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3akstoyeHmne PAH no oT4yeTy 0 NpoBegeHHOM Hay4YHOM UCCed0BaHUK, O MOJTyHYEeHHbIX HaY4YHbIX U
(MNN) Hay4YHO-TEXHUYECKUX pe3ysibTaTax

3ak/oyeHne eaepasbHOr0 rocyAapCTBEHHOro 6104)KETHOM0 yupexaeHunsa «Poccuinckan akagemus Hayk» no ot4eTam
Hay4HbIX OpraHmM3auumn n obpasoBaTesibHbIX OpraHn3aumni Bbicliero 06pa3oBaHuns, OCYLLECTBAAIOWNX HayYHble NCCNef0BaHNA
3a cyeT cpencTs 6r0aKeToB BloAXeTHON cncTeMbl Poccuiickon ®enepaumm, 0 NPOBEAEHHbIX Hay4HbIX NCC1ef0BaHNAX
(pa3paboTkax), 0 MOJlyHYeHHbIX Hay4HbIX U (MNN) HAYYHO-TEXHUYECKNX pe3ynbTaTax

HauMeHoBaHue opraHu3sauum, OCyLUECTBASAIOLLEN Hay4YHble UCC/Ief0BaHUA 3a CYeT cpencTB 6lop>keToB
6lop>keTHOM cucteMbl Poccuiickon depepauuu, npeacraBUBLLUENR OTYeT

OEAEPAJIBHOE TOCYOAPCTBEHHOE BIOAXETHOE YYPEXXOEHWE HAYKN WHCTUTYT BUOJNIOT NI PA3SBUTUA M. H.K.
KOJIbLLOBA PAH

HaumeHoBaHue yupeauTens nubo rocysapCTBEHHOro opraHa MM opraHusauum, OCyLLeCTBAAIOWUX (PYHKLLUMN U
NOJIHOMO4YMA yupeauTens

‘ MUHWUCTEPCTBO HAYKW W BbICLLErO OEPA30OBAHUSA POCCUNCKOW ®ELEPALINNA

HaumeHoBaHMe Hay4YHOW TeMbl MO HAY4YHbIM UCCJIeA0BaHUAM (panee - Hay4yHasa TeMa)

‘ CDyH,EI,aMEHTaﬂbeIe reHeTmn4yeckme n annreHeTn4yeckme MmexaHn3mbl perynaunm nHQnBmnayaJbHOro pa3BnuTtuA

Kopa (wundp) HayyHOM TeMbl, NPUCBOEHHbLIA yupeauTeneM (opraHmsauumen)

‘FFEE-2024-0010

Homep rocynapcTBeHHOro yyeTa Hay4HO-UCCleaoBaTeIbCKOM, ONbITHO-KOHCTPYKTOPCKOM paboTel B EAMHOM
rocynapctBeHHon MH(POPMaLMOHHO CUCTEME yYeTa pe3yibTaTOB Hay4YHO-UCCenoBaTesIbCKUX, ONbITHO-
KOHCTPYKTOPCKMX M TEXHOJIOTUYeCcKUX paboT rpa>kaHcKoro HasHauyeHus (panee ETUCY HI/IOKTP)3 WIn B
EAMHOM peecTpe pe3ysibTaTOB HAYy4YHO-UCCNIe[0BaTEJIbCKUX, ONbITHO-KOHCTPYKTOPCKUX U TEXHOJIOMMYECKMUX
paboT BOEHHOro, cneuuasibHoro U ABOMHOro HasHa4eHun

‘225013105618-6

CpoK peanusauum Hay4yHOW TeMbl
Fon Havana (AnA NPOAO/HKAOLLNXCA HAaYYHbIX TEM): on oKOH4YaHUsA:

‘ 2024 2026

HauMmeHoBaHue 3Tana Hay4YHOMW TeMbl (ANA NPUKNAAHbIX HAY4YHbIX UCCen0BaHUN)

