aHa co cratuctukod. Ilpu aHamuze OoJbIIOTO
KOJINYECTBA T€HOB WJIM T€HETUYECKUX BAapUAHTOB OJHOBPEMEHHO BBINOJHSAETCS MHOKECTBO
CTaTUCTUYECKUX CPAaBHEHUH.

Uem Oosbliie TECTOB MPOBOAMTCS, TEM BBIIIE BEPOATHOCTH CIYYAHOTO IOJTyYSHHS
CTaTUCTMYECKH 3HAUMMOro pe3ynbTarta. Ilo3TOMy HpUMEHSIOTCS METOJbl KOPPEKLUHU
MHOXECTBEHHBIX CPaBHEHHH, HampuMmep moaxoisl, koutpoaupyriue False Discovery Rate
— FDR.

[lpy  TOMYNANMOHHO-TEHETUYECKUX  HCCICIOBAHUAX  AHAJIM3UPYIOTCS  YacTOTHI
ajieNiel U TeHOTUIIOB, COOTBETCTBHE paBHOBecHI0 Xapau—BaiitHOepra, cBs3b BapHaHTOB C
uccienyeMbIM npusHakoM, linkage disequilibrium u rannotunst. B 3aBucumoctu ot ausaiiHa
UCCIIEIOBAaHMSI HCIIOIB3YIOTCS PErPECCUOHHBIE MOAETH U APYTHe CTATUCTUUECKUE METOIBI.

[Tpu 5TOM HEOOXOAMMO pa3IHyYaTh CTATUCTHUYECKYIO 3HAYMMOCTHh M OHWOJIOTHYECKYIO
3HaYMMOCTb. HM3Koe 3HaueHue p He MOKa3blBaeT AaBTOMATHYECKH, HACKOJIBKO BEIHK U
OMOJIOrMYECKH BaykeH HaOI0aeMblil AP eKT.

BocnpounsBoaumocTs 6MOMHGOPMATHYECKOTO aHaIu3a

OpHuM W3 BaXHEHIIMX  NPUHUUIIOB  COBPEMEHHOM  HAyKu  SIBIIETCA
BOCIIPOU3BOJAMMOCTb. [[pyroii nccienoBarenb J0JKEH UMETh BO3MOKHOCTh MOHATH, KaKUM
00pa3oM ObLTN MOJTYYEHBI PE3YIIbTATHI.

[TosTOMy HEOOXOAMMO COXpaHATh MH(POPMALIMIO O BEPCHUAX MPOrpaMm, 0a3 JaHHBIX,
pedepeHcHOTO TeHOMa, ITapaMeTpax aHajii3a M dTanax o0paboTKH.

3T0 0COOEHHO Ba)XHO MOTOMY, YTO OMOJOTHMUYECKHE 0a3bl MOCTOSHHO OOHOBIISIFOTCA.
WuTepnperanus onpeneneHHoro BapuaHTa MOKET U3MEHSATHCS 110 Mepe HAKOTJICHHUS HOBBIX
HAYYHBIX JaHHBIX.

CnepnoBarenbHO, pe3ynbTaT OMOMHPOPMATHUECKOrO aHalu3a BCErja CBsi3aH C
KOHKPETHOW Bepcueil HCIOoIb3yeMBIX PECYypCOB U JaTOM MPOBEACHHS aHAIIN3A.

OO6mas cxema OMOMH(DOPMATHIECKOTO aHATH3a

Beck nporiecc ananm3za reHeTHYECKON HHPOPMAILIUU MOXKHO MPEICTAaBUTh KaK €IUHYIO
MOCJIEI0BATENBHOCTD:



Oouonoruueckuii oopazer; — Boienenue JJHK/PHK — cexBenunpoBanne — FASTQ
— KOHTpOJIb KadyecTBa — (WIbTpaLUsi — BbIpaBHUBaHHWE HAa pe(EpEeHCHBIH TN€HOM WU
coopka de novo —» SAM/BAM — o6Hapyxkenue BapuantoB — VCF — annHoTanmmss —
CpPaBHEHME C TEHETHYeCKMMHM O0a3aMu JaHHBIX — CTAQTHUCTUYECKUH aHamu3 —
GyHKIMOHANBHAS ~ MHTEpHpETAlMsi —  JKCHEPUMEHTAIbHOE  TMOATBEPXKICHHE  —
OMOJIOTNYECKUN BBIBOJ.

JIJst CTYIGHTOB OCOOCHHO Ba)KHO TOHSATH, YTO CEKBCHHPOBAHHME W OMOMH(OpPMATHKA
SBJISIIOTCSL B3aMMOCBSI3aHHBIMM YacTSIMM OJHOro HccienoBaHus. CekBeHATop HE BbIJAET
TOTOBBIM OmoJyormueckuii oTBeT. OH TeHEepUPYET MCXOJHBIC TaHHBIE, KOTOPhIE HEOOXOIUMO
IIPOBEPUTH, 00padOTATh U HHTEPIPETUPOBATb.

