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I'enernka. KpaTkas ucropusi OTKpbITHHI

1865 roa — aBcrpuiickuii 6uonor I'perop MeHzaenb OTKpbUIT (haKTOPbl HACIEICTBEHHOCTH U
pazpaboTal THOPUIOIIOTMYECKUI METO, T. €. IPaBMJla CKPEIMBAHUSI OPraHU3MOB U yuyeTa Mpu3Ha-
KOB y UX IIOTOMCTBa

1868 rox — mBeiinapckuii onoxumuk Ppuaprx Murtep BbIEIHIT U3 ciepMBI Jtococst hochop-
cofepikaliee BEelecTBO, POUCXOAIIEe U3 KIJIETOUYHBIX fAep, KOTOpoe Ha3Bajl HyKJEMHOM (Ternepb
€ro Ha3bIBAIOT J€30KCUPUOOHYKJIEMHOBOM KUCIIOTOM)

1875 rox — BriepBbIe MPOAEMOHCTPUPOBAaHA BO3MOXKHOCTb MCTIONB30BAHMU I OJIM3HELOB IS U3Y-
YEHUs1 OTHOCUTEJILHOTO BJIMSIHUS HAa OPraHU3M HACJIEACTBEHHOCTH U OKPYKaloLEn cpe/ibl

1900 rox — onyOMMKOBaHBl TPU HE3aBUCHUMBIE PBIOOTBHI C U3JIOKEHUEM OCHOBHBIX 3aKOHOB
HacnesioBanus. o cunraercs (hopMasbHBIM POKAEHUEM FeHETUKU KaK HayKU

1902 rox — BriepBbIe NMOSBUIJIACH XPOMOCOMHAs TEOPH S HACJEACTBEHHOCTH

1905 roa — anrnuiickuii 6uonor YuibsiMm BaTCOH Mpeasiokus CIOBO «TeHeTHKa» (OT rped.
YLYVOLLOL — HOpOdCcOamy) sl HOBOTO HalpaBJIeHUsl HAyKU

1909 ropa — narckuii 6uonor Busbrenasm HMoranceH npeniokui TEPMUH «T€HOTUIT»

1910 rox — amepukanckuii 6uosor Tomac MopraH ycTaHOBHJI, YTO TeHbl PacIiONIOKEHbI B XPO-
MOCOMax B JITHEIHOM TOpsiZIKe, 00pa3ysi TPYIbl CLETJIEHHs], ¥ 3aKOHOMEPHOCTU HACJIEIOBAHUSI TIO
MIOJIOBOMY ITPU3HAKY

1920 roa — Hemenkuii reHeTuk ['aHc BUHKIEp Mpeniokui TEpMUH «TEHOM»

1922 rox — pycckuii reHetrk Hukonait BaBuiioB copmyampoBa «3aKOH FOMOJIOTMYECKUX
PAIOB» O Mapajjiein3Me B U3MEHUMBOCTU POICTBEHHBIX IPYI PACTEHUM, TO €CTh O F€HETUYECKOM
OJIM30CTH ITUX TPy

1926 roa — pycckuii reHetrk Cepreit YeTBEpHKOB OITyOIMKOBAJ CTAThIO, 3AJI0KUBILLYI0 OCHOBBI
MONYJISIMOHHON TeHETUKU M CUHTE3a FEHETUKHU U TEOPUHU SBOJTIOLIMN

1927 rox — amepukaHckuil reHeTuk I'epman Méep Jokazan MyTaUMOHHBIN 3(peKT peHTre-
HOBCKUX JIy4yei

1929-1930 roawb1 — BriepBbIe MPOJEMOHCTPUPOBAHA CJIOKHAS PUPO/A OpraHn3aluy IeHa, ce-
JIaHbI IIEPBbIE PeasIbHBIE IIArk Ha Iy TH CO3/1aHUSI COBPEMEHHOTO ITPE/ICTABIEHUSI O TOHKOH CTPYKType
reHa

1935 roa — ocyuiecTBieHO KCIIEpUMEHTaIbHOE ONpe/ieJieHre pa3mMepoB rea. [lomydeHa Tpak-
TOBKA I'eHa ¢ MO3ULMI KBAaHTOBOM MEXaHUKH, TEM CaMbIM CO3JaH (DyHAAMEHT JJIs1 OTKPbITUS CTPYK-
Typsl JJHK

1944 rox — Hauasio spsl JTHK

1944 rox — coBetckuii Bupycosor JleB 3uib0ep chopMyTipoBasl BAPYCHO-TEHETUIECKYIO TeO-
pHUIo paka

1951 rox — nonyyexa nepsast peHTreHHorpamma Mosekysisl JTHK

1953 rox — Ppencuc Kpuk u [xeiimc YOTCOH, OpUTAHCKMIA M aMEpHKAHCKUI OHMOJIOTH,
co3amu cTpykryphyto mozenb IHK B (popme nBoiiHOM cipanu

1956 rox — ycTaHOBJIEHO YMCIIO AUIUIOUAHOTO HA0Opa XpPOMOCOM Y uesioBeKa: 46

1961 rox — Hauara pacmmgpoBKa «sI3bIKa KU3HI» — Kofa, kotopbiM B JJHK 3armcana ungop-
Malys O CTPYKType OETKOBBIX MOJIEKYJT

1962 rox — ocyiecTBI€HO EpBOE KIOHMPOBAHUE KHUBOTHOTO OPraHU3Ma, JIATYIIKH

1970 rox — BbIIEIeHA NIepBasi pecTpuKTas3a — pepmenT, paspesatoumii JIHK B crporo onpene-
JIEHHBIX MeCTax

1972 roj — 3ay10:keHbl OCHOBbI T€eHHOW MHXXEHEPUHU

1973 roa — paspaboTana cTparerus nepeHoca reHOB B OaKTepUaTbHYIO KIIETKY
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1978 roj — ocy1iecTBieH NepeHoC T'eHa MHCY/IMHA B OaKTepHaIbHYIO KJIETKY, IJIe Ha HEM CHH-
TE3UPOBaH OEJIOK MPOUHCYIINH

1980 rox — nonyuyeHa neppasi TpaHCreHHast MbIlb 1984 101 — OTKPBITHI PETYJISATOPHBIE TEHBI,
OTBETCTBEHHBIE 32 MOCTPOEHHUE OOIIEro IUIaHa TeJla KMBOTHBIX 1984 ron — co3maH MeToss TeHOMHOU
JAKTUJIOCKOITUH, B KOTOpoM rnociieoBareibHocTu JTHK ucnonb3yiores ajis uaeHTudUKaImm JMaHO-
CTH

1987 rox — cosgaHbl NepBbIE APOXKIKEBbIE MCKYCCTBEHHBIE XpomocoMbl YAC, chirpaBliue
CEepbe3HYI0 POJIb KAK BEKTOPHI /151 KJIOHUPOBAHHUSI OOJBIIMX (PParMEHTOB TEeHOMOB

1988 roa — cozman npoekt «['eHoM yenoBeka» HammonanbHoro udcruryta 3moposbs CIIIA.
WMunnpatopoM 1 pyKOBOJUTENIEM MPOEKTa CTaJl 3HAMEHUTBIN yuéHblid [Ixkeiimc YoTrcoH

1988 roa — npeiokeH METol «HOKayTa» T'€HOB

1990 rog — 8 CCCP u B CIIA, a 3atem B Auruu, @paniuu, ['epmanuu, Anonvn, Kurae
Havyaau padoTaTh Hay4YHbIE IPOrPaMMBI TI0 paciii@poBKe TeHOMaA YesloBeKa

1990 rox — uaeHTUUUMPOBAH MEPBbI I'€H YeJIOBEKA, OTBETCTBEHHBINM 3a HACJIEACTBEHHOE
3a0oJieBaHue

1990 roa — mpoBeseHO TEpBOE YCIENIHOE JIeUeHUE HAC/IEACTBEHHOIO0 MMMYHOAe(UIIUTa C
MOMOIIBbIO TEHHOW Teparuu

1994 roj — npencraBiieHo TiepBoe KOMMepuecku BhipaiieHHoe ' MO-pactenue, oqoOpeHHOe
TSI TOTPeOJICHHUS YeIOBEKOM: MeJJICHHO co3peBaromuii Tomar Flavr Savr

1995 roa — reHOMUKA CTAHOBUTCSI CAMOCTOSITEIbHBIM Pa3ie/ioM F'eHETUKHU

1997 ron — BriepBble KJIOHMPOBAHO MJleKonuTaouiee: oua Jommm

1998 roa — pacmmdpoBaHo 0koj0 3 % reHomMa 4esioBeKa

1999 roa — KJIIOHUPOBaHBI MBIILbL U KOPOBA

2001 rox — oryOIMKOBAH MEPBbI BAPUAHT TEHOMA

2002 roa — nonMHOCTHIO paciinpoBaH FEHOM MBILIH

2003 roa — 99 % renoma 4desoBeKa CEKBEHUPOBAHO C TOUHOCTHIO 99,9 %

2005 rox — peanuzoBaH npoekT «I'eHoreorpacus», uccnenyommii n3mMenursocts JTHK u
Y-XpoMocoM HacesleHUs] 3eMJIM C LEJIbI0 COCTABJIEHUS IETaIbHOIO T€HETUYECKOTO aTiaca HapoJoB
MuUpa

2007 roa — oOHapyXeH I'eH pocTa y uesioBeKa

2008 roja — crapToBaj MeKAyHAPOIHBIN MPOEKT MO paciingpOBKe FTEHOMOB THICSUU YEJIOBEK

2009 roa — 3aBepiieHa pacigppoBKka reHoMa HeaHJepTaliblia

2012 roa — amepukanckuii O6uoxumuk Jlxennudep dymHa u (ppaHIly3cCKUH MHUKpPOOUOIIOT
SvManyb [lapnenThe onyorkoBamm padoty o Mexanmsme CRISPR/Cas9 u BO3MOXHOCTSIX ero
UCTIOB30BAHUS B KQUECTBE TEXHOJIOTMH TEHOMHOTO PeIaKTHPOBAHUS

2015 rop — BriepBble IPUMEHEH F'EHHBIN Ipeid K IMI00BOM MyXe

2015 rox — uvetbipe HezaBucuMble Jadoparopun BHeApwi CRISPR mbimam, crpagaommm
MBIIIIEYHON TUCTpodrelt, M JOKa3ai, YTO pa3pylIUTeIbHOe JeHCTBIE OOIe3HH MOKHO OOpaTUTh
BCIISITh

2015 ropx — Bnepsoie BBen CRISPR B 86 yenoBeueckrux sMOpHOHOB

K 2016 roay — npoBeneHo 6osee 2 ThICSY UCIBITAHUI TeHHOW Teparyy pa3invHbIX 3a0051eBa-
HUI; OSIBUWIKCH EpBbIE POTECTHI 10 ooy TexHosmornu CRISPR

2017 rox — BHEpBBIE OTPEAAKTUPOBAH F'€HOM KHMBOIO YEJIOBEKa

2017 rop — Bnepsble Ha JJHK 3anucan Mmy3blkaibHbIN (haiin

2018 rox — BriepBbIE POBEJEH TPAHCKPUIILIMOHHBIN aHAIU3 €JUHUYHBIX KJIETOK B pa3BUBaIO-
1eMcsi SMOPUOHE, MO3BOJISIIONIHIA IT0-HOBOMY OIIEHUTh PAaHHUE MEXaHU3MBbI SMOPUOHATIBHOTO Pa3BH-
THSI U YCTPAHUTh FEeHETUYECKUE TIOJIOMKU

2019 rox — craproBasin ucnbiTanusl aHtupakoBod CRISPR-tepanuu Ha mopsx. [pensapu-
TeJIbHbIE IaHHBIE CBUJIETENILCTBYIOT O €€ Oe30MacHOCTH M OTCYTCTBUH MOOOYHBIX 3(pPeKTOB



C. Bonkosa. «IIpocto reHom»

2019 rox — texnonoruss CRISPR monudunmpoBana 111 OHOBPEMEHHOIO PEJAKTUPOBAHUS
HECKOJIKMX I'€HOB

2019 rox — pa3pabotaH MeTO[ TPaiMUPOBAHHOTO pelakTupoBaHus. Ero cozaarenu nodaBuimm
K pepmenty Cas9 1Ba HOBBHIX KOMITOHEHTA — MTO3aMMCTBOBAHHBIA Y BUpYyca OeJIOK 0OpaTHYIO TpaH-
ckpuntasy u crerpaibHylo runoBylo PHK (pegRNA). [lonyuuBiumiicss B pe3ysibTate UHCTPYMEHT
paszpesaet Tonbko ogHy HUTH [IHK, uTo cHMKaeT puck ommOOK. YCHEeNHOCTh JAaHHOW METOTUKU
cocraBiser 20-50 % no cpaBaenuio ¢ 10 % y oosraroit CRISPR
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BBenenne

DTa KHUra paccKaxeT O MOPa3UTEILHOM PEBOJIIOIIMOHHOM OTKPHITHH, Olarofaps KOTOPOMY
TMOSIBUJIACh BO3MOXKHOCTh MEHSTh MHOTHE ITPOLIECCHI, KacaloLecs: HayKH 1 KU3HM Jiofieid. Peub noit-
AET O CPABHUTEJILHO HEIABHEN CEHCALlMM B MUPE HAyKU: TEHHOM peJaKTHPOBaHUH IIPY MOMOIIH TeX-
gonorun CRISPR/Cas9. Yto 910 Takoe M AJIs 4ero oHa MOXKeT OBITh osie3Ha?

['eHom mpencraBnsier coOOM LieNblid HAOOp HACJIEACTBEHHOTO MaTrepuala, 3aKII0YEHHOTO B
HaIlMX KJIeTKax. B reHome yesnoBeka comepskaTcsl THICSYM KOAMPYIOMUX OEJIKM TeHOB, MAaHUITY.IH-
Py KOTOPBIMU YUEHBIE CMOIJIM OTKPBITh JBEPh HEBEPOSTHBIM BO3MOKHOCTAM: OT JIEUEHUsI TEHETH-
YEeCKHMX, OHKOJIOTHUECKHX 3a0oneBannii u qaxe BMY 1o BbIOOpa HAC/EACTBEHHOCTH U BHEITHOCTH
Oyaymero peoéHka. TeXHOIOrMY reHHOTO PeJaKTHPOBAHUS C TEYEHHEM BPEMEHH TMOSIBIISUIICH OHA
3a Jpyrov ¥ yBEHYAJIMCh TEHHO-UHKEHEPHBIM ITPOPHIBOM — nosBjeHneM Merona CRISPR/Cas9.

I'enHoe penaktupoBanue npu nomorny nHeTpyMenTa CRISPR/Cas9 oGeraetr n3meHuTs Ham
MHP HAMHOTO OBICTpee, YeM MBI JlyMaeM, — 3Ta BOJIIEOHasI MaloyKa B PyKax yUYEHBIX MO3BOJISET
OCYIIECTBJIATh HAIIPABJICHHOE JIEWCTBUE B ONPEENEHHBIX YYaCTKaX I'eHOMa BBICIIMX JKUBbBIX Opra-
HHU3MOB, B pe3y/IbTaTe Yero CTajlo BOSMOXHBIM CO3/1aBaTh TEHHYIO TEpanuio AJIs JiedeHusl 3a0oJie-
BaHWI, N300peTaTh HOBBIE JIEKAPCTBA, HCIIPABIIATH BPOXKAEHHBIE TEHETHYECKUE HAPYILIEHHS U Jake
OCYULIECTBJIATh (DAHTACTUUECKYIO, Ka3aJ10Ch Obl, IepecajKy opraHos. boee Toro, npy noMouu 3toro
MOIIHOI'O MHCTPYMEHTA MOSIBUIACh BOBMOXKHOCTb CO3/1aBaTh )KUBOTHBIX-MYTAHTOB U J1a)Ke YHUUTO-
’KaThb LeJIble MOMYJIALMHA BPeJHbIX CYLIECTB — OT MEPEHOCAIIMX 00JIE3HM MOCKUTOB /10 IpbI3yHOB. C
MIOMOIIIBI0 TEHHOTO PEAAKTUPOBAHUS MOKHO MEHSTh J1a)e BKYC U LIBET ITPUBBIYHBIX HAM OBOILIEH U
(pyxToB. ['eHHOE TIpPOrpaMMKpPOBaHUE MPEACTABISAET COOOM OUeHb BHYIIUTEbHbIN, TIOJE3HBI 1 B
TO K€ BpeMsI OITACHBI MHCTPYMEHT, B YEM y uMTaTeNeil OyIeT BOSMOKHOCTb YOSOUThCs 1aiee.

