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BBEOEHWE

FeH - 3TO eANHMLA HAaCcNeACTBEHHOCTU N N3MEHUYMBOCTU, NMpeacTaBasowmin cobon yyacTtok monekynbl OHK,
HecyLnn nHchopMaLnIo O CMHTe3e onpeaesieHHoro noavnenTuaa nan HykJenHoson knucaoTel. Habop reHos B
KOHKPETHOM OpraHm3Me, MoJiy4YmBLUMX UX OT POoAUTENEN - 3TO FeHOTUM, a CoOAepXallMecs B ranjomaHomMm Habope
XPOMOCOM FeHbl - 3TO FEHOM .

[oBOpPS 0 eANHCTBE XMMUNYECKOro cocTaBa Kak 0 CBOMNCTBe Bronormyeckom cnctemy Heobxogmmo BCMNOMHUTb, YTO
OHK n PHK - 3T0 nosnnmepsl, COCTOABLUNE U3 HYKJ1IEOTUAO0B. B CBOIO o4yepenb HyKieoTuabl - 3TO pocopHble 3hupsl
HYKJ1€03140B afleHO3MHa, r'yaHnauHa, TUMUAnHa, ypuanHa n uMTuanHa, Kotopble CBA3aHbl C CaxapoM -
ne3okcnpunboson nam pnbo3on a3oTUCTbIX OCHOBAHUN. A30TUCTbIE OCHOBAHUSA - FeTepoLMKINYecKmne opraHnyeckune
coeiHeHWs, NPON3BOAHbIE MyPUHa - aAeHWUH N T'YaHWH, A MUPUMUANHA - TUMUH, ypauus, LNTO3NH.

[eHOM - 3TO CTPYKTYpMpOBaHHasa cMcTemMa. Ha nepBoM ypoBHe opraHm3aunm HaxXoAsaTCSA OTAesbHblIE HYK1eO0TUAbI,
KOTOPbIMU 3aMnCaH reHeTUYeCKNA Ko OpraHn3Ma. 3TW HyKNeoTuAbl CObpaHbl B CMUPasibHYI0O MaKpPOMOJIEeKy Ty -
OHK nnn PHK. B kneTkax sykapunoT HK pacrnonaraeTcsa B sape B cocTaBe xpomocoM. IHK nmeeT yeThipe ypoBHSA
YMNaKOBKMU:

— HykneocomHbil (cnupanb OHK, HamoTaHHaa Ha 6enKoBbIV KOMMJIEKC, KOTOPLIN COAEPXUT 8 Mosiekyn 6enkoB
rMcToHoB). Hykneocombl HanoMuHatoT bychl, kaxxaaa n3 6ycMH KOTOpbIX COAEPXKUT 0KoJ10 150 nap HyK/1eoTNAOB.
Ynakoska JHK B HyK/ieoCOMbl YKOpaynBaeT ee B 7 pas.

— ®nbpunnel, obpazoBaHHbIE NPU CONMKEHUN HYKNEOCOM C MOMOLLbIO FrMcTOoHa H1. YMeHbLweHne pa3Mmepa OHK npu
3TOM npouncxoauT B 6-10 pas.

— MNeTneBas ynakoBka, obecne4ynBaoLas HErTMCTOHOBLIMU BeslkaMy, KOTOpble CBA3bIBAOT MeXAy cobon
onpepjenieHHble nocsiegosaTtesibHoCcTU JHK, ymeHbLlwaa TeM caMbiM ee aJinHy B 20-30 pa3s. Y mnekonuTawmx B
TUANYHOM XPOMOCOMeE coaepXuTcsa Ao 250 Takux neTenb.

— XpomMmocoMa. lNepepn TeM, Kak NPONCXoauT geneHue, monekynsl AHK yoBanBaloTCs, BCe MeTNMN YKa4blBalOTCA B
CTOMKW, XpOMOCOMa YTOLLAeTCa N BUAa B CBETOBOM MUKPOCKOM. Ha 3ToM ypoBHe XpoMoCOMa npeacTaBnseT cobon
2 XpoMaTuabl, KaXkaasa n3 KOTopbixX coaep>XunTt rno 1 monekyne AHK.

