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AHHOTAIIUA

CoBpeMeHHbIE JOCTH)KEHUST B 0O0JJACTM TEHOMHKA W DIUTCHETUKH OTKPBIBAIOT
YHUKaQJIbHBIE BO3MOXHOCTH JIJIi  JIMAarHOCTUKH, MNPOMUIAKTUKUM W  JICUCHHS
HAaCJICJICTBEHHBIX 3a0o0jeBaHuil. ['€eHOMHKAa TIO3BOJIIET BBIABIATH MYTAllUU W
FEHETUYECKUE MapKepbl, ACCOLUMHUPOBAHHBIE C IMATOJIOTMSMH, a DSIUICHETUKA —
IIOHUMATh BIIUSIHUE OKPYKAIOLIEH CPEABI U PETYIIATOPHBIX MEXaHU3MOB HA SKCITPECCUIO
reHoB. B JaHHOW cTaTbe pPacCMOTPEHBI COBPEMEHHBIE ITOAXOAbl K HW3YUYEHHIO
HACJIEJICTBEHHBIX 3a00JI€BaHN, BKITIOYAsi METObl CEKBEHUPOBAHHUS HOBOT'O TTOKOJICHUS,
aHaJIN3 YMUTCHETHUYECKNX MOauUKaIuil U penakTupoBanue reHoma. [loquépkuBaercs
3HAYMMOCTh KOMIUIEKCHOTO MOAXO/a, COYETAIOLIEr0 N€HOMHBIE U DIIUTCHETUYECKUE
JaHHBIE, JUTS pa3pabOTKU MEPCOHATTM3UPOBAHHBIX CTPATETH Tepauu.

KiaroueBble cj10Ba: TCHOMUKA, SIIMT'CHETHKA, HacleACTBeHHEIE 3a00neBanns, CRISPR-
Cas9, IHK-MetunupoBanue, ruCTOHbI, IEPCOHATM3UPOBAHHAS METUIIMHA

1. BBenenue

HacneacrBennbie 3a00€BaHus OCTAIOTCA OJHOM M3 KIIOYEBBIX MPOOJIEM MEAUIIMHBI
XXI Beka, 3aTparuBas MUUIMOHBI JIFOJEH 110 BCEMY MUDY.



TpagunuoHHBIE OAXOABI K JAWArHOCTUKE M JICYCHUIO TAKUX MATOJOIMH 4YacTo
OKa3bIBAIOTCS  HEAOCTATOYHO  3(PPEKTUBHBIMHU, TMOCKOJIBKY HE  yYUTHIBAIOT
MOJIEKYJISIPHbIE OCOOEHHOCTH KOHKPETHOTO MainueHTa. ['eHoMuKka u snureHeTuka, Kak
pa3BuBarolpecs o0nacTh OMOMEIULMHBI, JAal0T HOBBIE HMHCTPYMEHTHI i1 Ooliee
rNIyOOKOro TOHHMMAHMS 3THOJIOTMM 3a00JIEBaHMM, WX paHHEW JUAarHOCTUKH U
WUHVBUIYaJIU3UPOBAHHOTO JICYCHUS.

['eHOMHKA HCCICAYET CTPYKTYPY, DYHKIIMH, SBOIOIUIO M KapTUPOBAHKE TCHOMOB, a
SIUTCHETHKA H3y4JaeT HaclIeyeMble H3MEHCHHUS YKCIIPECCUU I'CHOB, HE 3aTParuBaroIINe
nocienoBatenbHOCTh JIHK. B KOMIIekce 3TH HaIpaBiCHUS MO3BOJISIOT BBISBHTH HE
TOJIBKO MYTAaIlliM, HO W PETYJSATOPHBIC MEXaHH3MbI, CIIOCOOCTBYIOIIHE PAa3BUTHIO
0oJIe3HE.

