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Genevar Product Key — 3To npukiapfHas nporpaMma 6a3sl faHHBIX Java [ aHalu3a 1
BU3ya/i3alluy CBI3ed MeXy BaphalldsiMU II0CIeN0BaTEIbHOCTE!N U SKCIIPECCUEeN TEHOB B
uccrnemoBanusx eQTL. eQTL — 9To 0671acTy TeHOMa, CBSI3aHHBIE C BAPUALIUSIMU 9KCIIPECCUHU T'€HOB.
Genevar momoraert uccienobaTensiMm obHapyxkuBath €QTL, HakamIMBas 4acTOTy Bapuallui
TI0CJIelOBaTEIbHOCTEN B 061aCTsAX TeHOMa, KOTOPHIe, KaK U3BECTHO, CBSI3aHEI C 9KCIIPeCcCuell TeHOoB, a
3aTeM CpaBHUMBAET TaKWe BapualluM C BapHalusiMu B Habope reHOB, KOTOpPhbIe YaCTO COBMECTHO
3KCIIPECCUPYIOTCS, YTO MTO3BOJISIET UCCIEN0BaTENI0 IPOCMAaTPXUBaTh YaCTOTa U3MEHEHUH B 00J1aCTsX,
CBSI3aHHEBIX C TeHaMU, KOTOPHIE, KaK U3BECTHO, KOIKCIIPECCUPYIOTCS U, TaKUM 00pa3oM, BEPOSITHO,
KOPEryIupyIOTCs. ITY BU3yalIn3alnio MOXKHO IPOCMaTpUBaTh 100 B TaOnuyHOM Gopme, mubo B BUIE
JIMHEWHOT 0 rpaduKa ¢ MeTKaMu. JIMHeHbIN rpaduK TaKKe MOXKHO MCIIOIb30BaTh [JIS BHIBIEHUS
pacmpeneneHus U3MEHYHUBOCTH B IIpefielaXx XPOMOCOMHEIX PernoHOB. [10/1b30BaTeNb TaKXKe MOXKET
YCTaHOBUTD ITOPOT 3HAUYMMOCTH [JII KOHTPOJIS JI0KHEIX cpabaThBaHUM B BapUallusiX, CBI3aHHBIX C
reHaM¥, YCTQHOBUB KPUTHUYECKOE 3HaUeHUe (CM. BKIaOKy «AHanu3»), a 3aTeM IOMETUB Bapyaluu C
OobIed YaCTOTOM MK OOJIbIIEN aMITUTYO0M KaK 3HaYuMble. Eciiu uccienoBaTenb kKejlaeT
BPYYHYIO IPOBEPUTH CTaTUCTAYECKYI0 3HAYMMOCTh BapHUallii, I0JIb30BaTE/Ib MOXKET BBIIIOTHUTH
CTaHOApPTHBEIE CTaTUCTUYECKUE TECTH, TaKKe Kak t-kputepuit, ManoBa u ANOVA. Genevar
oTtoOpaxaeT TabuIkl, B KOTOPEIX 000011ai0TCsl 0OHapyKeHHbIe Bapualuy, a Takxke (aiiy, B KOTOpoM
pacneyaThBalOTCS 00HapyKeHHbIEe BapUalliy U OpUeHTalus IpoaHaIu3uPOBaHHBIX
nocienoBaTenbHOCTEN. Genevar UMeeT psaf 0COOeHHOCTeH, 00/1er4almx ero UCI0Ib30BaHNe B
uccnenoBanusax eQTL. On coxpaHsaeT (alinsl U3 CBOMX PE3YIbTAaTOB WM OTIPaBISET UX Yepe3
VHTepHeT Ha Opyrue KOMIBbIOTEPH UK UHTEPHET-caThl. OH UMeeT BO3MOXKHOCTH IIOUCKA, YTOOR!