OHK, kKak n niobaa opyras MakpoMosieKysia B OpraHn3Me CUHTE3MPYyeTCs N3 BeLeCcTB, UICTOYHUKOM KOTOPbIX CTanun
BellecTBa, MOCTynatowme B OpraHm3m n3sHe. Takum obpa3oMm, reH kak buonormvyeckas cuctema obnagaet
CNoCcoBbHOCTbLIO K 0OMEHY C OKpY>KatoLLen Cpeon BeWeCTBaMN N SHEPIrUEN, YTO rOBOPUT 06 OTKPLITOCTU OAHHON
CUCTEMBI.

[eHbl HNKOr @ He CMEeLUMBAIOTCS, OHU ABAAITCA CTabuibHbIMU CTPYKTYpPaMm, BCeraa CoXpaHsaoLWuUMn CBO COCTaB.
Mpy 3TOM Ka)KOblil FeH KOANPYET CBON Npu3Hak, obpa3ysa CUCcTeMy, 3N1€MEHTbI KOTOPO HaXOAATCSA B TECHO
B3auMOAeNCTBUN. ITO NO3BOJISET FOBOPUTb O ANCKPETHOCTU U LLeSIOCTHOCTU FreHOB Kak 61nonorn4yeckon CucTemsi .
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JKCrnpeccusa reHoB, T.e. peanmsaumns 3a10>KeHHON B HUX MHGOpMaumn - 3To CTPOro peryampyemslin npouecc. K
YPOBHSAM PErynsaunm 3KCnpeccnum reHoB MOXXHO OTHeCTU:

— Perynauuns Ha ypoBHE TPaHCKPUNUMN. 3TO OCHOBHON YPOBEHb PEryasaLunn SKCNpeccun y syKkapmnoT. BapnaHTbl
Takown perynsummn secbMa pa3HoobpasHbl. Hanbonee yHnsepcasbHbIM METOAOM Peryasumm TPaHCKPUNUUn CRyxnT
KOHAEeHCauna-geKoHaeHcauma xpoMmaTumHa.

— Y 3yKapuoT TPaHCKPUMNUUA reHa eLle He 03Ha4vaeT ero npossaeHns B peHotune. Monekynbl PHK,
CUHTE3MpPOBaHHbIE B XO4e TPAHCKPUNLUK, Y 3YKapuoT NOABEPraloTCs CyLEeCTBEHHBIM MOANMDUKALNAM.
COBOKYMHOCTb Takux rnpeobpa3oBaHWin COCTABASET CYLLHOCTb NPOLECCUHIa. DTO eLle OAUH YPOBEHb perynaumnu.

— Perynaumsa Ha ypoBHe TpaHCAALMN U3yYeHa HeJoCTaTO4YHO NMoJsiHO. B uenom nsbupatensHas TpaHcaaumsa M-PHK
ocyuiecTnseTcs oTbopom onpepeneHHbix MPHK nytem 6,10KknpoBKM JocTyna kK pubocomam.

— HakoHeu, perynsums Ha ypoBHe NOCTTPaHCAALNOHHON MoanduKauum 6enka cea3aHa C peryasumen akTUBHOCTY
depMeHTOB, OCHOBaAHHbI Ha NPUCOEANHEHNN MOEKYN-3(hPEKTOPOB, B POJIN KOTOPbLIX YaCTO BbICTYMNAOT KOHEYHble
npoayKTbl brocmMHTE3a .

HecmoTps Ha TOT (haKT, 4TO reH - 310 cTabunbHasa CTPYKTypa, OHa NoABep>KeHa NOCTOAHHbIM MyTauusamMm,
NU3MeHeHNAM. B HEKOTOPBIX Cy4asaXx 3TU U3MEHEHNS NO3UTUBHbLI U BEAYT K 3BOJIIOLIMOHHOMY MPOABMXEHUIO BUAA, a
B HEKOTOPbIX - MPMBOAAT K NeTasbHbIM MyTauuaMm, 1Mbo K MyTaLmnaMm, CyLLeCTBEHHO CHUXKAIOLWNM XXU3HEHHOCTb
nHanBMAa, NoNynaumn .

Taknm 0bpa3oM, akTyanbHOCTb MCCIEA0BAaHNA ONPEefesSeTCs LWMPOKUM PacnpoCTPaHEHVNEM Pa3JINYHbIX MyTauui,
NX TSHKeNbIMU NOCNeACTBUAMN ANA Yes1I0BeYeCKON Nonynsauunm.

Llenb nccnenoBaHna COCTOUT B U3YyYEHUN BAUSHUA MyTaUWA Ha OpraHnU3M 4yesioBeka.

