Yacre 1

Jlextop - npodeccop Komuanos Hukomnait AnexcanapoBud, 3aBEy O J1abopaTopueit
Teopernueckoii renetuku ULul" CO PAH, 3amectutens qupekTopa 1o Hayke.

B Teuenue nepBoro cemecTtpa npeanonaraeTcs YTeHue Kypcea Jekiui, «Beegenue B
MH(POPMALMOHHYIO OHOJIOTHIO». DTOT KypC JIEKIUI YNTAETCS B CBSI3U C OTKPBITHEM Ha
dakynbTeTe eCTECTBEHHBIX HayK HOBOM Kadeapsl - Kadenpsl nHGpopMannoHHO# OMOIOrHH.
(Puc. 1).

Uro ke Takoe nHPOPMAIMOHHASI OMOJIOTHS U TTOYEMY BO3HHKIIA HEOOXOIUMOCTh CO3JIaHUS
takoi kadenpri? Kak 3HaroT MHOTHE U3 Bac, B 1953 rony Yotcon u Kpuk pacumdposanu
CTpYKTYpY ABoiHoM ciipanu JJHK. DToT rox MHOTHE paccMaTpuBalOT Kak JaTy BOZHUKHOBEHUS
MOJIEKYJISIpHOM Onosioruu. B mocnemyromiue roapl B MOJIEKYJISPHONH OHOJIOTUU U T€HETHKE CO BCE
BO3PACTAIOIIEH CKOPOCTHIO TPOUCXOIUIIA BAXKHEUIIINE OTKPBITUS U PEBOJIFOLIMOHHbBIE
n3MeHeHus. K HUM OTHOCSTCS: co3/1aHne METOIOB pacIu(PpOBKH MPOCTPAHCTBEHHON
CTPYKTYpPBI OCJIKOB C TOMOIIBIO PEHTTEHO-CTPYKTYPHOT'O aHaIN3a; CO3JaHie METO/I0B
pacuinpoBKH (UTEHHUSI) aMUHOKHUCIIOTHBIX U HYKJICOTUAHBIX MOCIEI0BATEIbHOCTEH; CO3/TaHue
METOJIOB T€HETUYECKON MHKEHEPUH; pa3padoTKa METOJOB TpaHCTeHe3a, KIOHUPOBaHHUS (pHC.2.)

C nauana 90-x T0/10B MPOILIOro BeKa HACTYIHJIA 3110Xa MacCOBON pacin(pOBKH FT€HOMOB,
YBEHYABIIASCS TAKUM BBIIAIONIUMCS JTOCTIKCHUEM KaK paciiu@poBka reHoMa yernoBeka. Ha
ATOM PUCYHKE BBl MOXETE BUIECTh N300paKeHHEe OTHON M3 (haOpUK MO aBTOMATHUECKOM
pacugpoBke reHoMoB. [Tonasistomiee OONBIIMHCTBO MPOLEAYP KIOHUPOBAHUS U
cexkBeHupoBanus (pacmudpoBkn) renomaol JIHK momHOCTEIO aBTOMAaTH3UPOBAHEBI M HA
o0ciy>KUBaHUU 000pYIOBaHUsI, CTOUMOCTBIO 1O HECKOJIBKUX COTEH MIJIJIMOHOB JI0JUIAPOB,
obecmeunBaroniero coocTseHHo pacmudposky renomaoi JJHK padoTaet, kak mpaBuiio, JHIIb
HeMHoOro Jtoeil. OKOHYaTeNbHbIe Pe3yJIbTaThl CEKBEHUPOBAHUS XPAHATCS B MaMSITH
KOMIIBIOTEpA B BUJIE MTOCIIEA0BATEILHOCTH HYKIEOTHI0B (puc.3).

B pesynbpTaTe nosBIeHUs NPUHLIUIINAIBHO HOBBIX DKCIIEPUMEHTAIbHBIX TEXHOJIOTHH B
MOJICKYJISIPHOM OMOJIOTUU U TeHeTHKe 3a nociennue 20 get npou3somnes nHPOpMalMOHHBIN
B3phIB. B pesynbraTe ocylecTBieHHs KPyITHOMACIITA0OHBIX TeHOMHBIX ITPOEKTOB
pacumdpoBanbl cTpyKTypbl reHoMHON JIHK Thicsy BHpycOB, MHOTHX COTEH OaKTepUid, TeHOMBI
nposxokeit, uepss C.elegans, muo10Boi MyIIKu Apo30(uiIbl, BEIETCS HHTEHCUBHAS paciin(poBKa
TE€HOMOB Ps1J1a CEJIbCKOXO035HCTBEHHBIX KUBOTHBIX, pacilii(poBaHbl TEHOMBI Psiia paCTEHUH.
Baxxuetimmm cobpiTem Hadana 2001 roga ObUTO 3aBepIIIEHUE YePHOBOW pacuupOBKH TeHOMA
yenoBeka (puc.4).

OO0BeMBI MOTyYaeMbIX JAHHBIX MOpaXaroT BooOpaxxeHue. it Toro, 4To0bl BbI (PU3UUECKH
MPEJICTaBUIIM UX, TIPEOI0KUM, YTO MbI 3alIMChIBAEM F€HOMHYIO TIOCJI€e10BAaTEIbHOCTh Ha
CTpaHMIaX KHUTH, TI0 2 THICSIYM CUMBOJIOB Ha cTpaHuIly. Torma reaom E. Coli aynmuoi 6omee 5
MUJIIMOHOB I1.0. MOKET OBITh 3amucaH B KHure oobemoM 500 crpanun. [l 3anucu reHoMa
JPpOsxKeH JUIMHOM 0KkoJ10 10 MUJUTMOHOB nap ocHOBaHMM noTpedyercst 10 TakuxX KHUT, U1
3anucy reHoMa Jipo3o¢uisl pazmepom 100 MuinoHoB 11.0. Tpedyercst 100 Takux TOMOB, a JUIs
3anucyu MH(pOpMaIuy 0 TeHOME YeI0BeKa JITUHON OKOJIO 3 MIJUIMAPIOB I1.0. - mopsaaka 3000
TBICSIY TOMOB, TO €CTh OIpOMHas OudmoTeka (puc.S).

PaccmoTpuM HeckosbKO MOoIpoOHEE TEHOM UeI0BEKa, ColepKaluil 0KoJo 35 Teicsd reHoB. [lpu
€ro pacuppoBKe MOMUMO COOCTBEHHO HYKJIEOTHIHOM MOCIIEI0BAaTEIbHOCTH OTYUYEHbI JaHHbIE



0 IUTOTCHETUYECKUX M (PU3MUECKIX KapTax XPOMOCOM, UX HYKJICOTHIHBIX
MIOCJIEIOBATEIBHOCTSX, JIOKAJTM3AIIUU T€HOB, YCTOWYHMBBIX MOJUMOPPHU3MaX, TO €CTh MyTaIlHsIX,
MPUCYTCTBYIONINX B JIOKAIBHBIX TOMYJISAIHSIX YeIOBeKa C yacToTaMu He MeHee 3-5%. K
HACTOSIIEMY BPEMEHH BBISBICHO HE MeHee 1.5 MIIIIIMOHAa MyTallMOHHBIX MTOIMMOP(HHU3MOB, 110
KOTOPBIM T€HOMBI JIFOICH OTIIMYAI0TCS ApYT OoT Apyra. CyMMapHbIii 00beM TOJIBKO NEPBUYHBIX
JIAHHBIX 110 PA3JIMYHBIM aCHEKTaM OpraHM3aIli TeHOMA YEeJIOBEKA COCTABIISIET IECSTKH
TeppobaiT (puc.6).

K HacTosieMy BpeMeHH paciiu@poBaHbl aMUHOKHCIOTHBIE MTOCIIEIOBATETIFHOCTH MUAJIIMOHOB
OEJIKOB U C MCIIOJIb30BAaHHEM METOJIOB PEHTI€HOCTPYKTYPHOTO aHAIN3a U SIIEPHOTO MAarHUTHOTO
pEe30HAHCA OTPeEeNICHbI POCTPAHCTBEHHBIC CTPYKTYPBI OoJiee 15 Thicsia 6enkoB (puc.7).

PeBoIOIIMOHHBIN TPOPHIB B U3YUCHUH YKCIIPECCHH T€HOB OBLT JOCTUTHYT B CBSI3U C
paspabotkoil TexHonoruii JIHK-unnoB, KoTopbie NO3BOJISAIOT KOJUYECTBEHHO U3MEPSITh
AKCIPECCUIO JECATKOB THICSAY F'€HOB OJTHOBPEMEHHO B OTJEIBHOM OPraHU3ME WJIU JaXkKe
oTnenbHOM KileTke Kaxkaas Touka Ha MUKPOTUTACTHHKE, N300paKeHHOM Ha pUCYHKE,
COOTBETCTBYET OT/AEJIBHOMY I'eHy. OHa COAEP>KUT ONPEACIICHHbIA OJTUTOHYKICOTH]I,
o0nanaromuii CHocOOHOCTHIO CrielU(UYECKH B3aUMOJICIICTBOBATh HA OCHOBE KOMILIEMEHTAPHBIX
B3aumozeiictuii ¢ MPHK, kxogupyeMoli cOOTBETCTBYIOIIMM reHOM. B Kak/101 Touke unna
curnan rubpuauzanuu Mexay MPHK 1 omuronykieoTuaoM MoKeT ObITh CUUTAH OINpeIeICHHBIM
ycTpoiicTBoM. TeM caMbIM MOKET OBITh TIONTyueHa HH(POpPMAIIHSI HE TOJIBKO O TOM, KaKUe TeHBI
AKCIIPECCUPYIOTCS B UCCIEAYEMO KIIETKE (TKaHH, OPTaHEe), HO U O KOJIMYECTBEHHOM YPOBHE
sKkcripeccuu (puc. §).

