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BBepgeHue

Hayka coBepLUna OrpoOMHbIN NPOrpecc u
pa3BUTME B FrEHETUKE C Havasa 21 Beka.
Y4yeHble ynopsaounam n CoOCTaBUIN CXeEMY
LlenbiX reHomoB 6osiee yem 2800
OpraHnU3MoB, BKJ/IlOYAs YeNoBeKa, U cHeT
nponosKaeTcs.[1]
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MaKpO3BOIOLMS B PAMKAX SBOMIOLMOHHON  wico et el e e cson
Teopumn rnacuT, 4TO JII0AN, KaK N UHbIe MHOTOKJ1IeTO4YHbIE POPMbI XKU3HWN,
3BOJIOLMOHMPOBAIN N3 MPUMUTUBHBIX OOHOKJIETOYHbIX OPraHN3MOB,
COOTBETCTBYIOLLMX LLAPCTBY NPOKAPUOTOB, UK ele bonee NpUMUTUBHBIX[2]
MpoKapuoTbl - 3TO OAHOKNETOYHbIE OpraHM3Mbl, He obnagaowme sapom,
NOCKOJIbKY X FEHOM HU COOEepXUTCA B MeMbpaHe, HM cyllecTByeT
OTOENbHO OT OCTaTKa KJIeTKU. TO caMas paHHASA U Hanbonee NpMMNUTUBHASA
dopMa Xun3Hn, obHapy>xeHHasa Ha 3emne.[3] ECTb n WaHC, 4To YenoBek
3BOJIIOLMOHMPOBAN N3 NPOCTON €JUHCTBEHHOW KJIETKU C TEYEHMNEM XUN3HU
BceneHHon?
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YenoBeyeckun reHoM[4] COLEPXUT NpubnmsnTenbHo 3 Muaanapaa
HykneoTuaHbiX 6a3oBbix nap (A, U, Twn M).[5] MpumepHo 34 MnnavoHa
HyK/eoTUAHbIX 6a3 YesioBe4eCckoro reHoma 3awnMgpoBaHbl 414
nponsBoacTBa 6enka, XM3HEHHO Ba>KHOI0 419 BCeX XXU3HEHHbIX NPOoL,ecCcoB.
[6] 2T 34 MUNNINOHA HYKNEOTNL0B Ha3biBalOTCA reHaMmu. benku cospatotcs
aMUHoOKMcnotamu. Kaxgasg aMMHOKMNCNIOTa COCTOUT M3 KOOOHOB
(TpunneTos), U Ka>Kabl TPUNJIET COCTOUT U3 3 HYK/1IeOTULOB.

Bbl MOXXeTe cYMuTaTb, YTO HYKIeoTua - 3To andaBuT ns 4 6yks, a KOAOHbI -
cnoBa AsIMHOW B 3 OYKBbI.

NMocnepoBaTeNbHOCTb 3TUX HYKJIEOTUAO0B B reHax onpenenseT
XapaKTEPUCTUKN U PYHKLMN XKNUBOIr0 OpraHm3mMa u ux npupoay - bynet nm
3To 6akTepus, pacTteHune, Myxa, pbiba nnm yenosek. lNMocnenoBaTesIbHOCTb
3TON KOONPOBKU B Ye/I0OBEYECKUX MreHax, Kak U B Opyrux opraHmimax,
HaCTOJIbKO CJ/I0XKHA, TOYHA N CTPYKTYPUPOBAHA, 4TO €€ MOXXHO CPaBHUTb C
nocnenoBaTeNbHOCTbLIO OYKB B No3aMe Lllekcnunpa, ¢ poMaHOM,
anccepTtaymen, KOMMNbIOTEPHON NPOrpaMMon MM sHUKKIoneanemn ns 2
MUJIJINOHOB C/1I0B (MW ABYMSA TOMaMu).

Ho cornacHo Makpo3BoOLMK, 3Ta TOYHAs NMocsea0BaTe/IbHOCTD,
KOOMPOBKA, MOsABMIAChk B pe3ysibTaTe C/ydYalHbIX TpaHchopMauninz] n
ecTecTBeHHoOro otbopa.

