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OPIAHH3AIIUA
HACJEJICTBEHHOIO

MATEPHAJIA




1 I | ‘
I H| I 'en — 510 equHMIIa HACIEACTBEHHOCTH U U3MEHUYHUBOCTH.
I1Io coBpeMeHHBIM IIPEACTABICHUSIM 26H — ATO y4acTOK
moJiekynbl JIHK, maromuit nHGOpMaIuo 0 CHHTE3€
OMPEAECICHHOIO MOJIUIIENTH 1A UJIW HYKJIIECHHOBOM
KUCa0Thl. Habop reHoB opranusma, KOTOpbI€ OH MOTy4aeT
OT CBOUX POJUTENEN, HA3BIBACTCA T€HOTUIIOM, a
COJIEP>KaHUE TEHOB B TAIIOMTHOM HA0OpE XPOMOCOM -
2CHOMOM.

COBOKYITHOCTbH BCEX BHEITHMX U BHYTPEHHUX IPU3HAKOB
OpraHu3Ma, Pa3BUBAIOIIMXCSA HA OCHOBE T€HOTHUIIA IO/
BO3JAEUCTBUEM (PAKTOPOB CpeEJIbl HA3BIBACTCS (DEHOTHUIIOM,
a OTACJIbHBIN IPU3HAK, OTIPEACIIEMbIN OJJHUM I'€HOM -
genom.




JBOJTIOUUST MOHSIMUSI «2€H».

[. Mengenb B 1865 r. B pabote: «OnbITbl HAQ pacTUTENbHBIMU TMBpnaaMmn» .

1900 r. He3aBucumo apyr ot gpyra . ae ®pus (MonnaHgus), 3. Yepmak
(ABcTpus) n K. KoppeHc ('epmaHns) 3aHOBO OTKpPbINU 3akoHbl [. MeHgens.

B 1902 r. T. boBepu, 3.Bunbcon n 1. CeTTOH BbiCKa3anu NnpeanosioxXeHme o
CBA3M HacneAcTBEHHbIX (PaKTOPOB C XPOMOCOMaMMW.

B 1906 r. Y. batcoH BBen TepMuH «reHetuka», a B 1909 r. B. MloraHceH —
«reH».

B 1911 r. T. MopraH n coTpyaHUKn coopMynnpoBan OCHOBHbIE MOMOXEHUS
XPOMOCOMHOMW TEOPUN HACIeLCTBEHHOCTM.

B koHue 50-x rogoB C. beH3ep nokasan, 4To reH aBndeTcs AUCKPETHON
eanHnUEN.

B HacTosLwwee BpeMs anemMeHTapHOW CTPYKTYPHOW eONHNLEN reHa cumTatoT
napy HyKneotnaos, a PyHKLMOHASTbHOW - KOOOH.




Tpancghopmanyus — 310 CIOCOOHOCTH
OJIHOTO IITaMMa OAaKTEpHM BCTpanuBaTh

.I|”H JloxaszareascTBa poau /IHK B
nepeaayve HACJIeACTBEHHOH

HH(popMaATUU

ydacTtkud Mosekyibl JJHK apyroro mramma u

IpHOOpeTaTh IIPU 3TOM CBOMCTBA
IIOCJIEHETO.

[OHK BupyneHTHOro wrtamma B NnuTatenibHOM cpeae +
aBUPYJSIEHTHbLIN XXNBOW LUTAMM NMHEBMOKOKKOB —p

Mbin
MOHYT

Cxema onbIToB No TpaHcopmaunm O. Sneepun




.I|”H| JlokazareancrBa poau JJHK B

nepeaayve HACJIeACTBEHHOH

HHpOpPMALINHA

Tpauncoykuus - 310 cCIOCOOHOCTh OAaKTEPHUO(aroB
nepeHocutsb pparmenTsl JJHK oT ogHOro mramma
OaKkTEpUi K IPyroMy M MEepeaaBarh

COOTBETCTBYIOILIME CBOMCTRA.