WTak, coBpeMeHHass OMOJIOTHS CTajla MPOU3BOAMTEIEM OECIIPEEICHTHO OTPOMHBIX 00HEMOB
IKCTIEPUMEHTAIBHBIX JAHHBIX, HAKATUIMBAEMBIX B KOMIIBIOTEPHBIX 0a3ax JTaHHBIX.
OcMBICITMBaHNE ATUX JaHHBIX MPUHIIUIHAIFHO HEBO3MOKHO 0€3 MPHUBIICUYECHUS] COBPEMEHHBIX
UHPOPMAIIMOHHBIX TEXHOJIOTUH U 3()(PEKTUBHBIX METOAOB aHATN3a  MOJICIIUPOBAHUS
OHMOJIOTUYECKHX CHCTEM M IPOIECCOB. IMEHHO B OTBET HA ATOT BBIBOJ M BOSHHKAET HOBasl HayKa
- nHpopManoHHas 6uosorus. OObEKTaMH HCCIIeIOBaHUN HHPOPMAIIMOHHON OMOJIOTHH
SBIISIIOTCSI reHeTn4eckue makpomodekyssl - JIHK, PHK, Oenku, pynnameHTaabHbie
TeHETUYECKUE MPOLIECCHI - PEITMKALMS, TPAHCKPUIILINSA, TPAHCIIALUS, TEHETUYECKHE CETH,
(YHKLIMOHUPOBAHUE KOTOPBIX 00ECTIeYNBAET BIOJHEHHE BCeX (DYHKIMIA OpraHu3MoB (puc. 9).

WNudopmanmoHHbIe pecypchl, KOTOPBIMU OTIEPHPYET COBPEMEHHast OMOJIOT s, OXBATHIBAIOT BCE
HKCIEPUMEHTAIIBHO MOJTy4aeMbIe JAHHBIE, XapaKTEPU3YIOIINE OPraHU3aLUI0 OMOJIOTHYECKUX
CUCTEM OT MOJIEKYJIIPHOTO YPOBHS (IEPBUYHbBIE U IPOCTPAHCTBEHHBIE CTPYKTYPhI OEIIKOB,
MOCJIEZI0BATEIbHOCTH T€HOB U T€HOMOB, F€HETUYECKUE, [IUTOr€HETUYECKHE U (PU3NYECKHE KapThl
T€HOMOB), BKJIIOYasl SKCIIEPUMEHTANIbHbIE TJaHHbIE 00 MHANBUIAYaIbHBIX TEHOTUIIMYECKUX U
bu3NONIOrHuecKUX 0COOCHHOCTSIX MHINBUYYMOB, HH()OPMALIHIO O MyTAX Mepeadn CUTHAJIOB U
TeHETUYECKUX CETSIX, U 3aKaHYMBas IBOJIOLMOHHO-TIOMYJISIIUOHHBIMU OCOOEHHOCTSIMU
OpraHu3alui OMOJIOTHYECKUX CUCTEM (MOMYIISIIIMOHHBIN 3BOTIOIMOHHBIN TOIUMOPHU3M,
JTaHHBIE TI0O MOJICKYJISIPHOM snuaemMuonaoruu u 1.1) (puc.10).

Kak cienyer U3 ckazaHHOTO, IPUHLIUITHAIBHAS OCOOEHHOCTh COBPEMEHHOM OMOJIOTUN COCTOUT B
TOM, 4TO OHa, 00Pa3HO TOBOPS, CTOUT Ha «JIBYX KHTaX» - SKCIIEPUMEHTAIBHBIX UCCIEAOBAHUIX U
UCTIOJIb30BaHUU BBICOKMX MH(POPMAIIMOHHBIX TEXHOJIOTUH, pEaTM30BaHHBIX B OTPOMHOM
pa3zHooOpa3uy MPOrpaMMHOT0O OOeCTIeYeHUs Il aHATTN3a 3TUX JTAHHBIX U MOJEINPOBAHUS
OMOJOTHYECKUX CUCTEM U TpolieccoB. CyleCTBEHHO, YTO 3TH HH()OPMALIMOHHBIE TEXHOJIOTUU
IPUMEHSIIOTCS Ha BCEX ATAIax IKCIEPUMEHTaIbHONU paboThl, HAUWHAs OT IJIAHUPOBAHUS
JKCIIEpUMEHTA U 3aKaH4YMBasi MHTEpPIpeTaluell MoJyYeHHbIX SKCIIEPUMEHTAIbHBIX Pe3yIbTaToOB

(puc.11).



O 3HaUMMOCTH 1 MacITabax MCCIeJOBAaHUH B 00J1aCTH WHPOPMAIIMOHHON OHOIIOTHH
CBHUJICTEIILCTBYET TOT (DAKT, UTO TOJIBKO B ONrpKaiiiue 4 rojia B MHIYCTPUAIBHO PAa3BUTHIX
ctpanax mupa (CIIA, Aurnus, SAnonus, ['epmanus, @pannus) B ”HPOPMAIMOHHbIE
TEXHOJIOTUH, OPUEHTHUPOBAHHBIE HA MOJIEKYJIIPHYIO OHOJIOTHIO, TEHETHUKY, OMOTEXHOJIOTHIO,
MEIUIIMHY, arpoOnosIoruio OyaeT HHBeCTUPOBaHO Ooiiee 30 MuIIHapa0B 10Ju1apoB (puc.12).

He MeHee MOIIIHBIE HICTOYHUKN OHOIOrHYecKOM MH(POPMALMU BO3HUKAIOT NPH UCCIIEJOBAHUU
HKOCHUCTEMHOT0 M OMOC(hEpHOro ypoBHEH OpraHu3aluy kuBoil Matepuu. be3 nudopMaroHHbIX
TEXHOJIOTUH HEMBICIMMBI, B YACTHOCTH, COBPEMEHHBIE HCCIIEJOBAHUS B O0JIACTH
O6unopazHooOpasus, TpeOyIoLe CUCTEMaTH3aMK U KOMITBIOTEPHOTO onucanus (Gaopsl u (ayHsl,
pe3yNbTaThl KOTOPHIX HakarimBaroTcsi B komnbioTepHbix BA3AX JIAHHBIX. Ha stom pucynke
BbI BUJIUTE B KAYECTBE MPUMEpPA OIMCAHUE OAHOIO U3 PaCTEHUH B 0a3ze JaHHbBIX PEAKUX U
ucye3aronux BUaoB pacteHuit Cubupu (puc.13).

Eme oqauM MOIITHBIM HCTOYHUKOM HH(POPMAIIUK 00 IKOCUCTEMAX U TII00ATbHOM COCTOSTHHH
O6uocdepsl ABIIETCI KOCMHUYECKU MOHUTOPHHT, ISl 00pabOTKH pe3yJIbTaTOB KOTOPOTO
TpeOyIOTCs CYyNEPKOMITBIOTEPBI C OTPOMHOM ONEepaTUBHON U BHEIIHEH naMaThio. Ha aTom
PHUCYHKE, B YaCTHOCTH, BBl BUAMTE MOJEIBHYIO KapTy MM0OKapOONacHbIX 30H tora KpacHosipckoro
Kpasi, MIOCTPOEHHYIO M0 pe3ybTaTaM KOCMUYEeCKOro MOHUTOpHHra. Hanbonee moskapoomnacHsie
30HBI OTMEUEHBI XKEJITHIM LBETOM (puc.14).

Kagenpa nadopmariionHoi 6HOIOTHN CO3/1aeTCs U1l HOATOTOBKU CHEIMAINCTOB, BIIAICIOLIIX
METOAaMU OMOMH(DOPMATUKHU, TEOPETHUECKOTO aHAIN3a U KOMITBIOTEPHOTO MOACITUPOBAHHUSA,
HEOOXOIMMBIMH JIJISI PEIICHUS IUPOKOTO Kpyra pyHIaMeHTaIbHBIX U MPUKIIAJHBIX Tpo0IeM
MOJICKYJISIPHOM OMOJIOTHH, MOJIEKYJISIPHOW TeHETHKH, KIIETOYHON Onostoruu, pusnonoruy,
6uodusuku, odelt dronoruu, GMOMeTUIUHBL, (HapMaKOIOTUU, SKOJIOIMH, BOSHUKAIONINX Ha
CTBIKE C MaTeMaTHKOM, nHopmaTukon u dusukoit (puc.15).

basupysich Ha (hakysbTeTe ecTecTBeHHbIX HayK, Kadenpa OyneT, mpexe Bcero, roTOBUTh
BBITYCKHHKOB 110 crienpanbHocty «bronorus» co CIIEITMAJIM3AIIMEN o nHbopManHoHHOI
ouonoruu. [lepsoiit Habop cTyaeHTOB-OMoN0T0B Ha Kadenpy nndopmannonHoit Ouonoruu
OyzeT NpoXoJuTh Ha 3-M Kypce BO BTOPOM CEMECTPE HACTOSIIEro yueOHOro roja.
OnHOBpEMEHHO C 3THM, Kadeapa OyIeT BHICTYyNaTh B KaUeCTBE LIEHTPA KOOPIAUHALIUU U
OpraHu3auy y4eOHOro mpouecca Juis CTyJCHTOB U MarucTpaHToOB Apyrux ¢axkynsreroB HI'Y
(MMO®, OD, OUT), xenaromux CHeruaTu3upoBaTHCS B MHPOPMAITMOHHON OHOJIOTHH, TO €CTh
Ha CTBIKE MEXy Onosioruei, Gpu3nkoii, MaTeMaTrkoi u nHpopmarukoii. [Ipemxycmorpeno
YTEHHUE JOTIOJHUTEIbHBIX WM aJIbTEPHATUBHBIX KYPCOB, IPOBEJCHUE CEMUHAPOB U
MPAKTUYECKHUX 3aHATUH, PyKOBOJCTBO AUIJIOMHBIMU paboTaMu B 00J1aCTH HH(POPMAIIMOHHOMN
O6uonoruu. PacnpeenuBimucy Ha COOTBETCTBYIOLINE KapeaAphl 3TUX (aKyJIbTETOB, CTYAEHTHI
MaTeMaTHKH, GU3UKH U UH(POPMATUKU CMOTYT B paMKaX WHIUBUIYaJbHBIX YYEOHBIX MJIAHOB,
COTJIACOBAaHHBIX CO CBOMMHU JIEKaHATAMHU, MOJy4aTh HEOOXOAUMbIE 3HAHUS, CIIyIIas KypChl U
MPOXO/s MPAKTHUECKUE 3aHATHS Ha Kadeape nHpopMarmoHHon 6nonoruu. CoOOTBETCTBYIOIINE
JIOTOBOPEHHOCTH 00 ATOM MeX Iy BceMH (haKyIbTeTaMHu yke UMeroTcs (puc.16).

bazoBeiM nunctutyTom Kadenpsr nnpopmarronsoit 6uonoruu 6yaer MHCTUTYT HIUTOJIOTHU U
renetuku CO PAH, B koTopom paboTtaer 6osiee 70 yueHbIX 3TOH crienuanbHOCTU. LIeHTpoM 3Toi
AKTUBHOCTH B MHCTHUTYTE SBJSIETCS BO3TJIABIIsIEMAasi MHOIO JTaOOPaTOPHsI TEOPETHUECKON
TeHETUKH, KOTOpas BHITIOIHSET U KoopauHupyet 6onee 10 kpynHbix Poccuiickux n
MEXXTyHapOIHBIX TIPOEKTOB B o0acTn OnonHpopmaTuku. Best mccnenoBarenbekast
JeSITeNIbHOCTD JIaDOpaTOPUH MPOBOJIUTCS B TECHON Koomnepanuu ¢ Oosiee uem 10
OMOJIOTUYECKUMH, TEMAaTHIECKUMHU, (PU3HIECKUMI 1 WHPOPMAITMOHHBIMH HHCTUTY TAMHA
Cubupckoro otaenenuss PAH, cienmanuctbl KOTOPBIX pa0OTaOT ¢ HAMU B paMKax OOIIHMX
poekToB (puc.17).



