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AHHOTAUMA

OueHKa YpOBHSI reTepO3UroTHOCT — OfIHa M3 OCHOBHBIX METPUK B NPUPOA0OXPaHHON 6MOMOrvK, MOCKOMbKY OHa CrocobeTBy-
T KOpPEeKTHO! pa3paboTke NporpaMM Mo COXpaHeHMI0 BULOB, HAXOAALLMXCS NOJ, Yrpo30ii ucyesHoBeHMs. C pasBUTUEM Tex-
HOJIOTWiA MOJIHOrEHOMHOTO CEKBEHUPOBAHMS MOABUNACh BO3MOXXHOCTL 60/1ee TOYHO OLeHMBATb reTePO3UroTHOCTb HE TOJbKO
Ha OpraHM3MEHHOM YPOBHE, HO W Ha NoNyNALMOHHO-BKUA0BOM. CoBpeMeHHbIe NPUPOA00XPaHHbIE UCCNef0BaHNS NoapasyMe-
BaloT 06paboTKy 60/bLLMX 0GBLEMOB MOHOTEHOMHbIX AaHHbIX, YTO NPUBOAMT K NpobieMaM UHTEppeTaLui 1 0bycnoBnmBaeT
HE0OX0AMMOCTb M3y4eHUs COBPEMEHHBIX METO/0B BU3Yanu3aLun 1Sl HarNsLHOTO U KOPPEKTHOrO NpeACTaBeHUs pesysbTa-
T0B. B AaHHOM 0630pe Mbl NoApo6HO paccMaTpuBaeM OCHOBHbIE TUMbI BU3yan3aLmm OLEHOK YPOBHS FreTepo3uroTHOCTH, No-
JTy4eHHbIX C UCTOSIb30BaHNEM PasfMyHbIX NOAX0A0B. Mbl nopobHO U3naraeM Teopuio, NeXKalllylo B 0CHOBE KaXLoro MeTofia
dbopMMpoBaHuA n3obpaxeHns 1 0bcyaaeM ux 0cobeHHOCTV Ha MPUMePe UCCNe0BaHMIA HEMOAESbHbIX BUA0B C PasiNyHbIM
NpMUPOA0OXPaHHbIM cTaTycoM. 0630p No3BOSIAET MOJYYMUTL NPeACTaBeHne 06 akTyanbHbIX MHCTPYMEHTAX OIS OLEHKU U Mo-
CneflytloLLei BU3yanu3aumy reTepo3uroTHOCTH, a TaKKe 0 TEKYLLMX TeHAEHUMAX B aHHO! obnacTu.

KnioueBble cnosa: NPMPOA00XPaHHaA buonorus; reHoMuKa; nonynAunuoHHaA reHeTuKa, reHeTn4yecKoe pa3H006pa3Me;
BU3yann3auna AaHHbIX.

Kak uutnpoBatb
Tomaposckuit AA., Totuko AA., fikynosa AP., Mpadopatckuin A.C., Knvueep C.O. 0630p crnocoboB Bu3yanu3aumm retepo3uroTHOCTU B KOHTEKCTE
MPUPOL0OXPaHHbIX UCCNeloBaHNIA // 3Konorudeckas reHetuka. 2023. T. 21. N 4. C. 383-400. DOI: https://doi.org/10.17816/ecogen609552

Pykonucb nonyyena: 17.10.2023 Pykonucb opo6peHa: 22.11.2023 Ony6nukoBaHa: 29.12.2023
V-2
OKO®BEKTOP Bee MNpaBa 3aeHs!

© 3ko-BexTop, 2023



384

OPINIONS, JKON0rMyecKas reHeTnKa
DISCUSSIONS Vol.21(4)2023 Ecological genetics

DOI: https://doi.org/10.17816/ecogen609552
Review Article

Review of heterozygosity visualization approaches
in the context of conservation research

Andrey A. Tomarovsky "2, Azamat A. Totikov "2, Aliya R. Yakupova®,
Aleksanr S. Graphodatsky ', Sergey F. Kliver *

! Institute of Molecular and Cellular Biology, Siberian Branch, Russian Academy of Sciences, Novosibirsk, Russia;
2 Novosibirsk State University, Novosibirsk, Russia;

% Independent researcher, Munich, Germany;

* Independent researcher, Copenhagen, Denmark

ABSTRACT

The assessment of heterozygosity level is one of the key metrics in conservation biology, as it contributes to the accurate
design of conservation programs for endangered species. With the development of whole-genome sequencing technologies,
it is now possible to more accurately estimate heterozygosity not only at the organismal level, but also at the population
and species level. Contemporary conservation studies involve the processing of large volumes of whole-genome data, leading
to problems of interpretation and necessitates the study of modern visualization methods for clear and correct presentation
of results. In this review, we comprehensively examine the main types of visualization of heterozygosity assessments obtained
using various approaches. We delve into the theory underlying each visualization method and discuss their characteristics
using examples from studies of non-model species with different conservation statuses. The review provides insight into
current tools for heterozygosity assessment and subsequent visualization, as well as current trends in this field.
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MHEHVA, TUTOTESH,
[VICKYCCYOHHBIE BOMPOCH!

BBENEHUE

MpupoaooxpakHas buonorus — 3to 0bnacTb Hayku, Ha-
npaBneHHas Ha nojfepxanue buonoruyeckoro pasHoobpa-
318 3KOCUCTEM U 3aLUMTY BMAOB OT BbiMupanus [1]. Mo Mepe
PasBUTUA TEXHOMOTWUW MOJIHOTEHOMHOTO CEKBEHWPOBAHUS
W [LOCTYMHOCTM BbICOKOKAYeCTBEHHBIX FTEHOMHbIX AaHHbIX, UC-
Cel0BaHNUs B KOHTEKCTE NPUPOA00XpaHHOi buonoruu ctanm
MpoBOAUTLCA Ha Bonee BbICOKOM ypoBHe [2]. Pa3sutne nog-
X040B BKoMHbOpMaTUKK, B CBOIO 04epesb, CnocobcTBOBao
MONYYEHUI0 TEHOMHBIX COOPOK He TOMbKO CcKaddosAHoro,
HO W XPOMOCOMHOTO YPOBHEM, KOTOpbIE CTanu OCHOBOW ANS
M3y4eHWs reHeTUYECKOro pa3Hoobpasus U afanTaLMoHHOro
noTeHUMana Kak ans oTaenbHoW Nonynsaumun, Tak u oS Buaa
B LenoM [3].

Moz reHeTMYECKUM pa3HO0bpasmeM NOHUMAKOT reHeTUYe-
CKMe pa3nuums B reHOMax Mexay 0cobsaMu 1 nonynauusamm
O[JHOr0 BMAQ, BKIOHaA KaK HEMTPanbHbIe, TaK U CYLLECTBEH-
Hble pasfnuns, BIUSIOLLME HA BbIXKMBAEMOCTb M afanTaLmio
K U3MeHslloLwmMMes ycnosuam cpefbl [4]. MNosBneHune nopxo-
L0B MOJTHOrEHOMHOI0 CEKBEHMPOBAHWUS NMO3BOIUIO He TOfb-
Ko c bonblueit [LOCTOBEPHOCTbH) U3yyaTb AeMorpaduyecKyto
UCTOPUIO M CTPYKTYpPY MOMYnsuUMiA, HO U crnocobcTBoBaso
bonee TOYHOM OLEHKE FEHETMYEeCKOro pasHoobpasus [5].
Bo3MoHOCTb M HE06X0AMMOCTL NPOBEAEHNS! MHOFOYMCIEH-
HbIX aHanM30B 1S KOHTposis bropa3Hoobpasus obycnoeneHa
npex/e BCero BO3MOMHOCTbH0 OLEHKMW TEKYLLEro reHeTuye-
CKOr0 COCTOSHMSA OTAeMbHbIX 0cober 1 monynsaumi nocpes-
CTBOM OLIEHKM reTepo3uroTHocTy [6]. Takum 0bpasoM, uccne-
L0BaTenn MoryT paspabatbiBaTb NporpaMMbl Mo COXpPaHEHH
BMIO0B, HaXOLALMXCA MOJ, Yrpo30i UCYE3HOBEHWS, W BMO-
CNeaCTBUM Mpunaratb YCUIMA MO PEMHTPOAYKLMW BbIMUpa-
IoLLMX BMAOB, MyTeM 0Tbopa 0cobeit A1 KOHTPOAMpYeMOro
CKPELLMBaHNA U pa3BefeHUs KaK B HEBOJIe, TaK U B AMKOM
npupoge [7].

[ocKOMbKY M3yyeHMe YPOBHS FEeHETUYECKOro pasHoobpa-
318 W, B YaCTHOCTH, reTepPO3UrOTHOCTM KaK 0[LHOM U3 FNaBHbIX
€ro MeTpuK CBA3aHO € bombLLMMKM 06beMamMu Br1onorMyeckmx
LaHHbIX, UCCNEeL0BaTeNMU CTASKMBAKITCA C OMPeAesieHHbIMU
TpyaHocTaMu. OcHoBHas npobnema 3aK/ioyaeTcs B CNOX-
HOCTU HarNsAHOr0 MpeLCTaBNiEHUA U BOCMPUATUS DOMbLUMX
06EMOB [LaHHbIX, NO3BONSOLLMX KOPPEKTHO U3YUUTb reTepo-
3UrOTHBIN AUNJIOULHBINA FEHOM, He [LOMYCTVB NpY 3TOM NOTEpU
Bronornyeckn 3HaummMon uHpopmaummn. OgHUM U3 cnocobos
npeofoneHuns 3Tol Npobnembl ABNSETCA NpaBUNbHas BU3ya-
JM3aumsa NoNyYeHHbIX pesynbTaToB. BHeapenne addekTus-
HbIX CrocoboB MpeacTaBneHUs M30bpaxeHus Heobxooumo
He TOJbKO AJ1S NpeLCTaB/ieHUs pe3ynbTaTtoB U 0bneryeHus
WHTEprpeTaumn ana GopMMpoBaHUs BbIBOLOB, HOBBIX UIEN,
rMNOTe3 W KOHLENUMIA, HO U A1 BbISBJIEHUS BO3MOXHBIX
npobnemM ¢ KauyecTBOM WCXOAHbIX [aHHbIX. B coBpeMeH-
HbIX MCCNef0BaHNAX BCTPEYAETCS MHOKECTBO PasfNyHbIX
cnocoboB rpaduueckoro otobpaxeHus, 0fHaKO MOAXOLbI,
flexalume B UX OCHOBE, Yallie BCEro 0CTaloTCs BHE MOHUMa-
HWSA unTaTenen, NOCKOMbKY MX OnMcaHWe NMbo OTCYTCTBYET,
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n1bo NpuBeAEHO B 00LLMX YepTax. ITO MOKET HEraTUBHO OT-
pasuTbCA Ha Bbibope Haubonee onTMManbHoro cnocoba Bu-
3yanu3aummu reteposuroTHOCTM B ByayLimMx MccnesoBaHUsX.
Takum obpasoM, B cBAi3n ¢ bonbLLMMM 06bEMaMK NosTHOre-
HOMHBIX [aHHbIX W COMYTCTBYIOLUMX UM CITOMHO OpraHu3o-
BaHHbIX MeTaflaHHbIX, Ba)KHO N0A006paTh KOPPEKTHBIA U Na-
KOHWYHBI CIocob npeAcTaB/IeHUs NOJTyYeHHBIX Pe3yNbTaToB.

B naHHOM 0630pe Mbl COCpPeOTOUMMCS Ha JOCTUKEHUAX
B 06/1acTh rpaduyecKoro NpescTaBeHnUs pesynbTaToB pas-
JMYHBIX NOAX0A0B MO OLEHKE reTepO3MroTHOCTU B KOHTEKCTE
NPUPOLO0XPaHHbIX MccnefoBaHui. [lononHuTenbHas Lenb
AaHHOro 0b3opa — Aatb YMTaTeNto NpefcTaB/ieHue 0 TeKy-
LLMX TEHLEHLMAX B pa3paboTke MHCTPYMEHTOB 1S BU3yan-
3aLMm reTepo3uUroTHOCTH.