Benok BUpyneHTHOro wramma BMpyca TabayHon MO3anKu

PHK BupyneHTHOro wramma Bmpyca Taba4yHon Mo3aunku

A

HeTt 3aboneBaHusa

Benok BMpyneHTHOro wramma Bmpyca Taba4yHon Mo3aunkum
+ PHK aBupyneHTHOro Bupyca

Benok BMpyneHTHOro wramma Bupyca TabaqyHou
Mo3aunku + PHK BupyrneHTHoro smupyca

/

PasBuBaeTcs
3aboneBaHun

Cxema onbiToB X. ®peHkernb-KoHTpaTa




IpaBuiao Yapradgda

2. Hapradd OTKpHLT SBICHHNE KOMILIEMEHTAPHOCTH
a30TUCTBIX OCHOBaHWM B Mosekyie JIHK, moka3as, 4to
KOJIMYECTBO aJICHMHA BCETJA PABHO KOJIMYECTBY TUMHHA, a
KOJIMYECTBO T'YaHWHA - KOJIMYECTBY IIMTO3UHA.

Taxkum oOpazom, B Havasie 50-X TOOB MPOILIOTO CTOJIETHS
OBLIO JOKA3aHO, YTO MaTepUaIbHON €UHULICH
HACJIEACTBEHHOCTU U U3MEHUYUBOCTH ABJISIETCS I'€H,
KOTOPBIA UMEET OIPEACIICHHYO CTPYKTYPHO-
(PYHKIMOHAIBHYIO0 OpTraHU3aIUIO.




III
l“” CmpoeHue [JHK
(k. YoTcoH, . Kpuk n M. Yunknuc 1953 r)

OHa npeacTaBnaeT codbon gBe crnmparnbHO
3aKpyYeHHble aHTUNapannesrbHble
NONMHYKIEOTUAHbIE LENW.

MoHomepamun [HK asndaioTca Hykneotuabl, B
COCTaB Ka)XXaoro 3 HMUX BXoOdaT:

1) NaTUYyrnepoaHbIn caxap - 4e30Kcnpmbosa;
2) octatok docdropHON KNCIOThI;

3) O4HO U3 YeTbIpeX a3oTUCTbIX OCHOBAHNM
(adeHWH, TUMWH, N'YaHUH, LMTO3UH).




HykneotTnabl COeauHSAOTCA B LENOYKY NyTEM
obOpa3oBaHNSA KOBarIEHTHbIX
(gbocpoOuaghupHbIx) CBA3EN MEXOY
0e30Kcnpnbo3on 0OHOro U OCTaTKOM
dbocdhOopHOU KNCNOTLI APYroro HykneoTtunaa.

A30TUCTble OCHOBaHUA MPUCOEONHSIIOTCA K
nes3okcmpmnbose n obpasyot 6OKoBbIE
pagukansl. Mexay asoTMCTbiIMXU OCHOBaHUAMMU
venoyek [JHK yctaHaBnmBaroTca BOOOPOAHbIE
CBA3U: 2 - Mexay ageHNHOM U TUMUHOM, 3 -
Mexay ryaHMHOM U LMTO3UHOM.

CmpoeHue [JHK




CmpoeHue [JHK

CTporoe cooTBeTCTBUE
(B3anMOOOMNOSIHEHNE) HYKITETNOOB
Opyr gpyry B napHbix yenodkax AHK
(A-T, I'-Ll) Ha3bIBaeTcH
KOMMJIEMEHTapPHOCTLHO.




CmpoeHue PHK

PHK npegcraBnaet cobon nonnHykneoTuma.
CtpykTypa HykneotnaoB PHK cxogHa ¢
Takosou [HK, HO nmetotca cnegyrowime
OTIINYUUS:

1) BMECTO A4e30KCMpnbosbl B COCTaB
HyKkneotuaos PHK Bxoaut natuyrnepogHbin
caxap - pnbo3sa;

2) BMECTO a30TUCTOro OCHOBaHUS TUMUHA -
ypauuri.
3) monekyna PHK obblvHO npeacTasneHa

OOHOW LIEMOYKON (Y HEKOTOPbLIX BUPYCOB -
OBYMS1).




CmpoeHue PHK

B knetkax cywectsytoT Tpu Tvna PHK: nidpopmauymnoHHas,
TpaHcnopTHas n punbocomansHas.

NHepopmauyuoHHas PHK (n-PHK) npeacraensaet cobon
Konuto onpeageneHHoro yyactka [HK v BbINonHAET posib
nepeHoc4ynka reHetTnyeckon nHdopmaumm ot AAHK Kk
MECTY CuHTe3a bernka (pndocombl) M HENOCPELCTBEHHO
ydacTBYeT B COOpKe ero Moriekyrn.