Ha cnenyromux pucynkax (puc.18-21), 3akaHunBaronux BBOJHYIO YaCcTh MEPBON JICKIINH,
MIPE/ICTABIJICH MEPEUEHb OCHOBHBIX YU€OHBIX TUCIUIUINH, KOTOPHIE OYIyT YUTATHCS CTYACHTAM
kadeapb THGOPMAITMOHHOW OMOIOTHH.

U eme onHo BaxkHOe 3ameuanue. Kypc nekiuii OyieT YuTaThesi KOJUIEKTUBOM YUYEHBIX
uHcTUTyTOB HOBOCcHOHMpckoro Hayunoro LlenTpa, paboTaromux COBMECTHO paboTarOIUX HaJ
KPYIHBIMH NpobsieMamMu uHdopMaronHoi 6uonoruu. 1o cytu nena, 311 yueHsie OyayT
npenctasiaTh okosio 10 MactutyroB CO PAH, B KOTOpBIX BemyTcs UCCael0BaHUs B 001aCTH
UHPOPMALMOHHOHN Orosoruu (6MOMH(POPMATHKH).

Yactn 2

S HayHy BTOPYIO YacTh JICKIIMH C PACCMOTPEHUS IIEHTPATHHOTO 00BhEKTa HHPOPMAITMOHHON
OHMOJIOTHY - OMOJIOTHYECKUX CAMOBOCIIPOM3BOISAIINXCS CUCTEM. DTO MOHATUE BKIIFOUAET TPH
CYIITHOCTHU, KOTOPBIE MBI PACCMOTPUM OJIHY 3a Jipyroi: (1) cucrema; (2)
CaMOBOCITPOM3BOASAIIAsCS cucTeMa; (3) Omoslorudyeckasi CaMOBOCITPOU3BOISAIIASICS CHCTEMA.

Wtak, uro Takoe cuctema? nodasi COBOKYITHOCTb JIEMEHTOB, B3aUMOJICHCTBYIOIIUX APYT C
JPYroM Ha OCHOBE OOMEHA MMOTOKAMHU BEIECTBA, SHEPruu U (win) uHpopmanmu. Takum
00pa3oM, TUarHOCTUYECKUM KPUTEPHUEM JJISI PACCMOTPEHHSI COBOKYITHOCTH 3JIEMEHTOB KaK
CHUCTEMBI, SIBJISICTCS] HATMYHUE MEXK]Ty HUMH B3aUMOJICHCTBUM OINPEICIICHHBIX TUTIOB (puc.23).

CucreMbl ObIBAIOT JIBYX TUIIOB: (@) 3aMKHYThI€, KOTJIa OTCYTCTBYET B3aUMOJICHCTBUE MEKTY
HUMU U OKpY>Karollei cpeqoi u (0) OTKphIThIE, KOTa Yepe3 ONpeieIeHHbIE 3JIEMEHTHI (BXObI U
BBIXO/Ibl) OCYLIECTBIISIETCS] OOMEH OTOKaMM BELIECTBA, SHEPTUM U HHPOPMALIUU C OKPYKAIOLIECH
cpenoii (puc.24).

He nperenays Ha 0OIIHOCTB, 110JT CAMOBOCIIPOM3BOAALICHCS OyIeM IOHUMATD JI00YI0O CUCTEMY,
CHOCOOHYIO K BOCIIPOM3BEICHUIO CBOMX KOIIHI Ha OCHOBE COJIEpKAIeics B HEl
HacleicTBeHHOH nH(popmanuu. 1o onpeaeneHno, CaMOBOCTIPOU3BOISIIINECS CUCTEMBI
SABJIAIOTCA OTKPBITBIMH Y HCPABHOBCCHBIMMU. BOCHpOHSBCI{GHI/IC HO)IO6HI)IX cebe KOnuii SIBIIETCS
OJIHAM W3 Pe3yJIbTaTOB B3aUMOJICHCTBHS dTUX CHCTEM CO cpesioil. B HacTosIiee BpeMs H3BECTHO
JIBa THIIa CAaMOBOCITPOM3BOAIIIUXCS cucTeM: (a) Ouosnornyeckue u (0) connanbubie (puc.25).

Counansnbix CB cuctem s KOCHYCh HECKOJIBKO TIo3aHee. UTo ke kacaetcst buonornyeckux CB
CHUCTEM, TO UX xapaKTepHOﬁ 0COOEHHOCTBIO SIBJISETCS 3alIHCh HOHaBHﬂIOHleﬁ qacTu
HaCJIECTBEHHOW MH(OPMAILIMU C UCIIOJIB30BaHNUEM JBYX THIIOB KOJUPYIOUIMX OMOMOIMMEPOB
JHK wnmn/m PHK. CriocoGHOCTE K CaMOBOCTIPOU3BEACHUIO OTHOCUTCS K YUCITY
byHIaMEHTAIbHBIX CBOMCTB OMOJIOTMYECKUX CUCTEM, HE3aBUCHMO OT YPOBHS UX CJIOKHOCTU U
0COOCHHOCTEH OpraHu3aIiH.

Ha stom pucynke (puc.26) mpuBeIeHbI IPUMEPHI peaATbHBIX OMOIIOTHYECKUX
CaMOBOCTIPOM3BOISIIINXCS CUCTEM PA3IMYHOTO YPOBHS CIOXHOCTH: (1) *BHpyC miu dar -
npocreiinras CB cuctema, BOCIipon3BoAsIIast CBOM KOITMU Ha OCHOBE HH(OpMAIINH, 3alTCaHHON
B UX T€HOMAX, HO C UCIIOJIb30BAHUEM MOJIEKYJISIPHO- TEHETUYECKOTO allapaTa KIETKH-X035H1HA;
(2) *0AHOKIIETOYHBIH MPO- WM dyKapHUOTHUECKHM opranusm - CB cucrema MUHUMAalIbHOTO
YPOBHS CII0)KHOCTH, CIIOCOOHAsl K MOJHOCThI0 aBTOHOMHOMY BOCIPOM3BEAECHUIO CBOUX KOIIH;



(3) *mapa pazHomoabIx 0co0ei - MUHUMAJIbHASI €IMHUIIA CAMOBOCTIPOU3BEICHHUS JIs1 )KUBOTHBIX
Y pacTEHUH C MOJIOBBIM MPOIECCOM PA3MHOXKEHUS; (4) *IOMyJIsALuUs - CB CUCTEMA, CIIOCOOHAs K
YCTOMYHMBOMY (110 OTHOIIIEHUIO K U3MEHEHUSIM OKPY>KarOIIeH Cpe/ibl) BOCTIPOU3BEACHHIO; (5)
*OHMOT€O0IIEHO3 - COBOKYITHOCTD MOMYJISIIUHN, CYIIECTBYIOIIMX Ha ONpeIeICHHON TEPPUTOPHH,
MPUHAICKAITUX PA3IMYHBIM OHOJIOrMYECKUM BUJIAaM U 00bEIMHEHHBIX HepapXHei
Tpodudeckux cBs3ei; (6) *onocdepa 3eminu - rmodansHas CB cucremamu nepapxudecku
HauboJsee BHICOKOTO ypoBHS (puc.26).

s Bcex 6uonornyeckux CB cucrteM, He3aBHCHMO OT OCOOEHHOCTEH UX CTPYKTYPHOM
OpraHM3aly XapaKTEPHO HAIMYHUE PsJla MHBAPUAHTHBIX MTOJICUCTEM, BBIIOJIHSAIOINX OJIHU U TE
ke (PYHKIHH, a0COTIOTHO HEOOX0IUMBIE [T MX xKu3HeaesTeapHocTH (Puc. 27): (1)
HACJIE/ICTBEHHAS MTaMsTh, (2) cucTeMa CYMTHIBaHUS WHPOPMAIIUK U3 HACIIEICTBEHHON MaMATH,
(3) moacucTemMa caMOBOCIIPOU3BEACHUS, UHCTPYKTHPYEMasi HACAEACTBEHHON NaMSThIO
COBOKYITHOCTb MEXaHU3MOB, CTPYKTYP U IIPOLIECCOB, 00ECTIEUNBAIOLINX BOCIIPOU3BEICHNE
konuit CB cucremsl, (4) uCHOIHSIONIAs MOJCUCTEMA - COBOKYITHOCTh MEXaHU3MOB, CTPYKTYP U
IPOIIECCOB, 00ECIIEUNBAIOLINX BBIITOJHEHHE BCEX KU3HEHHO-BaXKHBIX (yHKIUH CB cucremsl,
TaK)K€ MHCTPYKTUPYyEMasl HaCIEeICTBEHHON MaMAThIO. Mcnonusaromas noacucremMa -
COBOKYITHOCTb MEXaHU3MOB, CTPYKTYp U MPOLIeccoB, o0ecrneunBaromux GyHkiuonuposane CB
CHCTEMBI. (peanu3yercs uepe3 (QpyHKIMIO FreHHbIX ceTeil); (5) penapupyromas noacucTema,
o0ecrieunBarolas BOCCTAHOBJICHNE TTOBPEKICHHBIX OJIOKOB HACJIEACTBEHHON namsTH; (6)
nojcucreMa 0e30macHocTd, obecreunBaromnias 3amuTty CB cucteMbl OT MPOHUKHOBEHUS B HEe
npyrux CB cuctem u 4yxepoHoii reneTudeckoit nadopmaruy; (7) moacucreMa perenium,
OLICHMBAET BEJIMYMHBI IAPAMETPOB BHELIHEN U BHYTPEHHEN CPEJibl, 3HAUUMBIE JUIs
¢dyHkumoHMpoBaHUs U BocnponsBeaeHusi CB cucremsl. Baxkneiiryro pois B
¢ynkumonnpoBanuu CB cucrem urpaert (8) moacucreMa perysium, o0ecrednBaromast
pa3BopauMBaHue B IPOCTPAHCTBE U BO BPEMEHH MPOIIECCOB, MHCTPYKTUPYEMbBIX HACIIEICTBEHHOMN
MaMSThIO.

