OEAEPA/IBHOE TOCYAAPCTBEHHOE BIOAKETHOE OBPA3OBATE/ABHOE

BOJ/ITOI'PA/ICKUI YUPEXXKAEHME BBICIITETO OBPA30OBAHIS
F()CyILAPCTBE}_l.HbIﬁ Boarorpaackim rocyaapCTBeHHBIN MEAMIIMHCKUM VHUBEPCUTET
MEHIHCKHIT ) pad yAap AE YHVBEP ?

YHUBEPCHTET Munncrepcrsa 3gpaBooxpanenus Poccuiickon Pegepanim

Kadeapa pynaameHnTaabHOM MeAUIIMHBI Y1 OM1OAOTUN

CpaBHuTEabHAd reHOMUIKA. MeTOoabl aHaam3
reHoma:

Boarorpaa, 2025 rog,



» BBegenme: Uto Takoe reHOM?
» ['eHOM — MHCTPYKIVI K )KMIBOMY OPTaHU3MY

» Onpegeaenmne: [Toansi HaOOp HacAeACTBEHHOIO MaTepuaja
(AHK nan PHK), cogep>xammuiics B KAeTKe.

» KaroueBble 21eMeHTHI:
» I'ennr: Kogupymomue rmocaes0BaTe AbHOCTY (DK30HBI).
» PeryasitopHble DaeMeHTHI: '1lepexkaroyarean’” reHOB.

» Hexkoaumpyromas AHK: VIHTpOHEI, MOBTOPSHL, "SroucTUYHa"
JAHK.

» AHaaorus: Ecay reHOM — ®TO KHITAQ, TO TeHbl — DTO I1aBbI, a
pery/mToprIe DAeMEeHTblI — 3HaAaKU HpeHI/IHaHI/IH 1 CHOCKII.
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Hd CHOMMKA. HAVKA O DABHEHW I NE DVKIIT

» Ompeaeaenne: Passes reHOMUKY, KOTOPBIN U3ydaeT CXOACTBA U Pa3AN4ls B CTPYKType U (PYHKIIVIX
T€HOMOB Pa3HbIX BIAOB.

» OcHOBHasI I1e4b: BIABUTD 5BOAIOLIMIOHHO-KOHCEPBAaTUBHEIE (YCTOYUBbBIC) DAE€MEHTHI, IIOHATh
(PYHKIIMIOHaABHOCTb I'€HOB U ITPOCAE€AUTD HBOAIOLIVIOHHBIE B3aIMOOTHOIIIEHI.

» KaroueBoii npuHIMIL: To, 4TO BasKHO 4451 JKU3HY, COXPaHIETCs B IIPOLIecce DBOAIOL L.




» Naentudukanysi reHoB: HariTy HOBbIe TeHBI U IIpeAcKasaTh VX PYHKIINIO.

» ITormmanue ssoaronum: V3yunTs Bua000pa3oBaHie, HAMTH OOIINX IIPeAKOB.

» OOHapy>XeHVe KOHCEpBAaTMBHDBIX 91€MeHTOB: BLIsiB1UTh Hanbo01ee Ba>KHbIe 445 XKV3HU y9acTKI TeHoMa,
» JIsydeHne reHOMHBIX IIepecTpoek: IlHsepcun, aAynankanmnm, AeAernumn.

» IlepconaamsuposaHHasa MeaunyiHa: CpaBHeHle TEHOMOB 340POBBIX U OOABHBIX AI0AEIA.



» Cytb: TexHoaoruy, No3poAsIOMINE CEKBEHNPOBATh (OIIpeAeAsATh
I10C/AeA0BaTeAbHOCTh) MIAANOHBI (pparmeHTos AHK
OAHOBPEMEeHHO.

» IIpenmymiecrsa:
» Bbicokas cKOpOCTb: | eHOM yea0BeKa 3a HeCKOABKO AHEIA.

» Hmskas crommocTs: [1o cpaBHeHNIO ¢ KAacCMYeCKUM MeTOA0M
CaHnrepa.

» MaccoBocTb: Bo3MO>KHOCTE paboTaTh ¢ MHOXKECTBOM OOpa3LioB.

» I[Ipumepsnl naardpopm: lllumina, Ion Torrent, Oxford Nanopore.

BbibpaTtb TEKCT

Moacucrema \ Foy

”'\ 2
\ _ _/.
noJga%u /‘{\ L

peareHron

JerexKTopHad
MOACHCTEMA

BercomiremHan
MOACIHCTEeMA



V4
> ITpunanmm Metog tepMmuHanymy nenu (AnAe30KCU-MeTOA).
» CpasHenue c NGS:

» Ilarocwr: O‘-IeHI) BbICOKasI TOYHOCTDL, AAVTHHDBIE HpO‘ITeHI/I}I.