OBICTPO CKAHMPOBATH MHTEPECYIONIYI0 061aCTh, HAXOAUTh BAPUAHTHI U YIIOPSAA0YNBaTh ux. OH
COXpaHseT 3T MECTOIIOJIOKEHNS B BUE CIIMCKa TeHHBIX CUMBOJIOB ¥ Bapuanuu. [[11 KaXgoro
BapuaHTa, BKIIIOYEHHOT0 B CIIMCOK, B CIIHCKe 0ToOpaxKaeTcs oguH BapuaHT. OH UMeeT
MHTEPAKTUBHYIO (OPMY [JIsI KOITMPOBAHUS HECKOJIBKUX BAPUAHTOB B STUEHKY, a 3aTEM YOAJISIeT
HEeCKOJIbKO BapuaHTOB.I10/1b30BaTeNlb TaKXKe MOXeT COXPAaHUTh HECKOJIBKO BADUAHTOB [JI
oToOpakeHus: Pa3INYHBIX BUIOB MHTepecymwollei ob6mactu. CpenacTBo mpocMoTpa rpadpuiecKux
BapHaHTOB I103BOJISIET BU3yaIM3UPOBaTh BapUaHTHL U paclipefie/leHus TeHOB B HHTEPECYIOIIen
o0nacTu, a CpefCcTBO MPOCMOTPA HHTEPAKTUBHBIX MHTEPBaIOB 0TOOpaxkaeT TaOIuIlbl, B KOTOPHIX
noka3aHbl u3BecTHhEe €QTL 1 BapuaHTH B 3TOM uHTEepBane. OcobenHocT 2KeHesepa: *
Knaccudukarus Bapuaiui mo Tuny * O6HapyKeHre TeHOMHBIX BapHaHTOB B 0a3e JaHHBIX
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BxnoueHne maHHBIX U3 MI000# BBeleHHOU mocenoBaTenbHocTy [THK * TIpenycTaHOBIIEHHEIE
ITapaMeTpHI A1 BhIpaBHUBaHUA * [IpeycTaHOBIEHHBIE TapaMeTPHI AJIs BU3yalu3aluy pe3yabTaToB
* CrieKTpa/IbHBEIM aHaJIM3, @ TaKXkKe IIPOCMOTP JaHHBIX 10 TUMY BapuaHTa * [10MCK KakK II0 OMHOU UIIH
HECKOJIbKHAM I10CJIe00BAaTEIbHOCTSM, TaK U 110 OMHOMY HJIM HECKOJIBKMM peruoHaM * [TOMCK Kak I10
OIHOMY WJIK HECKOJIbKUM I'eHaM, TaK U I10

Genevar With Key [Updated]

Genevar — 310 6a3a maHHHIX ¥ IIaTHOPMa IJIs aHaNKM3a, pa3pa0oTaHHAs CIIeIMaIbHO A7 aHaIu3a
eQTL (;10KyCHI KOTMYEeCTBEHHBIX IPU3HAKOB 9KCIIPECCHUY) B T€HOLIEHTPUUYECKON CTPYKTYpE.
KapTtuposanue acconuanuu eQTL — 5TO BEHICOKOIIPOXU3BOOUTEIbHEIN METO, UCIIOJIb3YEMBIX I
oOHapyKeHMs TeHOB, CBI3aHHBIX C HEKOTOPHIM (DeHOTUIIOM (MM BAUSAIOMIAX Ha HETO), U3MEPEHHHIX Y
rpynmnsl mogen. Conocrtasnenue accounaunui eQTL u ananu3 eQTL Discovery — oBa
B3aMMO3aMeHseMBIX TEPMUHA, ¥ 9TO MIEPBOE MPUI0KEHNE, UCIIOJIb3YIOllee 3TU TEPMUHEL [log
ananu3oM eQTL Discovery Mel nogpa3yMeBaeM oOHapyKeHUe acCcoIMalluil reHa-KaHaunaTa/o01acTu
reHa 6e3 CTaTUCTUYECKOM ITPOBEPKU U aHHOTALIMU 3KCIIpeccuu. [I0CKOIbKY KapTUPOBaHUe
accornuanuu eQTL HEBO3MOXKHO BHIIIOIHUTH [JIT KaXKOTO JIOKyca reHa B reHoMe, oOHapyxkeHue eQTL
SIBJsETCS Heo0s3aTeIbHLIM ITapaMeTPoM i 00HapyKeHUs accouualuy reHa/obnactu reda. Cum.