2. 'eHoMHKA: TUATHOCTHKA M MOJIEKYJISIPHbIE MUIIIEHU

PasButne TexHonoruii cexkBeHupoBaHus, ocobeHHo NGS (Next Generation
Sequencing), cTajao PEBOJIOLHUOHHBIM MPOPHIBOM B M3YYCHUH T'€HETHYECKUX OCHOB
Oone3neil. [ eHoOMHbIE JaHHBIE TTO3BOJISIOT:

e BBIABJIATH TOYHBIC MyTaIlUH, CBSI3aHHBIC C MOHOTCHHBIMH U MYJIbTH(PAKTOPHBIMH
3a00JICBaHUSIMU;

e OIPEACIATh FTEHETUYCCKYIO MPEIPACIIOI0KEHHOCTD K TAKMM 3a00JICBaHHAM, KaK
MYKOBHUCIIH/103, 00J1¢3Hb XaHTHHITOHA, CIIMHAJIbHAS MBIIIICYHAS aTPOUS;

e HCIOJb30BAaTh IIAHEIW TApPIECTHOTO CEKBEHHUPOBAHUS U  IIOJHOTCHOMHOE
CCKBEHHUPOBAHHE TSI TUATHOCTHKH.

['enomuka Takke MO3BOJISIET pa3padaThiBaTh MOJEKYJSIPHBIE MUIICHHU ISl TApreTHOM
tepanuu. Hanpumep, wmytaimuun B reHe BRCAIL/2  sBasitoTcss MHIUKATOpamMu
MOBBILICHHOTO PHUCKa paKa MOJIOYHOM JKEJIe3bl U SIMYHUKOB W HCHOJIB3YIOTCS TPHU
BbIOOpE Tepanuu uaruoutopamu PARP.

3. DnureHeTrukKa: peryjasanus 3KCIPpECCHU U TEPANICBTUIECCKHUE BO3MOKHOCTH

OnureHernyeckue MexaHuaMbl — Takue kak JIHK-mertunuposanue, mMoaudukauuu
ructoHoB, MHUKpoPHK — perynupyror skcmnpeccuto TeHOB 0€3 H3MEHEHUs HX
MOCJIEIOBATEIbHOCTH. DT U3MEHEHHUS MOTYT OBITh BbI3BAHBI (PAKTOPAMH OKPY>KaIOILIEH
Cpelibl, MUTAHUEM, CTPECCOM U J1a’K€ BHYTPHUYTPOOHBIMHU YCIOBUSMHU.

KiroueBrle snureHeTHYECKHUE TTOAXOIbI:

o Mernanposanue JJTHK: runepmerunupoBanrie NnpoMOTOPHBIX 00J1aCTE MOKET
BBIKJIFOYAaTh T'€HBI-CYIIPECCOPHI OITYXOJIEH.

o« Moaupukanusa TIHMCTOHOB: AalECTWIMPOBAHWE W METUIMPOBAHUE THMCTOHOB
BIIMAIOT HA KOMIIAKTU3ALMI0 XPOMATHHA U JOCTYII K T€HaM.

o Hexopupyromue PHK: muxkpoPHK y4actByroT B IOCTTpaHCKpUIIIMOHHOMN
peryjsiiui ¥ UIPAOT pPOJIb B OHKOI€HE3€ M HEUPOJEreHEepPaTUBHBIX
3a00JI€BaHUSX.



[IpuMeHeHre 3MUreHeTUYECKUX JIeKapCTB (AnuAparc) — Takux kak uHruoutopsl JJHK-
MeTUATpaHCepa3 WIKM JIealeTUia3 TUCTOHOB — OTKPHIBAET BO3MOXKHOCTH JICUCHUS
3a001€eBaHUM, CBA3aHHBIX C HAPYIICHUEM PETYJISLUHA SKCIPECCUU FE€HOB.