LDicennugbep Jyona — amepukanckuii yuénoii, npogheccop Xumui, MONeKYASPHOL U KAeMOUHOT
ouonozuu. OOHa u3 nepeOnPOXooye8 8 0ONACMIU UBYUEHUS U UCCAE008AHULI PeOAKIMUPOBAHUSL 2€HOB

Hxennucep HdynHa nposena (pyHJaMEHTalIbHbIE UCCIEJOBAHUSA B OOJACTH PEBOTIOLMOHHOM

CRISPR/Cas9 — TexHonoruu pefakTMpoBaHUsI TEHOMa, OCHOBAHHOM Ha MHCTPYMEHTaX MMMYHHOW
9
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cructeMsbl Oaktepuit. [Tpu momormu texnonoruu CRISPR/Cas9 ctano Bo3MOXKHBIM JIETKO U OBICTPO
riepeMeInarh reHbl — JT0Oble TeHBI B JIOOBIX KHUBBIX CYIIECTBAaX — OT OaKTepuid 10 4enoBeka. Tpybl
Jxernudep dyaHsl MOCBSIIEHB CTPYKTYpHOUM Ouonornu u ouoxumun. brarogaps ¢gpyHnamMeHTab-
HOH paboTe M JINJIEPCTBY B pa3BUTUH pelakTHpoBaHusi reHoMa ¢ momolpio CRISPR/ Cas9 ona siBs-
ercs Beayiuen ¢urypont B pesomornyu CRISPR.

3a m3oOpetenue texnonoruu CRISPR/ Cas9 [IymHa Oblna yaocTroeHa MHOTHUX CaMBIX BBIAI0-
IIMXCS HAarpaj, B ToM umciie «[Ipemun mpopbiBa» B 001aCTH MeTUIMHBIL. Takske OHa BOIIUIA B YKMCIIO
COTHHM CaMbIX BJIMATENLHBIX JIIoAeH B mupe. B 2016 rony [lynHa nvena 4ecTb ObITh N30paHHON WHO-
crpanHbIM wieHoM Koponesckoro obmectBa. [Ixenaudep dynHa npeacraBuia BceMy MUPY METOJ
CRISPR/ Cas9 u nmoka3zana ero 3Haue€HHe Il HaIero OyayIero.

ITo cnoBam KM3BECTHOrO aMEpUKaHCKOrO YUEHOTOo U Ipodpeccopa reHeTuku I 'apBapackoi Meau-
IMHCKOM 1Koyl [xkopmxka Yepua, [xxenandep lyaHa — MICTHHHBIA THOHEP B 0OIACTH MCCIISIOBAHUI
peIakTUPOBAaHUsI TEHOMA, MOCTPOMBILMI MOCT Mexay (pyHIameHTanbHOU TexHosnorueit CRISPR/
Cas9 u pa3HOOOpa3HBIMU BO3MOKHOCTSIMH €€ TMPUMEHEHHUsI JITs TIOJIb3bl HAYKM B 11EJIOM U JTIOJed B
YAaCTHOCTH.

Komnera u ciogsrkauk Ixernudep dyaasr Camyans [teprOepr — ucciaenoBareb-OuoXu-
MUK ¥ aBTOpP MHOTOUYKCJICHHBIX M3BECTHBIX HAYyYHBIX IyOnuKaimii Ha Ha TeMy TexHomnornu CRISPR/
Cas9. OH pyKOBOIUT UCCIIeAOBATEILCKOM JJabopaTtopreii B KomyMOUicKOM yHUBEpCUTETE; T/Ie 3aHH-
MaerT MocCT JoIeHTa KadeIpbl OMOXUMUU U MOJIEKYJIsIpHON Onodu3ukn. Camyasib — OMOXUMUK, pado-
Tafomui B ooinactu uccienoBanuss PHK u skcnept B o6nactu Texnonorun CRISPR/Cas9.

PeBomonmonnast 6uotexHosorus, kortopasi Oeiia co3nana dynHoit u IltepHOeprom He Tak
JaBHO, pPa3BUBAETCS OUEHb OBICTPO, M € 3HaYeHHe O'POMHO He TOJIBKO JJISl HayK O JKU3HH, HO U
JUIsl caMoi sku3HU Ha 3emiie. Be€, o yém HanucaHo fajiee, UMeeT MpsIMOe OTHOIIEHUE K YUTATeNIsIM,
MOCKOJIBKY COBCEM CKOPO TOCJIEACTBUSI Pa3BUTHS 3TON TEXHOJIOTUH MOCTYYATCS B HAIIIK JBEPH.

Tonazaro, wuepez 20 aem 6ce Mmbl Oyoem obradamv  2eHOMHOIU
noCNe008aAMENbHOCMbIO, 3ANUCAHHOL HA MANEHbKULL YUn, U 6 cayuae O0Ne3HU 3ma
UHEDOPMALUUSL NOMOICEM HAZHAUUMb NeueHUe, HAUeNEeHHOe HA HAC.

s uyenozo psioa zememuueckux 3a00N€BAHUI, UMEIOUUX CREUUPUUECKYHO
uzeecmmyio npuuuny, 3a 20 nem 6yoym HatioeHvl Cnocodbl Mmepaniuu, OCHOBAHHbIE HA
mexnonozuu CRISPR/Cas9. Taxum oopazom, zennas mepanusi —3mo mo, umo oyoem
80CMPEOOBAHO ON5L NEUEHUSL ONPEOCNEHHBIX MUNOB 26HEMUMECKUX 3A00Ne8aAHULL.

H ¢ Opyeux obnacmsx u Haykax — OOHOBPEMEHHO 8 CeNbCKOM XO3Sicmee
U CUHMEeMUYecKol OUoN02UU — NPOUOUOYM 3HAUUMENbHbIE UBMEHEHUS, KOMOpble
N03605M PACMEHUSIM AYUUle AOANMUPOBAMbCsL K UBMEHEHUSM KAUMAMA, 4 MAKUM
Op2aHUu3Mam, Kak zpudbvl, 20pazo0o npoule NPou3eo0ums 3KON0ZUMECKU UUCHIbLe
XUMU4ecKue eeuecmaa u OUOmMonaueo.

Taxum obpaszom, s cuumaio, 8ce SMu SIGAEHUSL Mbl HENPEMEHHO YEUOUM Uepe3
20 nem.

Lorcernucpep dyona

10
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I'eHHLIN KO B3JIOMaH

Jlony Ha IPOTSAKEHUHN THICSYEIETUN MEH AN (PUBNYECKUI MUD, HO PE3YJIbTaThl IEPEMEH HUKO-
raa He ObUIM TaKUMHU JIpaMaTUYHBIMM, Kak cerofHsuHue. MHaycTpuanu3anus nopiekia 3a coooi
M3MEHEHNUE KJIMMaTa, yTpoKalollee SKOCUCTEMaM BO BCeM MUpE. [leATeIbHOCTb YeloBeKa MOCTyKUIa
ITPUYMHON MHOTUX APYIHX SIBJIEHUH, KOTOPBIE CIIOKHO MIEPEOLIEHNUTD — HAIIPUMED, BHIMMPaHUE LEJIBIX
rOpOJOB M COKpALIEUe MOIMY/IALUI KUBbIX CYLLECTB, C KOTOPBIMHU MbI pa3fie/IsieM IUIaHETY. JTH IIpe-
00pa3oBaHus MOOYIWIN I€0IOT0B PEUIOKUTh MIEPEUMEHOBATH STOXY B aHTPOIOLIEH — 30Xy YeJio-
BEKa, UTPAIOLLETO BAXKHEMIIIYIO POJIb B 9KOCHCTEME 3eMJIM. brosornuecknii MUp Tak:ke peTeprieBacT
[1yOOKHE aHTPONOTeHHbIE U3MEHEHUs1, O0YCJIOBJIEHHbIE PA3IMUHBIMUA (POPMaMU BIUSHUSA JEATEIb-
HOCTH Y€JIOBEKA Ha IIPUPOAY.

Muwiiapapl JIET KU3Hb IIPOTEKaIa B COOTBETCTBUU C TEOPUEN 3BOMOLIMY JJapBrHA: OPraHu3MBl
Pa3BUBAJIUCH MyTEM IIPOXOKICHUS Yepe3 psijl FEHETUUECKUX N3MEHEHUI, KOTOpbIE BKJIIOYAIIH B ceOsl
BBUKMBAHUE U PENPOAYKIIMIO (10 HEAABHETO BPEMEHH M Halll BUJ (pOPMUPOBAJICS OJOOHBIM 00pa-
30M: JIEWCTBHUTEJIBHO, 10 HEKOTOPBIX TOP IMOp JIHOAW ObUIM MOJHOCTBIO MOJBJIACTHBI JAHHOMY TPO-
ueccy). Ho 10 Teicsu et Ha3ad MOSIBUIIOCH CEJIbCKOE XO3MCTBO, YEJI0BEK Ipy00 BMEIIaJICs B MPO-
LIECC BOJIIOLMH, ITyCTUB B XOJ| CEJIEKLIMIO PACTEHUH U KUBOTHbIX. OCHOBHOM MaTepHall, ClydyaluHble
myTauuu JJTHK, Bcé e renepupoBasics CHOHTaHHO. B pe3ysbTaTte ycuiMs 4esnoBeka Io mpeoopaso-
BaHMIO TOTO, YTO JaJla PUPOIA, UMEN BCE K€ OrPaHUUYEHHBIN YCIIEX.

CerofHs y4€HBIM yIaJI0Ch IOJIHOCTBIO B3SITh 3TOT €CTECTBEHHBIN MPOLIECC IO CBOM KOHTPOJIb.
[TprMeHsisi MOIIHBIE OMOTEXHONIOTMYECKe MHCTPYMEHTHI A7t padotsl ¢ [JJHK BHYTpHM XUBBIX KJle-
TOK, YYEHBIE TEMEPb MOTYT MAHUITYJIMPOBATh U PALIMOHAJIBHO MOAU(ULMPOBATh TEHETUUECKUI KO,
KOTOPBII Ompe/ensieT Kak/Iblii BU Ha TUIAHETe, BKJII0Yasi HAlll COOCTBEHHBIA. A Oraroapsi HOBE-
IIeMy U, TOXayi, Hanoosee 3(pdpekTuBHOMY MHCTpYMeHTY TeHHO# nHkeHepur, CRISPR-Cas9 (ms
KpatkoctH OyneM HasbiBaTh ero npocro CRISPR), renom — coctaB JHK opranusma, Bkioyast Bce
€ro IeHbl, — CTaJI ITOYTH TaKUM Ke JIETKO peJaKTUPYEMbIM, KaK M IIPOCTOM TEKCTOBBIM JOKYMEHT Ha
KOMIIBIOTEDE.

Hanpumep, ecim n3BecTeH reHETUYECKUIA KOJI ONPENEJIEHHOTO ITPU3HAKA, IPUCYILETO KOHKPET-
HOMY JKMBOMY OPraHW3MYy, TOWM WJIA WHOM YEPThl, XapAKTEPU3YIOIIE! UMEHHO €I0, YYEHBIE MOTYT
ucnonb3oBarth CRISPR-TexHOMOIMIO 1)1 BCTaBKM, PEIaKTUPOBAHUS WIN YOAJIEHUS] COOTBETCTBYIO-
I1Iero reHa B TeHOMe MPAaKTHUECKH JIIOOro pacTeHHs WM )KUBOTHOTO. DTOT MPOLIECC HAMHOTO MPOLLE
1 3(pdexTrBHEE, YeM J0dast Apyras CyIIECTBYIOIIAs HA CETOAHSAIIHUNA IeHb TEXHOJIOTUsl MAHUITYJIS-
1K reHamu. IIpakTuiyecky B ofHOYAChe Mbl OKA3aJIMCh HA TIOPOTe HOBOM 3pbl TEHHOM UHAKEHEPUU U
OUOJIOrMYECKOro MaCTEpCTBA — PEBOMIOLIMOHHOM 3PbI, B KOTOPOW BO3MOKHOCTH OIPaHUYEHBI TOJIBKO
HAIlIMM KOJUIEKTUBHBIM BOOOPaKEHHEM.

[TapcTBO KMBOTHBIX OBLIO NEPBBIM U B TY IOPY CaMbIM OOJIBIIMM UCIIBITATEIbHBIM TOJIMTOHOM
1JIs1 HOBOTO MHCTPYMEHTa pelakTupoBaHus reHoB. Hanpumep, yuénsie ncnonpzoBaim CRISPR nns
CO3/JJaHUS1 TeHETUUYECKU YITyUIlIeHHOW BEPCHMM IOHUYMX, CO3/1aBasi COOAK C Ype3BbIYAaHO PAa3BUTHIM
MBIIIEYHBIM TEJIOCIOKEHUEM IyTeM BHeceHus1 OyKBeHHBbIX n3MeHeHuil [JJHK B reH, KOTOphIil KOH-
TpospyeT (POPMUPOBAHUE MBIILIEYHOM Macchl. B apyrom cityuae, IyTeM MHAKTHBALMK FeHa, KOTO-
pbIi pearnpyeT Ha TOPMOH POCTa B TEHOME CBUHBM, UCCIIEA0BATENN CO3JaJI1 MUKPOCBUHEN, — IIOPO-
CST pa3MepoM He OoJIbIlle OOBIYHBIX KOIIEK, YTO CENaJ0 BO3MOKHBIM 3aBOIUTh X KaK 3a0aBHbIX
JOMAIIIHUX MUTOMIIEB. YUEHbIE MPOJIEIAIi HEYTO MOJOOHOE U ¢ KallleMUPOBBIMUA TOPHBIMU KO3aMH,
OTpPEelaKTUPOBAB I'eHOM KMBOTHBIX ¢ nomolbio CRISPR Tak, 4To Ko3bI BblpacTanu, odnagas 60sb-
IIeil MBIIIEYHOW MAaccoi (YTO MO3BOJISIET MOJMydYaTh OT KMBOTHBIX OOJble Msca), U Oonee UIHH-
HOM IepCThIO (TO €CTh ¢ OOJMBIIMM KOJTMYECTBOM KAaIllEeMHUPOBBIX BOJIOKOH). [ €HETHKY MCHOJb3YIOT
CRISPR paxe mis Toro, uroOs mpeodpazosatk JJHK a3zuaTckux CJIOHOB B HEUTO TaKoe, UTO OOJIbIIIe
Oyner HaromuHath [JHK MamoHTa, ¢ Haziek/10i Korga-HUOYIb BO3POAUTD 3TOTO BHIMEPILIETO 3BEPS.
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Me:xny tem, B pacturensHoM mupe CRISPR mmpoko ucnonb3yercss sl peJakTUPOBaHUS
I€HOMOB CE€JIbCKOXO3MCTBEHHBIX KYJIBTYP — YUEHBIE MPOKJIAABIBAIOT MYTh K TAKUM JOCTUKEHUSAM B
CEJIbCKOM XO3SIIICTBE, KOTOpbIe MOIJIA Obl 3HAYMTEIBHO YIIYUIIUTh PAIMOH MUTAHMS JIIOAEH U YKpe-
MUTH MTPOJOBOILCTBEHHYIO OE30MaCHOCTh B MUpE. DKCIEPUMEHTHI TI0 PEAaKTUPOBAHHIO TEHOB pac-
TEHUI TMO3BOJIMJIN MOTYYUTh YCTOWYMBBIN K OOJIE3HSIM U TIOPAXEHUSIM PHC; TOMAaThl, KOTOpbIE MOp-
TATCS MeIJICHHEe, YeM OObIUHBIE; COeBble O00BI C 00JIee BRICOKMM COACPKaHUEM MOJTMHEHACHITIEHHBIX
KHUPOB U KapTO(esib C MOHUKEHHBIM COJEPKaHUEM MOTEHIMAIBHOTO HepOoTOKcMHA. CieuaIucTh B
00JIaCTH MUIIEBBIX MPOAYKTOB JAOCTUTAIOT ITHX YITyUIIEHUH HE C TIOMOIIBIO TPAHCTEHHBIX METOIOB —
BBeneHus1 [JJHK oqHoro Buia B reHom Jpyroro Buja, — HO IyTeEM TOYHOM F€HETUYECKON MOJEpHU3A-
MY, BKJIIOYAIOIIEH M3MEHEHHS TOJTbKO HeCKONbKUX OykB coocTtBeHHOM [THK opranmsma.

NmenHo BiMsiHUE peaKTUPOBAHUsI TEHOB HAa BUbI )KUBbIX CYLIECTB OTKPBIBAET KaK BeIUYaii-
IIyIO MEPCIEeKTUBY, TaK M, BO3MOKHO, BEJIMYAKIITYIO ONIACHOCTh IJis1 OyayIero uenoBedyecta. Kak
9TO HU MapaJIOKCAIBHO, HEKOTOPBIE M3 IPEUMYILECTB /AJIs1 3I0POBbsI YeJIOBEKA MOTYT OBITh JOCTHI-
HyThl 11yTéM npuMeHeHust CRISPR k jkMBOTHBIM WM axke HaceKOMbIM. B HepaBHUXIKCIIEpUMeEH-
tax CRISPR ucnons3oBajicsa mis «odenoBeueBanus» JITHK cBuHen, 4To AgaBajio uccieaoBaTeIsIM
HAJEk]y Ha TO, YTO 3TU KUBOTHBIE KOrJa-HUOYb CTaHYT JOHOpamu opraHoB ajs moneid. CRISPR
TaK)Ke MPUMEHSETCS] K TEHOMaM HOBBIX IITAMMOB KOMAapOB, UTO SIBJISIETCS YACThIO TUIAHA IO OBICT-
POMY BHEJJPEHHIO HOBBIX TEHETHUECKUX OCOOEHHOCTEN B OMYJISAIMY JUKMX KOMApOB. YUEHbIE Hajle-
I0TCSI B KOHEYHOM UTOTe HICKOPEHUTH OO0JIE3HH, IIEPEHOCUMBIE KOMAapaMu, TAKUE KaK MaJIsipusi U BUPYC
3MKa, U3BECTHBIII CBOMMH HEBPOJIOTMYECKMMHU OCJIOKHEHUSAMU, a BOSMOXKHO, U BOBCE YHUUTOXKHUTD
CaMUX MepeHOCAIMX O0JIe3HN KOMapoB, KaKk BUIL.