FETEPO3UIOTHOCTb KAK
OAHA U3 KNIOYEBBIX METPUK
B MPUPO400XPAHHOU BUOJIOTUA

CTpemuTenbHOE pa3BUTME W MOC/ELYIOLIEe CHUKEHME
CTOMMOCTM BbICOKOMPOW3BOANTENIBHOIO CEKBEHUPOBAHUS
B MOCNELHEe LecATUNeTUE CLenano BO3MOXHLIM NpoBefe-
HWe MccefoBaHM B 0611acTU NPUPOA00XPaHHON Bronorum
B MacwwTabax uenoro reHoMa [8]. Hanpumep, ucnonb3oBanue
AaHHbIX NOJTHOreHOMHOr0 CEKBEHMPOBAHMA C NOCNEAYHOLLUM
06beauHeHneM ckaddonnos (ckaddonamuHrom) 4o xpomo-
COMHOr0 YPOBHA Ha ocHoBe AaHHbiX Hi-C cTano BbicTpbiM
V1 HeLOPOTMM CNOCOBOM reHepaLmMu BbICOKOKAYeCTBEHHbIX de
novo cbopoK XPOMOCOMHOTO YPOBHSA y MeKonuTatowumx [9].
WHTepecHo, YTO TakoW NOAXo[L reHOMHOW COOpKM ocTaeTcs
MPaKTUYECKN HEBO3MOXHbLIM 6€3 BM3yanu3aumm KapT KOH-
TakToB Hi-C ¥ nocnepyioLeit pydHoii KOpPeKLMM XpOMO-
COMHbIX B3aWMOJENCTBUI B MHTEpaKTUBHOM pexume [10].
JlocTynHOCTb M KayecTBO [aHHBIX MOSHOFEHOMHOIO CEKBe-
HWPOBaHWSA NO3BOJIAN He TONIbKO NOJTy4aTh reHOMHbIe chop-
Ku. B 0TiMume 0T NOAXOA0B HU3KOIO paspeLLeHus, TaKNUX Kak
CEKBEHMPOBaHWE OTAENbHbIX SAEPHbIX MapKepOB MeTOLOM
CaHrepa unm aHanusa BapuabenbHbIX JIOKYCOB KOPOTKMX
TaHAeMHbIX noBTopoB (short tandem repeats, STR), koTopble
OCTalTCA 3HAaYMMBIMU JMLLL NpU aHanu3e HOMbLLIOMO Ko-
nnyecTsa obpasuos [11], nonHoreHoMHoe cekBeHWpOBaHWe
MO3BOJIMIO BbISBAATb OAHOHYKIIEOTUAHbIE MOSIMMOP(OU3MBI
(single nucleotide polymorphism, SNP), oxBaTbiBasi npaKT-
YeCKM BECb FEHOM MCCreflyeMoii 0cobu.

BoisBnenne v nocnepywowmii aHanu3 SNP  no3sBo-
NAeT He TOMbKO OLEHUTb YPOBEHb FEHETUYECKOM And-
(GepeHUMaLMN  MeXAy OCTaBWMMMUCA MOMYNALUAMY,
HO W U3y4uTb FEHeTUYECKoe pasHoobpasne BHYTPU paccMa-
TpuBaeMblx nonynaumii [12]. CHuKeHre YpOBHSA reHeTuue-
CKOro pasHoobpasus (reHeTWYeckas 3po3us) nNpeAcTaBnset
coboi cepbe3Hyto yrpo3y ans bruopasHoobpasus, MOCKOMbKY
MOXET CnocobcTBOBaTb HAKOMEHMIO BPEAOHOCHBIX TeHe-
TMYECKUX BapUaHTOB B FOMO3UrOTHOM COCTOSIHUM U CHUKE-
HWK afanTauMOHHOrO noTeHUMana ocobeil, YTO B KOHeY-
HOM MTOre MPUBOAMT K Yrpo3e BbiMMpaHua Buaa [13, 14].
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B cnyyae, ecnv nogobHble ABNEHUS CTAHOBATCA CeACTBUEM
CKpeLLMBaHWUiA 61M3KOPOACTBEHHBIX 0cobeli unm, Haobopor,
CKpeLuMBaHNa 0cobeli U3 0TAaNEHHbIX MONYALMIA, UX MOXKHO
XapaKTepu30BaTb Kak ayTopeaHyto [15] unn nHbpeaHyto ae-
npeccuio Buaa [16]. Mpu opranusauum MeponpusTuii no pe-
WHTPOLYKLMW MUCYe3alLMX BUAOB BaXHO y4MTbiBaTb BO3-
MOXXHOCTb BO3HMKHOBEHMS 060MX TMMOB Aenpeccun. BaxHo
OTMETMTb, 4YTO BEPOATHOCTb MHOPEAHOI Aenpeccum Kak npa-
BW/O BblIlLE, YeM ayTOpeHOMW, B CBA3N C YeM MOCNELHION
yacTo HegooueHuBsaloT [15].

HecMoTps Ha TO YTO reTepo3nroTHOCTb UrPaeT KilYeBYHo
pofib B 3BOJIIOLMM, NPESOCTaBNAA Pecype ANiS NojAepKaHus
reHeTUYecKoro pasHoobpasus BHYTPU MOMYNALMM, BbICOKUA
YPOBEHb [LAHHOr0 MOKa3aTens Hemb3sl CYMTaTb OJHO3HAY-
HbIM MPU3HaKOM 6MarococTOAHMSA WU30/IMPOBaHHLIX Ha Npo-
TSKEHUM [IUTENbHOrO BPEMEHM Monynsuui. B paHHOM
KOHTEKCTe HM3Kas reTeposuroTHOCTb, COpMUPOBaBLLAsACS
COTNIAaCHO MOJOXEHUAM «TeHETUHECKOW PEBOTIOLMMY, MOXET
cnocobcTBOBaTL BbIKMBAHMIO W, KaK CNeACTBUE, MPOsBAseT
nonoxwrenbHble cBonctea [17]. HU3kuii ypoBeHb reteposu-
FOTHOCTW B U30JIMPOBAHHbLIX WU MOYU30/IMPOBaHHBIX Mo-
NyNAuMAX, 00ycNoBAEHHbIA NOCTENEHHBIM 0TOOPOM B NONb3Y
LAOMUHaHTHbIX anfeneid, B pe3ynbTate cnocobCTBYeT CHU-
YKEHUIO 0TpULLATEsIbHOr0 BO3AeNCTBMA MHOpuaunHra [18, 19].
3aKpenneHne BpeaHbIX MyTaLMin B MHOpeLHbIX NOMyNALMAX
C HU3KOM YMCNIEHHOCTbIO B lAHHOM Cilyyae MOXKeT BbITb Hell-
TPanu30BaHO NOSMIreHHbIMU MoaU(UKaTOpaMK, BAMSIOLLMMM
Ha 3KCMPECCUI0 TeHOB W, BMOCNEACTBUM, NPENATCTBYHOLLMMA
NPOSBEHNI0 HexenaTenbHbIX npusHakos [20]. bonee Toro,
COTMacHo «TeOpUW 3BOJILMM CO CMELLAKLIMMCS paBHOBe-
CMEM, CHUKEHWE FeTePO3UroTHOCTM B Cybnonynsaumsx B Ko-
HEYHOM CYEeTe MOKET CMOCcOBCTBOBATL YBENMYEHUIO U3MEH-
UMBOCTU KaK B MeTanonynsuuu, Tak 1 Mexay nonynauusamMm
B C/ly4ae NMOTOKa FeHOB MEXAY M3Ha4aNbHO M30/IMPOBaHHbI-
My rpynnamu [21]. TakuM 06pa3oM, YMeHbLLEHUE TeTepo3n-
FOTHOCTU B OTAE/bHBIX CYOnonynsuusax MoXeT Urpatb posib
B NMOAJEPIKaHUM FeHEeTUYECKOro pasHoobpasus Ha bonee Bbi-
COKMX YPOBHSIX OpraHv3auuu, cnocobcTBys 3BOMOLIMOHHOMY
nporpeccy B Maciitabax nonynauuii u ux B3auMogenCTBuMN.
W xoTs He cyLiecTByeT 00BEKTUBHOMO CTaHLapTa YPOBHS re-
TEPO3UrOTHOCTM, MOCKOJIbKY 3HaYeHWe JAHHOMO MoKasaTens
MOXKET OT/IYATLCA Y Pa3HbIX TaKCOHOB [22, 23], ero KOppeKT-
Has OLieHKa CnocobCTBYeT 06LLeMY MOHUMAHMIO 3BOJIOLIMOH-
HbIX MPOLIECCOB M MMEET peLlatolliee 3HaueHWe B OpraHu3a-
LiW MEpONPUATMIA MO PEMHTPOLYKLUMM UCHE3al0LLIMX BUOB.

OLeHKy reTepo3uroTHOCTW MOXHO BbIMOHUTL B pas-
NMYHBIX MacluTabax reHoMma. [pexae Bcero Ha ypoBHe SNP
B OTZLe/IbHO B3ATOM MO3ULMKM, BapUaHT KOTOPON MOXET bbiTb
B FOMO3WrOTHOM WM B FETEPO3UroTHOM cocTosHuu. Knac-
cmbuKauma n dyHKLMOHaNbHasA aHHoTaumusa nofobHbx SNP
€nocobCTBYeT BbIABMIEHNI0 BPEAOHOCHBIX MyTauuii B Mo-
C/lefi0BaTeNbHOCTAX FEHOB M MOXET [aTb NpefcTaBfieHune
06 aganTMBHOM NoTeHumane ocobei [24]. TeM He MeHee B KOH-
TEKCTe NPUPOJ00XPaHHON 61oNorvK NoA, reTepo3nroTHOCTHI0
MOHMMAalOT B NEPBYK 04epefb [0 retepo3uroTHbix SNP
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(8 amanasote ot 0 go 1). Mpu 3TOM BbIZENAKT 0XKUAAEMYHO
retepo3nroTHocTb (expected heterozygosity, H;) u Habnioaa-
eMyto reTopourotHocTb (observed heterozygosity, H,) [25].
OxupaeMas reTepo3vroTHOCTb OLEHMBAETCA KaK pasHuLa
eOMHMLBI U CyMMbl KBaJpaToB YacToT FOMO3MIOTHbIX an-
nenen, Toraa Kak HabnwopaeMas reTepo3uroTHOCTb Onpe-
LEeNseTca [oNeil reTeposnuroT, YCPeLHEHHON MO JIOKYCY i
LiesIOMY TeHOMY, M 3aBMCUT KaK OT BEIMYMHBI FEHETUYECKON
M3MEHYMBOCTM B MOMYNAUMM, TaK U OT YPOBHSA MHOPUAMHIA
[25, 26]. Mpw 3TOM 3Ha4eHWe HabmoLaeMOl reTepo3nroTHo-
cTv ons ynobeTa MacluTabupyeTcs 10 CpeaHero KonuyecTsa
SNP Ha 1 TbIC. N. H., B CBSA3Y C YeM JaHHYI0 OLeHKY Ha3blBa-
10T CpefHeli reTepo3uroTHoCTbio. O0TMETUM, UTO LIS OLIEHKH
MHOPUIMHIA MOXHO CpaBHWTL HabnofaeMylo reTeposuroT-
HOCTb C OXXM[AeMOW reTepo3nUroTHOCTbI0. [py Hannuum uH-
OpuanHra oxupaeTcs, 4to nocnesHsas byanet soiwe. MoMumo
3TOro, paspaboTaHO MHOXECTBO aNibTEPHATMBHBIX METPUK
reHeTUYeCKoro pasHoobpasus. B yacTHOCTW, HyKneoTUaHOe
pa3Hoobpasue (1), onpefensieMoe Kak cpefiHee KoNnyecTBo
HYKIEOTUOHBIX Pa3/iMymMii Ha CailT, a TakKe pasHoobpasue
rannotunoB (H), oTpaxatoLiee BepOATHOCTb TOrO, YTO ABa
CyYaiiHbIX ranaoTuna pasnuytbl [27]. OTaenbHOro BHUMa-
HUA TaKKe 3acnyxmBaeT F-ctatucTuka Cotoanna Paiira (F),
KoTopas SIBNSETCA Mepon reHeTudeckon auddepeHumaumm
nonynAuUMA U NPUMEHSETCA 1A OLEHKU A0NW obLueii reHe-
TMYECKOI Bapuaumuy Mexay Humm [28].