ABnssace otkpeiToii, CB cuctema noayyaer qBa TUIA BO3MYLIAOIIKX BO3AEHCTBUI CO CTOPOHBI
OKpy>karoten cpeasl: (1) Bo3myllieHus yepe3 BXOAHbIe KaHaIbl (KaYEeCTBEHHBIE U
KOJINYECTBEHHBIC N3MEHEHHUSI TOTOKOB BEILIECTBA, SHEPTUHU U HHPOpMALINHN); (2) MyTaIlluH
HACJIEJICTBEHHON NIaMsTU CUCTEMBI.

B kauyecTBe HaMOMUHAHUS PUBOXKY CIIEAYIOLINE PUCYHKH (puc.28, 29), Ha KOTOPBIX
0oToOpakeHbl TOTOKH FeHETH4YeCKO nHpopMaruu 1 GyHI1aMeHTaIbHbIE TeHETUIECKNE
IPOLIECCHl B COBPEMEHHOM IIPEICTABICHHH.

[enTpanpabiM O110K0M JTI0001 CB cructemsl siBisieTcs ee HachaeAcTBeHHas maMsTh (puc.30).
HacnencrBennas namsts HeoOxoauma CB cucteme mist: 1) BOoCIpou3BeICHUS €€ KOIUi; 2)
obecrnieuenust pyHkHoHupoBaHus CB cucTeMbl B THIIMYHBIX ISl HEE YCIOBUSIX Cpebl; 3)
peaxiuu CB crucTeMbl Ha M3MEHSIONINECS YCIOBHSI BHEITHEH cpefibl; 4) 3aMEHbI COCTApPUBILIUXCS
WJIM TIOBPEKJICHHBIX COMATHUYECKUX 3JIEMEHTOB HAa HOBBIE, M BBIMIOJHEHUS psAJia APYTHX
¢dbyukmii. Hacnencrsennas nmamsite 6nonorndecknx CB cucteM moapasensiercs Ha ABa THUIIA:
(1) renernueckas, 3anucanHast B reHomHout JIHK wnu PHK u (2) snurenernueckas, 3anvcanHas
B BHJIC KOHIICHTPAIIMI ONpPEIEICHHBIX BEIIECTB B KJIETKE. DNMUTeHEeTUYECKas aMsTh
1oJIpa3/ieNgeTcs Ha JIBa TUIIA - TIO3UIIMOHUPOBAaHHAs U HEMO3UIIMOHUpOoBaHHas (puc.31).

B MHOT'OKJICTOYHBIX CB cucreMax rcHecTuYcCKasd 1nmamMsiaThb HO}lpaSIleJ'IflCTCSI Ha I1aMATh
COMATHUUYCCKUX U FeHepaTI/IBHBIX 3JICMCHTOB. FeHepaTI/IBHIﬂe 3JICMCHTEI O6€CHC‘—II/IBaIOT XpaHeHI/Ie
Y peayin3aIiyio HaclIeICTBEHHON nH(popManuu, HeoOX0uMoH 1Tt BocipousBeaeHus konuu CB



cucrtembl. CoMaTHYECKHE 3JIEMEHTHI 00eCTIeYNBAIOT (PYHKIIMOHUPOBAHHE U TIOJICPIKaHIE
CTpyKTypHOU opranuzanuu CB cucrem (puc.32).

B GonpmmHcTBE 6MONnornyeckux CB cuctem MaTepuanbHbIM HOCUTENEM IeHETUYECKON MaMATH
sBIsieTcs Ae3okcuprOonykiennoBas kuciora - JIHK. IHK GonprmmHCcTBa OpraHu3MOB - 3TO
JUIMHHAd IByXLenouedHas Mosiekyaa. B oraensHoit Hutn JIHK MoHOMEpBI - TypHHOBEIE
OCHOBaHUA (azieHuH -A U ryanuH - Q) 1 nUpUMUANHOBbIE OcHOBaHUs (1uTo3uH C 1 TumuH T)
NPUKPEIUIEHBI K TOTUMEPHOMY OCTOBY, COCTOSIIIIEMY U3 Yeperyromuxcs octaTkoB (ocdara (P) u
caxapa (nezokcupu6o3bl). Takum obpazom, monekyna JJHK ¢opmupyercs n3 MmoHomepHOB
YEeTbIPEX THUIIOB U Ha UH(OPMALIMOHHOM YPOBHE €l MOXKET OBITh COINOCTABJIEH FeHETUUECKUN
tekcT B andasure {A,T,G,C} (puc.33).

OcHoBaHMsI aJIEHUH U TUMMH C OJIHOM CTOPOHBI U TyaHUH U LIUTO3UH - C PYToH, 00J1a1atoT
CHOCOOHOCTBIO K KOMIUIEMEHTAPHOMY B3aUMOJICHCTBUIO HA OCHOBE ()OPMHUPOBAHUS
BOZIOPOAHBIX CBsa3elt (puc 33,A). B pesynbrate popmupyetcsi crabuiibHasi 1By XHUTEBAsI
mouekysia JIHK, B KOTopoii KOMIUIEMEHTapHBIE HUTH CBSI3aHBI BOJAOPOJIHBIMHU CBSI3SIMHU.

Ha pucynke 34,A npencraBieHo cxemaTuyeckoe u3oopaxenue apoitHon cnupanu JJTHK.
[Toriepeunsle nepexyiagHbl - KOMILTIEMEHTAPHbIE Mapbl OCHOBAHU, «OOKOBUHBD» -
caxapodocdarusiit octoB. Ha pucynke 34,b nmpeactaBieHo cTepeoXuMUYECKOE CTPOCHHE
nsoiuou cnupanu JJHK (3.4 m.o. Ha onun Butok cniupanu). B cniupanu JITHK umeercs nse
00pO3/IKH - Majas v OOJbIIas.

Vnsoenue JIHK-maTpuiibl (BociponsBeieHHEe TeHETUYECKOM HH(pOpMAaIIK) TPOUCXOIUT B
pe3ysbTaTe PyHIaMEHTaIbHOTO F€eHETHUECKOT 0 Ipolecca - perinKauuy. Permkanus npoxoauT
10 TTOJTYKOHCEPBATUBHOMY MEXaHU3MY, TakK 4To 1o kaxaou u3 uuted JIHK goctpanBaercs e
KoMIuIeMeHTapHasi. He ocraHaBinuBasce Ha eTalsX, OTMETUM, YTO B XOJI€ 9TOTrO Ipouecca
npoucxogut miasineHue JJHK, conpoBokaaromeecs pa3pbiBOM BOJIOPOAHBIX CBS3€EH, U 110
ka0 u3 Huret JJHK noctpamBaercs komruieMeHTapHast €il BTopasi HUTh IBOWHON CIIUpaIn
JHK. Utak, pu3nKo-XxMMUYECKHI CMBICI peITUKAIUi - MaTpuUuHblid cuHTe3 MoJiekysl JIHK mo
JIHK. UnpopmaimoHHBIH CMBICI peIUIMKALlUU- caMOBOCIIpon3BeaeHne renetnueckoi JTHK-
namsTi B ucxoanom andasure {A, T, G, C } (puc.35).

ITo mepe yBenmuenus ciuoxaoctu CB cuctem Bece O0IbIIYIO poiib B MX (YHKIIMOHUPOBAHUH U
Pa3BUTHH UTPACT SITUTEHETHYECKast HACJIEACTBEHHAs MaMsATh. Ha kauecTBeHHOM ypoBHE
AMHUTeHETUYECKAst TAMATh MOXKET OBITH OTIpeieNieHa KaK MepeanHas KIeTKe-TIOTOMKY OT
POIMTENHCKON KIETKH KOHIICHTPAIIHS ONPEACIICHHOTO BEIeCTBa (BEIIECTB), ONPEACIISIONIAst
HayaJbHbIE YCIOBUS (QYHKIIMOHUPOBAHUS MOJIEKYJIIPHO-TEHETUYECKUX CUCTEM KIIETKH).
OnureHeTuyeckas namsaTh ObIBaeT ABYX TUIOB: (1) NO3MLIMOHMPOBAHHAS, KOT/1a KOHIIEHTPALUs
BeIleCTBa (HOCUTEJIS SMUI€HETUYECKON NHPOPMALIMHI) BaXKHA B CTPOTO ONPEAEICHHBIX MECTax
KJIETKH U (2) HeMO3UIIMOHUPOBaHHAs, KOTJja KOHIIEHTpAllHs BELIECTBAa Ba)kKHA BHE 3aBUCUMOCTH
OT €ro NnoJIokeHus B kieTke (puc.36). Ha pucyHke npeacTaBieH U3BECTHBIN pUMeEp
pacripeneneHus B silekaeTke 1po30Quisl MOpGOreHOB (HOCUTENEeH SMUreHeTHYECKON
UH(POPMALIMHN), 3HAYUMBIX JUIS PAHHUX CTaJAUN APOOJIECHUS SHIEKIETKN U aKTUBALUU
OTIpeIeICHHBIX TPy reHoB. [Ipu co3peBaHny SHIEKIETKH B OpraHu3Me MaTtepu GOpMHUPYIOTCS
rpaauenTs psna Bemects: (1) rpanuent PHK(GenkoB) rena bicoid; 2) rpaguent 6enka nanos;
(3) rpanueHT 6enka torso ¥ HEKOTOPbIX Apyrux M3BecTHO, 4TO MOPPOreHbl B3aUMOJEHCTBYIOT C
PETYJISTOPHBIMH YYaCTKaMH PsiJia TEHOB, M3MEH X (YHKIUIO. [[03TOMY OHSATHO, YTO TOCHE
OTUIOZIOTBOPEHUS SIUIEKIIETKH U €€ IPOOJIEHUS IO CTauu OJaCTOIEPMBI, Kaxaasi KJIE€TKa B HEH
OyZeT 3aHMMAaThb OINPEIETIEHHOE MECTO 110 OTHOUIEHHIO K UCXOJHBIM IpalueHTaM MOp(oreHos. B



CHJTY ATOTO aKTUBHOCTb PsiJia TEHOB B KJIETKAX-MIOTOMKAX, BOZHUKIINX U3 Pa3IUYHBIX YacTei
AWLEKIIETKH, OYJIET CYIIECTBEHHO pa3Iu4Ha.

