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B3max MOJTIEKYITAPHBIMN HOXHUL MU

Pepkoe reHeTn4yeckoe
3aboneBaHue nyTem pegakTMpoBaHUs
reHoB NbiTalTca N06eanTb y4eHble 13
HAH

"eHoM 60bHOr0 MyKOBMCLIMO030M
NNaHUPYOT OTpeaakTMpoBaTb yYeHble
HaunoHanbHon akagemumn Hayk. OanH n3
3TanoB NPOPbIBHON TEXHOSTOMMU OHU YXXe
ocywecteunn. CuctemHoe
HacrneacTBeHHoe 3aborneBaHue,
o0ycrnoBneHHoe MyTaumen reHa u
XapakrepusyroLieecs nopaxeHnem
Xernes BHeLWHen Cekpeunn, TKenbiMu
HapyLeHUsMN (PYHKLMIA OpraHoB ObIXaHUSA U XXeny4oYHO-KULWEYHOro TpakTa, CHMTaeTcs
OAHVM M3 CaMblX pacrnpoCTPaHEHHbIX B MUPE U NIeYEHUIO NPaKTUYECKN He nogaaeTcs. Tem
He MeHee NpeacTaBUTENN HaLLEN HaYKN CYMTAIOT, YTO LWaHC Y 60nbHbIX ecTb. O TOM, YTO
AacTt BO3MOXHOCTb ncnpasnatb [HK kneTok, koppecnoHaeHT «P» y3HaBsana y
crneumanncToB.

Pa3pes no cnupanu

AMepUKaHKK, Y KOTOPbIX B pOo4y YMUPAnu XeHLLMHbI OT paka rpyau, Wi Ha
NPodUNakTUYECKyo onepaumo No yaaneHuro rpyaHbix xeneas. Npossutca 60ne3Hb nnm
HEeT — HEesICHO, HO Ha BCSAKUI crnyyYan NoAcTpaxoBaTbCs CTOUT — Takue pekoMeHgaumm
Aasanu um megukn. lNaHn4eckne HaCTpOEHUSA CTanm pacnpoCTPaHATLCA HECKOMbKO NeT
Hasapf nocrie Toro, Kak yyeHble obHapyxunun aHomanuu reHos BRCA-1 n BRCA-2,
BbI3bIBalOLLME OHKOMNornyeckoe 3abonesaHne. CuntaeTcs, YTO y HOCUTENEN MyTaLUUIA rEeHOB,
NpUobpeTeHHbIX OT poauTenen, Npu BO34eNCTBUN onpeaeneHHbIX (akTopoB OKpYyKatoLlen
cpenbl pa3BuBaeTCsl NaTONOrmS.

CobcTBEHHO roBops, YTOObI MCNpaBUTb 3Ty OLWIMOKY B reHe unu otpesaTtb
HacneacTBEHHbIN NyTb, MO KOTOPOMY NepeaalTCa reHeTUYeCKNe NOIOMKN, Y4EeHbIe CEeroaHs
npegnaratT pedaktupoBaTtb aHoMarsbHble kneTkn JHK. Tak, amepukaHubl yxxe paspaboTtanu
N BHEAPSIOT B KIIMHNUYECKYIO NPAKTUKY MHHOBALIMOHHYIO TEXHOSTOMMIO Tepannn paka ¢
NOMOLLbK FEHHO-MOANMULMPOBaHHBIX T-nMMdoumToB naumneHTa, B [JHK koTOpbIX BKMAOYEHDI
XnMepHble aHTUreHHble peuenTopbl (CAR-T) nocneaHero nokoneHms. 3To camoe
A0pOrocTosilee nedvyeHne oHkosabonesaHun B mupe. Noatomy, kak otmeTun Ha XXVI
"oaHeBCKMX YTeHUAX B MUHCKe pyKoBOAMTENb OTAENa TpaHcreHe3a U reHHOW HXeHepun
npu meguumHckom dakynoetete YHusepcuteta MioHcTepa bopuc CkpsabuH, BaxHO
paspabaTbiBaTb CBOM TEXHOMNOMMM peaakTMpoBaHnsa reHoMoB. bopuc Bnagummposuy
obpaTnn BHUMaHME Ha MUPOBbIE AOCTMXXEHNSA B NNEYEHNN HEKOTOPLIX HEMpPOAereHepaTMBHbIX
NnaTosiormm C NOMOLLIbKO FTEHHOW NHXEHEPUN:

— lMpwn enaHnum MOXHO MoanduLmMpoBaTh NOOOK reHoM. [NepcnekTrBbl pa3BUTUS
CRISPR/cas9 cuctembl o4eHb bonbLuve.