Jlns1 nedenust MHOTHX 3a0oseBanmid, mopaxatonux mogeit, CRISPR npeniaraet BO3MOXKXHOCTb
pEeIaKTUPOBATh U BOCCTAHABJIMBATH MyTAHTHBIE '€Hbl HENIOCPEICTBEHHO B OpPraHM3Max MallMeHTOB,
CTpaJaoNIMX TeM WM UHBIM 3a0oseBaHueM. [loka yu€Hble BUIAT JMIIb MPOOIeCK BO3MOKHOCTEN
CRISPR, HoO TO, 4TO HicCNIeIOBATENSAM YKe YIAI0Ch OOHAPYKUTH 32 TMOCJICJHIE HECKOIBKO JIET, TIOUC-
THHE BIieyamisieT. B KieTkax 4esoBeKa, BBIPAIICHHBIX B JTaOOPATOPHBIX YCJIOBHSX, 9Ta HOBAs TeX-
HOJIOTHS1 peJaKTUPOBAHUSI TEHOB UCIOJIb30BAJIACh 1J1s UCIIPABJICHUS MYTallUi, BBI3BIBAIOLINX TaKKe
3a0osieBaHusl, KaK MYKOBHCIIMIO3, CEPIIOBUIHOKJIETOUYHASI aHEMUsl, HEKOTOpble (POPMBI CJIETIOTHI,
TSKEJIBIA KOMOMHUPOBAHHBIM UMMYHOIE(DUIINT, a TAaKKe MHOTUX Apyrux pacctporctB. CRISPR nos-
BOJISIET YYEHBIM COBEPIIATh OTKPHITHS U OTPOMHBIE CKQUKHM B HayKe IyTEM MOMCKA, OTCIIEKUBAHUS
Y MCIIPaBJICHUS] HEMPABWIbHBIX cocToBiisomux JHK.

Tak:xe Ha CEerofHsIIIHUI IeHb CTaJO BO3MOXHBIM IPOBEAECHUE PA3IMYHBbIX MAHUITYIALUNA U
MEPECTAaHOBOK COCTABJISIIOIIMX YEJIOBEYECKOro reHoma. MccnenoBarensiM yxe yaanoch UCHPaBUTh
ommoku B [IHK, KOTOpBIE SBIAIOTCS MPUYMHON MBIIEYHOU qucTpodun [loreHHa, — cepbe3HOro
TeHETHUYECKOro 3a00JieBaHus, KOTOPOE BBI3BAHO MYyTaIlMiell B reHe TUCTpO(UHA, MYTEM yIaleHUs
TOJIBKO TOBPEKAEHHOW 00JIaCTH MyTHPOBAHHOTO T'€Ha, OCTaBJIsIsI OCTAJIBHYIO €ro 4acTh HETPOHYTOM.
B ciiyuae ¢ remodunmeit uccnenosarenu npumenm CRISPR s Tounoit nepecrpoiiku 0yks JHK,
KOTOpblE UHBEPTUPOBaHbl B reHoMax nauueHToB. CRISPR moxer ncnonb3oBarbest Jake 1 jiede-
Hus BUY-undekmmu u CITAa, — 3T0ro MOXHO AOCTUYb JInOo myTeM Boipe3anus [JHK Bupyca u3
MH(UIMPOBAHHBIX KJIETOK JIMOO myTeM penaktupoBanus JHK marpenta Takum o6pa3om, 4ToObI Bce
€ro KJISTKH IMOJTHOCTBIO0 N30eKaN 3apaxeHns] MH(PEKITUCH.

Criucok BO3MOXXHOCTEN peJaKTUPOBAHMUSI TEHOB C LIEJIbI0 Tepanvy U NpOopUIaKTUKUA pa3iny-
HBIX 3a00JIeBaHUN MOXHO Tponosikarhk Joiro. [Tockonbky CRISPR mo3Bosisier ocymiecTBiasTh TOU-
HOE€ ¥ OTHOCUTEJIBHO NpocToe pegaktupoBanue JIHK, nanHasd TexHOIorus npesparuia Kaxylo reHe-
THUYECKYI0 00JIe3Hb — TI0 KpaliHel Mepe, Kaxaylo 00Je3Hb, B OCHOBE KOTOPOM JICKHUT Ta WM UHAS
reHeTUYecKasi MyTalysi, — B NOTEHLIMAIBHO MOIAIONIYIOCS JIEYEHUI0 MUILIEHb. Bpaun yxe Hauanu
JISYUTHh HEKOTOPBIE BU/IBI TAKOM 37I0BEIIEH OONE3HH, KaK PaKoBasi OIMyX0Jib, IMMYHHBIMH KJIETKaMH,
B T€HOMBI KOTOPBIX J100aBJIEHBl OTPEAAKTUPOBAHHBIE T€HbI TAKUM 00Pa30M, YTOOBI OHU CTAJIU CIIO-
COOHBI BBIC/IEIUTh PAKOBbIE KJIETKU. HecMOTpsi Ha TO 4TO HaM MPEACTOUT MPOUTH eIlE JTUHHBINA
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MyTb, IpeXx e YeM rcnosbzoBanue texuonorur CRISPR craner nanatieeid 1y1st moAaBisiioIero 00Jb-
IIIMHCTBA JTIOJEH C Pa3TMYHBIMU 3200IeBaHUMU U OyAET UCTIOIB30BATHCS B TEPANIEBTUYECKUX LIEISX
MOBCEMECTHO, €€ MOTEeHIMaI oueBHeH. PeqakTupoBane reHoB oOelaeT U3MEHUTh Hallle Oyayinee
U JJaKe 1aCT BO3MOKHOCTh CIacaTh YeJOBEUECKHe KU3HHU.

Ho y texnonormu CRISPR ectb u npyrue BaxHble 0COOEHHOCTH: €€ MOXHO MCIOJIb30BaTh HE
TOJILKO IS JIedeHU st 3a00JIeBaHUH Y KUBBIX JIIOJCW, HO U ISl TIPeIOTBpaIlicHUs OOJIe3Hel y MaJibl-
11ei, KoTopsle oka B MarepuHckoM upese. TexHonoruss CRISPR nacroneko npocra u a¢pdextusHa,
YTO y4YEHBIE MOTYT HCIOJIb30BaTh €€ /ISl U3MEHEHHS 3apOJIbIIla YeloBeKa — TOro 00bEMa reHeTH-
YyecKor MH(pOpMaIK, KOTOPbIM COeIMHSIET OJHO TMOKOJIeHue ¢ ApyruM. M, HeCOMHEHHO, 3Ta TeX-
HOJIOTHSI KOT/1a-HUOYIb OyJeT UCHIONB30BaThCs )11 M3MEHEHHsI TeHOMA HaIllero COOCTBEHHOTO BUA
HACJIE/ICTBEHHBIMU CIIOCOOAMM, HaBCETJa U3MEHsIsl TCHETUIECKUI COCTaB YeI0BEYeCTBa.

Ecnu penakTupoBaHue TEHOB Y JIOEH MPENOIOKUTENBHO SBIsieTCs] 6€30MacHbIM U 3 dek-
THUBHBIM METOJIOM KOPPEKIIUH Pa3IMYHBIX MATOJOTMYECKUX COCTOSIHUH, TO BIOJIHE JIOTUYHO U JIAXKe
MIPEANIOYTUTEILHO TIHITATHCS] MICIIPABUTH BHI3BIBAIOIINE OONE3HN MYTAIlMM HA CAaMOW paHHEH CTaluu
3apOKICHUS] )KU3HH, TO €CTh JI0 TOTO, KAK BPEIHBIC TeHbl HAUHYT CesITh BOKPYT ce0s1 xaoc. Ho HyxkHO
YUHUTBIBATh U TO, YTO KaK TOJIBKO CTAHET BOBMOXKHBIM IPE0OPa30BbIBATH MYTAHTHBIE T€Hbl SMOPUOHA
B «HOpPMaJIbHbIE», Y KCIIEPUMEHTATOPOB HEMMPEMEHHO BO3HUKHET COOJIa3H OTPEeJaKTUPOBATh U HOP-
MaJIbHBIE, OOBIYHBIE TEHBI, 10 BO3MOKHBIX YTyUIIEHHBIX UX BEPCHH.

ToNbKO MpeACTaBbTe, UTO CIYYHUTCS], €CIM Mbl HAUHEM pEeJaKTUPOBATh TE€HbI Y HEPOXKIAECHHBIX
AeTe ISl TOro, 9ToObl CHU3UTh Y HUX PUCK CEPAEYHO-COCYAUCTHIX 3a00JIeBaHUI HA MPOTSHKEHUU
Bcel Oymymeit sxu3Hu? Vimu 17151 Toro, Yto0sl CHU3UTh PUCK BOSHUKHOBEHU ST O0JIe3HU AJTbIreiimMepa,
nuabeta wim paka? Eciu yenoBedecTBo OyaeT CiocOOHO TOCTUYb TAKHMX BBICOT, TO TOYEMY Obl 320HO
HE Ha/IeJIUTh HEPOXKIEHHBIX JIETeH e1I€ MapOvKO MOJIe3HBIX KAYeCTB, TAKUX, HAIPUMEP, KaK MbIIIey-
Hasi CBEpXCWJIA Y TOBBIIIEHHbIE KOTHUTHBHBIE CIIOCOOHOCTH, WJIH K€ BOBCE M3MEHUTh (PU3NYECKHUE
KavecTBa OydylIUX AeTei, HaJeluB UX I[BETOM I71a3 M BOJIOC MO cBOeMy skesaHuio? CTpemiieHue K
COBEPIIIEHCTBY MPHCYIIIE YeTOBEYECKOW ITPUPOJE, HO €CIT MbI CTYIIMM Ha 3Ty JOPOTY U HAYHEM CITyC-
KaThCs TI0 TAKOMY CKOJIb3KOMY CKJIOHY, HAM MOET He IOHPABUTLCS UTOT.

WTtak, Ha CErOmHSAIIHUI JIeHb CIOXWIACH CIAEAYIOINas CUTYalus: B TEUYCHHUE MPUMEPHO CTa
TBICSIY JIET CYIIIECTBOBaHMSI COBPEMEHHBIX JII0fIel TeHOM BUjJa homo sapiens, 4esloBeKa pa3yMHOIO,
ObLT chOPMHUPOBAH MYTEM CITyYaHBIX MyTaIWid U €CTECTBEHHOTo 0TOOpa. Tereps, BiepBbie B UCTO-
pum, MBI 00J1aJaeM CrocOOHOCTBIO peaakTupoBaTh He Tobko [JJTHK kakmoro *kuBoro 4eiaoBeka, HO
u [JHK Oyaymmx mokojgeHuid — Mo CyTH, Mbl MOKEM YIIPaBJISITh SBOJIOIMEN HAIEro COOCTBEHHOTO
BU/1a. D10 OecrpelieIeHTHBIN CITy4ail B ICTOPHHM KU3HU HA 3eMJie. DTo 3a Mpe/ielaMH HaIllero IMOHU-
MaHus1. U 3To 3acTaBiisieT HaC 3a/1aThCsl BAKHBIM U CJIOKHBIM BOIIPOCOM: UTO K€ MBI, JTIO[H, IPOTH-
BOPEUMBbBIE BO MHOTOM CYIIIECTBA, Oy/IeM JIeslaTh C TAKOW yIMBUTENILHON CHIIOH, C 3TOH MOTpsICaloIIei
BO3MOKHOCTBIO?

B 2012 rony dxennudep dynHa u e€ Komwtern onmyOJIMKoBaIy MCCIeJOBaTeNIbCKY0 padoTy,
KOTOpasi Jieria B OCHOBY peAaKTUPOBAHMS T€HOB ¢ moMolbio ucrnonb3oBaHusi CRISPR-texnonorum.
JanHast paboTa M3HAYaIbHO OblJTa MOTMBHUPOBAHA JTIOOOBITCTBOM I10 ITOBOJY COBEPIIIEHHO OCTPAHEH-
HOT'O OT IaHHOW TeMBbI IpeJMeTa, — YUYEHBIX HHTEPECOBAJIO, KaK OaKTEpUH 3AIUINAIOTCS OT BUPYCHOM
uH(ekmu. Tem He MeHee, B XOJie UCCIIeJOBaHUS OaKTepUATbHOM MMMYHHOUM CHUCTEMBbI, Ha3bIBAEMOW
CRISPR/Cas9, yuénble packpbuiu paboTy HEBEpOATHON MOJIEKYJISIPHON MAIIMHBI, KOTOpasi MOIJIa Obl
C WCKJIIOUMTESIbHOW TOUYHOCTBIO pa3pe3arh BUpycHylo JTHK. [Tonb3a 3T0# e MaluvHbl AJ1s1 BBIIOI-
Henus: JJTHK-manunynsauuil B Jpyrux TMnax KJeTOK, BKJIIOYas KJIETKU YeJIOBeKa, MCCIeJoBaTeNsAM
cTaja oueBHHa cpa3y. Bckope naHHast TEXHOJIOTMS MOMyYKIa IMPOKOE PaclpOCTPaHEHUE U cTala
OBICTPO pa3BUBATHCS, BOBJIEKASICh BO BCE OOJIbIIIEe KOTMUECTBO HAYUHBIX IKCIIEPUMEHTOB.

K tomy Bpemenu, koraa yuénsie npumennim CRISPR-texHonoruio k sMOproHaM MprMaToB
TSI CO3JJaHMS TIEPBBIX 00€3bsIH C OTPEJAKTUPOBAHHBIMU T€HAMH, OHH 3aJAJICh BOIIPOCOM: CKOJIBKO
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BpPEMEHHU MPOKJIET, MpexkIe YeM KTO-HHOYIb U3 UCCIeIoBaTeNlell PUCKHET TIOBTOPUTH MOJ00OHOE Ha
monsx?

Kak 6noxumuk, dxennundep dynna Bcero ymmb BHenpuia texHosmoruio CRISPR B Hayky
OTKPbIB YUYEHBIM TMPOCTOP Uil SKCIEPUMEHTOB. [[keHHU(ep HUKOrma He padoTana C MOAEISIMU
JKUBOTHBIX, YEJIOBEUECKUMH TKAHSIMH WM MallMeHTaMH, e€ pabouasi 30Ha OrpaHUYMBANIACh KPasiMU
yamku [lerpu u npodupkamu B adoparopun. U Bee ke [lynHa He nepecTaBasia HaOMOAATh 32 TEM,
KaK TEXHOJIOTHsi, KOTOPYI0 OHa TMOMOIJIa CO3/aTh, UCMOIb30BAIACH AJISI TOTO, YTOOBI PaJUKaIBHO
M3MEHUTD KaK YeJI0BEUECKUI BUJ, TaK U MUP, B KOTOPOM MbI ;kMBeM. BynieT i1 310 HerpegHaMepeHHO
pacimpsATh COLMAIBHOE WM T€HETUYECKOE HEPABEHCTBO WJIM O3HAMEHYET HOBOE HAayYHOE JBUKeE-
Hue? K kakuM nocneicTBUAM Mbl IOJKHBI TIOATOTOBUTHCS TOCJIE TAKOTO Ba)KHOIO OTKPBITHS B T€H-
HOW WHXeHepuun?

I'pynna y4énsix, npunoxusiuas yeuaus K oTkpbiTuio CRISPR, BepHyachk K 3aXBaThIBaOIIMM
OMOXMMHUYECKIM UCCIIEIOBAHUSAM, U B TO K€ BpeMsl TUCKYyTHPOBaJia O TOM, KaK TEXHOJIOTHI0 MOXKHO U
HYXKHO HMCIOJIb30BaTh. B yacTHOCTH, yUEHBIE MTPEATIOYUTAIN, YTOOBI B OOCYK/ICHUN YU9aCTBOBAJIM HE
TOJIBKO MCCIIEOBATENIN U OMOITHKH, HO TAK)KE U IMIMPOKUI KPYT 3aMHTEPECOBAHHBIX CTOPOH, BKJTIO-
Yasi COIMOJIOTOB, TIOJIMTUKOB, PEJIUTUO3HBIX JIUACPOB U MPEACTaBUTENel OOIECTBEHHOCTU. Y YHUTHI-
Basl, 4TO 3TO HAYYHOE Pa3BUTHE 3aTPOHYJIO BCE YEJIOBEUECTBO, KA3aI0Ch HEOOXOAMMBIM MPHUBJIEYb K
pasroBopy o CRISPR kak MoxHO OoJbllie c10eB 00IIecTBa.