Kax oTmeuanocs BblIIIIe, eiie oJJHUM WHBapuaHTHBIM O0j0k0M CB cuctem siBnsiercs
CUMTBIBAIOIIE-TICPEKOIUPYIOIIEE YCTPOUCTBO - COBOKYITHOCTh MEXaHU3MOB, CTPYKTYP U
MIPOIIECCOB, OTBETCTBEHHBIX 32 CUUTHIBAaHWE WH(OpMAIMK U3 HacieacTBeHHOU mamsaTu CB
CUCTEM U €€ MePEeKOJUPOBAHUE B PA3IUYHBIC TUIHI TCHETUYECKUX COOOIIEHUI, HEOOXOIUMBIX
i pyHkuronuposanue CB cucremsl (puc.37).

[TepBbIii U3 MPOIIECCOB MEPEKOIUPOBAHHS ICHETUUECKON HH(OPMAITUH - 3TO TPAHCKPUIIIIHS,
ocymecteisiemas PHK-nonmmepasoii. B pesynbraTe TpaHCKpHUIIIMK Ha OCHOBE HH(opMaIum,
3akoaupoBanHoi B JJHK, u cOOTBETCTBYIOILIEH ONPEIETIEHHOMY T'€HY, CAHTE3UPYETCS MOJIEKYJIa
PHK. PHK o6pa3ytot Bropoii (HapaBue ¢ IHK), kmacc MaTpruuHbIX OMOTIOIIMMEPOB, TO €CTh
TEHETUYCCKUX MAKPOMOJIEKYJI, B KOTOPBIX T€HETHYECKask HH(OpMAIUs KOJIUPYETCs B BUIE
MIOCJIEI0BATEIBbHOCTEN HYKJIEOTUI0B. PUZNKO-XUMHUYECKUI CMBICI TPAHCKPUITLUY - MAaTPUIHBIN
cunte3 PHK mo IHK. MadopmanmonHbIii cCMBICI - IEpeKOAUpOBaHKUE (PparMeHTa
renernyeckoro JJHK-tekcra, cooTBeTCTBYIOMIErO TeHy (MM ONEPOHY - B ClIyyae MPOKapuoT) U
3amrcaHHOTro B HacieacTBeHHOW mamsatu CB cucrems! B andasure {A, T, G, C }, B
renernueckuit PHK-tekct, 3anucannsiii B andasure {A, U, G, C } B auramuueckoit namsatu CB
cucreMmsbl. B xone tpanckpunuuu PHK-nonumepasa geHatypupyer AByXLENOYEUHYIO CIIUPaAb
JAHK 1 BHOBB BOCCTaHABIIMBAET €€, MOAJIEPKUBAsI KOJUPYIOUIYIO U MATPUYHYIO 1IENU B
COCTOSTHUU HeoOxoaumoM it matpuaHoro cuHte3a PHK (puc.38).

Crnenyroumii pyHIaMeHTaIbHBIM F€HETUUECKHH MpoLiecC, UMEIOIINI OTHOLIEHUE K
peoOpa30BaHNI0 FT€eHETHYECKONH NH(OPMALIUHU - 3TO CIUIalicuHT. OH sBseTcst a0COIOTHO
HEOOXOJUMBIM 3TAallOM 3KCIPECCUH OOJIBIIMHCTBA T€HOB 3YKAapHOT. I '€HbI 3yKapuOT UMEIOT
3K30H-UHTPOHHYIO CTPYKTYpPY, B KOTOPOM KOJUPYIOIINE YUACTKH - 3K30HBI, YEPEAYIOTCS C
HEKOJMPYIOIINMU - UHTPOHaMU. VIHTPOHBI TPaHCKPUOUPYIOTCSI HApABHE C SK30HAMU, T03TOMY
npe-MPHK conepxut ydacTku, TpaHCKpUOMPOBAaHHBIE KaK ¢ UHTPOHOB, TaK U C 9K30HOB. B
npouecce cruiancuira yuyactku npe-MPHK, koTopbie coOTBETCTBYIOT MHTpPOHAM, BBIPE3AOTCS, a
COCEJIHUE DK30HBI «CIIMBAIOTC». [103TOMYy OKOHUYATENBHBIN NPOAYKT CIUIAHCUHTA - 3pesias
MPHK, coaep>XuT TOJIbKO KOAMPYIOLIHE YYACTKH - TPAHCKPUNTHI 3K30HOB. Takum o0opazom,
(U3UKO-XUMHUYECKUI CMBICT CIIJIaiicHHTa - 3TO : BhIpe3aHue (pparmentoB u3 npe-MPHK.
WNudopMannoHHbIi cMbICT - yaaneHue u3 reneruueckoro PHK-tekcra ¢pparmenToB, He HeCymx
reHeTU4ecKoi nHpopmary. bruomorundyeckuii CMbICI 3K30H HHTPOHHON OpraHU3aIlii TeHOB
AYKapHoT OyJ1eT 00CyKIaThCs B OJTHOM U3 CIEAYIOMIMX JEKIHUMA. 371eCh Ke 51 CKaxy, 4YTO
MHTPOHBI, XOTS U HE SABJISIOTCS OEIOK-KOAUPYIOIIUMHU MTOCIEA0BATEIbHOCTSIMHU, BHIITIOJIHSIOT
MHO’KECTBO Ba)XKHbIX (DYHKIIM, CBA3aHHBIX, B IEPBYIO OYEPEb C PETYIISILIMEN IKCIIPECCUH T€HOB
(puc.39).

Tperuii KJ1acC MATPUYHBIX OHUOIOIMMEPOB (FCHETHYECKUX MaKPOMOJIEKYJ) - 3T0 Oeku. beaku
CUHTE3UPYIOTCSA Ha OCHOBE MH(opMarluu, 3akoaupoBanHoii B MPHK B pesynbrare nporecca
TpPaHCISALUHU, U 00pa30BaHbI 13 MOHOMEPOB 20 THMOB - aMUHOKHUCIIOT. O0BEIUHSSICh
CTaHJIAPTHBIM CIIOCOOOM, aMHHOKHUCIOTHI (POPMUPYIOT TOTUNEHTHAHBIE IISTIH -
AMUHOKHCIIOTHBIE TIOCTIeI0BaTeNbHOCTH (puc.40).

Baxneiimyto ¢pyakiuio B CB crcreMax BBIOIHAET cucTemMa penapanuu (puc.41),
OCYIIECTBIISIONIAs UCTIPABICHUE 1e()EKTOB HACIEICTBEHHOM MaMsTH, BOZHUKAIOIINX KaK B X0/
BOCIIPOM3BEICHHS HACJICACTBEHHOW MaMSITH, TaK M IIPH €€ ONepaTHBHOM (YHKIMOHHPOBaHUH. B
6uonoruueckux CB cucremax ocHOBY ee (GyHKIIMOHUPOBAHUS 00eCIIeunBaoT (pepMEHTHbBIE
koMmrutekchl penaparuu JJTHK. ['ererndeckas namars 6uonorndeckux CB MOXET mOBpekIaThCA,
MIPEKIE BCEro, B X0/Ie onepaTuBHOro GpyHkunoHupoBanus. Ha pusnko-xumMuueckom ypoBHe
BO3HUKHOBEHHE MOBPEKICHUNA FT€HETUYECKON MaMATH MPOSBIIAECTCS B XUMHUYECKUX



moaudukanusax JTHK, BosHukHOBeHUHN HeKoMIIeMeHTapHbix nap JJHK, xumudeckom paspsise
KOBAJIGHTHBIX CBsi3ell B caxapo-docdarnom octoBe JJHK u T.1. CymiecTBy1oT cienuaibHbIe
dbepmeHTHBIE cHCTeMBI, ycTpanstomue noppexaenus JJHK. Hanpumep, cuctema skcim3noHHOM
penaparnuu E. Coli pabotaet cienyronmm odpazom (puc.42). Onosnas nospexaenune JJHK,
SKCLIM3MOHHAS CUCTEMa JieJlaeT Haape3bl B noBpexkaeHHoi nenu JJHK na nebonpiom
PAcCTOSIHUM KaK CIpaBa, TAK U CJI€Ba OT MECTA MOBPEXKACHUS. BbIipe3aHHbII OTHOHUTEBOM
dparment JJHK ynansercs u paszpymiaercs sk3onykiaeazamu. [locie 3Toro Bo3HUKIIAs Operiib
3anonusiercs pepmentom IHK-nomumepasa 1, a JIHK-nuraza 3ammBaeT ocTaBUInecs: pa3phiBbl.

CrnoxHas pobsieMa BO3HUKAET MPHU MCIIPABICHUH OINOOK, BO3HUKAIOIINUX B TEHETUYECKOM
IIaMATH B mpolecce Bocupoussenenus - perumkanuu JJHK. Bo3Hukiias HekoMIieMeHTapHas
napa C-C noikHa ObITh yJajleHa M 3aMEHEHa Ha OJIHY M3 JIByX KoMIieMeHTapHbIX nap C-G nimmn
G-C. Kaxk xe pemaercs mpodiema BbI00Opa MpaBUIIbHON KOMIUIEMEHTapHON Napbi?
Ponurensckas JIHK meTmiupoBana 1o ajsieHuHy B onuronykieorugHoM curnaine GATC.
VIMeHHO Hann4re METWIMPOBAHHBIX aJICHUHOB M OTIWYaeT poauTenbCcKyro HUTh JJHK ot BHOBB
CHUHTE3UPOBAHHOM HUTH B npouecce pernukanuu. CyimecTByeT KOPOTKAN MPOMEKYTOK BPEMEHU
Mexy perunkanueid u metuinuposanuem JIHK. B aTo BpeMst penapaiinoHHbIE CUCTEMBI
Paclo3HAIOT HAPYIIEHUS] KOMILUIEMEHTAPHOCTH U UCIIPABJISIIOT BHOBb CHHTE3UPOBAaHHYIO HUTB 110
poautenbckoil. Yepes HEOOBIIONH MPOMEXYTOK BpEMEHH TPOUCXOIUT METUIMPOBAHUE BHOBb
cuntesupoBanHbix HuTed JIHK, nocie 4yero onu MapKupyroTcst Kak poJIUTENbCKUE, UTO
HE00X0IMMO I TPABUIIBHON penapaiiOHHON KOPPEKIUH Ha CJIEAYIOIIEM IIMKIIEe PETUTMKALUN
(puc.43).