‘ HeT gaHHbIX

Cpok peanu3auum 3Tana Hay4Hou TeMbl (AaTa Ha4yasia M OKOH4YaHuA 3Tana B bopmate A A.MM.IT. cornacHo
TexXHU4YeCKoOMy 3a4aHuIo)

HaTa Ha4vana: [aTa OKOH4YaHUSA:

‘ 01.01.2024 31.12.2024

Bupa Hay4yHoOM (Hay4HO-TeXHMYECKOW) aeAaTesibHOCTHU

‘ dyHOaMeHTaslbHOoe nccnegoBaHne
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OueHKa Hay4YHOMW COCTaBAAIOLLEN NOJTYHYEHHbIX HaY4YHbIX U HAYYHO-TEXHUYECKUX pe3ysibTaTOB, BbINOJIHEHHbIX 3a
OT4YeTHbIA (PpMHAHCOBLIN roa U (Mnu) sTana paboT cornacHo TeXHUYeCKOMY 3aAaHuIo (AN NPUKAaAHBbIX
Hay4HbIX UCCNe0BaHUN)

1. OueHKa aKTyaJIbHOCTW MPOBOAUMbIX HaY4YHbIX nccnenoBaHun, Hay‘-IHbIVI noTeHuwman n 3HA4YNMOCTb MOJTYHEHHbIX
Hay4HbIX N HaY4YHO-TEXHUYECKNX Pe3yJibTaTOB

WccnepoBaHns, NpoBefeHHbIE B paMKax AaHHOW paboTbl, o6nafaloT BbICOKON Hay4HOW aKTyaslbHOCTbIO, MOCKOJbKY
HanpaB/ieHbl Ha Wu3y4YeHWe QYHAAMEHTasIbHbIX MEXaHW3MOB CTabuibHOCTM TreHOMa, MeXaHU3MOB CTapeHus wu
NaToJIOrMYEeCKUX MPOLLeCCOB. ITO MMEEeT BaXKHOe 3Ha4deHune AJia MoHMMaHusa Guonorn4yeckmx Npoueccos n paspaboTku
WHHOBALMOHHBLIX TepaneBTU4eckux cTpaTeruin. WNcnonb3oBaHMe COBpPeMEHHbIX MeToAoB, Takumx Kak CRISPR-Cas9,
MOJIHOr€HOMHbIA aHannm3 1n 6uomHdpopMaTKa, AEMOHCTPUPYET BbLICOKUIA Hay4HbI noTeHuuan paboTbl. MNMonyyeHHble
pe3ynbTaThbl, BK/OYas BbISBJIEHUE MEXaHU3MOB YCKOPEHHOro CTapeHus, PO CUTHajibHbIX MyTEeM B OHKOreHese wu
pa3paboTKy MeTO[0B KOpPEeKUUN reHeTUHeCKNX HapyLlueHW, NMEeIoT BaKHoe 3HavyeHue ana buomegmuumHbl. OHU MOryT
ObITb MCNONb30BaHbI A4 CO34aHNS NePCOHANM3UPOBAHHbLIX MOAX0A0B K Jle4eHUto 3aboneBaHnin N 3aMensIeHNI0 CTapeHus.
AKTYanbHOCTb MCCNeAOBaHUA NOATBEPXKAAETCA aKTyasibHbIMU TPEHAaMUN B N3Yy4YeHUN TPEeXMepPHON opraHu3aunum reHoma,
SNUreHeTU4YeCKUX MOoOMGMUKALUIA XPOMATMHA M HOBBIMU [AAHHBIMU O POJIN MOOUJIBHBLIX FEHEeTUYECKUX 3S1eMEHTOB B
perynaunmm paHHUX 3TanoB >3MOpuMOHanbHOro pa3suTua. Pa3paboTka npuHUMNOB  "XPOMOCOMHOM  Tepanun'
HacnenCTBEeHHbIX 3aboneBaHUi C UCMOJSIb30BAHUEM TEXHOJIOMNN pefaKTUPOBAHUS FeHOMa TaKXKe SBNSETCSH BaXKHbIM
acnekTom paboTsbl.