3HauuTenbHo 6onblee uncno SNP, nomyyenne KoTopbix
CTasio BO3MOXHO bnarofaps UCMoIb30BaHMI0 JaHHbIX MOJHO-
FEHOMHOr0 CEKBEHMPOBaHWSA, CNocobCTBOBANO MOBbLILIEHMIO
TOYHOCTW BhbILLENEPEYMCIIEHHBIX MOKa3aTenen U OTKPbIIO HO-
Bble BO3MOXHOCTW 1S OLEHKM reteposurotHoctu [29, 301
370 M03BOSMNO NPOBOAMTL OLEHKY CPefHel reTepo3nroTHo-
CTU 18 OTAEMbHBIX FTEHOMHbIX JIOKYCOB MYTEM BbIYMCIIEHMUS
OLIEHOK B OKHaX — MepeKpbIBaLLMXCS UK HenepeKpbiBa-
IOLLMXCA FeHOMHbIX y4acTKax GUKCMpoBaHHOrO pa3Mepa [31].
MonyyeHHble Ans OTAENbHBIX TEHOMHBIX Y4aCTKOB OLEHKU AN
yaobcTBa TakKe MacluTabupytotca ao SNP / 1 teic. n. H. Pe-
3y/bTaTOM TaKOoro MOAX0A CTaJl NEPeXof OT CPaBHUTENBHOMO
aHan13a reTepo3uroTHOCTM LIeNIOro reHoMa K aHanm3y ee pac-
MpeSenieHuns, YTo No3BOUMO He TOJbKO NPOBECTU OLIEHKY [0-
BEpUTENIbHOrO MHTepBana [1sl CpefiHero 3HauyeHus, Ho 1 npe-
[0CTaBUI0 MHHOPMALIMIO O FEHOMHBIX JIOKYCaX C NOBbILLEHHBIM
U NOHWXEHHBIM BCEACTBME 0TOOpa reHeTUYECKUM pasHo-
obpasueM [24]. B cnyyae aHanM3a HEKOTOPOro KOJMYECTBa
ocobei (BbIbOp YMcna KOTOPbIX 3aBUCUT OT pa3Mepa UCXOLHO
MONyNALMM) NONYYEHHYH MHPOPMALIMI0O MOXHO UCMOJb30BaTh
LS YCTAHOB/EHWUS CTENEHU POLCTBA M OLEHKU FeHETUHECKO
CTPYKTYpbI monynsaummM, yto byaeT cnocobcTBoBaTh NPUHS-
TUIO CBOEBPEMEHHBIX NPUPOLOOXPaHHBIX Mep, HanpaBieHHbIX
Ha CHWXXeHWe BEPOATHOCTM reHeTUHecKon apo3un [32]. Xota
L7151 OLieHKU reTepo3nroTHOCTM Ha YPOBHE MOMyNALMM 06bIYHO
TpebyeTca 3HaunTeNbHOE KONMYECTBO 0coben, 1CroNb30BaHue
MOAXO0L0B MOSIHOrEHOMHOI0 CEKBEHVUPOBaHWSA NMO3BOAINIIO NPO-
BOAMTb aHa/IM3 Ha MasnoM yucne ocobeii 6e3 notepu uHdopMa-
umm bnarofaps KavecTBy U NOKPBITUI UCXOAHBIX AaHHbIX [33].
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N3yyeHmne reTepo3nroTHOCT MOXKHO YCNIOBHO pasfeniuTb
Ha aHanu3 Y4acTKOB C MOBbILIEHHBIM W MOHWUXEHHBIM YpPOB-
HeM reTepo3uroTHocTH. HenpepbiBHbIE 06acTv reHoma c no-
HWXKEHHBIM YPOBHEM FeTepO3UroTHOCTM (MOBBILLIEHHBIN YpO-
BEHb rOMO3MrOTHOCTM) Ha3bIBAKT NMPOTSKEHHBIMU YYaCcTKaMu
romo3urotHoctvt (runs of homozygosity, ROH) [34]. Takue
Y4aCTKM BO3HWKAKT M3-3a MHOPUAMHIA, MPUYMHA KOTOpOro
COCTOMT B Hacne0BaHUM MAEHTUYHBIX FanioTUMOB OT Ka-
A0V poauTenbckon ocobu [34]. Kak npasuno, cBugeTenb-
CTBOM He[laBHEro MHOpUAMHIa ABMAKTCA AJIMHHbIE YHaCTKM
ROH, Torpa Kak npu3Hak ApeBHero WHbpuauHra — uepe-
A0BaHKe KopoTkux dparmenToB ROH. 310 0bycrnoBnieHo TeM,
YTO N0 Mepe YBENIMYEHUS YMCTa MOKONIEHNN YBENMUMBAETCS
1 BEPOATHOCTb BO3HUKHOBEHUS COBLITMI peKoMbuHaLmm [35].
Kak cnencteue, ROH B Gonbluei cTeneHn pacnpocTpaHeHbl
B HEOONbLUMX M30/IMPOBaHHLIX NONYAALMAX, B KOTOPbIX OT-
CYTCTBYET MOTOK reHOB, B TO BpeMs KaK bosiee KpynHble no-
nynsauyMy, HanpoTue, uMetoT KopoTkue ROH u MeHbluee mx
KonnyecTBo. V/3BecTHO, YTO MHOPUAMHT yBENNUMBAET YacTo-
Ty peLieccuBHbIX 3ab0neBaHNK, a TakKe NPUBOANT K YBENM-
YeHuto yacToTbl U mpoTskeHHocTM ROH B monynsuwmu, uto
B CBOK 04epefb CMocobCTBYeT MPOSBNEHUK BpeHbIX 3¢-
(EKTOB reHeTUHECKNX PELIECCHBHBIX alfieNei Npy UX BbIXOLE
B FOMO3WUrOTHOE COCTOSIHME Y MHOpeaHbIx ocoben [36, 37].
B KOoHeyHOM uTOre 3TOT MPOLECC NPUBOAMUT K CHUKEHMIO
PENpOLYKTUBHOIO yCrnexa, U3BECTHOro Kak MHbpefHas ae-
npeccua [38]. BoiseneHune yqactkoB ROH Takke urpaet posnib
B M3Y4YEHUM TEHETUYECKOM CTPYKTYpbl U eMorpauyeckon
uctopuv nonynsumin. HakoHew, aHanus ROH no3ssonsert ycra-
HaBNMBaTb CrieLuMdUYecKue NpU3HaKY 0Tbopa, KoTopble Npo-
ABNATCA B DMKCALMM ONpeLieNeHHOr0 annens noj BbICOKUM
AaBneHueM otbopa B nonynsaumm [39]. Takaa gukcaums npu-
BOAMT K YBEJIMYEHWIO FOMO3UIOTHOCTM B FEHOMHbIX 06/1acTAX,
OKpyatoLmx 3Th annenu [40]. TakuMm obpasoM, onpenene-
Hve ROH n ux nocnepyowlan BU3yanusaumsa ABNSKOTCSA He-
0TBHEMJIEMOI YaCTbH0 OLIEHKM FeHETUYECKOro pasHoobpasus
W aHanu3a CTPYKTYpbl MONYNALUMM B NPUPOAOOXPAHHBIX MC-
CnefoBaHusX.

Y4acTKM C MOBBILIEHHBIM YPOBHEM TETEPO3UrOTHOCTU
(runs of heterozygosity, ROHet unu heterozygosity-rich re-
gions, HRR) onucaHbl B iuTepaType He TaK xopoLuo, kak ROH.
B otnnune ot nocnepHux, naeHtudmkauma ROHet n oueH-
Ka Ko3duuMeHTa reTepo3MroTHOCTM NO3BOJIAKT MOJYYUTH
npeAcTaBeHne He TONIbKO O YPOBHE FEHETUYECKOro pasHo-
06pa3us 1 3BOMIOLMOHHON UCTOPUM NONYNALMK, HO U 0bHa-
PYMUTb KOHKPeTHble 06nacTu reHoMa, rae NoAAepiaHue
BbICOKO0 FeHETUYECKOro pa3Ho0bpasuis MOXKET bbiTb 0c06eHHO
nonesHbIM Ans BbxuBaHuA [41]. Mouck u nokanusaums
yuacTkoB ROHet 3avacTyio npoucxonuT Hapsigly C BbisiBre-
HueM ROH, uTo MoXeT BbITb TakKe MCNoAb30BaHO AiA W3-
yueHus ocobeii U3 HeAaBHO CMeLLIaHHbIX BIM3KOPOACTBEHHbIX
nonynsLWi, reHoMbl KOTOpbIX MPeACcTaBAstoT Habop yepedy-
IOLLIMXCA CErMEHTOB MOBBILLIEHHON FOMO3WUIOTHOCTU U reTepo-
3urotHocTu [42]. OnpepeneHne KoopaMHAT U NOCNEAYIOLLMA
aHaJM3 NPOMCXOXAEHNS TaKUX YYacTKOB NO3BOMISET U3Y4UTb
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reHeTU4ecKue OCHOBbI 3abonieBaHui U Mopdonornyeckux
ocobeHHoCTeln uccnesyeMon rpynnbl ocobent [43]. Takum 06-
pa3oM, BbisiBfieHne peroHoB ROH 1 ROHet ¢ nocnepytoweii
BM3yanu3auuein No3BONIAET He TONIbKO MPUMEPHO OLEHMUTb
30 hEKTUBHBIA pa3Mep YMUCNEHHOCTH, HO M NpeAoCTaBnseT
BO3MOXKHOCTU JJ151 U3Y4EeHWUS CTPYKTYPbI W aHanu3a npouc-
XOXAEHUS NONyNALMM.

BbIEOP C[10COBA BU3YAJTU3ALIUA
FETEPO3UTOTHOCTU

M3yyeHne reHeTHHeCKOro pasHoobpasvs MOXeT npo-
UCXOAMTb: Ha YpOBHE OfHOW 0cobM, B Npefenax HecKosb-
Knx 0cobeit M3 0QHON UM HECKONbKUX MOMYMALMA U MyTeM
OLIEHKM W CPaBHEHMS FeTepo3UroTHOCTM 0CODEN PasnnyHbIX
nonynsuuit. MocKoMbKy reHOMHble [aHHble, Kak npasuno,
Ha HEKOTOPOM 3Tane aHasu3a NpeBpaLLaloTCa B CIOXHO Op-
raHM30BaHHbIM Habop TabnMyHbIX AaHHbIX, BbIbOp MeTofa
rpaduyeckoro npeacTaBneHUs OLEHOK reTepo3uUroTHOCTM
urpaet 6onbLuyto ponib. paMoTHOe GopMUpoBaHMe 1300pa-
XKeHWs momoraeT (GOopMyNMpoBaTb WU NPOBEPATb FUNOTE3bI
B MPOLIECCe WUCC/Iel0BaHMSA, a TaKKe YNpoLLaeT UHTepnpe-
TaLMI0 NOJTYYEHHBIX Pe3yNbTaToB U YCKOPSIET UX NMOHUMaHMe
ay[auTopumeii Npu NpefcTaBneHnn. B naHHol rnase onucaHbl
pa3nuuHble cnocobbl BU3yanu3aLmu OLEHOK reTepo3nroTHo-
CTU Ha NpUMepe UCCes0BaHN HeMOLENbHbIX BULOB C pas-
JINYHBIM MPUPOLOOXPAHHBIM CTaTyCOM.