MakKkCMManbHO BO3MO)XXHble TpaHchopMaLuuum B
xopne >XusHu BceneHHoOM

34ecCb Mbl NOCTapaeMcs BbIABUTb MaKCMMaJlbHOE YNCI0 TpaHCopMauun,
KOTOPOE MOXXET NPON30NTU B TEYEHNE XN3HN BCcesnieHHON Ha OCHOBE
NpeanosioXXeHNN B NOJIb3y 3BOJIIOLUN.

MaKcuManbHOE YNUC0 TpaHCchopMaLUnin HeNnoBe4YeCKOro reHoMma, KotTopoe
MOXXET MPONTUN B TE€YEHME 3BOJIIOLNN OT OAHON KNETKUN K YEJI0BEKY,
cocTasnsgeT 3 Mwimapaa TpaHchopMaumini Ha 04HO NMOKOJIEHNE, NMOCKOJIbKY
3TO MaKCUMaJsbHbIM pa3Mep reHoMa MjeKonuTalwWwmx. 3To npeaesibHoe
npeanosioXXeHne B rnoJsib3y 3BOJIOUNN. B 4eNCTBUTENbHOCTU NoKa3aTesb
TpaHchopMauunm BapbmpyeTcsa npnbnnsntensHo mexay 0.003 n 350
TpaHchopMaunm Ha OANH FreHOM 3a NoKoJlIeHne.[8]



Hanbonee KopoTKasa Npoao/IXKNTENbHOCTb NOKOJSIEHNS, 3a(PbUKCUMpoOBaHHas
Ha OaHHbIM MOMEHT, 3TO NokKoJsieHne Pseudomonas natriegens, Mopckas
BakTepusa C NPoaAO/IKUTENBbHOCTbLIO reHepaunmn B 9.8 MNUHYT[9]

Tem He MeHee, BO3BpalLasChb K Nnpenesny 3B0JIOLNN, Mbl MOXKEM
NPeanosioXNTb, YTO Ka)KAYylo CEKYHAOY 3apO>KAaeTCsa HOBOE MNMOKOJIeHME.
TakuMm obpa3oMm, B TeyeHune XN3Hn BceneHHoN, KOTopas cocTaBnseT
NpUMepHOo 15 Mnnnmnapnos NeT[10], MaKCUMaabHOE YNCJI0 NOKOJIEHUN,
KOTOpble MOryT 3apoAnTbCs, paBHAETCS:

Bo3pacT BceneHHon B rogax X Yucno gHenm B rogy X YnMcso ceKyHA B OeHb
15 munnnapnos x 365 x 86400
4YTO paBHAETCH NPUMEPHO 1018 nokonenni (eanHuua c 18 Hynamn).

MocnenHunm 610K MHpopMaUnm, HeobxoanmMon ANa pacyeTa MakKCUMasibHOro
4YnCNa BO3MOXKHbIX TpaHCchOpMaLUM - NONYyAAUMNSA 3TUX OOHOKNETOYHbIX
OpraHmM3moB. [118 3TOro Mbl BO3bMeM B pacyeT camoe 60JibLLIoe YMCno,
KOTOpOe He OCTaBUT MecTa ApYruM, - YACJ1I0 aTOMOB B Habstonaemon
BceneHHoN, KOTOPOE paBHAETCA NPUMEPHO 108211

Takum obpa3oM, Ha OCHOBE NpeablayLNX Pe3yNbTaToB U LWenpbix
NPeanosloXKeHMn, MakCMMasbHOE YACI0 TPaHCHOPMaLMn, KOTOPbIE MOTYT
BO3HWKHYTb BO BCEW BcesieHHON B TeYeHMe ee XU3HU, paBHAETCA:

Yucno TpaHchopMaumim Ha ogHO NokoJsieHne X YMCio NOKOJIEHNIN B TeYeHue
XXU3HW BceneHHon X lMonynauus
3 Mmunnnapga X 1018 x 1082
4YTO YYyTb MeHee 4eMm 10110 TpaHchopmMmauuu (eguHnua ¢ 110 Hynamn).