TakKXke CTpaHuIly BeO-cepBepa. OOpaTuTe BHUMaHKE, UTO 3TO IIPOrpaMMHOe obecrieueHue SIBIsSETCS
OecCIIaTHRIM [JIST aKaIeMUYeCKOI0 HCII0Ib30BaHUS U He MpefiaraeT KOMMEPYEeCKOH MOIIePKKH.
(EcTb TakKe HECKOIbKO KOMMePYEeCKHX BePCUl.) I0-MoeMy, JTy4inuii». Ha Bompoc o ToM, OymeT nu
3ansATHaHO Hacneaue Kpoydopaa Kak MeHexkKepa K3-3a ero Heyfgauu B 2014 rogy, Mansausu,
TpeHep-nobeuTe b YeMIIMOHATa MUPA, IT0Ka4asl roIoBoi. « HU4TO He MOKET 3alsTHATh eTro
Hacregue», — CKa3aj OH. «Ec/u KTO-TO CMOTPUT Ha YeMIIMOHAT EBPOMEI ¥ 3HAET, HACKOJIbKO XOPOIII
OBLT ero Kiy0, ero KauecTBa 1 ero apyxba ¢ UTpOKaMH, TO HETPYIHO OyIeT cKa3aTh, UTO OH OBII
BEJIMKUM MeHemxepoM». [TobequTenss YeMIIuOHATa MUPa TaKXkKe CIPOCHIIH O €T0 BIIeYaTIEeHHUSIX OT
yeMIIMOHaTa MUpa B bpa3unuu — «Iy4iiero B Moeu XKU3HN», — HO OH IIOYTH He CHeslal nay3sl,
Ipexe YeM OTBETUTh. «f1 oueHb CYACT/INB, — CKalas OH. «Ecyu OBl 51 He BHIMTPAJl YeMIIMOHAT MUPA,
MHe ObI7I0 OBl 06UIHO, TIOTOMY YTO 5 MHOTO paboTan. «Korma Tl Urpaellb B KOMaHfe, y TeOsI MHOTO
OXHUIaHuM. 9 ChIrpas MHOTO UTD, ST UTPajl BCe BpeMsi, 1 HUKOTHa He OTAbIXall. «Briurpats Ky6ok
BaXKHO He TOJIbKO [IJIT MEHSI, HO ¥ [IJIT MOero Kiyba U Moel CTpaHb». MabOMHU TaK:Ke paccKasal o
CBOUX YYBCTBax K JPYrou UTaJIbIHCKOM KOMaHIe, KOTOPYIO OH TpeHupoBas, «KOBeHTyCy» KOHLa
1990-x u Hayana 2000-x romoB, KOMaH/ie, B KOTOPYIO BXOAUIIK OfHU U3 NIyYIIUX QyTOOTIHUCTOB BCEX
BpeMeH. «lOBeHTyC» OB OTIMYHOM KOMaHMIO! B ITIePBOM ITOJIOBUHE IIPOLINOTo BeKa. «[]o MTanuu oHH
ObLIM JTy4lled KoMaHou B Mupe u B EBpomne. «OHUM BHIMTPAJIX JBa YeMIIHOHATA, JIUTy Y4eMIIMOHOB,
Cynepky06ok EBporsl, moMaurHui gy6ib, ¥ y HUX OTIHYHas KoMaHaa. 1leaed4ebcO



Genevar (April-2022)

Genevar — 3T0 yHHBepCaJIbHOE U yO00HO€e MJIS IT0Ih30BaTe s IIPUIOKEHNe Ha OCHOBE Java,
pa3paboTaHHOE C aKIIeHTOM Ha MHTerpanuio u aHanu3 eQTL. Genevar mpefocTaBisieT BaXKHEIE
BO3MOXKHOCTH IJIS HCCJIeNOBaHUS Fr'eHeTHUYECKO N3MEHUYMBOCTY U €€ BIUSHUS Ha 9KCIIPECCUI0 TEHOB.