JInHeyatble guarpaMMbl M AuarpaMmbl BeHHa

OueHka HabnogaeMon M 0XMLAEMOW reTepo3nUroTHo-
CTU Ha YpOBHE BCEro reHoMa WM [OCTYMHOW MocnefoBa-
TeNbHOCTU (HanpuMep, reHa win STR) — ofuH U3 mepBsbix
MOAX0A0B, MCMOJb3YEMbIX UCCNef0BaTeNAMU ANS aHanu3a
reHeTUYeCKoro pasHoobpasus. YuuTbiBasi, YTo MOSTyYeHHbIe
OLIeHKM MpeacTaBnialT coboi Habop, COCTOALLMI U3 OLHOMO
yncna LIS KaX Aol nccneayemolii 0cobu, OHM He noppasyme-
BalOT KaKOro-To cneuuduyeckoro gopMarta ans xpaHeHus
M YacTo GOPMUPYIOTCA B YHMBEpPCANbHBIX NpOrpammax Ans
CTaTUCTUYECKOW 00PabOTKM M BU3yanM3auMM [LaHHbIX, Ta-
KuX Kak Microsoft Excel. OTMeTuM, 4To MacluTabupoBaHHast
A0 SNP / 1 Thic. n. H. OLEHKa cpeaHeN reTepo3nUroTHOCTM
334acTyl0 He[0CTaTO4YHO TOYHO OTPaXKaeT AeMCTBUTENbHOE
reHeTUYecKoe COCTOSHWE 0C0bW, 4TO MOXKET MPUBOAMTHL
K OWwWbKaM MHTepnpeTaumn. [Ina CpaBHUTENILHOIO aHamu-
33 MOJyYeHHbIX OLLEHOK MOAOMAYT Kiaccuyeckue Noaxonbl
BW3YyaIbHOr0 NpeAcTaB/ieHNs UHpOPMaLMK, UCTONb3yeMble
ONS CPABHUTENBHOIO aHanK3a, Takue Kak NMHenvaTble aua-
rpamMMmbl U AuarpaMMbl BeHHa.

JInHeyatble anMarpaMMbl — OAMH U3 paHHMX crnocoboB
BM3yanu3aummn AauHbix [46]. CTonbyatble nuHenyaTble aua-
rpaMMbl (bar chart) akTMBHO MCMOSb3YIOTCA B COBPEMEHHbIX
UCCNeA0BaHMAX BHE 3aBMCMMOCTM OT TUMa WCMOJb3YeMbIX
AaHHbIX. KaK npaBuo, AaHHbI N0AX0L NPUMEHSAETCS B CHy-
yae, Korja HeobXoMMO MPOBECTU CPaBHEHME OLLEHOK reTe-
PO3UrOTHOCTM MHOKECTBA 0CODEN U3 Pas3fIMYHbIX MONYNALMIA

387



388

OPINIONS,

Vol.21(4)2023

3Konoruyeckas reHeTuKa
Ecological genetics

597,659

571,043
260,651

589,137
264,885

564,702
272,875

575,048
268,295

522,796
330,311

464,813
504,081

674,038

377,251

DISCUSSIONS
a b
Quebec ] O [0.1,1)Mb
Mi 2 [1,10)Mb
MI::Z:g:: ® [10, 100) Mb SB2152
Xinjiang
Minnesota
Mmlr:::ota SB134
Minnesota
Coyote
R_ed\}n_lolfl |
Arctic, Vic. Isl.
Avotic, Bat 15l SB381
Arctic, NU
Yelowaione
el
Isl. Roy. M62 SB1954
Yellowstone
Isl. Roy. F67
Yellowstone
Isl. né’f"ﬁnns SB2130
Isl. Roy. M152
Isl. é‘gly F25
sl. .
isl. Roy. F65 HN250
Isl. Roy. F55
Isl. Roy. F189 [
iot Foy e I .
sl. .
Portxgal 1 sB2027
Isl. Roy. M141 [[_]
Al tlibgl'l Isl.
ctic, Ell. Isl.
“Mexico HN216*
Ethiopia |
T T T T T r
2 15 1 05 0 0 05 1 15 2 0
[eTeposnrotHbix CymMmapHas AnuHa

SNP /1 TbIC N.H. ROH (MnpAa n.H.)

100,000

200,000 300,000 400,000 500,000 600,000 700,000 800,000

mleTepo3uroTHble SNP m[(OMO3UrOTHbIE SNP

Puc. 1. lMpuMepbl BU3yanu3aumm reTeposvroTHOCTV MpY MOMOLLM JIMHEYATbIX AMarpaMM: @ — CPeAHWUA YpoBEHb reTepo3uUroTHOCTH
(cneBa) u cymmapHas anvHa ROH (cnpaBa) B reHoMax BOSIKOB M3 monynsiumm octpoBa Ain-Poiian; b — KonM4ecTBO reTeposnroTHbIX U
rOMO3WroTHbIX BApUaHTOB B ABYX NOABMAAX YepHoit aHTUonbl. SB2027* n HN216* — ocobu toxHoro noaBvAaa, ocTasbHble — 3aMBUICKOrO.

OpurnHanbHble u30bpaxeHus u3 [44, 45]

Fig. 1. Examples of visualization of heterozygosity using line diagrams: @ — mean heterozygosity level (left) and total ROH length
(right) in the genomes of wolves from the Isle Royale population; b — number of heterozygous and homozygous variants in two sub-
species of black antelope. SB2027* and HN216* are individuals from the southern subspecies, the others from the Zambian subspecies.

Original images from [44, 45]

0JJHOTO MMM HECKOMbKUX 65M3KOpoACTBEHHbIX BUA0B. Kax-
Oblii cTonbel, auarpamMMbl B TakOM Cly4ae COOTBETCTBYeET
0cobu 13 OTAEeNbHOM NOMyNAUMK, 0Tpaxas BbibpaHHyK Me-
TPUKY reTepO3UrOTHOCTW, PacCUMTaHHyl AJ1s BCEro reHoMa
WAW paccMaTpuBaeMoro pervmoHa. CpaBHUTENbHBIA aHanM3
FEHeTMYECKOr0 pa3Hoobpasns C UCMoNb30BaHWEM CToNbYa-
TbIX AuarpaMM 6bin BbINOSIHEH B paboTe Mo M3y4YeHWH0 WH-
BpuanHra y ocoben cepbix BONKOB 13 nonynsauuii MUHHecoTbI
1 octpoBa Aiin-Poiian [44]. Vicnonb3ys pasHoHanpaBlieHHble
rOpW30HTaMbHbIE AMarpaMMbl, UCCef0BaTeNsM yAanoch no-
Ka3aTb KaK Cpe[iHi0l0 reTepo3nroTHOCTb B reHOMax paccMa-
TpuBaeMbIX 0coben, TaK M cyMMapHble annHbl ROH B pasHoM
[JManasoHe oTceyek Mo annHe (puc. 1, @). TakuMm 0bpasom,
yL,anocb YCTaHOBUTb, YTO BOAKK C ocTpoBa Ain-Ponan co-
JEpKaT 3HAUUTENIbHO MEHBLUE FeTepo3UroT U 3HAYUTENLHO
bonblue roMosuroT, YeM BOJIKM M3 MUHHECOTHI, a TaKKe
YCTaHOB/EHa MOBbILLEHHAA FOMO3MIOTHOCTb BPeAOHOCHBIX
SNP. B pesynbTate B AaHHOM MCCNeL0BaHWUM NOATBEPANITH
WHOpedHylo fenpeccuio NOMyNALUMM CepbiX BOJIKOB OCTPOBa
Ain-Ponan.

Mpy noMoLLy cTonGYaThIX AUarpaMM YacTo NpOBOJAT Nps-
MOE CpaBHEeHME 0BLLEro KONMMYeCTBA reTepo3UroTHLIX U ro-
Mo3uroTHbIX SNP, Kak 3To 6biio cAenaHo A8 BOCbMU 0CO-
Beii yepHbIX aHTMNON ABYX pasHbix NoABMAOB (puc. 1, b) [43].
OTmeTuM, yto s yaobcTBa BM3yanu3auMM HECKOSbKUX
napaMeTpoB, JIMHeNYaTble AuarpamMmbl pa3iuyHbIX MoKasa-
Tenei YacTo BbIAENSOT pasHbiM LBeToM. Cpeay ocobeHHo-
CTeM CToNBuaThbiX AMarpaMM MOXHO BbILENUTb BO3MOXKHOCTb
0TOOpaXKeHMs MOrpeLuHoCcTeN B BUAE JIMHEMHBIX OTPE3KOB,
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B Mpejenax KoTopbIX MOryT HaXOAMTLCS 3HAYeHWs reTepo-
3UroTHoCTU. 370, K NpuMepy, bbino peann3oBaHo B UCCNefo-
BaHWM, NocBALLEHHOM oneHto [laBupa. B atoii pabote Bu3y-
anu3aLyio KoNMYecTBa reHeTUYECKUX BapUaHTOB BbIMOJTHUIN
MpY MOMOLLM KPYroBbIX JIMHEMYaTbiX Auarpamm (pie chart),
bnaropaps uyeMy ynanoch noA4YepKHYTb 3HAUYMUTENbHYIO pas-
HWLY B NPOLEHTHOM COOTHOLLEHWUM Y4ACTKOB FeHOMa C HU3-
KOM M BbICOKOW reTeposnroTHocTbio [47]. PasHoBupaHoCTy
JIMHEMYATLIX AMarpamMM TaKXKe UCMONb3YKTCA B APYrMX UC-
cnefoBaHusX, HanpuMep, B paboTax no u3yyeHuto nbepuii-
CKOW PbICM, MOPCKOW BbIApbl U TMUraHTCKOW BbIApbI, NbBa
U CHexkHoro bapca [48-50].

OTAenbHOro BHUMaHUA 3aciyxuBaeT crnocob oTobpaxe-
HWUA KaK YHWUKanbHbIX, TaK U 06wmx SNP nns HeckonbKux
ocoben npu noMowm auarpammbl BeHHa, KoTopas npea-
cTaBnset coboi cxeMy BO3MOKHBIX NepeceyeHuin Mexay He-
CKONbKMMM NOJMHOKeCTBaMM (Kak npasuno, ot 2 o 3) [52].
Takum obpasoM, yaaetcs He TONBKO BM3YaNbHO CPaBHWUTb
KONIM4YECTBEHHOE COOTHOLLEHWE TeTepo3NroTHbIX U/UaK ro-
MO3WrOTHBIX BapUaHTOB MeX Ay 0c0BAMM, HO 1 NOKa3aTb Ko-
NINYecTBO 06LIMX BapUaHTOB B Mpefenax BblOopKy. [aHHbIi
cnocob bbin 1cnonb3oBaH B paboTe, NOCBALLEHHO U3YUeHMI
nonynsLMOHHON UcTopuu Benoro 1 byporo Measeas (puc. 2),
bnarofaps YeMy MCCNeAO0BaTENN He TONBKO CPABHUM CyM-
MapHoe KonnyectBo SNP ans Kaxpaoro BUaa, HO W BbISBUIN
3HauMTENbHO MeHbLUee KOJM4YecTBO 06LLMX BapuaHToB ANS
Benoro u yepHoro MeaBefs, YeM Mexay bypbiM U yep-
HbIM, a TaKxe benbiM 1 bypbiM MeaBeaeM [51]. InarpamMmbl
BeHHa 6binn TakKe Mcnonb3oBaHbl B paboTe Mo M3yyeHuio
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TaCMaHWNACKOro AbSBONA, FAe YAAN0Ch NOKa3aTb KONMYECTBO
06LLMX M yHUKanbHbIX reTeposuroTHex SNP oByx uccnepye-
MbIX 0cobelt U3 pa3HblX pervoHoB TacMaHuu (Asctpanus) [53].
BaHo 0TMeTWTb, uTO, XOTS AMarpammbl BeHHa A0BobHO
4acTo WUCMOMb3YHTCA AN CPAaBHEHUSA reTePO3UroTHOCTH He-
CKOJIbKUX 0C0DElA, OHM CTAHOBATCA HEMPUMEHUMBI, ECIIN pac-
cMatpuBaetcs bonee 6—10 ocobeii. B TakoM cnyyae Bu3yanu-
3aumio MHoxkectB SNP npuxoautcs ocywlecTsnsTs B Gopme
3//IMMNCOB, a He OKPYXHOCTEW W, KaK cnepctame, ¢ pobas-
fleHneM HoBbIX 06pa3sLoB YMTabenbHOCTb TaKoW AuarpamMMmbl
3aMeTHO CHUKaeTcs.