Emte onuu BaxHbIN 0110k Ononorndeckux CB cucTem - moaucTemMa reHepanuy TeHeTHIECKOM
U3MEeHYUBOCTH (puc.44). Hanudne He0OX0UMOT0 YPOBHS M3MEHYHUBOCTH T€HETHUECKOM MaMsITH
- KpUTHYECKOE yCciIoBHe MJisi BEkMBaHUS CB cucTem npu pe3kux M3MEHEHUSX yCIOBUI
okpyxaroeit cpensl (puc.45). OnHuM u3 GpyHaaMEHTaTbHBIX TEHETUYECKHUX MTPOLIECCOB
reHepaluy TeHOTUINYECKOW N3MEHYUBOCTH SIBJIIETCS TOMOJIOTMYHAs peKoMOuHaIus (puc.46).
OHa npoucxoaut Mexay romonoruusiMu MoJiekyiaamu JJHK. Kak nokazaHo Ha 3T0#l cxeme oHa
MOXET, HaPUMEDP, THUIIMUPOBATHCSI OJTHOHUTEBBIM pa3pbiBoM B 0aHOM u3 HuTen JJHK. 3a aTum
cnenyert ruaBnenue ayruiekca JIHK BOim3u paspeiBa, 1 0CBOOOXKIEHUE OJHOHUTEBOTO
¢parmenta JJHK. BzaumoseiicTBys ¢ TOMOIOTHYHBIM y4acTKoM ABoiHoM cnupanu JHK, stot
CBOOOMHBIN (hparMeHT BBITECHSET U3 HETO TOMOJIOTUYHYIO €My HUTh, CO3/1aBasi TEM CaMbIM
MEPEXOIHYIO CTPYKTYP JUISI IPoIiecca peKOMOUHAITUH.

He ocranaBnuBaschk Ha e€TaisIX 3TOrO Mpolecca, YKakeM TOJIbKO, YTO B UTOTE IPOUCXOIUT
oOMeH kpynHbiMH O1okamu JIHK Mexny romonoruunbivu Xxpomocomamu (puc.47). Takum
00pa3oM, Ha OCHOBE TOMOJIOTUYHBIX PEKOMOUHAIINI MPOUCXOAUT MEPETACOBKE FEHETUYECKOTO
MaTepuaia B Mpezesax TOMOJIOTHYHBIX XpOMOCOM. DaKkTHUECKH, B B 9BOIIOLMOHHOM IIKaJIe
BPEMEHHU XPOMOCOMA - 3TO HEMOCTOSHHAS CTPYKTypa, 00pa3yemasi BpEMEHHO CBA3aHHBIMU
6s0kamu. Takoe HENOCTOSIHCTBO, 0OYCIIOBICHHOE PEKOMOMHALIMSMH, TI03BOJISET
(opMHpOBATHCS HOBBIM I'pYIIIaM CLEIUIEHUS TEHOB B FTeHOMaX IIOTOMKOB, o0ecreunBasi TeM
CaMbIM BO3MO>KHOCTb IIPOSIBIICHUS! HOBBIX (DEHOTUITMUECKUX MPU3HAKOB.

CrnenyeT noauepKHyTh, UTO dJIEMEHTapHOM ennHuLel sBoionnu CB cucreM sBisercs
nomyssiiust. [lomynsus - 3To coBokynmHocTs CB cucteM, 0OMEHUBAIOIINUXCS HACIEICTBEHHOM
uHpopManuei 1 00pa3yroIUX CaMOBOCIIPOU3BOIAILYIOCS SUHHILY UEpAPXUIECKH Oojiee
BBICOKOT0 ypoBHS. [lonymsius CylecTBEHHO MOBBILIAET BEPOSITHOCTh COXPAHEHUS
HacrnencTBeHHOH nH(popmanuu CB cucteM npu N3MEHSIOIUXCS YCIOBUAX BHEUTHEH cpeasl. Yem
OJyinXKe y KOHKPETHOM 0coOU BeMYMHA (PEHOTUITUYECKON XapaKTepUCTHKHU X1 K BeJIMYuHE XO,
ONTUMAJILHOM JJIS TAHHBIX CPEIOBBIX YCIOBUM, TEM OOJIBIIE €€ MPUCTIOCOOICHHOCTh Wi.
['enoTunmueckoe pazHooOpasue sIBIIAETCS HEOOXOAUMBIM YCIOBHEM HEBBIPOXKIAECHUS MOMYJIISALMNA
IIPY U3MEHSIOUINXCS YCIOBUAX BHEIIHEHN cpezbl. JIeHCTBUTENBHO, IIPU PE3KUX U3MEHEHUAX



CpeZbl ONTUMAIIBHBIM CTAHOBHUTCS APYTO€ 3HAUEHUE KPUTHICCKOH (PEHOTHITNIECKOMH
xapakTepucTuku. OcolOu, aqanTupOBaHHBIE K CTAPBIM YCIOBHUSIM CPEIIBbI, TEPSIOT CBOIO
NpUCIIOCOOJICHHOCTh U THOHYT. B 3TO# cuTyannu MMEIoT MIaHC BBIKHUTH TOJIBKO «H3TOM», TO
€CTh T€ 0COOH, KOTOPBIE B HCXOIHBIX YCIOBUSAX UMEIH CYIIECTBEHHO OTJIMYAIOIINECS] OH HOPMBI
3HaueHHS (PEHOTHIINYECKON XapaKTEPUCTHKH U, KaK CIEJCTBUE STOT0, HU3KYIO
HpUCTIOCO0TIEHHOCT. VIMEHHO 3TH M3rou 1 o0ecrieyaT BEDKHBAHUE TTOIYJISIIMNA B HOBBIX
CPE/IOBBIX YCIOBHSX C MOCIEAYIONIEH IBOMIONNEH (PEHOTHITMIECKUX XapaKTEPHCTHK K HOBBIM
ONTUMAJIBHBIM YCJIOBUSIM Cpefibl. B 3TOM cityuae, 4eM BbIlIE TEMIIBI MyTHPOBAHUS, TEM OOJIbLIIe
pa3Max BO3HHKaroImel (PeHOTUIHUECKOW N3MEHYMBOCTH, U KaK CIIEJCTBHUE 3TOT0, BEPOSTHOCTh
BBDKHMBAHUS B HOBBIX CPEIOBBIX yCIOBHSIX (puc.45).

[Moxcucrema 6e3onacHoctu (puc.48), odecrieunsaet: (1) 3amury CB cuctemsl ot
MIPOHUKHOBEHHUS B HEE Uy )KEPOTHOW reHeTHUeCKOH nHpopManuu, (2) moaaBIsieT pa3BUTHE
napa3uTHUIECKUX MOJCUCTEM B nipezenax qanHoil CB cuctemsr; (3) npenoTBpaiaer
«CMENIMBAaHUY HACJIEACTBEHHOM naMaTh gaHHoit CB cucTeMBl ¢ HacaeACTBEHHON ITaMSIThIO
npyrux CB cucrem, To ecTh ocyiecTBiseT (yHKIUIO PACTIO3HABAHUS U YHUUTOKEHUE «(IyHKOT0»
(puc.49). OgHuM U3 TPUMEPOB peaIU3alUU MTOACUCTEM OE30MMACHOCTH SIBJISETCS UMMYHHAS
CUCTEMa, Paclo3HaroIIas qyKepoaHble aHTUTeHbl (puc.50). OyHKIUS UMMYHHOI CHCTEMBI
OCHOBaHa Ha (PYHKIIMOHUPOBAHUU KIACTEPOB MMMYHOTJIO0YITHUHOBBIX T'eHOB. B pe3ynbrate
komOuHMpoBanus V, D, J u C Mmoaynel reHepupyeTcst OorpoMHOE pasHooOpas3ue
HKCIPECCUPYIOMINXCSI HMMYHOTJIOOYTUHOBBIX T€HOB, KOJUPYIOIIUX Pa3IUYHbIC BAPUAHTHI
AHTHUTEI, B TOM YHCIIE ¥ TaKHe, KOTOPhIe 00JIaal0T CIOCOOHOCTHIO CIIEITU(PUIESCKHU CBSA3BIBATH U
HEUTPaTN30BaTh 4y KEPOTHBIC aHTUTEeHBI. Pa3HOOOpa3ne NMMYHOTIIOOYTHHOB YBEIMIMBACTCS HA
MHOTO TTOPSIIKOB 32 CUET MPOLIECCOB COMATUYECKOT'0 MyTareHe3a UMMYHOTJIO0YJIMHOBBIX T€HOB.

CrnemyeT Moa4epKHyTh, YTO Pa3HOOOpa3He aHTUTEII, CHOCOOHBIX HEUTPAIN30BaTh TUTAHTCKOE
pa3HooOpasue MOTEHIINAIIBHO BO3MOXKHBIX aHTUTCHOB, IPUHIIHITHATEHO HE MOXKET OBITh
3aKOJUPOBAHO B T€HOMeE JII000ro pa3Mepa. B aTom ciyuae B HacaeICTBEHHOM maMsTu
reHepaTuBHBIX KieTok CB cuctembl xpanutcs He cama 1o cede nHpopmaius 00 aHTUTENax, a
«TpoTpaMMay reHepaluu 3Toro pazHoodpasus. CylecTBeHHO MPHU 3TOM, YTO TeHepaIus
pa3Ho0Opa3us aHTUTEN MPOUCXOAUT HE B HACIIECACTBEHHON MaMSTH T€HEPATUBHBIX KJIETOK, a B
COMATUYECKUX KJIETKaX

