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BBepeHune

FeHeTnka 4YenoBeKka - 3TO pa3fen obuien reHeTMKK, nlyyatowas ocCobeHHOCTM opraHmn3aumnm N NCMOJIHEHNS
reHeTMYeCcKom MHMOPMaL NN YesTI0BEKA N MEXAHM3Mbl HAaC1eLOBaHUA B TE4EHNE MHOIMX MOKONEHNN. ITa 0bnacTb
€CTeCTBO3HaHNA aKTUBHO pa3BMBAETCS B NOCAeHNE roabl, Npexxae Bcero, 6narogapsa NnepcrnekTUBHOCTH
reHeTUKN YesiloBeKa KakK 0Tpacin HayKMW.

3HaHWUs, NOJIyHYeHHbIE B XO4€ NCCIE00BaHNA FreHETUKN YeSIoBEKA, HE TOJIbKO MOMOryT HaM yylle y3HaTb ceba n
MOHATbL CBOK MCTUHHYIO MPUPOAY, HO U NO3BONAT pa3paboTaTb ahpPEKTMBHbIE CMOCOOLI IeYeHNa MHOMUX
3aboneBaHunin Yenoseka (0COBEHHO reHeTUYeCKnXx).

[eHeTnYeckasa NaToNorna 3aHMMaeT BakHOE MeCTO B obLLen CTpyKkType 3aboneBaHui Yenoseka. Tak,
MyJibTU(akTopuanbHble 3abosieBaHNA, peryampyemble reHeTu4ecknmMm hakTopaMmm B JonosiHeHNE K hakTopam
OKpYy>KatoLen cpenbl, COCTaBnAAT 92-93% HeNHDEKLNOHHON NaTOJIOrNMN YenoBeKa, HE3aBUCUMO OT MOHOMEHHbIX U
XPOMOCOMHbIX 6one3Heln, ManbiX U 60JbLLUNX BPOXXOEHHbLIX MOPOKOB Pa3BUTUSA U MOCTTPaBMaTUYECKMX
OCNOXXHEeHNN. MoneKkynsapHO-reHeTn4eckas CTPyYKTypa 1 natoreHes 3Tux 3abosneBaHnin O KOHLA He U3YyYeHbl.

OCoBEHHOCTM 1 XapaKTepUCTMKa FreHoMa YesloBeKa

[eHOM - NosIHas reHeTnYeCckKas CMCTeMa KNeTKu (COBOKYNMHOCTb Bcen [HK kKneTku), onpeaenstowas xapakrep
OHTOreHeTU4YeCKoro pa3BMTNA oOpraHn3Ma N HacNeACTBEHHYIO Nnepefadvy B psagy NOKOJIEHUN BCeX ero CTPYKTYPHbIX
N (OYHKLMNOHANbHbIX MPU3HAKOB.

ITOT TepMuH 6biN BnepBble BBeAeH . BuHknepom B 1920 roay. B uesnom noHsaTUA «reHom» n «HK» npakTunyeckmn
NOEHTUYHbI, MOCKOJIbKY OCHOBHbIE MPUHLUMbI OpraHmn3aumn n GyHKLNOHNPOBAHNSA FeHOMa NOJIHOCTbIO
onpepensTca ceoncteamun ero AHK. OgHako noHATUE reHoMa sBaseTcs 6onee obwmMM n MoXKeT BbITb MPUMEHEHO
K TakCOHaM, Buaam, 0cobsM, OTAEeNbHbIM KJIETKaM MHOMOKJIETOYHbIX OPraHU3MOB, MUKPOOPraHn3MaM 1 BMpycam.
Taknm 06pa3oM, MOXKHO rOBOPUTb O CTPYKTYpPE MPOKAPUOTUYHECKMX N IYKapUOTUHECKUX TEHOMOB, CPaBHUBaATb
reHOMbl pa3HbIX BUAOB, N3y4aTb 0COBEHHOCTU CTPOEHMSA reHOMa Y KOHKPEeTHOM 0cobu nnm npocnexmeaTb
N3MEHeHUs, NponcxoasLine B reHoMe B npouecce andgepeHunaunm pa3BnTmsa KOHKPETHON KNeTKu [2].