Mlnarpammbl pacnpepenexus

[narpammbl pacnpefeneHus Ucnonb3yloTcs Kak ans
CpaBHUTESIbHOIO aHanu3a Habopa OLEHOK reTepo3nUroTHOCTH
AN MHOXecCTBa ocoben, Tak U NS OLEHOK OAHOM ocobu,
paccuMTaHHbIX B OKHaX GUKCMpoBaHHOMO pa3Mepa. B nepeom
Clyyae [aHHble 4acTo coxpaHsioTca B ¢opmatax CSV mnm
TSV, Kappli cTonbew, B KOTOPbIX COOTBETCTBYET OTAEJIbHO
rpynne ocoben (nonynsums uiv Bua). Bo BTopoM — Hedop-
MarbHbIM CTaHLAPTOM XPaHEHUS! FTEHOMHbIX Y4acTKOB U WX
aHHOTaLWM (B AaHHOM CJTy4ae, OLLeHOK CpeaHeMN reTepo3uroT-
HocTm) siBnsieTcs dopmat BED (browser extensible data). O1-
METUM, YTO Y)KE Ha 3TOM 3Tarne aHanu3a UCCNeLoBaTeNu He-
M3beXKHO BbIHYXAeHbl NpuberHyTb K 06paboTke NonyyeHHbIX
AaHHBIX MPY MOMOLLM PasfIMYHbIX MHCTPYMEHTOB U BMONMOTEK
ANS A3bIKOB NPOrpaMMUPOBaHKS, YTo 06yc0BAEHO 06bEMOM
MonyYeHHbIX AaHHbIX. [l Bu3yanu3auum pacnpepeneHui
CyLLLeCTBYeT HECKONIbKO BUAOB AuarpamM: ructorpamMel (his-
togram), auarpammel pasmaxa (box plot), ckpunuuHble aua-
rpammsl (violin plot), a TakxKe rpadmKu KyMynATUBHON CyMMbI
(cumulative sum chart).

Busyanusauuio pacnpepeneHus OLEHOK reTeposvroTHo-
CTW 4YaCTO MOXHO BCTPETUTb B BUAE MUCTOTPaMMbl, KOTOpas
Ha NepBbIi B3rNA4, HaNOMUHAET CTONBYaTY0 CPaBHUTENbHYIO
pvarpammy. OgHaKo, B 0T/IM4ME OT NOC/efHeN, rMcTorpaMma
(M rpaduK NNOTHOCTM) NO3BONISET MONYYUTb NPeAcTaBne-
Hue o dopMe pacnpefeneHus 3Ha4eHU reTepo3nroTHOCTH
WA FTOMO3UTOTHOCTH, YTO OTKPLIBAET BO3MOXHOCTM LISl Bbl-
ABNEHUA 3aKOHOMEPHOCTEN U MOTEHLMANbHBIX BbIOPOCOB.
[McTorpaMMbl 00bIYHO CTPOATCA MYTEM HAHECEHWS 3Haue-
HMIA reTepo3nUroTHOCTM Ha OCb X W YacTOTbl BCTPEYaeMOCTH
(NNOTHOCTW) LLaHHOW OLEHKM Ha ocb y. Mosy4eHHbIN rpadmk
He TONbKO 0TOBpaKaeT MaKCUManbHbIl U MUHUMAbHBIN
YPOBHU reTepO3UrOTHOCTU, HO M NMOAYEpKUBaEeT GopMy pac-
npefeneHns 3TOW XapaKTepuCTUKW. [ucTorpammbl 6Gbiam
YCMeLHOo WUCnonb3oBaHbl B paboTe, mocBALieHHoW baii-
KanbCKOM Hepne, FAe € WX MOMOLLbI0 YAaNoCh COMOCTaBUTb
reTepo3uroTHoCTb ocoben 3Toro BUAA € APYrMMW MpefcTa-
BUTENAMK nacToHorux (puc. 3, a). MopobHas Bu3yanusaums
reTepo3uUroTHOCTM Ye CTana CTaHAapTOM W UCrosib3yeTcs
BO MHOECTBE NpUPOA00XPaHHbIX UcCnefoBaHuii [55-59].

[narpamMmbl pa3maxa BbIFOAHO OT/IMYAIOTCA OT FUCTO-
rpamMM 3a cyeT bonee KOMMaKTHOrO BMAa M oTobpae-
HUs BonblUero KoM4yecTBa nosiesHoi mHgopmaumm [60].
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Puc. 2. lpuMep BM3yanusaumm yHuKanbHblx 1 obwmx SNP ans
benoro, byporo 1 YepHoro MefiBeas Npy NOMOLLM JyarpaMMbl BeHHa.
OpuruHanbHoe n3obpakenme u3 [51]

Fig. 2. Example of visualization of unique and shared SNPs for
polar, brown and black bear using a Venn diagram. Original image
from [51]

5,902,610

370T NoLX0L MO3BOAISIET NOKAa3aTh CpefHee 3HadyeHue (M
MeaunaHy), HWKHWUN W BEPXHUA KBapTUIM, MWUHUManbHOE
M MaKcuManbHoe 3HayeHue M Bblbpockl. lMomumo 3Toro,
noaxog, no3eonseT IQHeKTMBHO NPOBOAUTL BU3Yan3aLmio
cpasy Ans paga ocobeit Ha 0AHOM rpaduKe, uTo yoobHo Ans
CpaBHUTENBHOrO aHanu3a. Ha rpadmke c guarpamMmamm pas-
Maxa OfiHa OCb NMpefCTaBnseT coboi LWKany co 3HaYeHUs-
MW FeTepo3UroTHOCTH, @ BTOpas — C MAeHTUdUKaTopamu
ocobeit. TaK, cpaBHUTENbHLIN aHanK3 0cobeil pasHbIX BUAOB
MAeKonuTatlwmx 6bin BbiNoaHEH B paboTe, MOCBALLEHHOM
aHanM3y HOBbIX MEPCMEKTUB U BO3MOXHOCTEN MPU NOJTyYe-
HWM TeHOMHbIX cOOpoK XxpoMocoMHoro ypoBHS [61]. Momumo
aHanusa pacnpefieneHns OLEHOK reTepo3nroTHOCTU OAHO
ocobu, AuarpamMMbl paaMaxa MOXHO WUCMOMb30BaTh 1S BU-
3yanu3auuu pacnpefeneHni OLEHOK HECKONbKUX ocobeli
“3 ogHon nonynaumu. Tak, B paboTte mo u3yyeHuto ocobeii
CaxapuicKOoro opuKca OblK NoKasaHbl pasnnyms B NosiHore-
HOMHOM reTepo31roTHOCTU MeXAy NonynsAuMAMM 3TOr0 BUAA
(puc. 3, b) [54]. LlononHKUTeNbHO NPY NOMOLLY iUarpaMMm pas-
Maxa B 3701 Xe paboTe bbina NoKa3aHa B3aUMOCBA3b MEX Y
OLIEHKOM FeTepo3nroTHOCTM M pa3MepoM Nonysuuy.

Pa3sHoBMAHOCTbIO AMarpamMMm pa3Maxa SBMIAITCS CKpUNMY-
Hble MarpamMMbl, KoTopble 6onee adhdeKTUBHO cnpaBnsioTCs
C BU3yanuM3aLmeit aCMMMETPUYHBIX U MyNbTUMOAANbHbIX pac-
npeaeneHuin [62]. CKpunuyHble auarpamMmbl Bbiim UCNonb3o-
BaHbl B paboTe, NOCBALLEHHON YepPHONIANOMY XOPbKY, FAe € UX
MOMOLLLbK0 NPOBE/IM CPaBHEHWE pacnpefeneHuii reteposu-
rOTHOCTW BNM3KWX BULOB M3 NofceMencTBa Mustelinae [56].
BaxHo cKasaTb, YTO AuarpamMMbl pa3Maxa U CKPUMUYHbIE
[VarpamMmbl 4acTo UCMONb3YT 0AHOBPEMEHHO, KaK 3T0 bbio
caenaHo B mybnvKkauum no usydeHuio 6aikanbCKon Hepnbl
(puc. 3, ) [55].
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Puc. 3. lpumepbl BU3yanM3auMm reTeposvroTHOCTV MpY MOMOLYM AMarpaMM pacripefeneHuid: @ — TrUCTOrpaMMbl pacrpefeneHus
reTepo3uroTHOCTU MO reHoMy IS Nt BbIbopoK nactoHorux. eTeposuroTHble SNP noacuuTbiBanMCL B OKHax pasMepoM | MAH M. H.
1 Macwtabuposaimcb B SNP / 1 ThiC. N. H.; b — OLEHKM reTeposuroTHOCTU B iMarpamMMe pasMaxa A/ MHOXeCTBa 0cobel caxapuiickoro
OpMKCa U3 PasfIMYHbIX MONYNALMM; ¢ — CKPUMUYHBIE AMArpaMMbl pacripefiesieHns reTepo3uroTHOCT ANst ABYX 0cobeli GaiikanbCcKoii Hepribl,
[IBYX 0C0beli NATHUCTOM Heprbl M 0jHOM 0cobu cepoid Hepnbl. OpuriHanbHble M3obpaxenus u3 [54, 55]

Fig. 3. Examples of heterozygosity visualization using distribution diagrams: @ — histograms of heterozygosity distribution across the
genome for five samples of pinnipeds. Heterozygous SNPs were counted in 1 million bp windows and scaled to SNP / 1 thousand bp;
b — estimates of heterozygosity in boxplots for multiple individuals of Sahara oryx from different populations; ¢ — violin diagrams of
heterozygosity distribution for 2 individuals of Baikal seal, 2 individuals of spotted seal, and 1 individual of gray seal. Original images

from [54, 55]

Cpenn puarpamMm pacnpegeneHus CTOMT BblLEeNUTb rpa-
GUK KyMyNATMBHOW CYyMMbI, KOTOPbIA ABNAETCS Haubonee
MHGOPMaTMBHBIM M YacTbIM cnocoboM Bu3yanusaumu in-
Hbl y4actkoB ROH v pexe ROHet. Hanpumep, AaHHbIA Tvn
rpaduyeckoro npeAcTaBneHus bbin Ucrnonb3oBaH B pabote
M0 U3y4eHWI0 TbBOB M3 Pa3fiNyHbIX nonynaumi (puc. 4, a) [63].
Ha rpadmke no ocv x otnoxeHa obwas pnvHa ROH, a no ocu
y — Bong 0T Bcero reHoMa. TakuM 06pa3oM, yaaetcs noka-
3aTb CyMMapHyto (KyMynsTUBHYH) AONI0 FeHOMa, COAepiKa-
werocs B ROH, ¢ y4eToM oTceukm no gyinHe. CTOUT OTMETUTB,
yTo ANS BM3yanM3auuW pacnpefeneHus LIMH (parMeH-
T0oB ROH Take 4acTo Mcnonb3ylT AuarpamMMbl pasMaxa.
Tak, B pabote no u3yyeHuto reHoma onetst [laBupa cMmornu
MOKa3aTb CPeSHION, MaKCUManbHY U MUHUMANbHYK LITUHY
yyacTtkoB ROH ans uccnepyembix rpynn ocobeii [47].