PaccmoTpuM B 3aKIII0UYEHHE 3TOTO KPAaTKOro 0030pa OCHOBHBIX KOMITOHEHT CB cuctem
UCTIOJIHAIOIIUE U PETYISITOpHBIEe IoacucTeMbl (puc.51). Onu peanusyrorcs yepes QyHKIHIO
TeHHBIX ceTel (puc.52). ['eHHas ceTp - rpynma KOOpJUHHUPOBAHHO (PYHKIIMOHUPYIOIINX TEHOB,
KOHTPOJHUPYIOIMUX (pU3HONIOTHIecKie, OMOXUMUYIECKHE U MOJICKYJISIpHBIC (PYHKIIUU
opranu3MoB. B kauecTBe mpumMepa Ha pUCYHKE 53 MOKa3aH LEHTPAJIbHBIN (parMeHT reHHOU
ceTH, obecreynBaroie OMOCHUHTE3 X0JIECTEPUHA U TOCTOSTHCTBO €0 KOHIEHTPALIUU B KJIETKAX.
ITyTe OmocuHTE3a X0JECTEPHHA U3 AlleTUI-KOIH3UMa A KOHTPOJIUPYETCS 10 MEXaHU3MY
OTpHLIATENIbHOI 00paTHO CBsI3U. LleHTpanbHbIi peryasTop reHoB, KOAUPYIOMUX (HepMEHTHI
ATOTO MYTH - TPAHCKPUTIIIMOHHBIN (hakTop SREBP, akTHBUpYOIMIHIT TPAHCKPHUIIITUIO KACCETHI
9THX T'€HOB M TEM CaMbIM YCHJIMBAIOLIMNA MpoayKiuio xonectepona. Paktop SREBP obpasyercs
u3 npenmectseHHUKa - preSREBP non neiictBuem crepos-3aBucumoit nporeassl. [lpu
MOBBILIEHUH YPOBHS XOJIECTEPOJIa aKTUBHOCTH MPOTEA3bl OIABIISAETCS, UTO CHUKAET CKOPOCTh
obpa3oBanus ¢akropa SREBP u ero konnentpamnuo. TeM caMbiM CHUKAETCS aKTUBHOCTh
TeHOB, KOJUPYIOIUX (DEPMEHTHI 3TOTO MyTH, U YPOBEHb X0JIecTeposia HopManusyercs. Tak
paboTaeT oTpuLaTeNnbHasi 00paTHas CBA3b, KOHTPOJIUPYIOLAs KOHIIEHTPAIUIO X0JIECTEpUHA.
Bcero aTa reHHas ceTh BKIIIOYAET HECKOJIBKO COTEH I'€HOB.

Tenepb IMOroBOpUM O IporpamMmax UCCIICAO0BAHNUA TCHOMOB, YTCHUC KOTOPEIX CTAJIO pYTI/IHHOI\/’I
MIPOIIeTYPON MOJICKYJISIPHON TeHETHKH (puc.54). Psig TeHOMOB ykKe IPOYnTaH, Ipyrue,
HaIpuMep, FTeHOM YeJIOBeKa, OJIM3KHU K pacmindpoBke. B cBsA3M ¢ ’TUM MHOTHE YUEHBIE elle He



TaK JaBHO AyMaJIH, 4YTO OuTBAa 3a BEIACHEHUE MOJICKYJISIPHBIX OCHOB HACJICACTBCHHOCTH YKC
Beiurpana. OHaKO, peaIbHOCTh OKa3aJlaCh JAPYTOi: Mepe/ riia3aMu Ipe/ICTaloT OECKOHEYHBIC
M0CJIETOBATEIBHOCTH HYKJICOTHIOB, CMBICI KOTOPBIX TOHATEH Ha J0JIA MPOIICHTA.

OcHOBOI1 ITpo1ecca TPAHCIISALUY SBISIETCS reHeTudeckuit kox (puc.55). 5 ve Oyny
OCTAHABJIMBATHCA HA MHOTUX 3aMeUaTelIbHbIX CBOMCTBAX IEHETUYECKOIO KO, TaK KaK TUM
npobaemMaM OyAeT MOCBSIIEHa CTIeUalIbHAS JISKIHUS. 37eCh e OTMEUy €ro TJIaBHbIE CBOHCTBA
(puc.56,57):

(1) TeHETUYECKUN KO TPUIIJICTCH, TO €CTh KaXJ0l aMHHOKHCIOTE€ COOTHOCUTCS Ha6op
OMPCACIICHHBIX TPOCK HYKJICOTUAOB;

(2) T'enetnueckuii KoJ HEPa3phIBEH, TO €CTh MEXAY HYKJICOTUIAMH, BXOASIIUMU B TPUILIETHI
OTCYTCTBYIOT IIPOOEIIBI;

(3) Bce ko10HBI OJTHO3HAYHBI, TO €CTh KaX/IbIi KOJUPYET €IMHCTBEHHYIO aMUHOKHUCIIOTY;

(4) CoBMECTHO TpaHCIHPYEMBbIE KOJIOHBI HE TIEPEKPHIBAIOTCS M HE UMEIOT Pa3/IeIUTEIbHBIX
3HakoB B Tekcre: 5’-AUG GGG GGA GAU GAG CUA-3'

(5) I'eneTnueckuii Ko BBIPOKIEH, TO €CTh OOJBIIMHCTBO @MUHOKHUCIIOT KOAUPYETCS
HECKOJIbKUMU KOJOHAMU

(6) PazinuHble aMUHOKHUCIOTHI KOJUPYIOTCS Pa3IuYHbIM KOJIMYECTBOM KOJIOHOB (0T 1 110 6)

(7) F'eHeTHYeCKUI KOl COJACPKUT 3HAKU MYHKTYallly, OTMEUAIOIINE HAYall0 U KOHEIl PAMKH
tpancisinuu: 5°-AUG GGG GGA GAU CUA-UAG: 3°

(8) 'eneTnueckuit KO yHUBEPCAJICH.

MonexyJspHBIN anmapar TPAHCISALUN COACPKHUT CIEAyIoUIe 6a30Bble KOMIOHEHTHI (puc.58):

(a) MPHK, coneprxamas napopmaimo 06 aMUHOKUCIOTHOM MOCIEI0OBATEILHOCTH O€JKa;

(6) ma6op TPHK, aHTHMKO0HBI KOTOPBIX KOMILIEMEHTAPHO B3aMMOJICHCTBYIOT ¢ KOJIOHAMU
MPHK;



(B) pubocoma, cocrosias U3 IByX CyOBeIUHUIL, M IMCIOIIAst 1BA aKTUBHBIX caiita A u P,
COOTBETCTBEHHO;

(r) Habop amuHoanuia-TPHK-cuHTeTa3, 0O6ecneunBaronmx crennduueckoe pacro3HaBaHUE
cootBercTByrOmMX TPHK 1 npucoeaunstomux k ux 3’-KOHIIAM ONPEEICHHbIE AMUHOKHUCIIOTHI.

CxemaTruuecKku Mpolecc TpaHCISIIUU npeactaBieH Ha pucyHke 59. TPHK, k koropoit
MpUCOEANHEHA PACcTyIasl MOJUTIETITUIHAS 1IeTb, HaX0IuTCs B P-caiite pubocomsl u
B3aMMOJIEICTBYET CBOUM aHTHUKOJOHOM € KoMIieMeHTapHbIM kogoHoM MPHK. Ha cnenyromem
srane 3apsbkeHHas TPHK, To ecte TPHK, kx KoTOpO#i pucoemHena onpeneneHHas
aMUHOKHCIIOTa, B3aUMOJICUCTBYET C CBOMM aHTUKOJOHOM C coceqHuM kogoHoM MPHK (B
3’-HampaBJIeHNUH), HaXoseMcs B A-caiite pubocombl. Jlanee pacTyIiast MOJHUIETTHIHAS [IETh
NPUCOETUHSIETCS K aMUHOKUCIIOTE, HaXoas1Ieics B A-caiite, a pubocoMa CABUraeTcsi Ha OJIMH
tpumuieT k 3’-koHty MPHK, tak urto TPHK, x xoTOpOIi npucoenuHeHa pactyuias
MOJIMIIENITUAHAS 1I€TIb, BHOBb OKa3bIBaeTcs B P-caiite pubocomel. [locie yero Bech UK
TPAHCISALUU TOBTOPSIETCS.

Taxum 00pa3oM, PU3NKO-XUMUUECKUNA CMBICI ITPOIecca TPAHCISAIUH - ATO CUHTE3
nonunentuaaoi nenu no PHK-matpune. MHpOpMamOHHBIN CMBICT - IEpEKOIMPOBAHHIE
FeHETUYECKOTO COOOIIEHUS O CTPYKTYpPHO-(PYHKIIMOHAILHON OpraHu3aiuy 0eka, 3alMCcaHHOro
B PHK-tekcre B andasute {A, U, G, C } B OeIKOBBII TEKCT, 3anMcaHHbINA B 20-0yKBEHHOM
amuHokuciotHom andasure {A, C, D, E, F,...... , W}. buonornueckuii cMbIci
NEePEeKOIMPOBaHUS HH(OPMALIUKU COCTOUT B TOM, UTO OEJIKU - MATPUYHbIE OUOTIOIUMEDBI,
o0pa3oBaHHbIEC U3 AMUHOKHUCIIOT, 00JIaJal0T CYIIECTBEHHO OOJIBIIUM CIEKTPOM OMOJOTHYECKUX
AKTUBHOCTEH MO CPaBHEHUIO C IByMS IPYTUMH TUIIaMU MaTpU4YHBIX 6uononumepos - JTHK u
PHK. Buaumo nosTomy B X0/i€ 3BOJIIOLIMK OHU ObUIM OTOOpaHbI KaK BaKHEHIINE KOMIIOHEHTBI
UCTIONHSIONUX YCTpoiicTB Ononornueckux CB cucrem, B To Bpems kak JIHK u PHK - Obuin
0TOOpaHsbl, IIIABHBIM 00Pa30M, [T BBIMOJIHEHUS (PYHKUUN XpaHEHUS U NepeJadn TeHeTHYECKON
uHpopmanuu. bonee neTaabHO IBOITIOIMOHHBIE MOTHBALIMK pacipeaesieH s PyHKIIMOHAIBHOMI
HArpy3KH MEXIy TpeMs TUTIaMH MaTPUYHBIX OHOMOIMMEPOB OYIyT paCCMOTPEHBI B OAHOM M3
CIEQYIOLINX JIEKIUH.