OTO TEXHONOMMS U3MEHEHNSA reHoMa, Koraa pepMeHT paspesaeT cnvpans OHK Ha
onpeaeneHHoMm yyacTtke. KneTtka HaunHaeT cama cebs BoccTaHaBnNuBaThb, BHOCA U3MEHEHUS
B nocnepoBatenbHocTn. CRISPR-cuctema no3sBonseT BbIKMOYNTbL Kakon-To reH B [JHK mnnu
caenartb TOYEYHYH MyTaumio, YTobbl NpoYnTaTh Ty NOCNea0oBaTENbHOCTb, KOTOPYHO
HeobXxoaANMMo BCTaBUTb.

«3JTO ByaeT XOpPOLUMIA PbIBOK»
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MykoBucunao3 — reHetTmyeckoe 3abonesaHue, HO, BNPOYeM, 4OCTAaTOYHO
pacnpocTpaHeHHoe. VIm cTtpagaeT 10—15 yenoBek Ha Thicayy. NaTonornsa xapakrepmsyeTcs
TSOKENbIM MOpaXKeHNeM Xeres3 BHELLIHEeN CEKpeLnn 1 TSKeNbIMU HapyLeHNAMU yHKLNIA
OpraHoB AblxaHus. B BepxHuX AbixaTenbHbiX NyTsax obpasyeTcsa Baskas MokpoTa. OHa nnoxo
npoasuraeTcd, n PyHKUMS OblXxaHUs cunbHO cTpagaeT. Joxus oo 15-20 net, Takue
nauneHTbl ymupatot. Cneunanuctbl MHCTUTYTa BUOOU3NKL U KINETOYHOW MHXeHepun HAH
HaLUNW Takoro naumeHTa.

— Emy 22 roga, a oH Kak 12-neTHun manbyuk, —

- pacckasblBaeT 3aBeaytowmmn nabopatopmen npocgeccop
. Nropb BonoTtoBckuin. — B kneTkax OpOHXManbHOro annuTenusi
€CTb cneumann3npoBaHHbIA TpaHcnopTep. ATO TPAHCMNOPTHO-
BenkoBasi cuctema, KotTopas obecnevmBaeT BOAHbIN OOMEH
MeXay KneTKom N oKpyXeHnem. N BOT 3TOT NepeHOCUUK
KoaupyeTcsa onpeferneHHbIM reHoM. Ecnu B HemM ecTb
MyTauusl, Bce 3Tu npoleccobl HapywatTcs. U atn noan
obpeyeHbl. Mbl XOTMM OTpeaakTUpoBaTb reHoM. B3aanu y Hero
KOXY, Bblaenunu ombpobnactsl. N3 pubpobnactos — [AHK.
Onpegenvnn, Ha KakoM YpOBHE reHOMa HaxXOAUTCHA 3TOT reH.
AmnnuncuumnpoBanu aToT oparmeHT. Caenanun CUKBEHC.
[MocmoTpenu, ecTb N TaM aTa MyTauma. A Tenepb C
NMOMOLLbIO CeunanbHOM CUCTEMBbI peakTUpPOoBaHUs reHoma
MOXeM B MyTupoBaHHou [JHK nbiTaTbcs 3Ty NOMOMKY
YCTPaHUTb U BOCCTAHOBUTb HOPMasibHO CTPYKTYPY 3TOrO rexHa.

v

Mpodeccop Uropb BonoTtoBckuin, BIpoYeM, roBOPUT 1 O Npobremax:

— PepakTupoBaHue reHoma — 370 NpopbIB. Mbl Ha4ann 3TUM 3aHUMAaTbCAH, HO
COOTBETCTBYHOLLEro onbiTa Yy Hac HeT. PeakTuBbl 1 060opyaoBaHue TpebyoT XopoLuen
orHaHCcoBOW NogaepXkn. Hageemcs peannsoBaTb 3TOT NPOEKT B paMKax CO3HOM
nporpaMmmbi.