DOl https://doiorg/1017816/ecogen609552

JIuHeHble rpadmKkm U TennoBbie KapTbl

Mpn oueHKe reTepo3vroTHOCTM B OKHax Ha YpOBHE re-
HOMa 0TAieNbHON 0Cc0bM BaXKHOE 3HAYeHWe UMEeeT YpOBEeHb
“cnonb3yeMon B Kayecte pedepeHca reHOMHOM COHOpKY.
TaK, npu ucnonb3oBaHUM COOPKM cKadpoNaHOro ypoBHS,
paccyMTaHHble B OKHaX OLEHKM MOXHO 0TobpasuTb B BUAE
MPOTSKEHHOr0 JIMHENHOro rpaduka. MosBreHne reHoMHbIX
cOOPOK XPOMOCOMHOIO YPOBHS OTKPbIIO HOBblE BO3MOX-
HOCTW KaK A/ aHanu3a reHOMHbIX MepecTpoek, TaK U ans
1300paeHs reTepo3uroTHOCTM [64, 65]. B yacTHocTw, cTano
BO3MOXXHO OTPUCOBbLIBATb OLIEHKW FETepO3UroTHOCTU B BUAE
TennoBbIX KapT (heat map), 4to no3sosmno bonee Harnsan-
HO oTODpa)aTb W3MEHEHWS reTepo3UroTHOCTU Ha YPOBHE
reHoMa Kaxaoi ocobu. Kak 1 B cnyyae auarpamm pacnpe-
AeNeHus, UccneoBaTensM HeobX0AMMO BafeTb HaBbIKaMu
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MPOrpaMMMpoBaHnUs Ans 0b6paboTKM TeHOMHBIX AaHHbIX
W BbIYMCIIEHWS OLIEHOK CpejHeil reTepo3vroTHOCTU B OKHaX.
loMuUMO 3TOrO, CTOMT YUMTBIBATb, YTO BU3yanu3aums B BULE
TENOoBbIX KapT BO3MOXHA UCKIYMTENBHO C UCMOMb30BaHM-
€M Crneuuan13npoBaHHbIX UHCTPYMEHTOB W BUbNMOTEK, YTO
obycnoeneHo cneunduUHOCTbLIO Takoro cnocoba.

JInHeiiHble rpaduKku SBNAKOTCA YacTbiM CMocoboM BU-
3yanu3aum, NocKoMbKY OHW NO3BOASIOT 0T06pasuTb U3Me-
HEHUS YPOBHS FETEPO3UTOTHOCTU OTHOCUTENILHO KOOpAMHAT
reHoMHoM cbopku. Mo ocu X, cornacHo opueHTauuu B cbopke
reHoMa, OTKNIaAblBalOTC NoCNefoBaTeNbHO 06beANHEHHbIE
ckabdongbl, a Mo 0cM y — YpOBEHb FETEPO3UrOTHOCTW.
TaKol noaxop, N03BoNSET NPOBOAMTL OLIEHKY KaK Ha YpOBHE
Kawgoro ckabdonaa, Tak U ans Bcero reHoMa. Hanpumep,
3T0 6ObINIO BLINOIHEHO B paboTe Mo M3Y4YeHMI0 FeHETUYECKO-
ro pasHoobpasus nNonynAaLMIN TaH3aHUACKOTO U UHAMIACKOrO
nbBoB (puc. 5, a) [63]. JInHeliHble rpadmku Takxe BCTpe-
YaloTCs B MCCNef0BaHMM 0COBEHHOCTEH reHOMUKU MOPCKOiA
BbIAPbI, B MybiMKauuu reHoMHon cHOPKM XpOMOCOMHOrO
YPOBHS N1 AOMallHel cobaku 1 B paboTe, MOCBSALLEHHOM
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Fig. 4. Cumulative distribution plot of ROH at different length cut-
off threshold for lions from different populations. Original image
from [63]
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Puc. 5. lpuMepbl BU3yanusaumm cpeaHeii reTeposuroTHOCTV B OKHaX MpY NMOMOLLM JIMHENMHBIX TPAaUKOB 1 TEMNOBON KapTbl: @ — CPefHss
reTepo3nroTHOCTb B CKOJb3ALLMX OKHaX pa3MepoM 500 ThiC. N. H. y TaH3aHUIACKOrO 1 MHAMWACKOrO IbBOB N0 reHOMHOM chopke adpuKaHCKoro
NbBa. XpOMOCOMbI NOC/IEA0BaTENbHO 06beAMHEHbI MO OCU X; b — TennoBas KapTa MIoTHOCTH reTepo3uroTHbIX SNP Ha ocHoBe reHOMHOi
cOOpKY XpPOMOCOMHOTO YPOBHS 151 CaMLia eBPA3UIACKOI peyHoii Bblapbl. [eTepo3urotHele SNP noacumTbiBanmcb B OKHax pa3MepoM 1 MfH . H.
1 MacwTabuposanmeb B SNP / 1 Thic. n. H. OpuriHanbHble 3o6paxenus u3 [61, 63

Fig. 5. Examples of visualization of mean heterozygosity in windows using line plots and heat maps: a — mean heterozygosity in 500 kbp slid-
ing windows in Tanzanian lion (orange plot) and Indian lion (blue plot) based on African lion genome assembly. Chromosomes are sequentially
merged along the X axis; b — heat map of heterozygous SNP density based on chromosome-level genomic assembly for male Eurasian river
otter. Heterozygous SNPs were counted in 1 million bp windows and scaled to SNP / 1 thousand bp. Original images from [61, 63]
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“ccnefoBaHUI0 BOSIKOB C ocTpoBa Ain-Poinan [44, 48, 59].
BaxHO yunTbIBaTh, YTO AaHHbINA CNOCOD BU3yanM3aLmm Ma-
CKVPYET JIOKasbHble OTKIIOHEHUS OLEHOK reTepo3uroTHOCTH
13-3a MeJIKOro MacLuTaba, NOCKObKY BeCb FeHOM NpeacTaB-
JIeH B BUJle OJHOT0 HenpepbiBHOro rpaduka. TeM He MeHee
NpeyMyLLEeCTBO MOAX0AA 3aKIOYAEeTCA B BO3MOXHOCTMU UC-
Mnosib30BaHus B Cly4ae, eCiv ANS UCCNeyemMoro Buaa oTcyT-
CTBYET reHoMHas cbopka XpoMOCOMHOro ypoBHs. 0TMeTUM,
UYTO [aHHbI/ BapUaHT OTJIMYHO NOLOWAET ANs AEMOHCTPaLMM
PE3KUX U3MEHEHWIA OLIEHOK reTepo3uUroTHOCTW NpK Yepeso-
BaHuM ydacTkoB ROH 1 ROHet.

OpuH U3 Hambonee HarnsaHbIX cnocoboB rpaduuecko-
ro NpefCTaBfieHUs TeTePO3UroTHOCTU ANS BUAOB C AOCTYM-
HOM COOPKOM reHoMa XpPOMOCOMHOIO YPOBHA — TEMJOBbIE
KapTbl, NpeacTaBnistowme coboii HarnsgHoe u30bpaxeHue
MOTHOCTU reTepo3uroTHbIX Unn romo3urotHelx SNP, nog-
CUMTaHHbIX B OKHaX QUKCUPOBAHHOIO pa3Mepa, Npy NoMoLLm
PaHXMPOBaHHOM LIBETOBOM NanuTpbl [66]. 3HaYeHWe OLEHKU
CpefHen reTepo3UroTHOCTM KaXKOoro OKHa oTobpaaetcs
MpY MOMOLLYM COOTBETCTBYIOLLErO [ AAHHOMO AManas3oHa
LiBeTa, TO eCTb MPOMCXOAUT TaK Ha3blBaeMoe BUHMpoBaHMe
OLEHOK. JTO K/l0YeBOE OT/IMYME TEeMoBbIX KapT OT BCEX
BbILLIENEPEYMCIIEHHBIX CMOCOD0B BU3yanu3aLmm, NOCKOMbKY
B [laHHOM CJly4ae NPOMUCXOAMT NEPEXOA K KOLMPOBKE YpOB-
HS reTepo3uroTHOCTM NpX NOMOLLM LBETa, 4TO crnocobeTayeT
YMeHbLLEHN0 pa3Mepa rpaduKa C MUHUManbHOW MoTepeii
MH(opMaLmn.

OueBUAHO, BBIMOMHUTL BM3yanM3auUMio reTepo3vroTHoO-
CTU N0 XPOMOCOMaM MOXHO U B BUE NIMHENHOT0 rpadmKa,
NpeACTaBMB UX He MOC/ef0BaTeNlbHO Ha OCW X, @ B BULE
060cobneHHbIx nogrpaduko. OAHaKO B TaKOM cilyyae ocb Y
OIS KaXKAO0ro M3 HUX MPUAETCA 3HAYUTENBHO YBEWMYUTD
AN HarnNAgHOCTW, BCNEACTBME Yero 0bwmin rpauKk cunb-
HO BBbITAHETCS M0 BEpPTUKanM Bo 3bexaHue nepeKpbiBaHWN.
Mpu Mcnonb30BaHWUM FreHOMHBIX CHOPOK XPOMOCOMHOTO YPOB-
HSAl XpOMOCOMHbIe CKad okl NooYepejHO OTPMCOBBIBAKOTCA
B BU[e TPEKOB — MPOTSIKEHHBIX NMPAMOYTOSIbHAKOB, Kabli
U3 KOTOPbIX MpeAcTaBnseT coboi OTAENbHY0 XpPOMOCOMY.
Kak cnepcteue, AnMHA Kaw[oro U3 TPEKOB MPoMopLuo-
HaslbHa MPOTSXXEHHOCTW COOTBETCTBYIOLLErO XPOMOCOMHOMO
ckaddonpa B reHoMHoii cbopke. Takum obpasoM, Konmue-
CTBO TPEKOB COOTBETCTBYET ranionaHOMy Habopy XpoMOCOM
uccnegyemoro Buaa. lonyyeHHble TPEKU MOXHO paccMaTpu-
BaTb KaK OTAENbHO, TaK U B COBOKYMHOCTMW, YTO MO3BONISET
He TOJIbKO OMpefenuTb KOOpPAMHATbI YYacTKOB C MOBbILLEH-
HOM WAM MOHMXEHHOW TeTepo3vroTHOCTbH), HO W OLEHUTH
06LLMI ypOBEHb reTepO3UroTHOCTY BCET0 FreHoMa.

TennoBble KapTbl OTKPbLIBAKOT Maccy BO3MOXHOCTEN As
nocnesyoLLero aHanu3a, bnaroaaps Y4emy akTMBHO UCTONb-
3yeTca B COBPEMEHHbIX MCCNefoBaHuMsX. Tak, oTobpaxeHue
reTepo3nroTHOCTH MOA0BHBIM CNocoboM 6bi0 BbIMOAHEHO
B paboTe Mo WM3yyeHMi0 BOCbMM BMAOB MIEKOMUTAIOLLMX,
WecTb M3 KOTopbIX 3aHeceHbl B KpacHyto KHury Mexay-
HapoLHOro Cow3a oxpaHbl npupogpbl [61]. B pesynbrare,
B FEHOMe eBPa3MIACKON PeyHol BbIApbl YAAN0Ch BbISBUTL

Vol.21(4)2023
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BbICOKYI0 FeTEePO3UrOTHOCTb JIULLbL B HECKOJIBKUX XPOMOCOM-
HbIX y4acTKax (puc. 5, b), 4T0 NO3BONMIO YCOMHUTLCA B paHee
YCTaHOBNEHHOM r0banbHOM cTaTyce 3toro Buaa. Crout 06-
paTUTb BHUMaHWe, YTO CripaBa Ha NpeSCTaBeHHOM PUCYHKe
pacronaraetcs flereHaa ¢ Avana3oHaMu OLEHOK reTeposu-
rOTHOCTM, KOTOpast ABNsAETCA HeobxoauMoli B cyyae BU3ya-
NU3aumMM MpY MOMOLLM TEMioBOK KapTbl. [aHHbIM noaxop
rpaduyecKoro oTobpaxeHuUs reTepo3nUroTHOCTH BCTPeYaeTCs
u B apyrux nybnukaumsx [58, 59, 67]. PacnpocTpaHeHuio Ta-
KOro noaxoja rnaBHbIM 00pa3oM cnocobCcTBYeT yaeLlesne-
HWe TEXHONOTWI MO MOJYYEHMI0 KaYeCcTBEHHBIX MOJTHOreHOM-
HbIX JaHHbIX C BbICOKMUM MOKPBITUEM U MOABIIEHUE TEHOMHbIX
cbOpOK XPOMOCOMHOTO YPOBHS.