» Mumnycer: Huskas 1poIryckHast CliocCOOHOCTB, 40POTO 4451 OOABIINX
TeHOMOB.

» IIpumenenmne ceroansi: Baanaanus (moarsep>xaeHue)
pe3yabTatoB NGS, cekBeHnpoBaHye OTA€AbHBIX T€HOB.



AHK Tecrosoro 1 pedgepeHcHOro oopasiia.

» Kak paboraet: AHK 2Byx 00pa311oB MeTsTCs pa3HBIMU (PAYOPECLIEHTHBIMY KpacUTeASIMY,
TMOPNAU3YIOTCS Ha 4Ile, Y pa3HHUIla B CBe4eHNN yKa3blBaeT Ha n3MeHeHne yncaa konmi (CNV).

» OcHOBHOe npuMeHeHMe: OHKOA0IM: (IIOMCK aMIIAMpUKaUIl/AeAeuil B OIIyX0AsX), AVMarHoO
HaCAeACTBEeHHBIX 3a001€eBaHmIL.




Metog Ned: I'enomMHbIii prraoreHeTMIECKI aHAAW3
IlocTpoenne pogocA0BHON Ha YpOBHE TeHOMa

CyTtb: Vcrioap30BaHNe ITIOAHOTEHOMHBIX AQHHBIX A5 ITOCTPOEHIS
(pra0reHeTYeCKIX AepeBbeB, II0Ka3bIBAIOIIX DBOAIOIIOHHBIE
B3aJIMOCBSI3IA.

YTo CpaBHMBAETCsI: HOCAQ,ZI,OBaTe/lI)HOCTI/I MHO>KeCTBa
KOHCEPBATMBHBIX T€EHOB AN 11€Abl€ T€HOMBI.

ITpeMyIecTBO Iepea OTaeAbHBbIMM IreHaMM: boaee BbIcOKasl
TOYHOCTH U pa3peliaronias ClIoCOOHOCTb.

[Ipa-
ITpuMep: YTO4HEHIE DBOAIOLIVIOHHOIO AepeBa IIPUMaTOB. ne
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BO3ZHUKIIINE B pe3yAbTaTe B11A000paszoBaHus. Yacro
COXpPaHAIOT cxOXYI10 PpyHKUMIO. (ITpyMep: reH remoraodbmHa y
yeA0BeKa U MBIIIIN).

» ITapaaorm: 'omoa0rM4HEIe TEHEI B ITpejeaax O4HOTO IFeHOMa,
BO3HIUKIINE B pe3yabTaTe AyIIAMKaluy reHa. Yacro
npuoOpeTtaloT HOBble pyHKIUN. (IIprMep: TA00MMHOBBIE T'eHbI
y 4eA0BeKa).

» BaxxHocts: l loHnMaH1e 9BOAIOLIIY T€HOB U IIpeACKa3aHue
PyHKIIMNI.

Va



AHK 2451 moncka obaacTen cxoaCTBa.

» Tunbr:

» Ilomapnoe BoipaBHMBaHMe: CpaBHeHNe AByX nmocaegoBareapHocren (BLAST). /
> MHO)KeCTBEHHOe BpraBHI/IBaHI/Ie: CpaBHeHI/Ie MHOTUX HOC/le,ZI,OBaTe/lBHOCTeﬂ A5 TIOVICKa
KOHCQpBaTI/IBHI)IX yqaCTKOB.
» Pe3yabTar: BrrsiBaeHne romoa0ruy, KOHCepBaTUBHBIX 40MeHOB, MyTauuit (SNP, nnaean).




TO MOJKHO YBUAETDb:
» IloaosxkeHue reHOB.
» DnureHeTnyeckre MeTK! (TYICTOHOBblE MOAVDUKALINN).
> /JaHHble 00 DKCIIPECCU.

» Bapmanum (SNP).

» IIpumepnr: UCSC Genome Browser, Ensembl.

Va



O110A0TMYEeCKOTO BI1AA.

» IIpoGaema oaHOrO reHoMa: PedpepeHCHEIN TeHOM He OTpa’kaeT BCero
TeHeTIYeCKOIO pa3dHoOOpa3us B1Aa.

» YUTO BKAIOUaAEeT IIaH-TeHOM:
» Sapo: I'ensl, ecTsb y Bcex ocoOert.

» O0o0ao0uKa: I'eHBl, €CTb TOABKO Yy HEKOTOPBIX OCOOEIA.

» I[Ipumenenmue: [IoHnMaHMe BUPYAeHTHOCTY OaKTepuii, 3ydeHle IeHeTIYeCKOTO
Pa3HOOOpass MOy ASILIIA.