Kpome Toro, Genevar 1mo3BoJisieT I0JIh30BaTEII0 IPOBOIUTh HETTPEPHIBHBIM MOHUTOPHUHT I'TT00aTbHBIX
Pe3yIbTaToB Ha JII000OM 3Tane aHanu3a. I10JTHOCThIO HAaCTPAuBAEMBIH C IIOMOIILI0 IPpaduuecKoro
noJib3oBaTenbckoro uutTepdeiica (GUI) u Java API, Genevar mHTerpupyeT HECKOIHKO HaOopoB
MaHHBIX ¥ IIPEHOCTaBIsAET IPOCTON IJIsl MOHMMaHUs U YOOOHBIM UHTEepdEeiiC, TT03BOIAIOUUN
HCCIIefioBaTeNsAM, He SBISIIIUMCS IPOrpaMMICTaMy, BEIIIOIHATE CJIOKHBEIE aHanu3kbl. Genevar
MOXKeT YIPaBAaTh JaHHBIMU Pa3HOTO pa3Mepa U CTPYKTYPH (HabopaMu JaHHBIX) ¥ II03BOJISET
BH3yaTU3UPOBATh HcciemoBanus akcrnpeccuu reHoB (HG-U133A) u Habops!l faHHBIX T@HETHYECKOM
“3MeH4YUBOCTH, BKI04asd SNP, CNV u 710KyChl KOJTM4ECTBEHHBIX IIPU3HAKOB 3KCIIPECCUU T€HOB
(eQTL). Genevar 6511 pa3paboTran Ha Java. Kpome Toro, Genevar MoxkeT paboTaTh 6e3 BUPTYaIbHOU
MalllMHH Java 1, CJlefloBaTe/IbHO, MOXKeT paboTaTh Ha TI000M KOMIIBIOTEPE CO CPEMOM BHIIOTHEHUS
Java. Oyakuun: UMIopT, 3KCIOPT U aHa/IN3 JaHHBIX JKCIIOPT T€HOB U3 UCCIeNoBaHus B 6a3y JaHHBIX
Genevar JKCIIOPT Pe3yabTaTOB U rpad@uKOB pe3ynbTaToB MMIopT u skcrnopT 3anuceir ENA, COSMIC
1 OMIM HimnopT HaGopoB AaHHBEIX 3Kcnpeccuu reHoB B 3 popmartax (CEL, GFF u GSE) UmnopT
HECKOJIbKMX BapHUaHTOB, T€HOB, XPOMOCOMHBIX Io3uni u eQTL ¥ Bu3yanusaius acCouuanuu
akcnpeccuu rerorumna (eQTL) MmmopT garnubix CNV, 3Kcrpeccuu TeHOB ¥ TeHOTUIIOB B cepusix GEO
1 GSE CpaBHHUTE TeHOTUIIL M aHHOTAIIMKU BeIuncieHre KOOPAUHAT U PACCTOSHUM IJISI HECKOJIbKUX
BapHaHTOB AHa/IN3 ¥ BU3ya/lIn3alusl accoluanui skcupeccuu resoruna (eQTL) 3anycTuth
aBTOMATU4YECKUM aHaNu3 ¢ GUILTPOM I10 FeHOTUIaM KMCIonb3yiTe aCCOMATABHYI0 aHHOTAIIUIO OIS
dunprpanuu o a¢pdekTy SNP u reHotunamMm OunabTp 10 HECKOIBKAM aHHOTAIUSIM U ajnensiM OUnbTp
10 XpOMOCOMHOMY IT0j102keHu10 ConocTtaBbTe LD Mexny SNP u cBsi3aHHBIMU C HUMU reHaMu [10MCK B
0a3e maHHEIX SNP 13BeCTHBEIX MapKepoB [Tonck reHoB B 0a3e maHHBEIX Ensembl ITouck u