Takum o0bpasoM, BaXHO NMOAYEPKHYTb, YTO CMocob Bu-
3yanu3auuu 3aBUCUT, BO-NEPBbIX, OT Lienei UccieoBaHus,
BO-BTOPbIX, OT JOCTYMHbIX FTEHOMHBIX AaHHBIX U, B-TPETbUX,
OT YPOBHS,, Ha KOTOPOM XQYETCA OLEHUTb reTepPO3UrOTHOCTb.
XoTsl B NpeACTaBNeHHbIX Bhbllle cnocobax NpocnexuBaeTcs
pasBUTME, BCE OMMUCaHHbIE MOAXOAbI OCTAIOTCS aKTyaslbHbIMMU
M KOMNEMEeHTapHbIMKU LpYr OPYrY, MOCKOMbKY MO3BOASHT
OL,eHWBaTb reTepO3MroTHOCTb Ha Pa3NMYHbIX FEHOMHBIX YPOB-
HAX. B coBpeMeHHbIX paboTax uccnefoBaTeny, Kak npasuno,
He OrpaHN4MBAlOTCA OAHUM NMOLXOLOM, MOCKOMbKY Kanpbil
U3 HUX MO3BONSET MOCMOTPETb HAa FeTepO3UroTHOCTb MO
pasHbiMM yrnamu. KnioueBble 0COBEHHOCTM BbILLIEM3NOKEH-
HbIX MeTO[L0B MpefCTaB/eHbl B TabuLe.

PA3BUTUE UHCTPYMEHTOB 1A
BU3YANTU3ALIUW NETEPO3UTOTHOCTHU

Yrobbl nyywe cnenutb 3a NpOrpeccoM NOAXOAO0B Ans
BW3yanM3auuW reTepo3UroTHOCTM, HYKHO CHayana npo-
CNeauTb, KaK HOBble TEXHOAOMMM, BOMPOCHI M TEHAEHLMM
BM3YyaM3aLmn reHOMHbIX JaHHbIX GOpPMMPOBanUCL Ha Npo-
TAXKeHUM nocnegHux net. Bnnots go 1990-x rogos nokanb-
Hble 1 rnobanbHble anropuTMbl MApPHOrO U MHOXECTBEHHOIO
BbIpaBHMBaHWA NOC/e0BaTeNIbHOCTEN, TaKMe KaK anroputM
Cmuta — BatepmaHa u anroput™ HuanMaHa — ByHua, 6binm
B LLEHTPe BHUMaHWs Npu paspaboTke MeToA0B brouHdopMa-
THKM [68, 69]. Ha nx ocHoBe Bbinn co34aHbl MHOrOYMUCIIEHHbIE
MHCTPYMEHTbI A5 BbIPaBHUBAHMUSA NOCNEA0BATENILHOCTEN, Ta-
kue kak MUSCLE, T-Coffee, MAFFT u ap. [70-72]. Mockonb-
Ky LaHHble anroputMbl Bbin He paccuMTaHbl Ha bonbLume
06beMbI AaHHbIX, pe3ynbTaThl BblpaBHUBAHWUA COXPaHANMCh
B WHTYMTUBHO MOHATHBIX CTPOKax B TEKCTOBOM dopMare
¢ ASCIl-KoanpoBKoW. MHOrMe aKTMBHO NMPUMEHSIEMblE WH-
CTpyMeHTbl (Hanpumep, BLAST) fo cux nop He NuLeHb
ONUMIA 1A BU3yanu3aLMu pe3ynbTaToB BbIpaBHUBAHUS MO-
cnefoBartenbHocTel B nofobHoM Buae [73]. Mo3gHee MHorve
MPOrpaMMHble PeLLeHNs BCe e MPUMEHSN Ba30Bble CXEMbI
nosnyyeHns U30bpaxkeHns, BKIKOYAlOLWME MCMOMb30BaHMe
LBeTa Ans oTobpaxeHns COBMajalLMX U HeCOBMafatLLmMX
HYKIEOTMAO0B UMK, Yallle, aMUHOKMCIOT B BbipaBHUBAHUAX
OenKoBbIX nocnefoBaTeNbHOCTeN [74]. X0TA 3TU UHCTPYMEH-
Tbl OKa3a/lnUCb YCMeLHbIMU AN HeDOMbLIOr0 KoNnyecTBa
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Table. Characteristics of heterozygosity visualization approaches

TpebyeMmblit TUN
BXO[HbIX AaHHbIX

Tun guarpammbl Bo3MoxHocTH

OcobeHHocTH

CpaBHeHme KoJiyecTBa retepo-

YHuBepcanbHbI cnocob BuU3yanu3aumm

Cronbuaras
MarpamMma 1 roMo3uroTHbIX SNP 1 pasnuyHbIx LS CPABHUTENBHOMO aHanM3a.
P METPUK reTepo3nroTHOCTM He oTpaxaet nokanusaumio SNP
KonunyectBo SNP
MoaxomuT TONbKO ANs 0TOBpaXeHus
Kpyrosas LSl MHOXKECTBa .
AHArpaMMa 0CoBeit 3HaYMMBIX Pa3/Mumii B OLIEHKaX.
He otpakaet nokanusaumo SNP
[narpammei Busyanusaums yHUKanbHbIX U 06LLMX Mopxoaut ans BU3yanusauum MHoxect SNP
BeHHa SNP nd He bonee 6—10 ocobei
Busyanusaums pacnpeneneHui oLeHoK fl710X0 MOAXOAMT AN CpaBHeHiA
lcTorpamma 1. MHoxecTBo y pacrip pacnpejeneHnit HeCKONbKMX 0cobeil.
o reTepo3nroTHOCTH
3Ha4eHun He otpaaet nokanu3aumio SNP.
LNS HECKOJIbKUX n .
[lMarpamma ocobeit 13 ofHoi OTobpaxaet cpepHee/MeamaHHoe O[IXOAMT N8 BU3YyasU3aLumn pacnpenieneHum
pasmaxa nonyAALMM 3HaYeHMe, HUXHUIA N BEPXHWUIA KBapTUIH, A1 HECKOJTbKUX 0C0Belt Ha 0f\HOM rpagduke.
2 MnoTHocTy  MVHMMarbHO M MaKCUMarbHoe 3Haue- He otpaxaer niokammsaumio SNP
CHOMTIASHAS SNP 110 OKHaM HUe, a TakxKe BbIBpOC 'jaﬁOPa OLIEHOK [varpaMma aHanoruyHa guarpamMme pasmaxa.
,u,Mgr aMMa [L19 0fHOM ocoby A1 HECKOJIbKIX 0cobeit UM NoTHO- Mopxoaut ans oTobpaXKeHUs MyNbTUMOAAMbHBIX
p creit SNP ans oaHoit ocobu pacnpenenenui. He otpaxaet nokanusaumio SNP
. WHBI y4acT- Mooxoout Ans hOpMMpPOBaHUSA TUMOTE3 O COCTOSA-
KymynaTuBHbIn finel y OtobpaaeT KaK KonM4ecTBo, TaKk AXORAT AN1A GOPMIMD
ko ROH/ROHet HWUW 1 CTPYKTYpe NonynAuUmM Ha OCHOBaHUU TpaeK-
rpadmk o U NPOTSKEHHOCTb FEHOMHBIX Y4acTKOB
LNsi OfHOM 0cobu Topum rpaduka. He oTpaxaet nokanusauuo SNP
OTobpaaeT OLEHKM reTepo3nroTHOCTH
TIMHEIHbA Ha ypoBHe reHoMHoiA cbopkm noboro 3-3a HM3KOro pa3peLLeHns MacKupyeT
rpadiK ypoBHs.. Moaxoaut B cnyyae, ecnm JIOKasIbHble U3MEHEHMS FeTEPO3UrOTHOCTU

MnotHocTH ROH 1 ROHet

SNP no oxkHam
JLNA 0fHOI 0cobu

Tennosas KapTa

HOr0 YpOBHSA

BaXXHO NMOKa3aTtb YepeaoBaHNe perMoHoB

B npegenax ckapdonpa

KaK 1 nuHeiHbIi rpaduk, noaxoaut
KaK )19 0TODpakeHUs YepeioBaHus pe-
rnoHoB ROH v ROHet, Tak u onga obuuein

OLLEHKW reHOMHOMN reTepo3uroTHOCTM.
TpebyeTcs reHoMHas cbopka XpoMoCoM-

MoaxonuT ANs MAEHTUUKALMM YHaCTKOB C Mo-
BbILLUEHHOM UMM MOHIKEHHOI reTepo3UroTHOCTbH.
lnoxo NOAX0AMUT ANIS CPABHUTENBHOMO aHanM3a
reTepo3nroTHOCTU HECKOMbKIUX 0cobei

KOPOTKMX NOCNef0BaTeNbHOCTEl, BO3HMK BOMPOC OTHOCH-
TENIbHO WX MPUMEHUMOCTU ANs AaHHBIX MOJHOrEHOMHOM0
CEKBEHMPOBaHUS BOMbLLNX FEHOMOB.

MpoekTt «1000 reHoMoB», B paMKax KOTOpOro 6bis Bbl-
MOJIHEH BCECTOPOHHMIA aHanu3 reHeTUYECKUX BapuaLmin Ye-
JI0BeKa, U MeXayHapoaHbIi NpoekT «HapMap» ans eisiBne-
HWSA 0BLLMX reHETUYECKMX BapuaLmin CPeam NIOLEN U3 PasHbIX
CTPaH, ABNSIOTCSA NMLLb HECKONIbKUMU MPUMepaMu PesKoro
yBeninyeHns obbema bronoruyeckux aaHHbx nocne 2005 r.
[75, 76]. Takue KpynHoMacLUTabHble Habopbl FeHOMHbIX AaH-
HbIX NOTPeboBanM MOLLHbIX MHCTPYMEHTOB AN 06paboTky
W rpaduyecKoro npeLcTaBieHUs NOJy4aeMbIX Pe3yNbTaToB.
370 cTano Ha4anoM Ans aKTUBHOWM pa3paboTKW FeHOMHbIX
bpay3epoB, NpegHa3HaueHHbIX 45 06paboTkmM bonbLlumx 0bbe-
MOB MH(OpMaLK, BU3yann3aLMn reHOMHbIX COOpOK M UH-
Terpaumu ¢ aHHoTaUMaMW U3 pasnnyHbIX penosutopues [77].
B HacTosLLee BpeMs AOCTYMHO M LIMPOKO UCMOMb3YeTCS MHO-
JKecTBo reHoMHbIx bpaysepos: UCSC Genome Browser, IGV,
Ensembl [78-80]. MonobHble NporpaMMHbIe peLLeHNs No3Bo-
NS0T M300paxaTh Kak reHoMHble COOpPKU M BbIPaBHMBAHUA
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MPOYTEHWI, TaK U TEHOMHbIE NEPECTPOIKM U FTeHETUYECKME Ba-
puaumm. OtaensHo ctouT Bbiaenutb Unipro UGENE — yHuBep-
CasbHbIA POCCUMCKUI NPOrPaMMHBIN NAKET C rpauyecKnM UH-
TepdelcoM, NO3BONSHOLLMA HE TOIBKO HarNISAHO NPeLCTaBNATb
MoSTy4eHHbIE Pe3ybTaTbl, HO W BbINOJHATL 06paboTKy AaHHbIX
CEKBEHMPOBAHWUSA: OCYLLECTBAATb aHHOTALMIO, BbIpaBHMBaHWE
nocnefoBaTeNlbHOCTEN U MHOrOe [pyroe, BrioTb A0 PEKOH-
CTPYKUMM mnoreHeTUHECKMX fepeBbeB [81].