BuibpaTe TekcT

YHUBEPCANbHbIM FEHOM

* BapuabenoHbin reHom

e YHWUKANbHDIE NeHbl




pUMepB.I:

» Yeaosek m mmmIiaH3e: ' eHoOMBI coBasaioT Ha ~98.8%. CpaBHeHNe ITOKa3bIBaeT KAIO4YeBble pa3ANdlsl B
reHaX, CBsA3aHHBIX C MO3TOM.

» Kut u 6eremor: [loaTBep>xaeHne nx 0A13KOTO poACTBa.

» Heangepraaen u aenncosern: CpaBHeHMEe ¢ TeHOMOM COBPE@MEHHOTIO YeA0BeKa II0Ka3aA0 UCTOpH
CKpeIVBaHNI.




» IIpumepsr:

» Ilomck renos 00aesHern: CpaBHeHVe TeHOMOB 340POBBIX I
OOABHBIX AI0AEV AASl BBISIBA€HNs [IaTOTE€HHBIX MyTallUIA.

> DBOAIOIIMOHHAasA MeaunHa: I lonnmanne, mouemy
HEKOTOPBIe >KMBOTHEIE He 001€I0T paKOM (TOABIN 3eM/AeKOII)
AN ycronmamsel K BI/Y.

» @apmMmakoreHeruka: VIsyuenne reHeTn4ecKyx Bapuaruii,
BAVISIIOIIVIX HA OTBET Ha AeKapCTBa.




> Yayamenne KyabTyp: CpaBHeHVe TEHOMOB AVIKMX V1 KyAbTYPHBIX
pacTeHuI AAs IIOVCKa FeHOB YCTOMYMBOCTU K 3aCyXe, BpeAUTeASIM.

> CQ]IEKI_H/I}I KMBOTHBIX: BrIsIBAeHNIE IreHOB, OTBETCTBEHHDbIX 3a
IPOAYKTVIBHOCTD.

» buounkeHepus: [1oyck 1101€3HBIX TEHOB Y DKCTpeMOPUA0B
(baxTepuy B TOpsIYMX MCTOYHMKAX) AASI CO34aHISI HOBBIX (PEPMEHTOB.




» [Ipumepnr:

» OneHKa reHeTIYeCKOIO pa3dHooOpassa: Maaoe pazHooOpasye B IOy ALY — IIPU3HaK YIPO3bl
BBIMMPaHVIL.

» Tpaccuposka OpakonbepcrBa: CpasHenne JHK 113 KOH(pUCKOBaHHOTO MsIica UAY CAOHOBO KOCTH C
13 pa3HBIX IOy ASALINI A4 OlIpeAeAeHNs ICTOYHIKA.

» JlIsydyeHne MukpoOmoma: AHaAM3 BCero coo0IecTsa MUKPOOPTaHM3MOB B DKOCHCTEMeE




» IIpumepsr:

» Murpanmm aroaen: PeKOHCTPpYKIVs IIyTel pacceAeHNsl YeA0Be4ecTBa I10 MUpYy.
» Victopms ogomammmBanmsa: CpaBHeHVe TEHOMOB APEeBHIX 11 COBpeMeHHBIX COOaK, KOPOB, A0Ia

» Ilaaeorenommka: Cexsennposanne /JAHK 13 nckormaeMbIx OCTaHKOB.



» OcHOBHbBIE ITPOOAE€MBI:

» Orpomubie 00beMbI 4aHHBIX: TpeOyIOTCs MOLIHbIE KOMIBIOTEPHI U
aATOpUTMEI (OnouHpOopMaTHKa).

» KadecTBO cOOpKM reHOMa: PparMeHTPOBaHHEIE 'UepHOBBIE" COOPKI
YCAOXKHSAIOT CpaBHEHIe.

DyHKIIMOHaAbHAasI aHHOTALMs: MBI 3HaeM 110CAe40BaTeAbHOCTD
TeHOB, HO He IIOHMMaeM X (PYHKIIMIO.

DTn4deckye BOIpochl: KoHpnaeHI1aAbHOCTh TeHeTYeCKH
BO3MO>KHOCTDb I'€HeTUYeCKON AVICKPYMUHALIVINA.




ITEPCITEKTUBHDI:

CEKBEHIMPOBAHME "3A $1000": MACCOBOE CEKBEHIMPOBAHIE
VHAVBUAY AABHBIX TEHOMOB CTAHET HOPMO.
ITOAHOTEHOMHGBIN AHA /N3 KAK PYTUHA: B KAVTHMYECKOM
AVIATHOCTVIKE.

CPABHEHME "OMUKC" AAHHBIX: IHTETPALIVSI TEHOMUKI C
TPAHCKPUIITOMMKOU, TTIPOTEOMMKOIW, METABOAOMIMKOI.
MCKYCCTBEHHBINI MHTEAAEKT: A5 ITPEACKA3AHNS ®YHKLINN
T'EHOB I TTOCAEACTBMI MYTALIVI



HACHU00 34 BHUMAHUC.
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