2. Hay4Has HOBM3Ha MOMYyYeHHbIX HAaYYHbIX U HaY4YHO-TEXHUYECKNX Pe3ybTaToB.

Hay4Haa HOBM3Ha pe3y/nbTaTOB BbICOKA: BbISABJIEHbI HOBble MeXaHW3Mbl HecTabunbHOCTU reHoma 4epes OHK-PHK
rmbpunabl, M3y4eHbl MPUYUHBI YCKOPEHHOro CTapeHuWs npu cuHApoMe BupemaHa-PayTeHwTpayxa, pekOHCTpyupoBaHa
apontoums reHos d4/Dpf, nokasaHa posb curHanbHoro nytm AHR/CYP B oHkonormn. Pa3paboTaH MHHOBALMOHHbLIA METOL
KOppeKLUMN reHeTU4ecKnx HapylleHun ¢ ncrnonb3sosaHueM CRISPR-Cas9, ycTpaHSAWUA NaTonoruyecknin deHoTun npu
FSHD. 3Tn pe3ynbTaTbl OTKPbIBAOT HOBbIE MEPCNEKTUBbLI AN BoMeanLNHBI U NEePCOHAIN3NPOBAHHON Tepanuu.

(MCro/Ib3YIOTCS MYHKTbI DOPMbI OTYETA, MPUIOKEHNE - OTHET 0 HAYYHO-UCCIIELOBATE/ILCKOM paboTe, a Takxe
00LUENOCTYITHBIE NHBHOPMALINOHHBLIE NCTOYHUKU 1 033kl AHHBIX, POCCUVICKNE Y MEXAYHAPOAHBIE CUCTEMbI HayYHOIr o
UNTUPOBAHMS)

3. OueHKa Ka4vecTBa pe3ysibTaToB (Hy)KHOE oTMe4yaeTcs 1tobbiM 3HAaKOM B COOTBETCTBYlOLLEM KBa,u,paTe)

pe3ysbTaTbl UMEKT BbICOKYH 3HAa4YMMOCTb N HaxoOoAaATCA Ha MNPOBOM ypOBHE \%

pe3ysnbTaTbl 3HAa4YUMbI 019 Pa3BUTUA naHHom obnacTu HayKu (DELLIEHI/IH KOHKPETHbIX NMpuKnagHbIX 3anay) B Poccun

pe3ysibTaTbl HE ABNAOTCA 3HAYNMbIMUN N HE NMEIKT CeprBHOIZ nepcnekTmBbl pa3BnTnUA

KoMmeHTapwui:

Monyy4yeH psaf HOBbLIX MPUOPUTETHBLIX pe3ysbTaToB. [MpoBeAeHbl KOMMIEKCHble WCCeAOoBaHUS C MPUMEHEHUEM
COBPEMEHHbIX MONEKYNAPHO-TrEHETUYECKNX U BMouHPOPMaTMHECKNX METOLOB, BKJIO4AA MOJIHOFEHOMHbIA aHaaus,
TexHonoruto CRISPR-Cas9 u MeToabl MOJIEKYNSAPHON 6Guonornn. IKCNepuUMeHTaslbHble [aHHble, MOJlyYeHHble Ha
MOJEJ/IbHbIX OPraHM3Max U KJETOYHbIX JIMHUAX, MOATBEPXAAOT A4OCTOBEPHOCTb M BOCMPON3BOAVMMOCTb Pe3y/ibTaToB. 3TO
OTKpbIBAET MEpCrneKkTUBbl AN WCMNOJb30BaHMWA HOBbIX 3HaHWA B MEPCOHAJM3NPOBAHHON MeauuMHE W  CO3[aHun
WHHOBALMOHHBLIX TepaneBTMYeCcKux noaxonos. HoBusHa paboT nopTeBepxAeHa nybnmkaumsmMum B 5 MexAyHapoOHbIX
BbICOKOPENTUHIOBbIX XXYypHanax (Hanpumep, Science Advances (IF 13.7)).