Yucno cnyyvyauHbix TpaHccpopmaummn, Tpedbyemoe
DA 3BOJIIOLUUN B YesioBeKa

[(eHbl YenloBe4YeCckoro reHomMa CoCToAT U3 r|p|/|6n|/|3|/|Teano 34 MNNINOHOB
HYyKNeoTnaoB.[12]

KpynHenLwmnin reHomM npoCcTbiX OAHOKNETOYHbIX OPraHN3MoB, MPOKAPUOTOB,
COOEPXXUT OKOJI0 13 MUINIMOHOB HYK1IEOTUAO0B.[13]



TakuMm obpasoMm, Mexay NpokKapmoTamMm U NIAbMU €CTb pa3HMUa B MUHUMYM
21 MNANOH HYKNEOoTUAOoB. ONs KNeTku, 4Tobbl 3BONOLUMOHNPOBATL B
4yesloBEKa, B paMKaX 3BOJIIOLIMOHHOIMO NPoLLecCca A0J/IKHbI
TpaHchopMmpoBaTbCA (MPOLECC MOXKET CoAepXaTb BKAKYEHNE) MUHUMYM
21 MNAINOH HYKNEOTUAOB C KOPPEKTHOMN HYyKeoTuaHoW 6a3onm n B
NpaBuUAbHOW NOCNeaoBaTEeIbHOCTHU.

B reHax Kaxgasi aMMHOKNCN0TA (a 3TO CTPOUTENIbHLIN MaTepuan ans
MPOTENHOB, KOTOPbIN YpPE3BblHAaMHO BaXKeH OJ19 BCEX XU3HEHHbIX
MPOLLECCOB) 3aKOANPOBAH TPEMS HYKJ/Ie0TUAaMUn, 4TO Ha3blBAaeTCs KOAOHOM.
21 MNUNINOH HYKNEeoTUO0B 03HavYyaeT 7 MUIJIMOHOB KOLOHOB.

CnyyanHble TpaHCchOpMaUuM MMeT OAUH U3 TpeX 3PEKTOB:
HenTpasibHbIW, BpeaHbin (NarybHbIn) nanm nonoXnTenbHbin. TONbLKO
NONOXUTENIbHbIE TPaHChOopMaLKUKM MOryT cnocobcTBoOBaTb NpoLeccy
3BOJIIOLNN.

B »XmnBbix opraHmiamax cywectsyeT 20 pa3fiMyHbIX aMUHOKUCIOT U KOL
OCTAHOBKW[14], TO eCTb, B cymme 21[15]1. Jlioboe BnaoonsmeHeHne npmeeneT
nnbo K cton koay, nnmbo K ogHom N3 20 aMNHOKUCNOT.[16]

Taknm obpasom, Kaxaoe BUAON3IMEHEHME, MPONCXoasLee BHYTPU reHa,
Kogupytouwien obnactm reHoMa[l7] € BEPOATHOCTbIO 1/21 MOXET He
N3MEHUTb aMUHOKNCIIOTY (TO eCTb, KOAUPOBKA C NOEHTUYHON
aMNHOKWNCI0TOW) 1 TakmM obpa3oM 3To ByaeT HeNnTpasibHON
TpaHcdopMaumen, TakXe ecTb WwaHc 20/21, 4To TpaHCcHoOpMaLUNd N3SMEHUT
aMUHOKNCNOTY.[18] 70% 3TuX TpaHchopmMaunin ¢ BeposaTHOCTbio 20/21
npon3BoaAAT NarybHbIn ahpdekT.[19] OaHaKo, n3 coobparkeHuin 3BoaoUUN
Mbl NPEANOJIOXNM, YTO BCe TpaHCHopMaLnn, N3MEHAKOLWNE aMUHOKNCIIOTHI,
NPOM3BOAAT NONOXKUTENbHbIN 3(hheKT. Taknm obpa3omM, Kaxaas
TpaHchopMaumnsa ¢ BeposaTHOCTbo 20/21 moxeT 6biTb 6GnaronpmsaTHON[20]

CnepoBaTesibHO, BEPOATHOCTb TOr0, YTO 7 MUJIJIMOHOB KOJOHOB
TPaHCHOPMUPYIOTCA Cly4alHbiM 06pa3oMm, paBHa:

BeposTHOCTb BiaronpmnaTHOM TpaHchopMaLnm K YNCIy KOAOHOB
20/21 Ha 7 MNNIINOHOB,
4TO paBHO 1 K 10100,000 (eanHunua c 100 000 Hynen).[21]