PenaktrpoBaHue reHOB 3aCTaBMIIO JIIOAEH pellaTh CJAOKHYIO MPoOIeMy: Iie POBECTH YepTy
MIPY MaHUITYIMPOBAHUY T€HETUKOM YesioBeka. HekoTopele Jiioan curTaioT modyio (popMy reHeTrye-
CKUX MAHUIYJISILIMI OTBPaTUTEIbHBIM HAPYLIEHUEM CBSIIIEHHBIX 3aKOHOB IPUPO/IBl U OCKBEPHEHUEM
JIOCTOMHCTBA KU3HU. [Ipyrue BUAST T€HOM IPOCTO KaK MPOrpaMMHOe 0OecriedyeHre — YTO-TO, UTO
MBI MOXEM UCIPABUTh, OUYMCTUTH, OOHOBUTb U MOJECPHUZUPOBATH — U YTBEPKAAIOT, YTO OCTABJISTH
JIONIel BO BJIACTU HEHMCIPABHOW T'€HETUKU HE TOJIBKO MPPAIMOHAIBHO, HO U aMopalibHO. [lomoOHbIe
COOOpaXeHUs 3aCTaBJISIIOT HEKOTOPHIX MPHU3bIBATH K MPSMOMY 3aIllpeTy pelakKTHUPOBAHUS F€HOMOB
HEPOXKJCHHBIX JTIOJIEN.

Barsaapt camoit [ xxennudgep yaHsl Ha 3Ty TeMy HOCTOSTHHO MEHSUIUCH 110]] BIIMSIHUEM Pa3ny-
HBIX (PaKTOPOB, HO OTHAK 1B OHA ObLJIA IOpakeHa KOMMEHTapreM Ha BCTpeyde, IPU3BAaHHOW OOCYAUTh
PEIaKTUPOBAHME 3apOJIBIIIEBON JIMHUM YeloBeKa B aMOproHax: «Korga-HuOyab Mbl OylieM CUuTaTh
HEITHYHBIM M30eraTh peJakKTUPOBAHUS 3apOIBIILIEBOM JTMHUY ISl 0OJIerYeHus: YeJI0BeYeCKUX CTpa-
HaHWi». DTO 3aMeYaHre MepeBepHyYIIO AUCKYCCHIO C HOT Ha TOJIOBY, M OHO, O€3YCIIOBHO, CITIOCOOHO
B30YIOPaKUTh CO3HAHUE OOJIBINIMHCTBA POIUTENEH, OCOOEHHO TeX, KOTOPBIM JIOBEJIOCh CTOJIKHYTHCS
C KaTracTpo(pMUECKUMU MOCIECTBUSMU T€HETUUECKUX HAPYLIEHUH.

B 1015 romy kuraiickue yu€Hble OIyOIMKOBAIMA PEe3yIbTaThl SKCIIEPUMEHTA, B X0OJe KOTOPOTO
onu npumensutn CRISPR k amOpronam yenoseka. VcenenoBareny UCnonb30Baiv HEKU3HECTIOCO0-
HBIE SMOPHOHBI, HO VX MCCIICIOBaHUE, TEM He MEHee, CTaJIo BaKHOW BEXOH B UCTOPUM TeHHOUM WHKe-
Hepuu: 3TO ObLIa TepBasl yJavHas MOmNbITKa TOYHO oTpepakTuposBarh [JHK 3apoabieBoit muHuM
YeJIOBEKA.

Be3yciioBHO, Takue KCIepHMEHThl COBEPIIEHHO OMPaBJAHHO BBI3BIBAIOT OecriokoicTBo. Ho
TEM HEe MEHee Mbl HE MOXEM YIIYCKaTh U3 BUAY COBEPIIEHHO (DaHTACTUYECKHI OTEHLIMAII, KOTOPbIN
JaeT HaM BO3MOXKHOCTb PEAaKTUPOBAHMSI TEHOB: MBI MOKEM UCIIOIB30BATh €€, YUTOOBI TOMOYB JIIO/ISIM,
CTpaJAIONIMM OT TSIKENIbIX TeHeTUYecKux 3aboseBanuid. [IpeacraBbre cebe cuTyarpio, Koraa 4eno-
BEK, 3HAIOLIMIA, YTO OH siBJseTcsl HocuTeneM MyTaHTHoro reHa HTT, reHa, kotopslil pakTHuecKu
rapaHTUpyeT BOZHUKHOBeHUE Oosie3Hr [ eHTUHITOHA U, KaK CIIeJCTBHE, PAHHETo C1aboymusl, TTOJy-
yni Ob1 octynknpenaparynaocHoe CRISPR, kotopsiii cmor ycrpanuts mytanyu JHK 1o nosisre-
HUS KaKuX-JIM00 CMMITTOMOB y nanuenTta! Hukorna npesx/e HoBble JiedeOHble METObI He ObUTH HaM
TaK JOCTYIHBI, ¥ 3[I€Ch Ba)KHO, YTO MPH OOCYKICHUM PEIaKTHPOBAHMS T€HOB YeJIOBEKa B 3apPOJIbl-
IIEBOI CTaJM CTOUT Pa3yMHO OLleHMBaTh KpUTUKY oTHOcuTeabHO CRISPR u He nomyckats Toro,
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YTOOBI OOIIECTBEHHOE MHEHHE IMPEMSTCTBOBAIO KIMHUUYECKUM UCCIIEIOBAHUSIM U PEIaKTHPOBAHUIO
T€HOB U151 MOJIb3bI JIIOZIEH.

Ora KHUra Nnpu3BaHa NpoiuTh cBeT Ha TexHosoruio CRISPR mmpokoin aynuropuun. Knura
MOBECTBYET O 3axBaThiBatolen npeabictopunt TexHonoruu CRISPR, B ToM uuciie o ToM, Kak HauM-
HAJICh MCCIIEOBAHUsI — C OaKTepraJbHON MMMYHHOH CHUCTEMBI — U O MHOTOJIETHEM IyTH pa3pa-
60otkn MetonoB nepenuchiBanus JHK BHyTpr ki1eTok. Takske Mbl TO3HAKOMUMCS] CO MHOXECTBOM
BO3MOXXHOCTEH, KaK HACTOSIIINX, TaK W OYIyIIMX, KOTOpPbIe OTKPBHIBAIOTCS YeJIOBEUeCTBY Oaromaps
CRISPR. Mpbl paccMOTpUM MPUMEHEHHE TEXHOJIOTMU K KMBOTHBIM, PACTEHUAM U JIIOASAM, a TaKxke
00Cy/IMM 3aXBaTHIBAIOIIHE TIEPCIIEKTUBBI U CEPhE3HbIE MPOOJIEMBI, CBSI3aHHBIE C HOBOW TEXHOJIOTHEH.
B 31011 KHUTE OyIyT YacTO YHOMHMHATHCSI MIMEHA TEPBOMPOXO/IEB B IAHHOW 00JIACTH HAYKHU, TAKUX
kak [Ixennudep dynna u Camyans [lIteprOepr, a Tak:ke APYrux YYEHBIX, JUIs TOTO, YTOOBI CIEIATh
MOBECTBOBaHME OoJiee SICHBIM M OXBAaTUTh BCIO NIMPOTY W AETAIM WCTOPUM JAHHOTO YHHKAJIBHOTO
OTKPBITHS.

MBbI OCTapaIUCh BBIIETUTH HEKOTOPBIE U3 HanOoJee BAKHBIX JOCTHKEHUH U JIaTh YATATENISIM
MIPE/ICTaBJICHUE O TOM, KaK HAUMHAJIMCh U Pa3BUBAJIFICh UCCIIEJOBAHMUS B 00JIACTH T€HHOW UHKEHEPUH
Cpeny YYEHBIX U KaK OHHM COUETAIMCh MeKAy co00i. OUeBUAHO, UTO OECUUCIEHHOE KOITMYECTBO IKC-
MIEPUMEHTOB ChI'PaJIo BaHYIO U HeolleHuMYIo poiib B u3yyeHun CRISPR u penaktupoBanuy reHoB.
['moGanbHast AUCKYCCHSI O PEIaKTUPOBAHUM TE€HOB YK€ Hayaslach, 3Ta AUCKYCCUsI — HE TTPOCTO Hayy-
HBII CIIOp B Y3KMX Kpyrax, 9Ta AUCKyccusl — Oydyliiee Halllero Mupa.
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I'eHHBIE peJAKTOPHI: B MOUCKAX
Yyd0/eCTBEHHOI0 CpeACTBa

Bcio MoIb OTKpBITHST BOBMOKHOCTH PEAKTHPOBAHMSI TEHOB OYET JIIOOOIMBITHO PACCMOTPETh
Ha uHTepecHoM npumepe. B CIIIA Obi1 3apMKCMPOBaH Cydail HEOXUJAHHOTO BbI3IOPOBJICHHUS
NALMEHTKY: JKEeHILIMHA, CTPaJaBIuas OT PEAKOro reHeTMYecKoro 3a0oJieBaHMsl, HEOXKUAAHHO U30a-
BUJIACh OT Beex ero cumnroMoB. Torna, B 2013 roay, yu€nsle n3 HanrioHaabHOro MHCTUTYTA 371pa-
BooxpaHeHus CIIA neitasuch pasragate MEAULMHCKYIO 3arajiky: UCCIIEN0BATENN U3YyYald PEaKoe
Hace/ICTBeHHOe 3a0osieBaHue, u3BecTHoe kak WHIM-cunapom, korga um 10BeIoCh CTOJKHYThCS C
MALMEHTKOMN, COCTOSIHUE KOTOPO OHM HE CMOIVIM OOBSACHUTh. B Havane u3HU eil ObUI MOCTaB/IeH
JAHHBIN IMarHo3, HO KOI/a NMalleHTKa 1ornaJja K y4€HsIM n3 HanroHansHOro MHCTUTYTa 30paBooxpa-
HEHMUsI, BCe CUMIITOMBI CJIOBHO MCTIAPHJIMCH! DTa O0JIE3Hb HE YTPOXKaeT KU3HH, HO YpeBaTa OOJIBIIAM
KOJIMYECTBOM CHMJKAIOIIMX KAUECTBO >KU3HU MPOSIBJICHUI: pyOLbl B JIETKUX, OTEPS CIyXa, YacThle
uHpekuu. KopeHb 601€3H1 JIEKUT B KPOLIEYHOW MYyTallMK OHON M3 6 MUJUTMApAOB COCTaBJISIONINX
JJHK uenoeka. Dta masneHbkas Tpancdopmarus aeiaet xkepts WHIM-cuaapoma riry6oko Bocrpu-
MMYMBBIMU K 3apaXEHUI0 BUPYCOM MamusuiomMsl yesnoseka (BITY), uto mpuBoauT K 0Opa3oBaHUIO
O0pO/IAaBOK, KOTOPbIE MHOTA NIPEBPAILAIOTCS B 37I0KAYECTBEHHbIE OMyX0uu. [ JieueHust NpuMeHsi-
€TCsl UMMYHOITIOOY/IMH, KOTOPbII CHIKAET YaCTOTy BOSHUKHOBEHHS OAKTePUATbHBIX MH(PEKITH.

Wrak, nanyieHTKa, KOTOpast ObUla HEOAHOKPATHO TOCIUTAIM3UPOBAHA B TEUEHHE BCEW CBOEH
’KM3HH, B MEJULIMHCKOM UTeparype n3BectHa kak WHIM-09, Hazosém e€ npocro Kum. B 2013 rony
Kum, korga eit 6pUI0 MATHAECAT BOCEMb JIET, pellInia MoKa3aTh JByX CBOMX J0YEped COTpYIHUKAM
HatmonansHoro uacrutyta 3apaBooxpanenus CIIA. Touepssm Kum Obuto HEMHOTO 3a 1BaALaTh U y
00enx reHeTUYeCcK1id aHau3 onpeneant Hanmure mytanuu B reie CXCR4. [pucyTcTBOBaM y HAX
u BHewHue npossiaeHnss WHIM-cungpoma. OqHako Bpauu ¢ yAMBIEHUEM 3aMETWIIN, YTO HUKAKUX
NIPU3HAKOB OOJIE3HM y MX MaTepu HeT. be3 kakoro-imoo MeaMnHCKoro BMelnareabersa Kum okasa-
Jack 310poBal

VuéHble mpoBenr psij] SKCIIEPUMEHTOB, YTOOBI MOHATH, Kak KM ynanock n30aBUTHCS OT 3TOH
HENpUATHON OO0JIE3HHU, M B XOJIe UCCIIEJOBAaHUI HATKHYJIMCh Ha HEKOTOPBIE MOACKA3KU. MyTaHTHBIH
I'eH, OTBETCTBEHHBIN 3a coCTOsIHME KnM, Bee emE MpUCyTCTBOBAJ B KJIETKAX, B3ATBIX U3 €€ KOXKH, HO
B KJIETKaX KPOBU MyTallis 10 HEOOBbSICHUMBIM IIPMUMHAM OTCYTCTBOBaJIa. bonee neTanpHO mpoaHa-
mmuzuposaB [JHK, B3sTyI0 13 Ki1eTok KpoBu KM, yuéHble OOHapyXHIM HEYTO eme 6osiee HeoObId-
HOE: MCCIIEIOBAHUE TOKA3AJI0, YTO JIEMKOLIATHI JKEHIIMHBI YK€ HE cofepKaT Ae(PEKTHBIN TeH, XOTs
B JIPYTUX TUIAX KJETOK OH IO-TIPEKHEMY IIPUCYTCTBYET. PacCMOTpEB XpOMOCOMBI U3 JIEMKOLIMTOB,
MeIUKU 0OHAPY KUY aHOMAJIMIO: OJHA U3 XPOMOCOM OT/IMYajIachk oT apyroi. [loiaHoe nccnenoBanue
reHOMa I10Ka3aJlo, YTO B XpPOMOCOME ITPOU30IILIA IEPECTAHOBKA PsAJla YYAaCTKOB, a Ta 4acTh, KOTOpas
BKJII0YAJIa HEUCITPaBHbIN TeH U elié 163 apyrux, Oblia 1 BOBCE yTpayeHa.

Ilocne nposeaeHus psAja UcciIeAOBaHUM U TECTOB y4EHbBIM HarmoHasibHOro MHCTUTYTA 310pa-
BooxpaHeHusi CIIA yaanock nonyunts OOBSICHEHHE CYACTIMBOW clly4ailHOCTH B jiesie Kum. OHu
NPUIIUTA K BBIBOAY, YTO B OJHOW KJIETKE €€ Tejla MPOM3OLLIO HEOOBIYHOE SIBJICHUE, HAa3hIBAEMOE
XPOMOTPHIICUC, TIPY KOTOPOM XPOMOCOMa BHE3AITHO pa3pylIacTCs U 3aTEM CHOBA BOCCTAHABJIMBA-
eTCs1, YTO MPUBOJUT K MAaCCUBHOM MEPECTPOiKe reHOB BHYTPU He€. DPQeKThl B OpraHu3mMe 0ObIYHO
OBIBAIOT JTMOO TPUBHATBLHBIMHU (€CITM IOBPEsKICHHAS KJIETKa HEMEUICHHO YMUPAET), MO0 KaracTpo-
(prueckumu (ecm nepecrpoennasn JJHK aktuBupyer reHsl, BhI3biBaloIue pak). B oprannsme Kum
XPOMOTpHIICUC OKa3a aApyroi 3¢ dekt. [Ipu cOopke XpoMOCOMBI ObLIN yTpadeHbl HEKOTOPBIE I'eHbI, B
JAHHOM ciy4ae — AeekTHble. MyTupoBaBilas KJIeTKa He TOJIBKO POCiia HOPMAJIbHO, HO — IIOCKOJIBKY
Tenepb oHa OblTa n306aBiieHa ot 6opHON Ko CXCR4 — oHa 0cBOOOIMIIACH OT reHa, BHI3BIBAIOIIETO
cunapom WHIM. IIpu xpomoTpurcuce B HeOOBIION 001aCTH FeHOMa OAHOMOMEHTHO IIPOUCXOIUT
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MHOXECTBO TepecTpoeK. XpoMocoMa (pparMeHTUPYeTCsl, 3aTeM €€ YIaCTKU COOMPAIOTCS] BHOBb, HO
MOPSA/IOK UX CJIEJOBAaHUS MEHSETCsl, @ HEKOTOpbIe U3 HUX U BOBCE paspyliaiorcs. Eciy HapymeHuit
OKa3bIBAETCSl CJMIIIKOM MHOTO, KJIeTKa 'MOHET, a B 0oJiee peIKUX CIIydyasix BbUKMBAET. X POMOTPHII-
cuc HaOMIOIAeTCs TIPH PaKe WM BPOXKAECHHBIX 3a00JIeBaHUSX.

V xenmmnb ¢ WHIM-CcHIPOMOM XpOMOTPHIICUC TPOU30LIEIT B CTBOJIOBBIX KJIETKAX, U3 KOTO-
pbIx 1ipu U hepeHIam 00pa3yoTCs JIEHKOIUTHL. 3aTeM 3I0pOBbIe KJIETKH BHITECHUIN KJIETKU
C MPeXHUM JIe(heKTHBIM BapMaHTOM T'€HOMa M OOECTeumIi HOPMaJIbHYI0 PadOTy BCell MMMYHHOU
CHCTEMBI.