Kak 1 reHoMbl Apyrmx BULOB XXMBOTHbIX, FEHOM YesioBeKa COCTOUT U3 ABYX YaCTen: CZIOXKHOI0 A4E€PHOro reHomMa u
MeHee CJI0XKHO OPraHN30BaHHOI0 MUTOXOHAPWAJIbHOrO FeHoMa. A4epHbI FeHOM YesloBeKa COOEPXUT OrpOMHOoe
KOJINYECTBO FreHeTnYeCcKon nHgopmaumnm - okoso 3000 merabas (M6). OH KoOMpPYET NepPBUYHYIO CTPYKTYpYy benkos,
CUHTE3MpyeMbIX CBA3aHHbIMK ¢ MeMbpaHon pubocomamn. MUTOXOHAPMANbHbLIA FEHOM MMEEeT OTHOCUTESIbHO
HebosbLLOM pa3Mep - 0koo 16,6 kmnobas (K6) n koanpyeTt BCe€ MUTOXOHAPUAJIbHbIE pubBoCOManbHbIE 1
TpaHcnopTHble PHK, a TakXxe HekoTopble 6enkun, HeobxoanMble Ana HopMasbHOW paboTbl MUTOXOHAPUN (puc. 1).

PucyHok 1 - OpraHusaumsa reHoMa 4YesnoBeka
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Camoe obuiee npencTaBaeHne 0 reHoMe YesloBeKa MOXXHO MOoJTy4nTb, MpOaHaAM3MpoBaB KUHETUKY peaccoumaumnm
Monekyn OHK. KnHeTuka nnaeseHns reHomHon JHK cBMaeTensCTBYET O CyLEeCTBOBAHNM KaK MUHUMYM Tpex
dpakunin pasnnYHON XUMUYECKON CNOXHOCTMN.

Ppakuma 6bicTpo peHaTypupyowen JHK (okono 10%) COCTOUT U3 OTHOCUTENIbHO KOPOTKUX,
BbICOKOMOBTOPSIOLWMXCA NocaefoBaTe/lbHOCTEN. B npoMe)xxyToyHom pakumm (okono 30 %) npeobnagatoT
OJINHHbIE, HO YMEPEHHO MoBTopsAloLWMecs nociegosatenbHocTn JHK ¢ HN3KKMM Yncaom Konuin. HakoHew, MeasieHHo
peHaTypupytowasa gpakuma (okono 60 %) cCoOCTOUT N3 YHUKabHbIX NocsegoBaTensHocTen AHK, KoTopblie He
BCTpevatoTcs B reHome 6osee ogHoro pasa [6].

Bonee peTanbHbIn aHann3 reHoMHon OHK ¢ noMoLblo METOL0B FreHETUYECKOro N (PU3NYECKOro KapTUPOBaHMSA
nokKasaJl, 4To ToJIbKo 0K0J10 30% A8epHOro reHoMa OpraHM30BaHO B FeHbl UM reHonoA00bHbIe
nocnefoBaTesIbHOCTH, a ocTasibHble 70% COCTOAT M3 BHEereHHon (unm akctpareHHon) JHK. B ceoto oyepenb
nocnenHas npumepHo Ha 80% COCTOMT M3 YHMKaIbHOW 1 HM3KonosTopsatowenca AHK n Ha 20% - n3 ymepeHHo- 1
BbICOKOMOBTOPSAIOLWMXCA NocsienoBaTesibHoCcTen. Dpakumsa ymMepeHHo- 1 BbicokonosTopsowenca OHK BkaovaeT
TaHAEMHbIE NN KTaCTePN30BaHHbIE MOBTOPLI N ANCMEPrnpoBaHHbIE FTEHETUYECKNE 3/IEMEHTLI. 111 reHoB n
reHornono6bHon OHK 3Ta gonsa coctaensieT Bcero 10%, a ocTtanbHble 90% NpUXoanaTcs Ha NceBAoreHbl, dparMeHThbl
reHOB, MHTPOHbI 1 Apyrue reHonofobHble HeTpaHC/IMpyeMble NocnefoBaTeNbHOCTU. B pe3ynbTaTe ToNbko 3 % OT
obuiero konmyecTsa reHoMHon OHK copepXXuT nHGopMaLmnio 0 NEPBUYHON CTPYKTYpPE KIeTO4YHbIX 6efKoB,
pnbocom, TpaHCnopTa, TPAHCNOPTEPOB U T. 4.
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