Mo ero crnoeam, ncripasrneHmne nosioMaHHOro reHa, KOTOprIZ Bbl3blIBA€T MYKOBMCLUMNOOS,
JIMLWb 3Tan Ha NyTn peleHnda rmob6anbHoOM 3aga4n — U3MEHEHUSI reHOMa B MOJIOBbIX
KneTKax, 4To Jact BO3MOXHOCTb 060pBaTb HacneacTBEHHbIN nyTb nepegayvyn Mmytauumn.

— Mbl XoTuM oTpaboTaTb 3Ty CUCTEMY Ha NPUMEPE MYKOBUCLMA03a, YTOObI
yCTpaHAaTb bonee crnoxHble npobnemsl. Hanpumep, y oTua nnu matepu ectb reHeTU4eCcKum
AedeKT N OHU He XOTAT, YTobbl OH Nepepancsa pedeHky. MoxHo B3aTb [JHK maTtepu 1 otua,
oTpegakTMpoBaTb. 3aTeM npumeHnTb TexHonorm KO. Ecnn coto3Has nporpamma
cpaboTaeT, TO 3TO ByAeT XOpPOLLUIA PbIBOK.

B 2017 roay rpynna y4eHbIX BbINyCTUNA UCCrnegoBaHue B XypHare Science 0 TOM, 4YTO
yaanocb 3anporpammupoBatb Monekyny CRISPR gns noucka wrtamMmoB BUPYCOB, TakMX Kak
BUpYC 3u1Ka, B CbIBOPOTKE KPOBU, MOYe 1 critoHe. B xxypHane Nature 6binim onybnunkoBaHsb!
pesynbTatbl paboThbl, rae rosopunock 06 ycnewHom yganeHum gedekrta cepaua y
ambpuoHa, ncnonb3ys CRISPR. U BoT 2 aHBapsa 2018 roga ydeHble 06bABUNN, YTO MOTYT
oCTaHaBnuBaTb rpUBOK, KOTOPbLIN yrpoxaeT B NnpounssoacTee wokonaga. CRISPR
Ncnonb3oBarcs, YTobbl caenaTtb pacTeHns kakao 6onee yctonymebiMu K 6onesHam. A 16
anpens 2018 roga B xxypHane BioNews 66110 ony6nvkoBaHo nccnegoBaHme, B KOTOPOM
y4yeHble 06bSABMNN O pedakTUPOBaHUN ThiCAY FeHOB 0gHOBpeMEHHO, ncnonbdyst CRISPR.

Y HEeKoTOpbIX CKaHANHABOB HabngaeTcs MyTauus, KoTopas 3awmwaet mx ot BUY.
CneuynanncTbl 3agyMbIBalOTCA: a novyemy Obl He BHECTU HarnpaBfeHHble MyTaunn B
comaTuyecKkme KneTkn yxxe 6orbHOro Yyenoseka, YToObl OCTAHOBUTL pacnpoCTpaHeHne
BMpYycCa no KneTtkam opraHusma.
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Ctpyktypa OHK oTKkpbITa B cepeaunHe npoLnoro Beka. 3a peakMum UCKIYeHneM, oHa
NnoYTK Yy BCEX OPraHM3MoOB oaMHakoBas. BHyTpu Hee ecTb onpeferneHHble npasuna: a1o
ABOWHas crivparnb, COCTOUT U3 HYKIeoTUO0B, KOTOopble UMEIT onpeaerieHHYH0
nocneposaTenbHocTb. [NocnegosatensHocTb JHK coBnagaeT Ha 99,9 npoueHTa, 1 Nuwb
HebonbLUMEe TOYEYHbIE OTNNYMS AenatoT ee NHAMBUAYANbHOW Y Kaxaoro yenoseka. U
pefakTMpoBaHue reHoma — PeBOSOLMOHHAsS TEXHOMOrMS, KOTopasi B KOPHE MeHseT
npencTaBneHne 0 TOM, YTO MOXHO TBOPUTb C reHaMu, a YTO HeT, cYnTaroT yyeHble n3 HAH.
Mpwn ntobom packnage koppektupoBka OHK gact Hagexay Ha BbI34OpPOBeHUe noasam ¢
peaknmm 3aboneBaHnAMM.
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