UroObl MOATBEPAUTb CBOIO JIOTAJKY, COTPYAHMKM HalMoOHANIbHOTO WHCTHTYTAa aJUIeprul U
MH(PEKITMOHHBIX 3200/IeBaHNI Ha4YaJ I TPOBOANTD SKCIIEPUMEHTHI — OHU MOJICAKMBAJIA MBIIIIaM CTBO-
JIOBbIE KJIETKU TPeX TUIMOB. B oHMX KileTKkax ObL10 ABe HopMasibHbIX Konvu reHa CXCR4, B 1pyrux —
O/IHAa HOpMaJIbHas, a BTOpas Ae(eKTHasl, B KJIeTKaX TPEThEro TUIA COlepkaiach HOpMasibHas KOIus,
a BTOpasi OTCYTCTBOBaJIa BOBCE.

[Nozxe uccnenoBareny, usydapire cocrossaue Kum, ormernmm: «B cBoem ciydae Kum Obuta
OeHeduapoM OecrperieIEHTHOrO SKCIeprMEeHTa MPUPObl, B KOTOPOM OfIHA CTBOJIOBAsl KJIETKA
TIO/IBEPITIACh CIOHTAHHOMY M3MEHEHHIO, KOTOpPOe M30aBUJIO KJIETKY U BCE €€ TOTOMCTBEHHbIE KJIETKH
oT OonbHOTrO reHa. [poie roBopsi, 3To ObUIA OJIAroCIOBEHHAS CIIyYalHOCTh, KOTOpasi, €cii Obl OHA
pa3BepHy’ach MHaUe, Morjia youts Kum, HO BMECTO 3TOro criacia eil Ku3Hb».

YrtoObl JTydIiie HOHSATh, HACKOJIBKO yIauHbIM ObLT CITy4aii C BbIIIEYKa3aHHOM MaIllMeHTKOM, TIpe/-
CTaBbTE, YTO YEJIOBEYECKUI T'€HOM — 3TO MPOrpaMMHOe oOecriedyeHre M KoMmbiotep. B ciyyae ¢
Kum nporpammHoe odecrieyeHne coaepskaio OqHy HEUCTIPABHOCTb CPEAU MPUMEPHO 6 MUJITMAPIOB,
KoTopbie cocTapis Bc€ [10. UToOs! ycTpaHuTh mpodieMy B porpaMMe, He HYKHO CJIeTIO YIassiTh
OoMbIIIMe KYCKH KOJOB WJIM 3aHOBO IM(POBATh APyrue 4acTu Beel mporpammbl. [Tomumo Toro uro
JAHHBIE EVCTBUSA NIOUYTH HABEPHSIKA HE MIOMOTYT UCIIPABUTH MOJIOKEHHS], CKOPEe BCETO B MOIBITKAX
CKOPPEKTUPOBATH OIMIMOKY TAKMM CIIOCOOOM OyJIeT BHECEHO eIl OOJIbIIe HOBBIX OITHMOOK, UPEeBATHIX
CEepbE3HBIMU NTOCTIEACTBUAMU. 1 MOXKET JIMILIb HECKAa3aHHO [MOBE3TU B CIIy4ae, €CJIM YAACTCS CIIy4aiiHO
YIQJIUTh UMEHHO Ty KPOIIEUYHYIO COCTaBJISIONIYI0, KOTOpasi COOEPKUT OIMIMOKY, TaK, YTOObI HE Hapy-
[IATH TIOJHOCTBIO BCIO (PYHKIIMIO ITPOrPaMMHOTO 00eCTeYeHHsI.

Nwmenno 310 1 npowusonuio B reHome Kum — HO B ponu crienoro nporpamMmucTa B JaHHOM
cllydae BICTyNMIa cama rpupona. Ho kak Obl HU ObUT yauBuTeNeH ciaydail Kum, eme uynechee To,
YTO OHa B UCTOPUM HE OJHA. B HayuHOW JMTEpaType ecTh MPUMEpPhI U IPYTruX MalMeHTOB, KOTOPbIE
ObUIM YaCTUYHO WJIM TIOJTHOCTHIO M3JIEUYEHBI OT TeHETUYECKOro 3a00/IeBaHusl B pe3yibTaTe Cydaii-
HOT'0, CHHIOHTAHHOT'O «PeJaKTUPOBAaHUSI» T€HOMA.

Hanpumep, B 1990-x romax B Hulo-Mopke y JByX NMalMeHTOB ObUT IMATHOCTHPOBAH T€HETH-
YEeCKUI CUHIIPOM, HAa3bIBAEMBIH TSKEIbIM KOMOMHMPOBaHHBIM nMMmyHoneduimtom (TKUL), Takxke
M3BECTHBIM Kak amuMormrtos, cuuapom [anivana — Punnkepa. Tsax€nbiii KOMOMHUPOBAHHBIN
UMMYHO(PUIIT — KpaitHe Tskenas (popMa HaclaeACTBEHHOrO MMMYHOJE(UIIUTA, PH KOTOPOM B
pe3ysbTare JedeKTa OJHOrO U3 TeHOB HapylaeTcst padoTa UMMYHHOM cucTeMsbl. bosie3Hb n3BecTHa
TaK)Ke KaK «CHHIPOM MaJIbiMKa B Iy3bIpe», MOTOMY UYTO CTPAAAIOIIME OT ITOr0 3a00JIeBaHUs JETH
KpaiiHe ys3BUMBI Tepeji MH(PEKIIMOHHBIMU OOJIE3HSAMU U BBIHYKEHBI TOCTOSTHHO HAXOJUTHCS B CTe-
PUIbHOH cpefnie. BoibHBIM HEOOXOAMMA CTpOrast U30JISALKS, JIeYeHHe W YCIIeITHAsl TPAHCTIIAHTaIIU S
CTBOJIOBBIX KJIETOK, B IIPOTUBHOM ClIy4yae JEeTH C TAKMM MMMYHONE(UIUTOM OOBIYHO YMHPAIOT B
TEYEHUE TIePBOro Iofia )KU3HU OT TSKENBIX PELUIUBUPYIOIINX MHPEKLIUI.

Tem He MeHee, B Huio-Mopke /iBa NalyeHTa ¢ JaHHBIM CHHIPOMOM CTAJIM MCKJIIOYEHHEM M3
3TOrO YKaCHOTO MpaBUJIa: OHU OCTaBAJIMCh 3J0POBBIMU U B TIOPOCTKOBOM, U BO B3pOCJIOM BO3pacTe.
[TpuarHOM B 000MX CITydasix, KaK yIajJoCh BBISICHUTh YUEHBIM, CTAJIO CHOHTAaHHOE UCTIPABJICHUE KJIET-
KaMU TAIMEHTOB BBI3BIBAIOIICH OOJIE3Hh MyTaIlK B TeHe o1 Ha3BaHueM ADA, — reHe aJieHO3UH/Ie-
3aMUJIa3bl, U TIPOUCXOMIIO 3TO KAaKUM-TO YyAeCHBIM 00pa3oM, He Hapylasi OCTaBIIECHCS YacTH reHa
WA XPOMOCOMBI.
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[NonoGHbIe cityyan caMONpPOU3BOIBHOTO €CTECTBEHHOTO PeJaKTHPOBAHUS TE€HOB CIIOCOOCTBO-
BaJIM KCIEIEHUIO HECKOJIBKUX MAlMEHTOB U C APYTUMH TSKEJIBIMU TeHETUIECKUMHE 3a00JIeBaHUSMM,
TaKMMHU, KaK CUH/IpoM BuckotTa, — Onjipuya, — peJKoro HacaeACTBEHHOTO PacCTPOUCTBA. Y OONBHBIX
cunpomoM BuckorTta — Onprya 3HaUMTENBHO MOBBIIIIEH PUCK Pa3BUTHS 37I0KAYECTBEHHBIX OITyXO-
JIeft ¥ ay TOMMMYHHBIX HapytieHuid. OKa3anock, 4To B ClIydae ¢ JaHHbIM 3a00s1eBaHreM okosto 20 rmpo-
[IEHTOB MAIMEHTOB CIACAIOTCS MyTeM CHOHTAHHOW TeHETUYECKOW KOppeKIuu. Takke BCTpedyasvch
CIIy4a CIMIOHTAHHOTO U3JIEYeHUs] TUPO3MHEMHH, — 3a00JIeBaHM s, TIPK KOTOPOM MYTAIUY T'eHa TpH-
BOJAT K HApyIIEHUI0 MeTaboIM3Ma THPO3UHA C TIOBPEXKICHUEM TeUeHH, TIOUeK U nepudepruyeckux
HepBOB. Takke MpyU HEKOTOPHIX KOKHBIX 3a00JIEBAHUSX MPUCYTCTBUE KJIETOK C CAMOIPOM3BOJIBHO
M3MEHEHHBIMU F'€HaMH BUHO HEBOOPYKEHHBIM IJIa30M, — HAIIPUMED, TIPH HETIPUSTHEUIIIEM COCTOSI-
HUM — UXTUO3€, KOTOPBIN OCTaBJISIET HA KOXE KPacHble miesyIanyecs nsaTHa. Kierku B aTux obna-
CTSIX HECYT T'€HETHUYECKYI0 MYyTallMIO, HO KJIETKM B OKPYKAIOIIUX 3[JOPOBBIX YUaCTKaX KOXH, CyMeB-
[IMX UCIPABUTh MYTAIIUIO, BHIIJISASAT HOPMAJILHO.

B 1iesioM, onqHako, MaHCHI CIIOHTAHHO M3JIEYUTHCS OT TEHETUYECKOTO 3a00JIeBaHUST HIITOXHBI.
BonbIIMHCTBO MalMEeHTOB HUKOT/IA He UCTIBITAIOT ECTECTBEHHOT'O Uy/a, KOTJa UX TeHOMbI HEOKUIAaHHO
CaMU U3MEHSITCS B JIyUIIIyl0 CTOPOHY COBEPIIEHHO HEOKMIAHHBIM 00pPa30M U CTaHyT MPaBUIbHBIMU
KJIETKaMH, HAXOISAIIMMUCS B HOPMAJIbHBIX TKaHsX. EcTecTBeHHOE pelakTHpOBaHKUE TeHOB OCTAaeTCs
AHOMAJIME! — JIMIIh UHTEPECHBIMU MEAUITMHCKUMHU CITy4asiMH C Y4acTHEM HEOOJIbIIIOrO KOINYeCcTBa
MalMEeHTOB, BRIMTPABIINX T€HETHUYECKYIO JIOTepelo, ¥ He Oosiee TOro.

Ho 4ro, ecnu penakTupoBaHHe T€HOB MOXHO ObUIO Obl MPEBPATUTh M3 CIIOHTAHHOTO COOBI-
THS B yrpaeisiemoe? Uto, ecim Obl y Bpaded ObUT COCOO COOCTBEHHOPYYHO YCTPAaHUTh BPEIHbIC
MYTaIMU, KOTOPBIE BBI3BIBAIOT TSKENBI KOMOMHMPOBAHHBI IMMYHOIE(DUITUT, CUHAPOM BrckoTrTa —
Onapuva, WHIM wmmu mo6oe apyroe reHeTrueckoe 3a0oneBanre? MHOTUX YUEHBIX TaKUe CIydau,
Kak ¢ KumM, HaTankuBasiv Ha pa3MBIIUIEHUS], — HE TOJIBKO TIOTOMY YTO PACKPBIBAJIM LETUTEHHYIO
CUJTy €CTECTBEHHOTO PEIaKTHPOBAHUSI TEHOB, HO U TTOTOMY, UTO MPOJIMBAJIM CBET HA MOTEHIMATbHbIN
MyTh MEAUIIMHCKOTO BMEIIATEILCTBA B TEHOM: CIIOCOO OOpaTUTh MOC/IENCTBUS TEHETHUECKHX 3a00-
JIEBAaHUM IyTeM PAIlMOHATLHOTO M MPEeJHAMEPEHHOTO UCIIPABJICHUS OIHOOK.

CyacTiMBble WICTOPHM YYIOM M3JIEUMBIIMXCS TMAIMEHTOB IMOKA3aH, YTO IMpeAHaMEpEeHHOe
PEIaKTUPOBAHME TEHOB OBUIO Obl BO3MOKHO, €CJTN Obl YUEHBbIE MMENI TeHETUIECKOe HOY-Xay U OHo-
TEXHOJIOTMYECKME MHCTPYMEHTHI /1751 €T0 BOIUIOIICHUS B )KU3Hb. B TeueHue 1ecsTuieTni, 3a/1051ro J10
TOTO Kak MUOHephl, OTKpbiBIIKe TexHooruio CRISPR, npencraBuim Mupy cBou (pyHaaMeHTaIbHbIE
PaboThI, OOMBIIIOE KOJTMUYECTBO CHEUATMCTOB TPYIWINCh Hall TEM, YTOOBI MOTYYUTh 9TO HOY-Xay U
pa3padoTaTh TU UHCTPYMEHTHI.

KoneuHo *ke, Ha caMOM JieJie yU9€HbIe MeuTaId O PeIakTHPOBAHUY T'€HOB, KOTOpoe OyJeT UMEeTh
3HAUEHHUE [Tl MEJULIMHBI, eIE 3a/I0/1T0 JI0 TOrO KaK y3HAJIM, YTO IPUPO/A MPEAOCTABUT UM KITIOUH
st ero co3nanust. OqHaKo, 9TOOBI CAENaTh TaKyI0 TEXHOIOTHIO BO3MOXKHOM, MCCIeoBaTeNsIM He0O-
XOAUMO OBbLJIO TIOHSITh CaM T'€HOM: M3 Yero OH COCTOMT, KaKk UMEHHO OH TMOCTPOEH U, 4TO HaubOo-
Jiee BaXHO, — KaKUM 00pa3oM ero MOXHO MOAMDUIIMPOBATh U MAHMITYJIMPOBATh UM B JIAJIbHEH-
meM. Tonbko o6naiast STUMK 6A30BBIMU 3HAHUSIMU CTAJIO MOKHO C/IENIaTh MepBbie HEOObIIHE Iark
K TOMY, 4TOOBI 0OpecTr BO3MOXHOCTh ITOMOTATh JIIOASIM, KOTOpBIe, B oTInure oT Kum, 6pumn Gec-
CUJIbHBI U3JIEYUTH ceOs1 CaMHu.

I'eHom — TepmuH, BBeneHHBIN B 1920 romy Hemenkum Ouonorom ['aHcom BuHKIEpOM, OTHO-
CHUTCSI KO BceMy Ha0Opy FeHeTHMUeCKUX WHCTPYKIIWMA, HaliIGHHBIX BHYTpHU KjeTku. [Ipoire roBops,
T€HOM — 3TO COBOKYITHOCTb BCEIro HACJIEACTBEHHOTO MarepHasa, 3aKJI0YEHHOTO B KJIETKE JII0OOro
’KMBOTO OpraHu3Ma. [ eHoOM cofepkuT OHMOJIOrMYecKyl0 MH(pOPMAIHIO, HEOOXOAUMYIO JIsl TIOCTPO-
eHUsl U TOAJEpKaHUsl OpraHu3Ma. BONBIIMHCTBO T€HOMOB, B TOM YHMCJIe T€HOM 4YeJIOBEeKa M BCeX
OCTAJILHBIX KJIETOYHBIX (DOPM kKM3HU, COCTOAT U3 23 map xpomocoM U mutoxoHapuansHon [JHK. B
OCHOBHOM HJICHTHYHBIA OT KJIETKU K KJIETKe, 32 UCKJIIOYEHHEM CITyJailHON MYTalluH, TEHOM CO00-
II[aeT OPraHU3MaM BCEX XKMBBIX CYIIECTB, KaK PacTH, KaK MOAAEPKUBATh ceOsl U Mepe/iaBaTh IeHbl
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MOTOMCTBY. [ €HOM OJJTHOr0 OpraHu3ma HarpapJisieT ero Ha pocCT IUIABHUKOB U ’KaOpOB, KOTOPHIE TI03-
BOJISIIOT €MY JIBUTaThCsl W JIBIIIATH MO BOJOW; TEHOM JIPYTOro MHCTPYKTUPYET €ro MpOu3BOIUTDH
JIMCThSI ¥ XJIOPO(UILT, KOTOPBIE TIO3BOJISIIOT COOMPATh SHEPTUI0 OT COJTHEYHOro cBeTa. Harm BHYT-
peHHue (pu3rUecKrue 0COOCHHOCTH — 3peHHe, POCT, IBET KOXKH, MMPEIPACTIONIOKEHHOCTD K OOJIE3HAM U
T. [I. — TOXE SIBJISIIOTCS PE3y/IbTaTOM MH(OpMAIIMK, 3aKOIMPOBAHHON B TeHOMe. | eHeTHYeCcKuil Ko —
9TO Yepe/OBaHHe YETHIPEX MOJIEKYJISPHBIX OYKB, YETHIPEX a30THCTHIX OCHOBAHWI B HYKJIEMHOBBIX
kuciorax, JHK u PHK.