XoTs BbILLENEpeyYnCsieHHble MPOrpaMMbl XOpOLLO 3a-
pexkoMeH[0Bann cebs npu pabote ¢ GonblwMMKM 06BEMa-
MW KOPOTKMX NOC/ef0BaTeNIbHOCTEN OTAENbHbIX FEHOMHbIX
IOKYCOB, OHU OCTAIOTCA MPAKTUYECKU HEMPUMEHUMbBI Npy
pabote ¢ 60/bWMMM 06BEMAMU MOSHOTEHOMHBIX AaHHbIX.
bornee Toro, coBpeMeHHble MccnefoBaHns B obnactu npu-
POLOOXpaHHOW 6BuonorMM 3ayacTyle nojpasymeBanT 06-
paboTKy MHOecTBa 00pa3LoB, YTO BHEC/IO 3HAYUTENbHbIE
u3MeHeHus B paboty uccnegosatens. B yactHocTH, oLeHKa
reTepo3nUroTHOCTM C UCMOSIb30BaHNEM MOJIHOTEHOMHbIX AaH-
HbIX OCYLLECTBNSETCA Ha BbICOKONPOWU3BOAMTENbHBIX Bbl-
uncnmuTeNbHbIX KnacTepax be3 rpaduuyeckoro uHTepdeiica.
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N xoTAa cyLiecTByeT MHOXECTBO MHCTPYMEHTOB MO OLiEHKe
reTepo3vroTHOCTW, peanu3oBaHHbIX B BuomHbopmaTuye-
CKWX NPOrpaMMHbIX MHCTPYMeHTapusax o pabote ¢ daitnamu
B ¢opmate VCF (variant call format), Takux kak VCFtools,
QYHKUMOHAN ona rpauyeckoro npeacTaBneHUs MofayyeH-
HbIX pe3ynbTaToB ocTaeTca 6e3 BHMMaHWA [82]. Wckniove-
HMeM MoXKHO cuutatb BCFtools, koTopbiit BKItoYaeT B cebs
He ToNbKO GyHKuMio ana noucka ROH, Ho u ckpunt ons
npeACTaBNeHNs YACNO0BON MHGOPMALMK B BULE JUHEHOrO
rpaduka [83]. OnHako nopobHble peLleHns pesKo UCTosb-
3yl0TCA UCCNeAoBaTeNaMu Ans U3006paxeHns MoayyeHHbIX
pe3ysbTaToB Mo NpUYMHE CBOEN HU3KOW (QYHKLUMOHANBHOCTH
1 rmbrocTn. Hanbonee YacTblii cLieHapuiA UCCe40BaTeSIbCKOM
paboTbl, 3T0 pa3AenieHre 3Tana BbIYUCIIEHNS Pa3NIUYHbIX OLe-
HOK reTepo3nroTHOCTM U 3Tana BU3yann3aLuu.

N3BecTHO, UTO CXEMa aHanM3a reHOMHBIX LaHHbIX BKJIH0-
YaeT MHOXEeCTBO 3TaroB MO BbIABAEHWIO, KOHTPOMIO Ka-
yectBa W ¢unbTpaumm SNP. B uensx aKoHOMMM BpeMeHw
1 BO3MOXHOCTM BOCMPOM3BELEHUS Pe3y/nbTaToB BO3HWKIA
HeobxoaMMOCTb aBTOMATW3aLMKU BbIYUCIIEHUA NOCPEACTBOM
CKPUNTOBbIX SI3bIKOB NPOrpaMMUpOBaHMs, Takux Kak Python
u R [84, 85]. TakuM obpasoM, B HacTosLLee BpeMs Hanbosb-
Luee NpeanoyTeHne YAENAeTCa NPOrpaMMHbIM NakeTaM Ans
BM3Yya/i3aLym, KoTopble pacLuMpslT QyHKUMOHAN A3bIKOB
MPOrpaMMMUPOBaHNA U KOTOPblE MOXHO [00aBUTb B BULE
obocobneHHoro ckpunTa B 06LLUYI0 CXeMy aHanu3a reTeposu-
FOTHOCTU B KayecTBe (MHaNbHOro atana.

OaHMM 13 Takux nporpaMMHBbIx naketos sensetcs MACE,
0CHOBaHHbIV Ha bubnnotexke Matplotlib s3bika nporpamMmm-
poBaHusa Python [86]. [laHHbIA NaKeT BKIOYaET B cebs npo-
rPaMMHbIe CKPUNTbI A5 OLLEHKU CPeLHEN reTepo3nuroTHOCTH
B OKHax 1 NOC/eLyoLLMM MoflyYeHeM U300paXeHus B BULE
[marpamMm pacnpefeneHus 1 TennoBbIx KapT. Ewle oouH uH-
cTpymMeHT — nakeT JLOH, ucnonb3yemelin ans BbisBNEHMS,
GunbTpauMM 1 aHanm3a hparMeHTOB reHOMa C HU3KWUM YpoB-
HeM retepo3urotHocTy [87]. CrouT TaKKe 0TMETUTb NaKeThl
Ans s3blka R, B yacTHocTy, nakeT karyoploteR, koTopbiii co-
LEPXUT MHOXECTBO WHCTPYMEHTOB [J18 BU3yanu3auuu re-
HOMHbIX aHHBIX, B TOM YMC/e OLEHOK reTepo3urotHocTu [88].
[na rpaduyeckoro npeacraenenns ydactkoB ROH u ROHet
CYLLECTBYIOT OTAENbHbIE MaKeTbl ANs A3blka R, K KOTOPbIM
MOXHO oTHecTn RZooRoH, HandyCNV, detectRUNS [89-91].
BaxHo cKasaTb, YTO HECMOTPSA Ha CyLlecTBOBaHUe 0bLie-
npuHsATbIX GopmMatoB VCF n BED, cospaHHbIX A1 XpaHeHus
FeHeTUYECKUX BapuaLMin U WX MeCTOMOMOXEHU B FEHOME,
Ka[ibli U3 BbILUENEPEYMCIIEHHBIX MHCTPYMEHTOB UMEET CBOVA
cneumduyeckuii hopmat BXOAHBIX AaHHbIX.

OTMeTUM, 4TO NaKeTbl U BUBNMOTEKM ANS BU3yanu3aLmum
4acTo MCMONb3YKTCA B YHUBEPCANbHBIX Cpesax pa3paboTky,
KoTopble NO3BONSAIOT NUCaTb KOA U NpeLCTaBNATb UH(OpMa-
LMI0 B MHTEPAKTUBHOM pexuMe. B cnyyae Python K Takum
cpeaam MoxHo oTHect Jupyter Notebook, a B cnyyae R —
Rstudio [92, 93]. Pabota B AaHHbIX cpefax pa3paboTku Ha-
MOMMHAET HamuCcaHWe 0THETOB, Pa3feNieHHbIX Ha BNoKM Koga,
BM3Ya/I13aLmio U LONONTHUTESbHbIE KOMMEHTapUU.
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3AKJIO4YEHUE

06nacTb BU3yanu3aumm 61onornyeckux JaHHbIX akKTUBHO
pa3BKBaeTCS N0 Mepe YBeNUYeHNS CIOXKHOCTU M 06beMa pe-
3yNbTaToB, NOJYYEHHbIX C UCMOSIb30BaHUEM MOJTHOrEHOMHBIX
LaHHbIX. B nocnesHue rofpl, npenMMyLLecTBeHHo bnarofaps
BO3pOCLUMM 00bEMaM TaKUX LaHHbIX, HabnoLaeTcs TeHAEH-
LS K U3y4eHWI reHEeTUYECKOro pa3Hoobpasus Ha Bcex Bo3-
MOXHbIX ypoBHAX. Kak cneacTsue, y uccneposareneil Bos-
HWKaeT MoTpebHOCTb B YHWUBEPCANbHBIX MHCTPYMEHTapusX
KaK Ans OLEHKHW, TaK 1 Ana rpaduyeckoro npeacTaBieHus
reTepo3vroTHOCTW. boNbLUMHCTBO CYLLIECTBYIOLLMX Ha AaHHBIN
MOMEHT WHCTPYMEHTOB peasin3oBaHbl B BUAE NPOrpaMMHbIX
MaKeToB, PacCLUMPAIOWMX BO3MOXHOCTM 0bwwmx 6ubnuo-
TeK ana dopmupoBaHus nsobpaxenus. K coxanenuto, ux
YCTaHOBKA U WUCMO/b30BaHMe TpebyeT onpefeneHHbIX 3Ha-
HWiA oT uccnepoBatens. MoMuMMo 6a30BbIX HABLIKOB Mpo-
rpaMMUpOBaHKSA, 3a4yacTylo 06s3aTefibHbIM TpeboBaHWEM
ABNAETCA YMEHWUe BbIMOJHATL BbIYMCIIEHNS HA YAANeHHbIX
BbICOKOMPOM3BOAMTENbHBIX KNacTepax, 4to obycnoene-
HO 60n1bLUMM 06EMOM FEHOMHBIX LaHHbIX (BecATKM Tepa-
0aiT), 0bpabaTbiBaTh KOTOPbIE Ha NI0KasIbHOM NepCOHaIbHOM
KOMMblOTEPe He NpefcTaBnseTcs BO3MOXHbIM. [lpobne-
Ma TaKXKe 3aK/l4aeTcs B OTCYTCTBUM YHUPULMPOBAHHOMO
(opMata Ans XpaHeHUs OLLeHOK reTepo3nroTHOCTH, B 0COBeH-
HOCTW pacCyMTaHHbIX MO OKHaM (PUKCMPOBAHHOTO pasMepa.
N xoTa cywecTByeT paclumpsiemMbin GopMat BED B kauecTBe
Heo(MUManbHOro CTaHAapTa, OH MpeTepneBaeT BCAYECKUE
M3MEHEHMs B 3aBUCMMOCTM OT MaKeTa, [/ KOTOpPOro OH UC-
nosb3yeTcs B KayecTBe GopMaTa BXOAHbIX AaHHbIX. 3T0 npu-
BOAMT K HeobxoauMMOCTM CaMOCTOATENIbHO pa3spabatbiBaTh
MHCTPYMEHTLI, NPOrpaMMHble NakeTbl U Aaxe dopMatbl Xpa-
HEHWA [aHHbIX, YTO HEBBIFOLHO C TOYKM 3PEHUS 3aTpayeHHO-
ro BpeMeHu W ycunuii. KpoMe Toro, B CBA3U C OTCYTCTBUEM
CTaH[apTU3MPOBaHHbIX MOAXOAO0B, BO3HMKAeT Heobxonu-
MOCTb M3Y4eHUS! MHOFOYMCIIEHHBIX UHCTPYKLMIA MOJ, Kax bl
WUCMOMb3YEeMbI UHCTPYMEHT, YTO HE MEHee CyLLeCTBEHHO 3a-
MeanseT npouecc aHanu3a. Kak cneacteue, B OTHOLLEHWM
BM3ya/u3aLun reTepo3nroTHOCTU HabnofaeTcs TeHLEeHLMS
K pa3paboTKe HOBbIX WM MOAEPHM3ALMU CYLLECTBYHOLLMX
MHCTPYMEHTOB MNOJ, KOHKPETHYI0 UCCNe0BaTENbCKYI0 3aAauy.

Paspabotka v nonynspu3aums aBTOMaTM3UPOBAHHbIX
KOHBeliepoB no 0bpaboTKe AaHHbIX 0 FeHETUYECKOM pa3Ho-
obpasum u cTaHgapTMsaums GopMaToB XpaHeHUsl MosyyeH-
HbIX METPUK CTAHOBATCA KITOYEBbIMM 33a4aMu B YyuLLEHUN
LOCTYMHOCTW M 0bMeHa MHDOpMaLuMen Mexy uccnefoBa-
Tenamu. Wx peanusaums no3BOSUT YCKOPUTL HayuyHble UC-
CNefoBaHUs U YAYYLWIUTb MHTEPMPETaLMI0 Pe3ysbTaTos, UTo
B KOHEYHOM uTOre OyAeT cnocobcTBoBaTh pa3paboTke Ho-
BbIX MOAXOJ0B MO aHanuU3y reHeTUYEeCKOW WM3MEHYMBOCTH.
bynyuiee uccnepnoBanuid B 061acT NpUpoLo0XpaHHoON bro-
JIOTMM 3aBUCUT OT TECHOr0 COTPYAHUYECTBA MeXay reHeTn-
Kamu 1 bronHdopMaTKaMu € LieNbio Co34aHuUs 0bLmMX CTaH-
[apTOB U pecypcoB, KoTopble N03BonAT Bonee ahheKTUBHO
uccnefoBaTh U BU3yanu3vpoBaTh reTepo3NroTHOCTb.
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