Mor nin ecTecTBeHHbIV 0TOOP NOBLICUTL LWAHCHLI TPaHchopMaLumnn B
HaweMm cny4dae? Hukorga, Tak Kak To, 4TO B OCHOBHOM MPOUCXOONT
BBUAY €CTeCTBEHHOro otbopa - 3To Nnogaep)xaHue KAeTOYHbIX JINHUN C
61aronpUATHLIMN NN HENTPaJSIbHbIMU TPpaHCHOPMaUUAMUN N CHUXKEHNE
4yucna NMHMM ¢ narybHeiMm TpaHcdhopMaunamMn. EctecTBeHHbIn oT6op
He MOXeT caenaTb Tak, 4Tobbl NOSIOXKNTESIbHbIE BULON3MEHEHUNSA HE
Npon3oLLIn cCHoBa. bosiee Toro, B HaweM cUueHapumn Mol
NPeanosoXXnnm, 4To Bce TpaHchopMauum nnbo HenTpasbHbl, N1MBO
61aronpuATHLI, U Mbl UCKNOYNAX NarybHble TpaHchopMaunn. Taknum
obpa3oM, ecTeCTBEHHbIN OTOOP NPV HaWeM CLUEeHapUn HE MOXET
YAYYLWNTb CUTYaUMIo.

3aKJiloueHue

Takum obpasom, HamMm Heobxoanmo, 4Tobbl BO3HUKIIO Bonee Yyem 10100.000
(eanHuua c 100 000 Hynen) cnydamHbIX TpaHCchoOpMaunin, 4Tobbl NpPOCTbIE
OOHOKJ1IeTOYHbIE OPraHU3Mbl MOI /1IN 3BOJIIOLMOHNPOBATL B YEJI0BEKA, B TO
BpeMS KakK B TeY4EeHUE XXN3HWU BCceNneHHOW Mbl MOXKEM MOJIY4UTb TOJIbKO
MeHbLue, yem 10110 (eanHuua ¢ 110 Hynamun) TpaHchopMaynin, fa)ke Korga
BceneHHas aBnseTcsa cTagmen 3BOJIIOLNOHHONO npouecca.

Bce 3Tn BblYMCAEHUA Obl/IN OCHOBAHbI Ha YeJIOBEYECKNX FeHax, KOTopble
COCTaBIAOT MeHble 2% reHoma - 6e3 y4yeTa «MyCOPHbIX PErMOHOB>,
notpebnsaowmx npubnmsantensHo 98% 4enoBe4eckoro reHomMa, KOTopble B
KOHLLe KOHLLOB OKa3aJInCb HE «MYCOPHbLIMN». [TPOEKTHbLIN KOHCOPLNYM
«ENCODE» cmor npucBonTb buoxnmmnyeckme pyHkumm 80 npoueHTam
4yesloBe4YeCKoro reHoMa n obHapy»xus, 41o no4Tn 20 NPoOLEHTOB reHoMa
pPerynmpyloT reHol. PesynbtaTtbl natunetHero npoekta ENCODE 6binn
ony6snkKoBaHbl B XXypHanax «lpupoaa», «Hayka», «bnonorma reHoma» u
«MccnepoBaHna reHomMa».[22] 442 nccneposaTtensd, BXxoasume B COCTaB
KoHcopuuyMma ENCODE, Haxoadwmecsa B 32 y4pexaeHUsaxX rno BCemy Mupy,
notpaTuan 300 neT KOMMNbIOTEPHOIr0 BpeMeH 1 NaTb NeT B nabopaTtopun,
4TO6bl NONY4YNUTb 3TN pe3ysbTaThl.

Mbl HajleeMcs, YTO 3TO UCC/IefOBaHNE CMOIJIO MPOJINTL CBET Ha 3Ty
aKTyaJlbHYI0 TeMy.



[BalLuy KOMMEHTapumn, KPUTUKY N 3aMeYaHUS K 3TON CTAaTbe MOXKETE
HanpaBuUTb €€ aBTOpPYy MO 3TOMYy agpecy: comments@i-g.org].
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FeHoM - noaHoueHHbIn Habop OHK n PHK opraHusMa, BKAOYalOWMN BCe ero relbl. Ka>kabli reHoM
COEPXXUT BCIO HAC/IeACTBEHHYIO MHOPMaL Mo, HeobXoAMMYO 019 MOCTPOEHUNA N COXPaHEHUS OaHHOIC
OpraHunsma.
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CyuwiecTByeT 64 KogoHa. B cpegHeM, KaXkgasd aMUHOKNC/IOTa U CTOM-KOoA4 MOryT 6biTb 3aKOAMPOBaHbI B
OOHMM U3 TPEX KOAOHOB [CM. CCbIJIKY B MpMMeYaHusax rnoa Homepom #17].