4. OueHKa KafgpoBOro noTeHumana

MpoeKkT peann3oBaH BbICOKOKBANINMULUMPOBAHHLIMA 16 COTPYOHUKAMW, BKAOYAsA 3 [AOKTOpa W 7 KaHAWOATOB Hayk.
Lona mMonoabix y4eHbIX B MpoekTe cocTaBnseT 50%. MpoekT crnocobcTByeT MOArOTOBKE HOBbLIX KagpoB B ob6nactu
reHeTMKN, YTO Ba)KHO AN Hay4yHOro coobliecTBa. MccnenoBaHns 0XBaTbIBAOT HECKOJILKO obacTen, 4To yCuamMBaeT UX
HayYHbIA NMoTeHuMan. KayecTBO KaZlpOBOro COCTaBa TaKoOro, YTO eCTb BCE€ OCHOBaHMA MNoflaraTb, YTO MOCTAaBJIEHHbIE
Hay4yHble 3a4a4v 6yayT yCrneLwHo 1 NpogeccnoHaibHO PeLLeHsb.

(MC0JIb3YIOTCS MYHKTbI (POPMbI OTHETA, MPUIIOKEHUNE - OTHET O HaYYHO-UCC/IEA0BATENLCKOM paboTe, a Takxe
00614enO0CTYMHbIE MHDOPMALNOHHBIE UCTOYHUKU U 0633kl AaHHbIX, POCCUICKNE N MEXAYHEPOAHbLIE CUCTEMbI HAYYHOIrO
ynTupoBaHus. [poBOANTCS CPABHUTENIbHbIV @Ha/IN3 COCTaBa 3arpy3Kku KOJIJIEKTUBA, MPEACTAaBIEHHOI0 PAHEE B MIPOEKTE
Hay4HOV TeMbl U MPUBELEHHOIO B OTHETHOU ghopme)
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5. MoTeHunan NpakTNYeCKoro NPUMeHeHUs NoJly4YeHHbIX Hay4YHbIX U HaYYHO-TEXHUNYECKNX pe3ybTaToB.

PaboTa cooTBeTCTBYeT HanpaBsieHWio «lepexol K MNepCOHaM3MPOBaAHHONW MeAULMHE, BbICOKOTEXHOMOMMYHOMY
30PaBOOXPAHEHUID U TEXHOJIOrMsaM 340poBbecbepexeHns, B TOM 4YUCAE 3a CYeT pauuoHasIbHOro MpUMeHeHus
JIeKapCTBEHHbIX MpenapaToB (npexae Bcero aHTubakTepuasbHbIX) W  WUCMNOJIb30BaHUA TEHEeTUYECKUX AaHHbIX U
TexHonorum» n3 CrtpaTernn Hay4yHO-TEXHOJIOrMYeckoro passutus Poccuinckon depepaunn. iccnepoBaHne BO MHOMOM
HOCUT byHOaMeHTallbHblA TEOPETUYECKNIA XapaKTep, packpbiBas 6a3oBble MexaHU3Mbl Perynsumm akTUBHOCTU FEHOB B
OHTOreHese n ocobeHHO B paHHME ero nepunoabl. B To xe BpeMs, UMeHHO paHHUIA Nepuoj pa3BUTUA ceryYac HaxoauTCs B
hoKyce MpucTanbHOro BHMMaHUA B 061acTn penpoayKTUBHON MeAuunHbl, reHeTukn, 3KO n B uesnom BPT. Bo3MOXHO B
3TOM cepe NosyyYeHHble AaHHble, B TOM YWCJE€ MO aKTUBHOCTU MOOMIBbHBLIX FE€HETUYECKUX dNeMeHTOoB, byayT MMeTb
3HayeHune B oueHKe HecTabunbHOCTY reHoMa aMBpUOHOB 1 X Bbibopa AN1s nepeHoca B Unknax KO.