TpaHcriopmHbie PHK (T-PHK) nepeHoOCAT aMUHOKUCIIOTI
N3 ymtonsasmbl B pubocombl.

PubocomansHas PHK (p-PHK) BxoguT B cocTtaB
punbdocom. Cuutatot, Yto p-PHK obecneunsaer
npegeneHHoe NpoCTpaHCTBEHHOE B3anMopacnonoXeHne
n-PHK n t-PHK.




CuHTtes [IHK HasbiBaeTca pennukaunen
nnun peagynnukaumen (yaBoeHuem),
cuHTed PHK — TpaHckpunuuen
(nepenucbiBanme ¢ AHK), cuHTes bernka,
NpoBOANMbIN pMOOCOMON HA MaTPUYHOWN
PHK HasbiBaeTca TpaHcnaunen, To ecTb
nepeBoauM C A3blka HYKNeoTUAoB Ha
A3blK aMWUHOKUCTIOT.




JAuaneTp ABoliHol cmupasm JTHEK

e NPOUCXOANT B CUHTETUYECKUI Nepuoa nHTepdassbi.

Pennukauna monekyn OHK

e LSkl Kaxknas n3 AByx Lenen «MatepuHCKom» MoseKkynbl
AHIcTpeMa Ha MOJIHbIH ~ 9

BuTOK - 10 map CNYXUT maTpuuen anga «godepHeny. lNocne
CeHoRHHRY pennukauum BHOBb CUHTE3NPOBaHHasA Moriekyrna
OHK cogepXXnt ogHy «MaTepUHCKYHO» LIENOYKY, a
BTOPYIO - «JOYEPHIOK», BHOBb CUHTE3UPOBAHHYIO

(NonykoHcepBaTMBHLIN CroOcoD).

[Ona maTtpundHoro cnHtesa HoBon monekyrnbl JHK Heobxoaumo, 4ToObl cTapas
Morekyna obina gecnmpanu3oBsaHa v BeITAHYTa. Pennukaums HaunHaeTcs B
HecKomnbknx mectax mosekyns! AHK.

Yyactok monekynbl JHK oT Toukn Hadana ogHon pennukaumm oo TOYKM Hadyana

[PYrov Ha3bliBaeTcs pennMKOHOM. «bakTtepmanbHas xpoMocoMa» COaepPXXUT OANH
PENNUKOH, a 3ykapuoTndeckasi — coaepXmT MHOro PEenJIMKOHOB.




Pemukanuio JIHK ocymectBiaser pepment JHK-nmonumepasa. 9toT
dbepmeHT criocobeH HapamuBarh JJHK Tonbko Ha 3 '— KOHIIE.
Monekyna JIHK anTrmapasmiensHa, pa3Hbl€ €€ KOHIIBI Ha3bIBAKOTCS
3'-KoHEIl U 5 - KOHEIL.

[Ipu cuHTE3€ HOBBIX KOIMK HA KAXKIOU
HUTHU OJIHA HOBAsl HUTh YIJIMHSCTCS B
HampaByieHuu oT 5" Kk 37, a gpyrasd — B
HampaBJeHUHU OT 3~ K S-koHIy. OgHaKO S5
koHen JIHK-nonmmmMepasa HapaiuBars HE
MoxeT. [Toatomy cunTe3 ogHoun Hutu JIHK,
TOM, KOTOpasi pacTeT B "'yqoOHOM" JJIsI

Aexopsi (bepMEHTa HaPaBJICHUM, UJIET HEIPEPHIBHO

HK-aynnexc
i (AMIMpYIONIAs WM BeAYIIas HUTh), a
CHUHTE3 JIPYIrOM HUTH OCYILECTBIIIETCS

| g Ocuan KOPOTKMMH (pparmeHTamu ((hpparMeHTramu
e Oxasaku). [ToroM 5Tu pparMeHTHI
& CIIMBAIOTCA, U TaKasi HUTh HA3bIBACTCS
AN 3amna3AbpIBAIOIICH, B LIEJIOM PEIIAKALIUS
. 3TOU HUTHU UAET MeieHHEN. CTPYyKTypa,
St KoTopast oOpaszyeTcs

HWT
BO BPpCM: PCINNIMKAIIUH, HA3BIBACTCA

PEIINKATUBHOU BUJIKOM.