http://www.ncbi.nlm.nih.gov/books/NBK21950/ [PncyHkmn 10-27]
http://www.nature.com/scitable/definition/genetic-code-13
http://hyperphysics.phy-astr.gsu.edu/hbase/organic/gencode.html

http://www.ncbi.nlm.nih.gov/books/NBK22358/[Tabnuua 5.4]
http://en.wikipedia.org/wiki/DNA codon table
http://www.nature.com/scitable/topicpage/nucleic-acids-to-amino-acids-dna-specifies-935

Ecnuv TpaHchopMauma npomcxoamT BHE reHa, OHa, 04EBUAHO, MPON3BOAMNT HENTPAJIbHbIN 3P HEKT.

MpuMeYvyaTenbHO, YTO Y BONBLLUMHCTBA MHOIMOKJIETOYHbIX OPraHN3MoB C 60/bLLINM pa3MePOM FreHoMa, Yen
100 MUNSIMOHOB HYKNEOTUAOB, FeHbl MOTPEDNSAIOT MEHbLLE NOJIOBUHbLI FeHoMa (
http://www.ncbi.nlm.nih.gov/pubmed/18384817 n
http://www.tcm.phy.cam.ac.uk/~tmf20/PUBLICATIONS/jtb 07.pdf).

Ecnun 6biTb TOYHEE, BEPOSATHOCTb U3MEHEHUNA aMUHOKUCOTLI rae-to mexay 20/21 n 20,318/21, Ho He

MO>XeT MnpeBbilaTb 3TO 3Ha4YeHue. BepoaTHOCTbL He coBceM paBHa 20/21, NOTOMY 4TO KOLOH He
TpaHchopmmpyeTcs B cebs. BepxHui npenen BeposaTHOCTM MOXXeT BbITb Bbl4MC/EH Yepe3 ypaBHeHMe: (6
((64/21)-1))/(64-1) = 20.318/21. Bo BCex cay4anax NTorosas Nojlyd4eHHas BEPOSATHOCTb OfHa U Ta Xe.

http://www.ncbi.nlm.nih.gov/pmc/articles/PMC1871816/
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OTa BepoATHOCTb BaronpmnatHoro nucxoga B 20/21 moxkeT 6bITb NpMMEHEHa B pe4KOM C/lydae BCTaBKU

MOJIHOL,EHHbIX KOAOHOB NN KpynNHOMacWwTabHoro kognposaHus. MNoCcKosbKy BCe NCCnefoBaHNS
noaTBEPAWIN, YTO NNLWb HeBoNbLaa YacTb TpaHchopMaunn (noboro poaa) Asensaetca 6,1aronpUATHORN, E
TO BpeMs Kak 60/IbLUMHCTBO HENTPAJIbHbI WM NarybHbl. 9TO 04EBUAHO, MOCKOJIbKY OHU ClyYalHbl. Takumh
obpa3oM, o4eHb Wenpo npeanonaraTb, 4TO BEPOSATHOCTb 61aronpmaTHOCTN TpaHCHOPMaLMA paBHa
20/21.

(, http://www.ncbi.nlm.nih.gov/pmc/articles/PMC1871816/,
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC1617134/,
http://global.britannica.com/EBchecked/topic/399695/mutation,
http://www.nature.com/hdy/journal/v84/n4/abs/6887250a.htm]|,
http://www.genetics.org/content/148/4/1667.full.pdf, n
http://www.sciencemag.org/site/feature/data/pharmacia/1999/Cascalho.xhtm).

IOnda noacyeTta 60sbLLIMX YMCEN BAM MOXXET MOHaAobnTLCA cneymaibHbI KaJlbKyAaTOpP, Kak 3TOT Ha
canTe http://www.ttmath.org/online calculator.

http://www.nature.com/nature/journal/v489/n7414/full/naturel1247.html
http://www.guardian.co.uk/science/2012/sep/05/genes-genome-junk-dna-encode
http://www.sciencemag.org/content/337/6099/1159.summary
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