BU3ya/ln3alus OTOE/IbHBIX T€HOB C TeTEPO3UTOTHEIM COCTOSIHMEM Bu3yanu3upyuTe HECKOJIBKO
BapuaHTOB, TeHOB, XxpoMocoMHEIX nmo3uliuii 1 eQTL ITomyuuts XKeHeBepa [lonyueHue 2KeHeBepa
3arpy3urte (daiin jar cepBepa M3BnekuTe u3BIeYeHHBIH zip-aii B mo0yio manky Ma3snekute dain
6a3el maHHBIX Genevar B olpefieIeHHYIO MaMKy M3BnekuTe jar-gaiin knueHTa Genevar B ApyTyio
nanky. OTKpoiiTe TEpMUHAT U IEPEUANTE B IAINKYy, I'le yCTaHOBNIEeH cepBep Genesvar. CXOOHBIN KOT
Vcnonb3oBaHue java Ais co3manus 6a3wl faHHbIX Co3gaiiTe HOBHIM MpoeKT u3 Eclipse Co3maBath

What's New in the Genevar?

Genevar — 3TO UHCTPYMEHT Ha OCHOBE Java [JIsl aHa/lu3a OTHOIIEHUU MeXOy TeHeTUYeCKUMU
BapuaHTamu (SNP) u aKkcrpeccuei TeHOB C UCII0JIb30BaHUEM OOIIENOCTYIHEIX HAOOPOB JaHHBIX O
TeHOTHIIAX U 3KcIpeccuu reHoB. OH OB ClielraabHO pa3paboTaH Oy HHTerpauuu HabopoB [aHHEIX,
IIpeCTaBIAIIINX UHTepec Ang aHanu3a eQTL (JIOKyCH KOM4eCTBEHHBIX IPU3HAKOB 9KCIIPECCUN),
YTO MO3BOJISIET MOIH30BATENI0 HCCIeN0BaTh, KOPPENUPYIOT MU OOHU U Te Ke SNP, cBsi3aHHEIE C
3KCIIpeccuel TeHoB, APYT ¢ ApyroM. 2KeHeBep Takxke CIocoOeH BU3yaIM3UPOBaTh JaHHLIE HA YPOBHE
HYKJIe0TUIOB U 0enKoB. Genevar UMeeT TPU OCHOBHBEIX peXKHMa BEIBOMIA: Pe3yIbTaThl [JIT KaxKIOoTo
TeHa: MPeCTaBIISI0T co00i OJHOBPEMEHHBIN aHa/IN3 BCeX 'eHOB B Habope JaHHAIX C HCII0JIb30BaHUEM



mpefCcTaBnsaomuX nHTepec SNP unu TpaHCKPUIITOB. ATOT PeXKUM MOXKET OBIT ITOIE€3€H OIS TPYIII,
paboTarloMMX C aHAJIOTUYHHIMYE Ha0OpaMu MaHHLIX TeHOTUIIOB U BhHIPaXKeHuu. [I1s1 BCeX TeHOB B
TeHHOM JIOKyce: B ofHO# Tabulle oKa3aHbl BCe TeHE B TEHHOM JIOKyce BMecTe ¢ ux SNP. [Ins
OJHOTO TeHa WM TPAaHCKPUITAa: B oTHenbHOM Tabnuile MoKa3aHkl acCOLMAIINU UHTEPECYIOLIero reHa
WY TpaHCKpuiiTa. KoMOuHamuu pexxuMoB: [1onbp30BaTeNh MOKET KOMOUMHUPOBAThH (QYHKIIMU BCEX
3TUX PeKUMOB. ITO CaMble MOIIHLIE BEIXOIHbIE BO3MOXKHOCTH [JIT KPYITHOMAaCIITaOHOTO aHaIu3a
CITOXKHBIX HaOopoB naHHBIX SNP 1 skcnpeccuu reHoB. MHTerpauus ¢ IpyruMu MpuaoxeHussMu 0as