6. YpoBEHb HAay4YHOr0 U HAaY4YHO-TEXHMYECKOro COTPYAHNYECTBA, B TOM YMC/ie MEXAYHAaPOAHOIr0 B PaMKax BbINOJIHEHUS
Hay4YHbIX UCC/IEN0BaHUN (y4acTue B MEXAYHAPOAHbLIX U POCCMINCKUX UCC/IeN0BaTENIbCKUX NMPOorpaMMax, NpoeKTax,
Hay4HbIX KO/abopauusix N KOHCOPLMYMaXx (U3NYECKNX JNL, U OpraHmM3aunii, a TakXKe UHble (hopMbl COTPYAHNYECTBA)
(3anonHAETCSA Npu HaIMYNK)

He YKa3aHO

(MCro/IL3YIOTCA MYHKTbBI QOPMbI OTYETa: «HayyHoe v Hay4HO-TEXHUYECKOE COTPYAHNYECTBO, B TOM YnC/IE
MeXx4yHapogHoe»)

7. BbiBOg, 0 uenecoobpasHocTy (HewenecoobpasHOCTM) PUHAHCMPOBAHUSA NPOEKTa Hay4YHON TeMbl 3a CHET CPeacTB
6oaxxeToB b6log)KeTHOM cncteMsl Poccuinckon depepaunm

PekoMeHAyeTCs NPUHATL OTYET MO MPOLOJIKAOLENCS HAayYHON TeMe., v
®dUHaHCKpoBaHWe LienecoobpasHo 3a cHeT cpeacTB 6oaKeToB 610aKEeTHON cnucTeMbl Poccuiickoin denepaunm

He pekoMeHAyeTCs NPUHATE OTYET MO MPOAOJIKAIOLLENCS HAayYHON TeMe.
PuHaHCcKMpoBaHMe HelenecoobpasHo 3a cyeT cpencTB 6oaXKeToB 6I0AXKETHON cncTeMbl Poccnnckon denepaunn.

KoMmeHTapwuii:

WccnepoBaHve Mo HOBOW HayYHOW TeMe Ha4vasoCb Ha BbICOKOM YpPOBHE. DTO BMAHO, Kak W MO YPOBHIO MOJIyHYEHHbIX
pe3ysbTaToB, TaK 1 MO Ka4YeCTBY M YPOBHIO onyb/IMKOBaHHbIX PaboT, @ TakXKe Mo CMEeKTPY UCMOJIb30BaHHbIX COBPEMEHHbIX
MeTOA0B W TexHonorunin. Bce 3TO CBUAETENbLCTBYET O BbLICOKOM TMpodeccuoHasM3Me U KaApoBOM MoTeHuumane
WCMNOJIHUTENEN, @ TaKXKe 0 HaIMYUM N AOCTYNHOCTU COBPEMEHHOI MaTepuasibHO-TeXHUYecKol 6ase. MNMonyyeHHble AdaHHble
BO MHOIMOM HOCST HOBATOPCKWI XapaKTep, MUKCUPYIOT NPUOPUTET, B TOM YUCIE Ha CTPaHULAX Beaywmx usgaHuin. EcTb
BCE OCHOBAHMS MPUHSTb HAYYHbIA OTYET U MNoALEpPXKaTb MPOOO/DKEHWE WCCNENOBAaHWIA B paMKax [HOAHHOW Hay4yHOW
TeMaTUKW.

HacToawmm noaTeepxgato, 4To Npu NpoBeLeHNn 3KCNePTU3bl 0TYETA NCKIII0YEH KOH(JINKT MHTEPECOB M COXPaHeHa
KOH(UOeHUNabHOCTb paccMaTpMBaeMbIX MaTepnasios.
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