-

'\
S

Pl 24

['eHOM COCTOHT M3 MOJIEKYJIbl, HA3BIBAEMOM Je30KCH pUOOHYKJIeMHOBOW Kucaotou, nim [JHK,
KOTOpasi MOCTPOeHA U3 YeThIpex pasnuuHbix 010koB. [JJHK — aT0 MakpomMornekysa, kotopast odecre-
YMBaeT XpaHEHUE U repesiady U3 MOKOJIEHUs B TIOKOJIEHUEe T'eHeTMYecKo nHpopMatuu 11 (pyHK-
LIMOHUPOBaHUs XKUBBIX opraHnu3moB. Mosnekysa JJHK xpanut Ononornyeckyio MH(pOpMAaIMIO B BUIE
TeHEeTUYECKOTO KOJa, COCTOSIIIErO U3 TOCIIeI0BAaTeIbHOCTH HYK/IeOTUIOB. HyKiieoTuisl — 310 OYKBBI
HHK: A, G, Cu T, — cokpanieHus oT XMMAYECKMX TPy (TaKKe Ha3bIBAEMBIX OCHOBAHUSMU) aJie-
HUHA, l'yaHWHa, IUTO3UHA U TUMMHA, KOTOPbIE Pa3/IMyaloT YeThIpe COeAUHEHUs. A30THUCTbIE OCHOBA-
HUS OJHOW U3 LIeTIel COEAMHEHBI C A30TUCTHIMU OCHOBAHUAMM JIPYTOil 1IN BOAOPOAHBIMU CBSA3SIMMU:
aneHuH (A) coegunsiercs Toabko ¢ TUMUHOM (T), ryanuH (G) — Tonbko ¢ uuto3uHoM (C). BykBbl
3THX MOJIEKYJI CBSI3aHbl JVTMHHBIMU NPAMbIMU HUTAMU. Hutn 00bequHsiorcs, popMupys U3BECTHYIO
crpyktypy JHK B hopme nBoiiHO# cripaiu. [IBoiiHas Cliupaib HAMOMUHAET CKPYUYEHHYIO JIECTHUILY.
Hse nuru [JHK crieraiotes apyr ¢ Ipyrom BIOJIb LIEHTPaJIbHON OCH, BMECTE OHM 00pa3yioT iBa OOKO-
BBIX peJibca JIECTHULBI. Takoe pacrosiokeHHe pa3MellaeT YeThipe Pa3MyYHbIX OCHOBAHMS BHYTPH
CMMPAJIY — CTYNIEHbKH JIECTHULIBL. V3SIIIHOI 0COOEHHOCTBIO CTPYKTYPHI SIBJISIETCSI HAOOP XUMHYECKUX
B3aMMOJIEVCTBUI, KOTOpbIE YAEPKUBAIOT JBE HUTH BMECTE Ha KaXA0W CTYIEHH, YTO-TO BPOAE MoJle-
KYJISIPHOTO KJiesi: OyKBa A OIHOI HUTH Bceraa coequnseTcs ¢ T Ha gpyroit HutH, a G Bcerja coesiu-
Haercs ¢ C. OHu u3BecTHBI Kak criapeHHble ocHoBaHuA [JHK.

JJHK Obuta oTKpbITa JBYMS YY4EHBIMU: aHITIMYaHUHOM PpaHcucom Kpukom u amepukaHuem
JlxeiiMcoM YOTCOHOM. DTO OTKpBITHE MTPOU30ILIO B Benrkoopuranun. YOTCOH B TO BpeMsl padoTal
B Jaboparopun KemOpumka u ObLT Upe3BBIYAIHO YBICUEH UIEEH OTKPBITUS CTPYKTYPBI MOJIEKYIIbI
JHK. K Tomy BpemeHM yxke umesnuch gaHHble o Tom, uyto JHK sBnsiercss HocureneM reHeTuyecKoit
uH(pOpMAIK, HO HEeJIb3s1 CKa3aTh, YTO OHM ObUIM JIOCTATOYHO JOCTOBEPHBIMHU JJIS1 YUEHBIX. YOTCOH
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noBcTpevasics ¢ KpukoM, yBieueHHbIM TOH ke ueel; pas3elisis HayYHble NHTEPECH, UCCIIeN0BaTeNN
OBICTPO HAILIM OOLIHIA A3bIK B MOMCKAX pacKpbiTusi crpykrypsl JHK.

B 10 Bpems monekyna JJHK He Obuta yem-To HOBBIM. O MOMBITKAX BBIBECTH €€ YXke ObLIO
u3BectHo. [IHK mHTepecoBasics mBeinapckuil Bpau @punpux Muiep eme B 1869 rony. Kpuk u
YoTcoH ObUTH TBEPAO yOEKIEHBI, YTO KJIIOY K pasrajgke TailHbl TeHOMA HAXOAUTCS MMEHHO BBISIC-
HeHun cTpyKTypbl Mosiekyibl [JJHK. Yorcon u Kpuk o0o0mummm Bce nMeoIumecs: y HUX JaHHBIE U
CO3JaM TPEXMEPHYI0 Mozesb MosiekyJibl JJHK m3 Kycka kaproHa, pOBOJIOKM U IIAPUKOB. YUYEHBIE
BBISICHUJIM, KAKUM 00pa30M MPOUCXOAUT perutikanus, 1. . ynsoenue [JJHK B kierkax: JHK pasne-
JIsJIaCh TIOTIOJIaM, OTKPEIUISISICh B MecTaXx BOIOPOAHBIX cBsizeld, U HoBasi JJHK cunTesupoBanachk u3
TIOJIOBUHBI OCHOBHOM. [IpyrumMu cJI0BaMH, U3 MOJIOBUHBI ITPEKHEN MOJIEKYJIbI 00pa30BbIBAIACh HOBASI
tienast mosiekyaa JJHK. D1o oTKpbITHE CTATI0 OMHUM M3 CAMBIX BBIIAIOIIMXCS] HAYYHBIX COOBITHI BEeKa.

Dpsncuc Kpux u Jorceiimc Yomcown, omkpuleuiue cyujecmeosarue OYoNUpOSaHHOL cnupanu
/IHK

Kak yxe ynomuHasock Bbime, ponb JIHK cocrout B oOecrieueHWMM W BOCHPOHM3BEICHUN
®u3HU, — B HyKJeotuaax JJHK xpanutcs u nepena€res HacleacTBeHHas MH(GOpMaIIus.

B rogpl, nocnefgoBaBige 3a OTKpuITHEM YOTCOHa M KpHka, y4€Hble NBbITAINCh MOHATh, KAk
CTPYKTYpa 3TOM MOJIEKYJIbI M JIOBOJIBHO MPOCThlE XMUMHUYECKUE WHTPEAUEHTH MOTYT KOJUPOBAThH
nH(pOpMAIIo U OOBACHSTH SBJIEHHUS Oroyorndeckoi ku3Hu. OkaspiBaercs, JJHK odens moxoxka
Ha CEKPeTHBIA fA3bIK, KaXIasd KOHKPeTHas TOC/IeIOBATEIbBHOCTh OYKB CONEPKHUT WHCTPYKITUH IS
MTPOU3BOJICTBA OIPEJICIICHHOTO OeJIka BHYTPH KJIETKH. 3aTeM 3TH OeJIKM BBITIOIHSIOT OOJIBIITMHCTBO
pemaronux (PyHKIIUN B OpraHu3Me, TaKMX Kak paciieryieHue MUY, paclio3HaBaHUe U YHUUTOKEHHUE
MATOreHHBIX MUK POOPTaHU3MOB U BOCIIPUSITHE CBETA.

UroOsl ipeodpa3oBaTh MHCTPYKIMH, copepxkamiuecss B JJHK, B Oelku, KJIETKH UCIIONB3YIOT
BaXHYIO IIPOMEXYTOYHYIO MOJIEKYITy, Ha3pIBaeMyl0 puOOHYKJIenHOBas kuciota, i PHK. PHK —
OITHA M3 TPEX OCHOBHBIX MAaKPOMOJIEKYJI, COIEpKaIMXCS B KJIeTKaX BCEX JKUBBIX OPraHM3MOB (JiBe
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apyrue Makpomosnekysl — 31o [JJHK u 6enkn). Tak xe, kak JHK, PHK cocrout u3 aymmHHO# 11en,
B KOTOPOM KaJ0€ 3B€HO Ha3blBaeTCs HyKJIeoTH10M. IlocienoBaTebHOCTh HYKJIEOTHIOB MO3BOJISIET
PHK koaupoBath renernueckyio nHgopmanuio. Bee kinerounsie opranusmsl ucnonb3yior PHK nis
nporpamMmmupoBaHus cuHTe3a 6enkoB. Kierounsie PHK o6pa3syiorest B xoge mporiecca, Ha3bIBaeMoro
TpaHcKpunuuen, To ectb cuHre3a PHK Ha matpune JTHK.

I'enbl 11 GeIKOBBIE MPOAYKTH OTIIMYAIOTCS JPYT OT JIpyra MOoC/IeOBATEIbHOCTHIO HYKJIEOTH/IOB
B reHax ¥ aMUHOKHUCIIOT B OeJKax. DTOT 00muMil NOTOK reHerryeckoit nadopmanun — ot JHK k PHK
K OEJIKy — sIBJISIETCSI SI3BIKOM, MCTIONIb3YEMBIM [T COOOIIEHHU ST U BHIPKEHUS JKU3HU.

Pa3mep reHoma u KoIMYECTBO coAEpKalMXCSl B HEM T€HOB IIMPOKO BApbUPYETCS] B pa3HBIX
[IApCTBaX KUBBIX CyIiecTB. Hamprmep, y OOJNBIIMHCTBA BUPYCOB BCETO HECKOMIBKO ThicsTY OykB JTHK
(nmu PHK, nmockonbKy HekoTopble BUpycHbIe reHoMbl He conepskat JIHK) u HeGosnbinoe konmyecTBo
reHoB. bakTeprasibHble TeHOMBI, HAPOTHUB, COCTOSIT U3 MIJUIMOHOB OYKB U copepxkat okono 4000
reHoB. JIpyrue e reHombl umeloT okosio 14000 reHoB, pacrpeesieHHbIX M0 COTHSIM MUJUTUOHOB Tap
ocHoBanuii [IHK. I'enom yenoBeka — 310 nenas sHuukIoneaus, cogepxamas 21 000 kogupyommx
OeJIOK TeHOB, HalMCaHHast YeThipbMs1 OykBamu. VIHTEpecHO, YTo pa3mMep reHoMa He SIBJIsIeTCs oKa3a-
TeJIEM CJIO)KHOCTH OPraHU3Ma: YeJI0BEUECKUI T€HOM ITPUMEPHO TaKOM K€ IJTMHBI, YTO M TEHOM MBIIIN
WY JISATYIIKY, TPUMEPHO B JIECSTh pa3 MEHbIIIe FeHOMa cajlaMaHphl U 0osiee YeM B CTO Pa3 MEHbIIE
reHOMa HEKOTOPBIX PACTEHUH.

I'eHOMBI pa3/IMYHBIX KUBBIX CYLLECTB BBICTPOEHBI COBEPILIEHHO MO-pa3HOMY. B To Bpems kak
TeHOMBI OOJIBIIIMHCTBA OAKTEPUI HAXOMSTCS BHYTPH KJICTKU U MPEACTABISIIOT COOON OTHY MPOJIO-
xatoryocs yacth JJHK, reHom uenoBeka coctouT u3 23 OT/eIbHBIX YacTel, Ha3bIBAEMbIX XPOMOCO-
Mam#, JrHOM oT 50 10 250 MunoHOB OYKB. Kak v KJIETKYM OYTH BCeX MJICKOIUTAIOIINX, YeIOBe-
Yyeckre 0OBIYHO COAepIKaT JBe KOMUH KaXJOH XpOMOCOMBI, OJIHY OT OTIIa, OIHY OT Matepu. KaxIplii
ponuTeNh BHOCUT 23 XpOMOCOMBI, UTO JaeT MOTOMKY B 0OIel cloxHOoCTH 46. ECTh U UCKTIOUeHUS
U3 3TOr0 MpaBUJia, — HAIPUMeEp, Y JIoLEeil ¢ CUHAPOMOM [layHa ecTb TpeTbsl KOsl XpoMOCOMBI 21.
[MonHbIi HAOOP SAAEPHBIX XPOMOCOM MOKHO HAWTH MOYTHU B KAKI0W KJIETKE OpraHu3Ma (3pUTPOLIUTHI
SIBJISIIOTCS BAXKHBIM MCKJTIOUEHHEM, ITOCKOJIBKY Y HUX HET SiApa), HO SIIPO — HE €IMHCTBEHHOE MECTO B
KJieTke, rae ooHapyxkeHa JJHK. ['eHoM yesnoBeka Takke BKJIIOUAeT B ce0s OTAETbHYI0 MUHU-XPOMO-
comy — Bcero 16 teicsia 6ykB [THK, pacrionoxkeHHbIX B MUTOXOH/IPHSIX, — SHEPTETHUECKUX Oarapesix
KJIETKUA. B oT/IUMe OT reHeTH4ecKoro Koja, 0OHapy:KeHHOTO B IPyTMX XPOMOCOMAaX, MUTOXOHPH-
anbHasA [JTHK Hacnenyercs UCKIIIOUMTENIBHO OT MaTepH.

MyTaimu B mo00¥ U3 23 siiepHBIX XPOMOCOMHBIX Map WA B XPOMOCOME MUTOXOHAPHUA MOTYT
BBI3BIBAThH TeHeTHYeCKHe 3a0oneBanrs. Camas pocTast MyTalvst — 9T0 3aMeHa. 3aMeHa OTHOTO HYK-
JIe0TU/IA JPYTMM MOXKET HapyIUTh COCTAB reHa U BbI3BaTh 0Opa3oBaHue aedekTHoro Oeska. Hanpu-
Mep, MPU CEPIIOBUIHOKIICTOYHON aHEMUM, TeHeTHYECKOM 3abojieBaHUU KpoBH, 17-s1 OykBa reHa,
M3BECTHOTO Kak OeTa-rJoO0uH, BUIOU3MEHseTCs, Ui MyTupyeT u3 A B T. DTa MyTarus IpuBOAUT
K U3MEHEHMSM B TPAHCMOPTE KUCI0poJa B spurporurax. [locaeacTBus 3Toro KpomeyHoro u3MeHe-
HUS B Oeike — pa3HuIia Bcero B 10 aTOMOB — yxacHbl. MoJIeKyJibl MyTHPOBaHHOTO FeéMOITIOOMHA CITU-
MalTCcs M 00pa3yloT aHOMAJIbHbIE HUTH, KOTOPbIE U3MEHSIIOT (POPMY SPUTPOIIMTOB, YTO MPUBOIMT K
AHEeMMWH, TIOBBIIIIEHHOMY PUCKY MHCYJIbTa M Pa3BUTHS MH(EKIHIA, & TAKKe CUIIbHBIM OOJISIM B KOCTSIX.
CeprioBUJHOKJIETOYHAs] aHEMUsl cBsA3aHa ¢ MyTtanuei reHa HBB, ctumynupyioiero npousBoacTBo
AHOMAJILHOTO TeMOIJIOONHA S, B MOJIEKYJIe KOTOPOT'O BMECTO Iy TAMUHOBOW KHCJIOTHI B IIIECTOM TOJIO-
KEHUU [3-1IeNM HAXOAUTCS BAIMH. B yCIOBUSX TUMOKCHMU TeMOIIOONH S TIOMMMEpU3YeTCs, U SPUT-
POLMTHI TPUOOPETAIOT ceproBUIHYI0 (hopMmy. CrIEKTp CHMITOMOB CEPHOBHIHOKIETOUHON aHEMUH
YpEe3BBIYANHO IMHPOK, OT MOBBIIIEHHON YyTOMIISIEMOCTH ¥ OTEYHOCTH /10 0OpPa30BaHUs sI3B HA HOTaX,
3aKyIOPKH COCYJIOB B II€YEHU U CEJIE3EHKE U CJIETIOTHI, NOABEP;KEHHOCTH MH(EKLUSM, 3a/IepKEK B
pazButin. CeproBUIHOKJIETOUHAS aHEMHSI SIBJISIETCS IPUMEPOM PELIECCUBHOTO TeHETHUECKOro 3a00-
JieBaHUs. DTO O3HayYaeT, uro ode konuu reHa HBB uenoBeka HokKHBI HECTH MYTAIHIO, YTOOBI YeJIo-
BEK CTpajaJl OT CEPIIOBUAHOKJIETOYHON aHEMUHU; €CJIM MYTallvs K€ TOJIbKO B OJHOM KOITMU T'eHa, TO
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HEMYTHPOBABIINI TeH MOXKET POAYIMPOBATH JOCTATOUHO HOPMAJIBHOTO FeMOITIOOMHA, YTOOBI TIpe-
OJI0JIETh HeraTuBHbIE 3(PeKTh MyTHpOBaBiiero. OAHAKO JIOIM C OJHON MYTaHTHOW KOIMEW reHa
HBB no-npe:xHemy ocTaHyTCSl HOCUTEISIMU IIPU3HAKOB CEPIIOBUJHOKJIETOYHON aHEMUU, U HECMOTPS
Ha TO, YTO OOJIETh OHU He OYIYyT, OHU BCE K€ COXPAHSAT CIOCOOHOCTH TepenaBaTh MyTHPOBABIIHUI
I'€H MOTOMCTBY.