3ajayun nccnenoBaHuns:

1. JaTb NoHATUE MyTauuun, Ux Kaaccmpunkauumio.

2. N3y4ynTb Hambonee 3Ha4MMble aKTOPbI, Bbi3biBalOLLME MyTaL U,

3. OxapaKTepun3oBaTb TAXKeJsible MeTaJlUlbl U AVOKCUHbI KakK haKTopbl MyTaLuu,

MeToabl nccnefoBaHUA: aHanuMs3 nMTepaTypbl No Nnpobneme nccnefoBaHuUs.

FNABA 1. Knaccndpukaumsa myTaumin

MyTaumsamMm Ha3blBalOTCA CTOMKME CKayKoobpasHble N3MeHeHNs B Hac/leACTBEHHOM annapaTe KJIeTKW, KoTopble He
CBsi3aHbl C peKoMbunHaLmen reHeTUYeCcKoro MmaTtepmana.

Mo NnpnynHe pa3BMTNA BCE MyTaLuuUM MOXKHO pa3fenuTb Ha ciefylowme rpynnbi:

- CnoHTaHHble MyTaunun. 3TO MyTaLNUK, KOTOPbIE BO3HUKAIOT CaMOCTOATESIbHO Mo BAVSHUEM eCTeCTBEHHbIX
MyTareHOB KakK 3K30MreHHOro, Tak 1 3HA0MeHHOr0 NMPOUNCXOXXOEHUS.

- MHAyumMpoBaHHbIe MyTaunn. 3TO MyTaLnW, KOTOPbIN Bbl3bIBAlOTCA HarnpaBiAeHHbIM BO34EeNCTBMEM Ha OPraHn3Mm
hrsnyecknx, xMMmn4ecknx, 6MONOrn4ecKMx MyTareHoB.

Mo BUAy KJIeTOK, KOTopble 3aTPOHYThl MyTaLMen, BbleNAITCA:

- FaMeTHble MyTauun. 3TO MyTaL MW, KOTOPble BO3HMKAIOT B MOJIOBbIX K/ETKaX, HacneayTCs NOTOMCTBOM,
06Hapy>KMBaOTCA BO BCEX KJIETKAX OpraHn3Ma, SBJSTCA NPUYNHON HAcNeACTBEHHbIX NAaTONOM N,

- ComaTuyeckme Mmytaumn. 3TO MyTaLUM B COMaTUYECKUX KNIeTKax, KOTopble He nepenatTcs No HaceacTBY.

- Mo3aunyHble MyTaunn. 3TO MyTau MK, KOTOPbIe 3aTparuBalT OTAEsIbHble KNeTKu 3MOpunoHa, niofa. B pesynbTtaTte
OOHWN KJIeTKU MMeloT HOPMasibHbli KapuoTuB, Apyrmne - aHoMasibHbli.

Mo 3HavyeHnIo BbIAENAIOTCA:

- MaToreHHble (bonesHeTBOPHbIE) MyTaLUN.

- HenTpanbHble MyTauuu.

- BnaronpuaTHble MyTauuu.

Mo 06beMy NOBPEXAEHHOrO MaTepuasa BblAENAOTCA:

- FeHHble MmyTauun. I3ameHeHns, KOTopble MPONCXOAAT B FeHax.

- XpOMOCOMHble MyTauunn. MyTauum B BUAe CTPYKTYPHbIX XPOMOCOMHbIX abeppauunii.

- FeHOMHbIe MyTaunmn. YncneHHble XpOMOCOMHbIe abeppauunu .

Taknm obpa3om, cyllecTByeT HECKOJIbKO MOAXO0A0B K Khaccudukaumm mytaunn. 3yynmm oTaenbHble rpynnbl
MyTauun.

1.1. CnoHTaHHble MyTaunun

CrnoHTaHHble MyTaunn BO3HUKAIOT NoA AeNCTBMEM eCTeCTBEHHbIX (DaKTOPOB Cpefbl CAaMOMNPOU3BOJIbHO.

OOHNM N3 CaMbIX IBHbIX MyTareHoB B AaHHOM CJly4ae BbICTyrNnaeT pagunauns.
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N3NYyYeHUs B permoHax C HopMasibHbIM paanaLoHHbIX (POHOM NMpeacTaBseHbl B Tabnuue 5.
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