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Pegkume 3a6oaaBaHusa ce cdumam 3a pegku, koeamo 3acAazam eguH YoBek Ha 2000, m.e.
noBeye om 3 MuauoHa OpaHuy3u u noHe 30 MuAuoHa eBponeliyu. KbM gHewHa gama ca
ugeHmMuduyupaHu 7-8 000 pegku 3aboaaBaHusa u 02poMHOMO MHO3UHCMBO € om
Heu3BecmeH npou3xog. NoBeue om 90% om pegkume 3ab6onsaBaHus ca 6e3 AeyeHue.
Pegkume 6onecmu ca ocHOBHa 3anaaxa 3a YoBewkomo 3gpaBe u pazbupaHemo Ha
MonekyaAHama emuonozus Ha pegkume 3a6oaaBaHua e om nbpBa HeobxogumMocm.

Tyk nbpBoHauanHo we npegcmaBs Hakpamko Hakou om Hawume gaHHU 3a MexaHu3Ma Ha
CuHgpomMma Ha Pem (RS), MHo20 medkko pagko HeBponozuuHo 3abonaBaHe. leHemu4yHama
npuduHa 3a 3abonaBaHemo ce onpegend kamo 3a2yba Ha ¢pyHkuua Ha Memun CpG
cBbp3Baw, npomeuH 2 (MeCP2). HezaBucumo om moBa, mo4yHuUsmM MexaHu3bM 3a moBa
kak 3azybama Ha ¢pyHkuyua Ha mo3u npomeuH npuyuHaBa moBa onycmowumenHo
3abonqaBaHe He 6elle MHO20 AceH. 3a pa3auka om cbwecmByBawama goama, koamo
mBbpgu, e MeCP2 ce cBbp3Ba c CpG cbgbprkawu nocanegoBamenHocmu, HUe
HabalogaBaxme, ue MeCP2 cneuyuduuHo pazno3HaBa u cBbp3Ba kakmo in vitro, maka u in
vivo xugpokcumemuaupaHu CA noBmopu. OcBeH moBa, HUe geMoOHCMpupaxMe HoBa
¢yHkuusa Ha MeCP2 kamo xpoM0O30MeH Op2aHu3amop Ha gbA2u pa3cmosaHusa, ocobeHo B
XpoMamuHoBume goMelHu, cBbp3aHu ¢ agpeHama naMuHa (LAD), kosmo e o6baacmma Ha
BbempewHama noBbpxHocm Ha AgpeHama MeMbpaHa. CaegoBamenHo MeCP2, onucaH
no-paHo kamo mpaHckpunuuoHeH penpecop, cbw,o opaaHu3upa 3D xpoMamuHoBa
apxumekmypa u cuHgpoMbm Ha Rett HaucmuHa e enuzeHemMu4HO 3abonaBaHe.

Caeg moBa we onuwa HoB pabomeH noaxon 3a gewudpupaHe Ha MonekynapHama
emuonoauna Ha pegkume 3a6oaaBaHua u npuao>keHuemo Ha mo3u pabomeH npouec npu
aHaAu3upaHe Ha MoAekyAspHUA Npou3xog Ha cuHgpoMa Ha PaxmaH (RMNS). RMNS e



Hackopo onucaHo HapyuweHue Ha pa3Bumuemo, Npu4yuHEeHO OM Mymauuu Ha
ugMecmBaHe Ha paMkama B auHkep xucmoH H1.4, koumo npou3Bexkgam npeceueH C-
mepMuHaneH gomeH (CTD) ¢ HaManeH nonokumeneH 3apag. Omkpuxme, ye Mymauusama
UHgyuupa HykAeo30MHUMe MacuBu ga npueMam nho-pa3wupeHa, ebBkaBa koHdopmauus,
nposaBaBawa noBegeHue Ha pa3zgeAdaHe Ha ¢a3zume, nogobHO Ha me3u, npu koumo
auncBa H1.4. Cumyaauuume Ha monekyaapHama guHamuka, nogkpeneHu om FRET
aHaAu3, hokazBam, ye Mymupanama CTD pa3no3HaBa no-kbca gbakuHa Ha AuHkepHa
AHK, koemo Bogu go no-omBopeHa Hykaeo3oMHa koHpopmMauua. CbomBemHo,
Mymauusama 3HadumenHo yBeauvaBa mobuanHocmma Ha H1.4 B kaembyHume agpa.
KombuHupaHume gaHHU npeghoAazam, 4e RS Mymauuume npoMeHAmM 2eHHama
ekcnpecus no BpeMe Ha pa3zBumuemo Ype3 HacbpyaBaHe Ha penakcMpaHo CbCmMosAHUe
Ha xpoMamuH. ToBa npegnono>keHue 6ewe gonbAHUMEAHO NogkpeneHo om cepus om
ekcnepuMeHmu Ha HUBo 2eHOM Ype3 u3non3BaHe Ha koxopma om "omics" nogxogu,
BkalovumenHo ATAC-seq, RNA-seq u ChiP.

W Hakpas, we 0606wa Hakpamko ueaume u npegBapumeAHume gaHHU 3a HOB npoekm,
¢dokycupaH Bbpxy MHO20 paHHOMO Ha4aAo Ha Bb3nanumenHu 3ab6onaBaHun Ha YepBama
(VEO-IBD). AaHHUmMe covyam kbM ugeHmMuduyupaHemo Ha HoBu BapuaHmu, pabomeuwiu
BbB8 VEO-IBD.
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