Jlpyrue reHeTHuecKre 3a00JeBaHus MPeINoaraloT JOMUHAHTHOE HACTIeIOBaHKe, a 3TO O3Ha-
YaeT, YTo JJIsi TOro, YTOObI BBI3BATh 3a00JIeBaHKe, JOCTATOYHO JIMIITh OJHOW KOTIMU MYyTHPOBABIIIETO
reHa. OfHUM M3 NPUMEPOB sIBJsETCA yNOMsAHYTbIi paHee WHIM-cunapoMm, npu KOTOpoM OfHa
ThicsiuHast OykBa reHa CXCR4 Bunonsmensiercss u3 C B T; MyTaHTHBIH TeH CO3aeT IMIIEPaKTUBHBIN
0eJI0K, KOTOPBIA IOMUHHUPYET B (PYHKIIMOHUPOBAHUH 3/I0POBOTO I'eHa.

CeprioBugHokeroyHass anemusi 1 WHIM-cuHIpoOM SBISIIOTCS NPUMEPaMHM T'€HETUYECKHUX
3a00JIeBaHM, BBI3BAHHBIX MPOCTHIMHM MYTAlIMsIMU 3aMelleHus (OmuOoYHast 3aMeHa OHOW OYKBBI
JHK Ha apyryio). Ho renernueckue 3a001eBaHus Takke MOTYT OBITh U pe3yabTatoM BcTaBok B JIHK
u ynanenusi komnoneHToB u3 JJHK. Hanpumep, HelipojiereHepatuBHOE pacCTPOMCTBO, U3BECTHOE KaK
xopest ' eHrruHTOHa, pazBuBaercs Beaeactsue mytauuu reHa HTT Ha 4-i1 xpoMocome, BbI3bIBAIOLIEN
naroyiornyeckoe ypenuueHuve B mosiekyie JJHK uucna konuii, Komupyomx aMUHOKUCIIOTY TTyTa-
MuH. B pesynbrare 3TOro Ha OCHOBE TeHa CUHTE3MPYEeTCsl KPYIHBIN OeJIOK TeHTUHITHH, UMEIOIIUI B
CBOEM COCTaBe YJIMHEHHYIO LIEMOYKY U3 INTyTAMUHOBBIX OCTaTKOB, HAKAIUIMBAIOIIUXCS BHYTPU HE-
POHOB M NIPUBOASIIMX K PAa3BUTHIO 3200JI€BaHNsl, TATOreHe3 KOTOPOTrO OKOHYATEIBHO HE U3BECTEH.
Uem Gorblie COIEPKUTCS KOMUM, TEM paHbllie AeOI0THUPYeT 3a00JeBaHNe U CUJIbHEE BBIPAXKEHBI €0
cuMITOMBl. KOJMMYEecTBO 3TUX KONMII MOXKET yBEJIMUMBATHCS B MOCIEIYIOUIMX MOKOJEHUSAX U TEM
CaMBIM MPUBOJMTH K OoJee TsKeNIBIM (heHOTUNaM 3a00IeBaHUsI B CEMbE.

W HaobopoT, yaaneHus SBISIOTCS BUHOBHHKAMHU HauOosee pacipOCTPAaHEHHOTO THIA MYKO-
BHUCIIUJI03a — OMACHOTO /IS )KU3HU T'€HETHUECKOro 3a00JIeBaHMsI, KOTOPOE TMOpaXaeT B IMEPBYIO Oue-
penpb Jierkue. MyKOBHUCIIUAO3 SIBJISIETCS CUCTEMHBIM HACJ/IEICTBEHHBIM 3200JIeBaHIEM, O0YCIIOBJICH-
HOBIM MYyTall¥el reHa, BCJIEJCTBUE KOTOPOM MOPAXKaIOTCs JKeJIe3bl BHELTHEW CEKPELIMU U BOHUKAIOT
TSDKETTbIE HAapyIlleHus1 paOOThl OpPraHOB AbIXaHWs. B ocHOBe 3a00neBaHuUs JISKUT MYTallUsl B IeHe
CFTR, KoTOpbIii JJOKATM30BaH B CepelriHe 7-i XpPOMOCOCHL. YasieHne Tpex OYyKB TeHeTUYeCKOro
kona B reHe CFTR nipuBomuT kK ToMy, 4TO OEJIOK JIMITAeTCs BaXKHOW aMUHOKHCIIOTHI U TTIO3TOMY He
(byHKIIMOHUPYET TOTKHBIM 00pa3oM.

Jpyrue 3aboneBaHusl BOSHUKAIOT, KOTJa CETMEHThl TeHa MHBEPTUPOBAHBI (TO €CTh Pacroio-
’KEHbI B OOPaTHOM TOPSIJIKE) WM KOTJla CETMEHTHI WJTH JJaKe LeIble XpOMOCOMBI OIIMOOYHO AyOITu-
PYIOTCS WU yAQJISIOTCS.

MpbI 3HaeM reHeTHYEeCKIe TPUIMHBI MHOTHX 3a00JIeBaHui O1arogapsi OTHOCUTENILHO HeJAaBHEMY
nosiBjieHn1o cekBeHuposanusl JIHK, — mpouecca, KOTopblil MO3BOJISAET YYEHBIM UMTATh U 3alUChHI-
BaTh COAEpKaHKE UYeJIOBEUYECKOro reHoMa OykBa 3a OykBoil. CeKBeHHpOBaHUE — 3TO OOlee Ha3Ba-
HUE METO/I0B, KOTOPbIE MO3BOJIAIOT YCTAHOBUTB MOC/IE0BATENIBHOCTh HYKJIEOTUI0B B MosieKysie [JJTHK.
[Nocne Toro Kak mepBble METOIBI CEKBEHHPOBaHMS ObUTH pa3padotanbl (B 1970-x rogax), y4u€Hble
HavyaJli KPOIOTJIMBO UCKaTh KOPEHHBIE TEHETUUECKUE TPUYMHBI CAMBIX U3BECTHBIX HAC/IEICTBEHHBIX
3a00JIeBaHUIA.

OrpoMHBI CKa4OK OBLT CIIe/IaH B 9TOM 00JACTH TIOCIIE 3aBEePIIIeHHS MeX TyHAPOIHOTO MPOeKTa
«['eHom yenoBeka» B 1990 romy. Ero 1iensio ObUIO OMpeesuTh MOTHYO MOCTeA0BATEIbHOCTh HYK-
JIEOTUJIOB B YeJIoBeueckoM reHoMe. OCHOBHOM 00BbEM padOT BHITIONHSIICS B YHUBEPCUTETAX U UCCIIe-
noBarenbckux HeHTpax CIIA, Kanaael 1 BenukoOputanuu. ItoMmy MacitabGHOMY HAUMHAHUIO CIIO-
COOCTBOBAJIM HOBAs TEXHOJIOTHSI, KOTOPasi MO3BOJIMIIA KJIIOHMPOBATh OOJIBIIIE KYCKU YeJIOBEUECKOU
JHK, a Tak:ke 3HauMTeNIbHBIEC YITyUIlIeHUs] B TAOOPATOPHBIX UCCIIEIOBAHUSIX M Pa3padOTKa CIIOKHBIX
BBIYMCIIUTEIBHBIX AJITOPUTMOB, KOTOPBIE ITOMOIJIM ITPOaHAIM3UPOBATh JaHHbIE CEKBEHUpOBaHus. B
2001 romy Obu1 OMYOIMKOBAH MEPBBIN BAPUAHT TE€HOMA.
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C momeHTa 3aBepiieHHMsl npoekta «['eHoMm dvenoBeka» mpornecc cekBeHupoBanus [JHK u
1IEJIOr0 reHOMa CTajl ObICTPBIM, ICIIEBBIM U (P(HEKTUBHBIM. YUEHBIE TOYHO ONPENIeNTHITN O0JIee YeThl-
pex ThicsY pa3uuHbiX BuaoB MyTanmil JIHK, koTopbie MOrH BeI3BaTh reHeTHUeCcKre 3a00IeBaHuUs.
CexBennpoBanue JJHK MoxeT cooOImTSh JII0AsIM O TOM, UMEIOT JI OHU TIOBBIILICHHBIH PUCK Pa3BUTHUS
OIpEeJEICHHBIX BUJIOB paKka, a 3TO B CBOIO OYEpe/lb MOXKET MOMOYb a/IaliTUPOBaTh CrienupuIecKre
METO/IbI JIUSHH s TaK, YTOOBI OHM HAMJTY4IIIMM 0OpPa30M COOTBETCTBOBAIN I'€HETHUECKMM OCOOEHHO-
CTIM pa3HbIX MauueHToB. Kpome Toro, Tenepp, Korna KOMMEpUYECKU aHAJIU3 M0CIIeA0BaTeIbHOCTH
JTHK cray oOmenpuHsSITHIM U CTOMT He CIUIIKOM J0POro, MUJUTHOHBI JIIOJeN PN MTPOaHaI3H-
pOBaTh CBOM COOCTBEHHBIE TEHOMBI, UTO JIETKO MOKHO CAENaTh MPOCTO OTIPaBUB 0Opasell CJIOHbI B
naboparopuio 1o rourte. [ToydyeHHbIN B pe3y/IbTare YCUINN YIEHBIX 0ObEM JTAaHHBIX TTIOMOT BHISIBUTD
Ba)KHBIE CBSI3M MEK/1y THICSTYaMH BAPUAHTOB I'€HOB U PsIOM (PUBUIECKUX M TIOBEJEHYECKUX OCOOEH-
HOCTEH.

TeMm He MeHee, XOTs1 CEeKBEeHHPOBaHME TeHOMA IIPEJICTaBIIsIeT COOOM OPOMHBIH IMPOTpecc B U3y-
YEHUM TeHETUYECKUX 3a00JIeBaHMUI, OHO B KOHEUHOM MTOT'e SIBJISIETCS AMArHOCTUIECKUM HHCTPYMEH-
TOM, a He (hopMoii JieueHrst. CeKBEeHMPOBaHKE TO3BOJIIIO YYEHBIM YBUJIETh, KaK TeHETHUYeCKHe 3a00-
neBaHus nuiyTes Ha s3bike JJTHK, HO He 1a710 BO3MOXKHOCTH BTOPraTbCsl B 3TOT SI3bIK M MEHSATh €T0
1151 TIOJIB3bl YEJIOBEUECTBA; HAYYUThCS YUTATh HA HOBOM SI3bIKE M HAYUUTbCS MIMCATh HA HEM — COBEp-
IIIEHHO pa3Hble Belly. YUYEHBIM ObLT HEOOXOIUM HOBBIN HAOOp MHCTPYMEHTOB.

Nccnenoarenu medranu o JiedeHnH Oojie3Hel, cBsizaHHBIX ¢ myTarusamu B JITHK, ¢ Tex mop,
KaK y3HQJIM O CyIIECTBOBAHUM ITHX TeHETUUYECKUX 3a00ieBaHmii. HecMOTpsi Ha TO YTO OHU yUYEHBIE
HavyaJy OIpeJessATh IEPBONPUYMHBI TEHETUYECKUX HApYLIEHUH, Jpyrie HaCTOMYMBO UCKAJIN HOBbIE
METO/IbI JIEUSHHUsI ITUX 3a00IeBaHUI — HEe TIPOCTO MPEAOCTABIIsAS MAIIEHTaM JIeKapCTBa /1J1sl BpeMeH-
HOT'O CMSITUeHHUsI HeOIaronpusATHBIX BO3AEHCTBHII MYTHPOBABILIETO T€HA, HO U s BOCCTAHOBJICHUSI
CaMUX T€HOB, YTOOBI HABCET/1a ePeJIOMUTh TeueHrne 0oJ1e3HU. Bo3bMEM JIUIIb OUH, K COXAIECHHIO,
OOIIMIA TPHMEp: CEPIIOBUIHOKJIETOUHYIO aHEMUIO YacTo JieyaT MepeMBaHueM KpPOBH, MeUKAMeH-
TaMU ¥ TPAHCIUTaHTaIMeR KOCTHOTro Mo3ra. He siyuriim Jin perenreM ObUTo Obl HAIIETUThCS Ha MyTa-
o camoit ipuunHHOM [THK Tak, uroOb1 ucnpaBuTh e€?

Vuénsle B Ty nopy uccienopanuii JHK 3Hamu, yro gyyimm perieHueM ajis Je4yeHus TeHeTH-
YyecKrx 3a00J1eBaHui CTasio Obl UCIIPABJICHHUE CAMOT0 TeHa ¢ 1e(PeKTOM, UHBIMHU CJIOBAMH, MEUTAJIH
HAy4UThCS MPEIHAMEPEHHO JeJiaTh TO, YTO MpUpOa cAejaja CaydaiiHO, KOrJa BbUIEUMsIA YIOMSI-
HyTyl0 KuM 1 apyrux cuactimBumkoB. O/IHaKo ke ISl yUYEHbIX TOTO BPEMEHU cama Uies u3jieye-
HUS TEHETHUECKHX 3a00JIeBaHMI ITyTeM TepeNIChIBaHMsI MyTHPOBABIIETO TeHETUYECKOTr0 KOJa Ka3a-
JIach TIPOCTO HEBO3MOXKHOM K BOIUIONIEHHIO B peabHOCTh. McnipaBienue qepeKTHOro reHa Oblio Obl
MIOXO’e€ Ha MOWCK UTOJIKU B CTOTE CEHa U MOCJIeIyIolee N3BJIeUeHUE ITOW UTOJIKH, IPUYEM HE Hapy-
11asi HeJIOCTHOCTU BCEro crora. Tem He MeHee MCCIIeJOBaTe M MOJ03PEBAIN, YTO MOTYT COTBOPHUTD
HEUTO MoA0OHOE MyTEM J0OaBJIEHHs TeHOB-3aMeCTHUTeNIel B TIOBpEeXKIeHHbIE KJIeTKU. Borpoc Obl1 B
TOM, KaKUM K€ IyTEM BHEAPUTDH ITOT APArOLEHHBI MaTepyall B IOPaKEHHbIM yUacTOK.

BroxHOBIEHHBIE YIMBUTETIBHON CIOCOOHOCTBIO BUPYCOB BCTpPaMBaTh HOBYIO T€HETHUYECKYIO
uHgopmaimio B JHK GakTepuasibHBIX KJIETOK, TMOHEPHI ITOW paHHEW FeHHOM 3MOXHU MOHSUIH, UTo,
BO3MOHO, TAKMM ITyTEM OHU MOTYT UCIIOJIb30BaTh BUPYCHI [15 JOCTABKY HYKHBIX T€HOB B OPIraHU3M
YeJIOBEKA.

[NepBble 3aperucTpupoBaHHbIC MOIBITKH CAEIATh TO ObUIM MPEANPUHATH B KoHIEe 1960-x
rogoB CtaHpungom Pomxepcom, aMeprKaHCKUM BpauyoM, KOTOPBI M3ydasl BUPYC, BbI3bIBAIOIINI
oOpa3zoBaHKe OOPOIABOK y KPOJIUKOB, — BUpYC manwuiomsl [loyna. Pomkepc ocoOeHHO MHTEpeco-
BaJICsl OIHUM acriekToM Bupyca [loymna: BUpYC 3aCTaBisl KPOJUKOB MPOU3BOJUTH B U3OBITOUHOM
KOJIMYECTBE apruHaszy, (PepMEHT, KOTOPbI OpraHM3M KPOJIMKOB MCHOJIB30BAN Il HEUTpaIU3alviu
apruHMHA, BPEJHOW aMHUHOKHCIIOTH. B oprann3Max 60JIbHBIX KPOJIMKOB ObLIIO HAMHOTO OOJIBIIIE ApTH-
Ha3bl 1 HAMHOTO MEHbIIIe aprMHUHA, YeM Y 3/I0POBBIX KPOJIUKOB. bosee Toro, Pomkepc oOHapyxu,

23



C. Bonkosa. «IIpocto reHom»

YTO y MiCCIeJoBaTeNield, KOTOpble paboTasiu C BUPYCOM, YPOBEHb apTMHUHA B KPOBH ObLT HUKE HOPMBI.
[To-BuaumMoMy, 3TH yUYEHBIE 3aPa3UIMCh BUPYCOM OT KPOJIUKOB.

Pomxepc monospesad, uro Bupyc [lloymna oTrpaBisieT reH B KJIETKY, YTOOBI TOBBICUTH TIPOAYK-
o aprudasel. OH ObUT IOpakEH CMOCOOHOCTH BHpYca MepenaBaTh FeHETHUECKYI0 MH(OPMAIIHIO
HACTOJIBKO 3(P(EKTUBHO, U 33/1aJICSI BOIIPOCOM, MOXKET JIM CTEeHEpUPOBaHHAsl KOIU S NIepe/iaBaTh JIpy-
r'iie, OJIE3HBIE TeHBbI 7151 MOTyYEHUsI MHTEPECYIOIMX UCCIieJoBaTes el pe3yibTaToB. Yepes3 MHOTO JieT
Pomxepc BcomuHan: «Torga crano sicHO, 4To B Tpoliecce U3yueHust O0Ne3HN OTKPHIT HOBBIH Tepa-
MEBTUYECKUI METO/I».