Hanpumep, ecnu nociie cekBeHHpOBaHUsI OOHapyxeHa 3ameHa G>A, paboTa Ha 3TOM
He 3akaHuuBaercsi. HeoO0XoaMMO YCTaHOBUTb €€ TOYHYK) T'€HOMHYI KOOpIHMHATY,
OIPENIeNIUTh TE€H W TPAHCKPHIIT, BBISICHHTH, HAXOAWUTCS JH OHAa B KOAMPYIOMIEH 00JIacTH,
ONpeNeJIUTh  BJIMSHUE HAa  AMUHOKMCIOTHYIO  IOCJIEIOBATENbHOCTb,  IPOBEPUTH
MOMYJISIIUOHHYIO YaCTOTY U U3YYUTh OCTYIHBIC (YHKIIMOHATIBHBIE TAaHHBIE.

Taxkum 06pa3oM, yTh OT HOCIEJOBATEIBHOCTU K OMOJIOTMYECKOMY BBIBOJY BBITJISIAUT
CIIeyIOIUM 00pa3oMm:

HYKJICOTUJ — BapuaHT — TIeH — TPaHCKpUNT — Oenok — ¢QyHKUuI —
Ouosiornyeckuii mpomecc — GeHoTu.

buonndopmaTika no3Bosnser 00beAMHUTH 3T YPOBHHU HH(OPMALIHH.

CoBpeMeHHBII CHEeNUaTUCT 0 OMOTEXHOJIOTUU JOJDKEH YMETh padoTaTh XOTS ObI C
0a30BbIMH OMOMH(OPMATUYECKMMU pECypCcaMi: HaXOJIUTh IOCIIEJOBAaTEIILHOCTU TI'€HOB U
O€JIKOB, TOJIB30BATHCS PETHCTPALIMOHHBIMA HOMepamu, pabotatb ¢ FASTA, BbIMONHATH
IIOUCK CXOJAHBIX TIociefoBaTenpbHOCTe ¢ momouipto BLAST, mnoHMMaTh OCHOBHBIE
pe3yIbTaThl BEIPABHUBAHMS U OPHEHTUPOBATHCS B 0a3aX T€HETHUECKUX BapUAHTOB.

Ha Gonee mpoJaBUHYTOM ypOBHE HEOOXOJIMMBI HaBBIKM PabOThHl ¢ aaHHbIMH NGS,
dopmatramu FASTQ, BAM u VCF, meromamu variant calling, aHHOTanueir BapHuaHTOB,
CTaTUCTMYECKUMHM HHCTPYMEHTAaMH M S3bIKAMH HPOTrPaMMHUPOBAHMS, MCIIOJIb3YEMbIMH JIJIs
aHayin3a 0OJIbIINX HAOOPOB JaHHBIX.

['maBHBI NPUHLIMIT 3TOM TeMBI MOXHO CQOPMYJIHMPOBATH CIEAYIOIIUM 00pazoM:
naboparopnas JIHK-texHomorust co3gaer TeHETUYECKUE JlaHHble, a OuomHpopMaTHKa
[IPEBpAIaeT ITH JaHHbIE B UHTEPIPETHPYEMYIO OMOJIOTHUECKYIO0 HH(OPMALIHIO.

[Tpu sToM OnomH(bOpPMaTHUECKUI aHAIU3 HE 3aMeHsIeT dKcriepuMenTt. OH popmupyer
TMIIOTE3bl, BBIABISET 3aKOHOMEPHOCTH M TIOMOTaeT MHTEPHPETHUPOBATh Pe3yibTaThl, TOIJA
KaK HaJeKHBI HaydHBIA BBIBOJ TPeOyeT KaueCTBEHHBIX MCXOJHBIX JAaHHBIX, KOPPEKTHOU
CTaTUCTHKH, OMOJIOTMYECKOr0 MOHUMAHHUS U, KOTJla 3TO HEOOXOIUMO, SKCIIEPUMEHTAIBHOTO
TTOJITBEPKICHUSI.

Takum o00pa3oM, COBpeMeHHas MOJIEKYJsipHas OWOJIOTHS TIpEeACTaBIsIeT COOOM
€IMHCTBO JIAOOPaTOPHOI'O 3KCHEPUMEHTAa, CEKBEHHUPOBAHUS, BBIYMCIUTEILHOTO aHaiu3a U
Ouosiornyeckoil uHTEpnperanuu. Yem OoJbllle CTAHOBUTCS 00bEM T€HOMHON MH(OpMaIu,
TeM OoJsiee 3HaUMMOM cTaHOBUTCS poiib brnonHpopmaTuku B JIHK-TexHOonMOrMsIX.