Ha pucynke 60 npuBeneH npocTeinii BApuaHT KAHOHUYECKOM CXEMBI, B pPaMKaxX KOTOPOi
paccMaTpUBaIOTCs BOIIPOCHI KOJUPOBAHUS B CBA3M C HAJIE)KHOCTBIO (IIOMEXOYCTONYMBOCTBIO)
uHpOpManuu. JTa cXeMa BKII0YaeT cleaytomue 3neMenTsl: (1) ncrounuk nadopmanuu; (2)
KOJIBI 3armucyu cooOmeHnid; (3) kanan nepenaun nHpopmanuy; (4) MpueMHUK HHHOPMAIIHH.
[TpoGiiemMa cocTOUT B TOM, UTO JH000H KaHa nepenadu nHpopmanuu padoTaer ¢ mrymom. B
TEXHUYECKHUX U €CTECTBEHHBIX OMOJIOTUYECKUX CHCTEMaX MPEUMYIECTBO UMEIOT T€ CIIOCOOBI
KOJMPOBaHUs MH(DOPMAIUH, KOTOPbIE 00ECTIEYNBAIOT MAaKCUMAIIbHYIO Ha/IEKHOCTb
(MOMeX0yCTOHYMBOCTB) TIEpe1aBacMoii HH(POPMAIIHH.

dopManbHbIE MAaTEMATHYECKUE TTOIX0IbI, pEATN3yEMbIE B paMKaxX TeOpHH HHGOPMAIIIH,
HauMHas OT Kinaccuyeckux padot Knona [lleHHOHA - 0CHOBONOJIOKHUKA TEOpUU HH(OpMALINH,
BHecmIero B kK 30-x 40-X rogax mpoILIoro BeKa pelaroniuid BKIal B CTAHOBIECHUE 3TOW TEOPHUH,



JI0 COBPEMEHHBIX TTOAX0/I0B, pa3padaThIBAIOIINXCS B HACTOSIIIEE BpeMsi, Oy IyT ONMCAHBI B
OJTHOH M3 CIEYIOIUX JIEKIIUH. 37ech )K€ sl X0Uy PaccKa3aTh O HEKOTOPHIX Ka4eCTBEHHBIX
acrmeKTax 3Toi mpoOIeMbl.

[Ipexne Bcero, 4To MOHUMAETCS TI0J] KaHaJIaMHu niepeaadu nHdopmaiuu B Ononorundeckux CB
cuctemax? Ykaxem, 1o KpailHell Mepe, Ha TpU TUIA TAKUX KAHAJIOB:

(1) mepenaua nadopmaru Mo BHyTpeHHUM KoMMyHuKausam CB cucremsl B xoze ee
(YHKIMOHUPOBAHUS.

(2) llepenaua nndopmaru OT poauTess (poJUTENEH) K HOTOMKY B IIpoLiecce
CaMOBOCTIPOU3BE/ICHHS CUCTEMBI.

(3) Ilepenaua nHpOpMAIUH KIETKE-TIOTOMKY OT POJIUTENHCKOM KIIETKH;

OtmeTnMm, yTo mporeccsl (2) u (3) 00s13aTeNIbHO COMPSIKEHBI C KOMMPOBAaHUEM HACIEACTBEHHON
namsaTu CB cucTeMsl, B IEPBYIO OYEPEb, TEHETUUECKON HACIEICTBEHHOM MaMSITH,
npeacrapieHHoi renomHol JJHK. B kauecTBe 1ryma B 3TOM cily4ae MOKHO pacCMaTpUBaTh
MyTalluy, IpuBoAsire Ha 3tane perukanuu JJHK k nckaxeHuto reHeTnyeckoi nHpopmarmm,
nepe1aBaeMoi MOTOMKY.

B 9T0i1 CBS3M cliemyeT OTMETUTD, YTO TPUILICTHBIN TeHETUUECKHUI KO, B CHITy OCOOEHHOCTEH
CBOEH opranu3zanuu, o01a1aeT BEICOKOH MOMEX0yCTOMYMBOCTHIO. YKaXKeM Ha J1Ba
CYILIECTBEHHBIX 00CTOATEILCTBA. BO-MepBBIX, U3BECTHO, YTO AMHUHOKHCIIOTHI B O€NTKax
npe/IcTaBIeHbl HepaBHOMEPHO. Hanboee 4acTo BCTpevaromuecs aMuHOKUCIIOTHI - 3TO TIUIMH
U aJlaHMH, a HauboJiee peaKo BeTpevaromuecs - Tpuntodan 1 MeTuoHuH. Okas3anoch, 4To
CYLLECTBYET 3aMeyaTebHasi KOPPEJALNs MEX1y YacTaMH UCIIOJIb30BaHMsI aMUHOKHCIIOT B
OenKax U KOJIMYECTBOM KOAMPYIONIMX UX KOAOHOB. DTO 00€CIeUnBACT CYIIECTBEHHYIO
[IOMEXO0YCTOYUYHBOCTh T€HETUYECKOI0 KOJa, TAK KaK IPU MyTallUU 110 KOJIOHY 4acTO
BCTPEUAIOLIEICSl aMUHOKHCIIOTHI UMeeTCsl 0oJiee BICOKask BEPOSTHOCTh, UTO 3TOT KOJIOH
IPOMYTHUPYET B KOJIOH, KOJUPYIOIIUHI 3Ty K€ aMUHOKHUCIIOTY (puc.61).

AHanu3 CBOMCTB reHETHUECKOT0 KO/a MOKa3bIBAaeT Ha €Ile OJHY BaXKHYIO OCOOECHHOCTD,
00eCreynBaroIlyo ero IOMeX0yCTOHYUBOCTD ITPH OJAMHOYHBIX HYKJICOTHIHBIX 3aMeHax. Kak
U3BECTHO, BCE aMUHOKHUCIIOTH MOXHO Pa3JeNIuTh HA MOJISIPHBIE, HECYILUE 3apsKEHHbIEC WIN
NOJISIPU30BaHHbIE TPy, U TUApodoOHbIe. Hanbosee cunbHOE MoBpexkaatoliee BIUIHNE Ha
(GYHKIHIO OEITKOB OKA3bIBAIOT MYTallUH, IPUBOSINNE K U3MECHCHHUIO (PU3UKO-XUMHYECKOTO
CMBICJIa aMHHOKHUCIIOTHI, TO €CTh, 3aMEHaM IOJIIPHBIX aMUHOKHCIIOT Ha THAPO(GOOHBIE U
Ha000poT. OKa3anock, UTO CTPYKTYpa PEaAIbHOTO T€HETUYECKOT0 KO/Ia MUHUMU3HPYET
MOBPEXIAIOIIEe BIMSHUE MyTaliii, 00eCrieunBasi MOBBIIICHHYIO YaCTOTY aMUHOKHCIIOTHBIX
3aMEH C COXpaHEeHHEM (PU3UKO-XUMUYECKUX CBOMCTB aMUHOKHUCIIOT (puc.62). JlelicTtBUTENBHO,
MIPU TIPOM3BOJIBHOM 3aMEIEHUH JTI000T0 aMUHOKHUCIOTHOTO OCTaTKa Ha JIF0OOH, TO ecTh 0e3



ydeTa CTPYKTYpbl TeHETHYECKOTO KOJa, CPEIHSS pa3HUIA B TUAPO(GOOHOCTH aMUHOKUCIIOT
cocrtaBisieT 1280 kkan/Moiib. B To e BpeMsi, ¢ y4eTOM CTPYKTYpbl TEHETUYECKOTO KO/,
KOTOpasi onpezessieT BO3MOKHOCTH Iepexoa OT OJHOM aMUHOKUCIIOTHI K APYTOH MpHu
OJIMHOYHBIX HYKJICOTUIHBIX 3aMEHaX, Pa3indne B THAPOPOOHOCTH cocTaBsIeT Iullb 870
KKaJI/MOJI.

Pacmm¢poBka renerudeckoro koja - TpuyM¢ resetuku 60-x rogos. B To BpeMst ObU10 TPYIHO
NPEeJICTaBUTh UHBIE KOIBI, KpoMe TpHUIIeTHOTro. OHako, B 70-€ ro/iel B mpodiaemy
TEHETUYECKOTO KOJMPOBAHUs BTOPTIach HOBas TeMa. Ha cienyromux pucynkax (64-69)
IpeJICTaBICHbI HEKOTOPBIE XapaKTEPUCTUKH T€HOMOB IPO- U DYKApPHOT U CTPOCHUE MX TEHOB
(oriepoHOB).

Oxkasasioch, YTO FEHOMBI dyKapHOT HachleHbl Hekoaupyromei JIHK: noBropamu, nuaTpoHamu,
MEXT'€HHBIMHU CIIeiicepaMH, a Ha JI0JII0 TPUIIETHOTO KoJa MPUXOAUTCS He 6osee 5% reHoma.
ITepBonavanbHo Hekoaupytouyto JIHK paccMmarpuBain kak napasurudeckyro. OgHako,
MIOCTEINIEHHO cTaja (opMUpPOBaTHCS MHas Touka 3peHus (puc.70). “IIpeobnagaroniyie B reHoMax
9YKApUOT HEKOAUPYIOIIHE [TOCIE0BATEIbHOCTH, BEPOIATHO, KOJAUPYIOT HEYTO HHOE, YTO HE
TpeOyeT MpUBJICUEHUS TPAJUIIMOHHOTO TPUILJIETHOrO Koja. IHbIMU clioBamMu, Kpome
TPUILIETHOTO KOJIa ¥ TPAHCIISIIIMOHHON MAIlIUHBI, B KJIETKE, T0-BUIUMOMY, UMEIOTCS APyTHe
KOJIbI U CPECTBA UX YTeHUs. [Ipu 3TOM o] KOJIOM MOHUMAETCsI JIF0OO0M THUIT HYKJICOTUAHOTO
KOHTEKCTA, 3HAYUMBIH JJI BBITOJTHEHUS ONPEIeIICHHON OMOMOJIEKYIIpHOU PyHKITUN .
N3yuenue npupoas! KoJ10B (PyHKIIMOHUPOBAHHS TEHETUYECKUX CUCTEM - OJJHA U3 3a]1a4 HOBOM
HayKHU - "HOpMalMOHHOM TeHeTHKH. [lpyrue ee 3aj1aun: npeackazaHue peHOTUITNYECKUX
XapaKTePUCTUK OPraHU3MOB 110 MH(OpMAINH, 3aKOJUPOBAHHOM B FTeHOMaxX U CO3JaHHe
TEOPETUUYECKMX OCHOB KOHCTPYMPOBAaHUS FEHETUUECKUX CUCTEM C 3aJaHHBIMHU cBoiicTBamu. Ha
puc. 71 npencTaBiieHbl IPUMEPHI HETPUTUIETHBIX KOJIOB 3aIMCH T€HETHUECKON nH(pOopMaIuH,
3aHuMaromux He meHee 50% renomuoil JJHK aykapuot. OT1 ko161 Oy1yT paccMOTPEHbI HaMU
NOJPOOHO B CIEIYIONIEH JICKITHH.