Pomxepcy He NpUIILIOCh OO KIaTh MOsIBIEHHUS OO0NIE3HU, KOTOpasi Jaja Obl BO3MOKHOCTb
MIPOBEPUTH €r0 TEOpUI0. BCero HECKOBKO JIET CITYCTs y JBYX HEMELKHX JEBYIIEK ObUIO JUAarHOCTH-
POBaHO TeHeTUYeCKoe 3a00IeBaHNe, XapaKTepU3yeMoe HeIOCTATOYHOCThIO apruHasbl. [1oqo6HO Kpo-
JIMKaM, MTH(UIMPOBaHHBIM BUpycoM nanwiiomsl lloyna, B opraHu3Max 3TUX JBYX MAaLMEHTOK ypo-
BEHb APIrMHUHA ObLJT HEHOPMAJILHBIM, HO HE HU3KMM, a HA000POT, Ype3BbIYaiHO MOBBIILIEHHBIM. [ eH,
KOTOPBIN BBI3BIBAJ MPOMYKIMIO apriHa3bl, — TOT CaMblil I'eH, KOTOPBIi, KakK Mopo3pesai Pomxepc,
nepenasa’cs ¢ Bupycom llloymna, BoBce OTCYyTCTBOBA JTMOO MyTHPOBAJL.

Pomxepc 3Hau1, 4TO paHHee BMENaTeIbCTBO B 00J1€3Hb, OCOOEHHO B ClTydae MIIaIIeH U3 AByX
HEMEIKUX TMalMeHTOK, MOXET MPeIOTBPAaTUTh XyAIlue U3 nocneactsuit oonesnu. Takxke Pomxkepc
3HaJI, YTO MHOTHE BUPYCHI ITPY WH(UIIMPOBAHUY KJIETKU HE BPEIAT €i, IMEHHO TaKuM ObLJT BUPYC
narmuiioMsl Lloyna. 1o 06CTOATENBCTBO MO3BOIUIIO UCTIONB30BATH €T0 JUIs IOBITKY JISYEHUS JIEBY-
mek. Torga Pomkepc BMecTe cO CBOMMM HEMELIKMMU KOJUIETaMH PELINJI BBECTH OIPOMHBIE J03bI
oumieHHoro Bupyca [lloyna npssMo B KpOBOTOK MallUEHTOK.

K coxanenuio, skciepuMeHTaIbHAs TeHHAs TepaIis He yBeHuYanach ycrexoM. MIHbeKIm oka-
3a7M HeOOJbIoe BIMSHUE Ha JIEBYIIEK, a caMoro Pomkepca IMMPOKO OCYXKIAIU 3a TPOLETYpPY
UCTIOB30BAHUS JAHHBIX MHBEKIIUH, KOTOPYIO MHOTHE YUEHbIE CUNTATIN OE3paCCyIHOM U MPekKIeBpe-
MEHHOI1.

Bo3MokHOCTB MCONMBb30BaHUS COOCTBEHHOW MH(OPMAIK BUPYCOB ObLIM MoKa3aHa Pomxkep-
COM Ha npumepe Bupyca nanwuiomsl [lloyna, KOTOpelii HECET B CBOEM I'eHOMe MH(MOpPMaLMIo A1
CHHTE3a CIenM(PUIECKOro SH3MMa — apriuHa3bl U, HECMOTPsI Ha TO, YTo Pomkepc HUKOrga Oomblie
HE TIbITAJICS MPOBOAUTh F€HHYIO TEPAIUIO CHOBA, €r0 IMOMBITKA UCTIOIb30BAHUS BUPYCOB B KaueCTBE
MIEPEHOCUYMKOB T€HOB MIPOU3BEJa PEBOJTIOIHIO B 00/1aCTH OUOIOTHH. DKCIIEPUMEHT He y/IaJICs, HO caM
ero (pakT oKa3aJicsl MOJIE3HbIM ISl HAYKHU, U Ha CETOAHSAIIHUN JI€Hb UCIIONb30BaHUE BUPYCOB SIBJISI-
eTcst OTHUM 13 HanOosiee 3((PEeKTUBHBIX CIOCOOOB BBE/ICHHSI TEHOB B TEHOM KJIETKH M, TAKUM 00pa-
30M, JAE€T BO3MOXKHOCTb U3MEHUTh T€HETUYECKUI KO/ KUBBIX OPTaHU3MOB.

Heckosnpko criennguueckux nNpu3HakoB Je1aloT BUPYChl 3 (PEKTUBHBIMYU B KAUECTBE MEPEHOC-
YMKOB I'€HETHUECKOro MaTepuasia B Ki1eTKu. OHM 001a1al0T UCKIIIOYUTENBHON CIIOCOOHOCTBIO MTPO-
HUKaTh B KJIETKM JoOoro Tuma. [Toka cymecTByeT u3Hb, OpraHM3MaM BCEX LAPCTB — OaKTepuil,
pacTeHuid, )KUBOTHBIX — MPUXOIUTCSI OOPOThCS ¢ BUPYCaMU-TIapa3TaMy, eJUHCTBEHHAS LIeJTb KOTO-
PbIX 3aXBaTUTh KJIETKH, BCTABUTh B HUX CBOI0 coocTBeHHY0 JHK 1 06MaHyTh KileTkM IyTéM co3/ia-
HUST BCE OOJIBIIETO KOJMMYECTBA CBOMX KOMUN BHYTPU. BHpYCHl HayYMJIHMCh MCIIONB30BATh MPAKTH-
YEeCKU KakJI0€ YSA3BMMOE MECTO B 3AlIUTHOM CUCTEME KJIETKH, YTOObl BHEIPUTHCS M 3aXBATHUTh €€.
Bupychl ycoBepiieHCTBOBAIM CTpaTerui BOpoca CBOEH reHeTHUecKoi MH(pOpMAIK BHYTPb KJIETKH.
B kauecTBe MHCTpyMEHTa /17151 BHEIPEHUSI HOBOW MH(POPMALIMK B KJIETKY BUPYCHBIE YAaCTHULIBI [TOpa3H-
TEJIbHO HaJIeKHBI; MICCIIeJOBATEITH, pa0OTAIOIIHE C BUPYCAMU, MOTYT BBOAUTH F'eHBI B KJIETKHA-MUIIIEHH
¢ acppextuBHOCTHIO TIOUTH 100 TIporieHTOB. Takum 0Opa3oM, ISl IEPBOMPOXO/IIEB, UCTIOIH30BAB-
IIMX BUPYCHI B TEPANIEBTUYECKUX LIEJISIX, OHM ObUIM MAJIOYKON-BBIPYYATIOUKOM, CBOEOOPA3HBIMU TPO-
SIHCKUMU KOHSIMM.

Bupychl HACTOJIBKO YMHBI M XUTPBI, YTO 3HAIOT HE TOJIBKO Kak BHeApuTh cBoo JIHK BHyTph
KJIETKH YyKE€POJHOTO OpPraHu3Ma, HO TaKKe KaK 3aCTaBUTh HOBBIM TEHETUUECKUI KOJI YAEPKUBAThCS
B 3toui Kietke. B 1920-1930-x romax, B mepBble rofbl FTeHETUYECKUX UCCIIEOBAHUM, C(POKYCUPO-
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BaHHBIX Ha OaKTepUsiX, yUEHbIE ObLIIM 03aJaueHbl YHUKAJIBHON CIIOCOOHOCTHIO BUPYCOB TOSIBIISATHCS,
Kazajoch Obl, HUIOTKYJa U BbI3bIBaTh MH(pekuu. [locnemyomnme vccaeaoBanus MpoaeMOHCTPUPO-
BaJIM, YTO 3TH BUPYCHI CIIOCOOHBI PACIIETUISTh CBOM T€HOM B OAKTEPUAIBLHYI0 XPOMOCOMY M OCTa-
BaTbCsl HEOOHAPYKEHHBIMU JIO TEX TOP, TMOKA YCIOBUS HE CTAHYT MOAXOISAIIMMU, YTOOBI OHM MOTJIH
HayaTb Pa3BUTUE AKTUBHOM arpecCUBHOW MH(EKIIMH.

PetpoBupychl, 605bI110# KJIacc, KOTOPBIH BKJIIOYAET BUPYC IMMYHozeduimTa yenoseka (BUY),
JEeJaI0T TO e CaMOoe C JIIJbMU, BCTpanBasi CBOM I'€HETUYECKUI MaTepya B TeHOM MH(UIIMPOBAHHBIX
KJIETOK, [I03TOMY YHUUTOXUTbh PETPOBUPYCH OYEHB CII0KHO.

I'ennas Tepanus npeacTapiseT coOOM JiedeHre HACAeICTBEHHBIX U MPUOOPETEHHBIX 3a001eBa-
HUI IyTE€M BBE/IEHUS B COMAaTUUYECKUE KJIETKU MalleHTa FEHETUYECKUX JIEMEHTOB /111 BOCCTAHOB-
JIeHWs1 WK TIOJaBJieHnsl (PyHKLMI FeHOB M MpUJaHus KJIETKaM 3aJaHHbIX cBOKCTB. [locie nepBbix
TOTBITOK TeHHOU Tepanuu B 1960-x romax 3ta o0/acTh COBEpINMIA CKAYOK BIepEn Omarogaps peBo-
JIOIIMY C UCTIONb30BaHMeM pekomOnHaHnTHON JHK — yHMBepcaabHOro TepMHHa 1Sl TEHETUYECKOTO
KOJIa, CO3/IaHHOTO B JIaOOpaTopuu, a He Mpupoaou. Mcrosnp3ysi HoBble MHCTPYMEHTBI OUOTEXHOJIOT UM
Y HOBbIe OMOXUMHUYECKHe MeTofIbl, Yu€Hble B 1970-1980-x rogax pa3zpadotanu criocoObl BHIPE3KHU U
BcTaBkU cermeHToB JIHK B reHOM M HayuuImMch M30IMPOBaTh OIPENESIEHHBIE TI0CIEJ0BATEIbHOCTH
I€HOB. JTO MO3BOJIMJIO BCTABJISATH T. H. TEPANIEBTUYECKUE I'€Hbl B BUPYCHI, a TaKXke YIalATh ONac-
HBIE TeHBI JUIs TOTO, YTOOBI BUPYCHI, BHEAPSSICH B KJIETKH, OOJIbIIIe HE HAHOCHIIM UM Bpeld. VIHpIMU
CJIOBaMH, UCCIIEIOBATEIH TIPEBPATHIIN STH BUPYCHI B CBOEOOPa3HbIe MOJIe3HbIE JU(THI 1J1s I0OCTAaBKU
TOJIE3HOW T€HETUUECKOM MH(OPMAIIMU K HKEJIAeMOU TIEJIH.

K konmy 1980-x romos, mocie TOro Kak IMEepeOCHAIEHHBIE PETPOBUPYCHl OBUTH YCIHEIIHO
UCTIONB30BaHBI 1151 BBEJEHUS JAOOPATOPHO CO3IaHHBIX FTE€HOB MBIIIIaM, HA4aJI0Ch TECTUPOBAHHE I'eH-
HOW Teparnuy B KIIMHUYECKUX yCIoBUsAX. PpeHd AHIEpCOH U ero Kosuierk u3 HaronaabHOro MHCTH-
TyTa 3/7I0pPOBbsI MEePBBIMK JOUTH 0 duHuma. OHM pa3padoTaii MHOTOOOEIIAIIINN TePEHOCUNK
MH(pOpPMAIMH, JONIOJHEHHBIN 3/I0pPOBOil KOIMEH reHa aIeHO3UHIeaMUHAa3bl, TeHa, KOTOPBI MyTHpYeT
y TAIMEeHTOB, CTPAJAIONINX OT TSKEJOro KOMOMHMUPOBAHHOTO UMMYyHOAE(pHUIIUTA, — aTMMQOIUTO3a,
IIpY KOTOPOM B pe3yJibTare JiepeKTa OHOrO M3 TeHOB HapyiaeTcst paboTa KOMIOHEHTOB alalTHB-
HOM UIMMYHHOU cHCTeMbl. VIX 11e71b10 ObUIO UCTIONB30BaTh TEHHYIO TEPAIHIO /ISl TOCTOSIHHOW MHTe-
rpalyy HeMyTaHTHOro reHa ADA B KJIeTKM KPOBH NALIMEHTOB C UIMMYHOIE(ULIUTOM, YTO [TO3BOJIUIIO
Obl TTPOM3BOJMTH HEJOCTAIONIMI OeJIOK — Iar, KOTOPhIi, Kak Hajesics AHACPCOH U ero KOJUIeTH,
u3neunT 6ose3nb. K coxaneHuio, pe3yabTaThl TOr0 HOBATOPCKOTO KJIMHUYECKOTO MCTBITAHUS OKa-
3aJIMCh HEYTEIIUTEIbHBIMU; IEPEOCHAIIEHHDI BUPYC HE HAHEC Bpela pELIMITMEHTaM, HO OLIEHUTDb €T
3(ppeKTUBHOCTH HE MTPECTABISIOCH BO3MOKHBIM.

OpHaKo ¢ TOro paHHEro 3KCIEePUMEHTA, MPOBEAEHHOIO IECATUIETUSI Ha3ajl, B T€HHOU Tepa-
1K ObUTH JIOCTUTHYTHI (DeHOMEHATbHbIE YCIIeXU. YIIyullleHHsI B KOHCTPYKIMY BUPYCHBIX TIEPEHOC-
YMKOB MH(OpMAlLIMM U B METONAX, UCIOJIb3YyeMbIX ISl UX BHEIPEHUs, MPUBEIU K YpPE3BBIYANHO
00Ha/Ie)KUBAIOIINM pe3yJibTaTaM FeHHOU Teparnvuy TSHKETOro UMMYHOIE(DUIINTA Y IECATKOB MaIUeH-
TOB, CTPAJAIONIMX JaHHBIM 3a0oneBanueM. bosnee Toro, EBponerickas koMmuccust onoOpuiia mpemnapar
Strimvelis, KOTOPBII TIpeACTaBIsET COOOM MEPBYIO TEHHYIO TEparuio Jisl IeTel, NMpeJHa3HauYeHHYIO
IJIs1 JIeYeHUsI TSHKEJIOro KOMOMHMPOBAHHOTO MMMYHOAS(DUIIUTA.

Strimvelis — 3To reHHasi Tepanusi, KOTopasi CO3[AaeTcs sl KaXJI0ro KOHKPETHOrO NaleHTa
Ha OCHOBE €ro COOCTBEHHBIX KJIETOK. [IpMHIMI Takol Tepanuu 3akiovaercss B ToMm, urto B JJTHK
MIPEJBAPUTENBHO yIAJIEHHBIX IOPAKEHHBIX CTBOJIOBBIX KJIETOK KOCTHOTO MO3ra MallMeHTa BHEAPSIOT
HOPMAJIbHYIO KOTIMIO TeHa aIeHO3WH/Ie3aMUHAa3bl. 3aTeM UCIIPABJICHHbIE KJIETKU BBOAST OOpaTHO B
opraHu3M. YToObl reHeTHYECKN MOTU(UIIMPOBAHHBIE KJIETKH JIydllle MPUKUINCD, TIepell MPOoIeay-
PO¥ MalMEHT MPOXOJUT HU3KOJ030BYI0 XMMHOTEPAITHIO.
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e

Dperu AHOEPCOH — AMEPUKAHCKULL DAY, 2eHEMUK U MONEKYASPHDILL Ouonoe. M3eecmen kak omey,
2EHHOU Mepanuu.

[Nomumo 3toro, k 2016 romy ObUTO MpOBeneHO Oosiee 2 THICSY WCIBITAHUI T€HHON Tepariu
pa3nuuHbIX OoJie3Hel. B pesynbrare yaanoch pacMpHTh Juana3oH 3a001eBaHUM, KOTOPHIE CTaJIO
BO3MOJKHO JICUNTh JAHHBIMU cITocoO0M. C 3TOro BpeMeHHU TeHHasl Teparus MO3BOJIsSIeT KOPPEKTHUPO-
BaTh TaKWe HACJIEJICTBEHHbIe 3a00IeBaHMs, KAK MYKOBHCIIM/IO3, MblllleuHasi auctpodus omenHa,
reMouiIHsi, HEKOTOpbIe (POPMBI CIIETIOTHI U PACTYIIIEE YMCIIO CEPIIeUHO-COCYIUCTHIX U HEBPOJIOTHYE-
CKHX 3a00JIEBaHHH.
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KoHen 03HakoMuUTEJIbHOT0 (pparmMeHra.

Texkcr npenocrasieH OO0 «JIutPec».

[IpounTaiiTe 3Ty KHUTY LIEJIMKOM, KYIMB IIOJHYIO JIEraJbHYIO Bepcuio Ha JlutPec.

BesomnacHo onnatuTh KHUTY MOKHO OaHKOBCKOM Kaprtoit Visa, MasterCard, Maestro, co cuera
MOOWIIBHOTO TenepoHa, C TUIaTeKHOro tepMuHana, B catone MTC wm Cesi3Hoii, yepes PayPal,
WebMoney, fAunekc.densru, QIWI Komesnek, 60HyCHbIME KapTaMu WX APYTUM YIOOHBIM Bam crio-
COOOM.
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