4. COBpeMeHHLIe TEXHOJOTHUMN: PCAAKTUPOBAHUE U ITIUT'CHOMHUKA

C nosiBneaneM CRISPR-Cas9 cTano BO3MOXHBIM TOYEYHOE PEAAKTHPOBAHUE T'€HOMA.
B neyenuu HacieCTBEHHBIX 3a00JIEBAHUI 3Ta TEXHOJIOTUS UCTIONIb3YETCs JIJIS:

e YCTpPaHEHHS IMATOTCHHBIX MYyTaluid (HampUMep, MPU CEPIIOBUIHO-KICTOYHOMN
aHEeMHH ),

e BOCCTAHOBJICHUS (QYHKIIHH MOBPEKICHHBIX T€HOB,;

e CO3JIaHUS MOJENEH 3a00JIeBaHN HA KUBOTHBIX U B KYJIbTYpaX KJICTOK.

ONUTreHOMUKAa — HOBOE HAaIpaBJICHUE, OOBEAUHSIONIEE YMUTCHETUYECKUE JaHHBIE C
reHoMHoi wHOopMarrer. Mcmonb3oBanue gun-cekBennpoBanus (ChIP-seq), ATAC-
s€q U JAPYTuX METOJOB IMO3BOJISIET KAPTUPOBATH AKTUBHBIC PETYJIATOPHBIE 00JacTH U
MIPOTHO3UPOBATH UX BKJIAJI B 3a00JICBaHUE.

5. IIpo0JieMBbl M NePCHEeKTUBBI
HecMoTpst Ha 3HAYUTENIBHBIN IPOrPECC, CYIIECTBYET PsiJl BBI30BOB!

e CJOXHOCTb MHTEPIPETAUU OOJBIINX O0BEMOB N'€HOMHBIX U SMUTCHETUYECKUX
JQHHBIX;

e HEJOCTATOYHAsI BOCIPOU3BOAMMOCTh HEKOTOPBIX JMUICHETUYECKUX MAPKEPOB;

e OITUYECKHE BOIIPOCHI, CBA3AHHbBIE C PEAAKTUPOBAHUEM SMOPHOHAIBHOIO T€HOMA;

e BBICOKas CTOMMOCTb TEXHOJIOTMM, OTPAaHHYMBAIOIIAS JOCTYIl B KIMHUYECKOU
MTPAKTHKE.

Opnako paszsutue MM u OMOMHPOPMATHKHU MO3BOJSET aBTOMATHU3UPOBATH aHAIM3
JAaHHBIX M pa3palaThiBaTh AJITOPUTMbl NEPCOHATUZMPOBAHHON MeaMLMHBL. B
MIEPCIIEKTUBE BO3MOYKHO CO3JaHWE WHAWBUIYAIbHBIX TEPANEBTUYECKUX IUJJAHOB HA
OCHOBE TOJTHOTO «OMHUYECKOT0» MPO(UIISA MALUEHTA.

6. 3akaouenue

WNHTerpanusi TCHOMUKH W SMUTEHETUKHA TPEIOCTABISAET YHUKAIbHBIE BO3MOKHOCTH B
0opb0e ¢ HacliecTBEHHbIMU 3a00JieBaHusIMU. COBPEMEHHBIE METOJIbl JUATHOCTUKU U
Tepaluy TIO3BOJISIIOT HE TOJIBKO BBIABIATH 3a00JI€BaHUS Ha pPaHHEW CTaauu, HO H
BO3JICICTBOBATH HA MOJICKYJIIPHBIE MEXaHU3MbI UX Pa3BUTH. bymyiiee MeTuImHb —
3a MEePCOHATM3UPOBAHHBIM, JTUYECKHM OOOCHOBAHHBIM W HAyYHO OOOCHOBAHHBIM
MO/IX0/I0M, OCHOBAaHHBIM Ha TJIIYOOKOM IMMOHWMAaHHUM TPHUPOABI YEJOBEKAa Ha YPOBHE
FeHOMa U DIUT€HOMA.
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