maHHBIX: Genevar MOXKHO MHTEIPUPOBATh C APYTUMH 6a3aMU JAHHBIX, YTO IIO3BOJISIET IOJTb30BATEITIO
BUJIETh PE3YIbTATHl 9TUX aHAIM30B B OMHOM rpaduieckoM oTdeTe. Bce 3TU Opyrue MpUOXKeHUs
0a3bl JaHHBIX IEMOHCTPUPYIOTCS Ha BebG-caiiTe. TakxKe ITaHUPYETCS MHTerpamus ¢ 6a30M maHHBIX
aHasv3a Ha OCHOBe IocjiefoBaTenbHOCTEN Ensembl. MonTax Genevar MOXHO 3allyCTUTh
HETIOCPENCTBEHHO U3 Zip-¢aiina Uu 3arpy3uTh B BUE Java-apxuBa (¢bain .jar) (CM. HUXe) U’
pacmakoBaTh B ITallKy Ha KOMITbIOTEPE, Ha KOTOPOM 3alyIeHo MpuiioxkeHre. basa faHHBIX JOMKHA
OBITH OTKPBITA TIEPE]] 3allyCKOM MPUIIokKeHus. [IJ1 CTaHOapTHOM YCTaHOBKM Ha MamuHe Windows
pacnakyiTe ¢aiin apxuBa B J1Io00e MeCTO Ha XKeCTKOM [iicKe. BribepuTe MecTo, IeIKHUTE ITPaBOn
KHOTIKOM MHIIIH U BEIOepuTe «Co3aaTh SApIbIK». IIpunokeHrne MOXKHO 3allyCTUTh U3 SIPJILIKA, BBEMS B
KOMaHIHOU CTPOKe crienyloiree: Java -jar C:\marius1\Genevar.jar Heo0xonumyio cpeny BHIIOJTHEHUS
Java MoxkHO 3arpy3uTs ¢ carita Oracle. OCHOBHOe ucCIOnb30BaHue Genevar MpenocTaBsieT
MHOZKECTBO OILIKM, TT03BOJISIONINX IT0JIb30BATEII0 YKa3aTh AAala30H TeHOB OJ1s aHaIu3a.
[Tonb30BaTe b MOKET yKa3aTh lTapaMeTphl, YTOOH BLIOpaTh, Kakrue HaOOphl JaHHBIX UCII0Ih30BaTh,
KaKre BapuaHTHl CIJIaCUHTa aHaJIu3KUpOBaTh, a TaKXke O UAEeHTU(HUKATOPOB TeHOB 1
TpaHCKpHUINTOB. OHM MOTYT OBITH BBEIEHH KakK: mapaMeTpl (3HaueHuel, 3HaueHune? u T. u.) UJIN



System Requirements:

MunumyMm OC: Windows 7/8.1/10 (64-pa3psguas) [Ipomeccop: Intel Core i5-7500 3,20 I'Ty / AMD
Ryzen 3 1200 2,2 I'Tu unu ny4ue ITamsate: 8 I'b O3Y I'paduka: Intel HD 4000 / AMD R7 370 2 TB
uny nyuie 2Kectkuit guck I[IpoctpancTso: 20 I'b cBobogHOTO MecTa 3ByKoBasg KapTa: Ayauno,
coBmecTuMoe ¢ DirectX umnu Beitile [I0NIOTHUTENbHEIE IPUMedaHus: Bel MoxkeTe 6e3 mpobieM
YCTaHOBUTbH HECKOJIBKO UT'POBLIX areHTOoB. (TakXKe MOAAEPKUBAIOTCS HECKOJIBKO MeHeIXKepoB
3arpy3ku, HanpuMmep uGet.) pekomengyeMeie OC: Windows 7/8.1
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