Pennukauna AHK

ocobeHHocTblo pennukaumn AHK asnaetcs 1o, yto JHK-
nonmmepasa He MOXET HayaTb NPoOLECC CUMHTE3a caMa,
en Hy)XXHa «3aTpaBKay.

OOGbIYHO B Ka4yecTBe Takon 3aTpaBKu UCMNOSIb3yeTCH
dparmeHT PHK. Ecrnn peyb nget o reHome baktepumn, To
TaM eCTb creumarnbHas To4Kka HasbliBaemasd origin (MCTOK,
Ha4ano) pennmkauum, B 3TON TOYKE HaxoauTcH
nocriegoBaTesibHOCTb, KOTOpas pacrno3HaeTcs
dbepmeHTOM, cuHTe3npyrowmm PHK. OH oTHOCKUTCS K
knaccy PHK-nonnwmepas, n B gaHHOM criyvyae HasbliBaeTcs
npanmason. PHK-nonumepasbl He HyXxgalTcs B
3arpaBKax, U 3TOT PEPMEHT CUHTE3NPYET KOPOTKUU
dparmeHT PHK — Ty camyto «3atpaBKy», C KOTOPOW
Ha4ynHaeTcsa cuHTe3d OHK.




CBoucTBa reHeTU4YeCcKoro Koaa.

1. TpunnemHocmsp - O4HOW aMMUHOKUCNOTE B NONMMNENTUOHON
Lilenoyke COOTBETCTBYIOT TPU PaCMOSIOKEHHbIX PALOM
Hykneotnga monekynsl AHK (n-PHK); MmHumanbHas egnHuua
doyHKUMN - TpUNNET (KOAOH).

2. Bbipoxx0eHHoCcmb (M30bITOYHOCTL) - KONTIMYECTBO BO3MOXHbIX
Tpunnetos 64, a aMMHOKUCIIOT - 20, N0O3TOMY OOHY
aMUHOKNCNOTY MOXET KOAMPOBaTb HECKOSbKO TPUMNJIETOB.

3. Henepekpbieaemocmb — OOWH HYKITEOTUA BXOOUT B COCTaB
TONbKO O4HOro Tpunsera.

4. YHueepcasibHoOCmMb — Yy BCEX XUBbIX OPraHM3MoB
OONHAKOBbIE TPUMNIIETbI KOANUPYIOT OANHAKOBLIE aMUHOKUCIIOTHI.

5. OOHOHarpasrieHHocmMpe CYNTbIBaHUA (5/=> 3/).

6. Cpeaun TpuUnnNeToB reHETUYECKOro Koga eCTb Takne, Kotopble
He KoanpyrT aMUHOKUCIIOT. OHM aBnsSTCS “nonsens’-
KogOHaMu (TepMuHaTopamMmn), 0603Ha4aroLWLNMKM KOHEL, CUHTE3a
OaHHoW nonmnenTuaHon mosekynbl. K HuM otHocaTtca B OHK:
ATT, AUT, ATL,; B PHK: YAA, YTA, YAI.




CooTtBetcTtBUE KogoHoB U-PHK amuHokucnoram

BropaAa Bykea KOOOHOE

L

Bykea
KOLOHOB




III ‘
l H| llepsuyHbIe pyHKUUU 2eHa — XpaHeHne U
nepenaya reHeTu4eckon MHgopmauunn.

TpaHckpunums TpaHcnauus
<§ OHK > -PHK :> e
Pennukauns

Cxema peanusaumm reHeTunyeckom nHdopmaumm




'l
I”H B HacToslWee BpeMs LeHTpanbHaa AormMa
MOJEKYNAPHON OUOMOrMn MOXeT ObITb

npeacTaBrieHa crieayrowen cxeMmoum

TpaHckpunums TpaHcnauus

<§ I 1-PHK :> Genok
—

Pennukauns

CoBpemMeHHasa cxema LieHTparnbHOW AOrMbl MONEKynapHoOn Gruonorum




TpaHcKpunuus

cuHte3 PHK Ha [JHK, TO eCcTb cuHTE3 KOMMNNieMeHTapHon HUTM PHK
Ha monekyne OHK ocywectensetrca doepmeHtom PHK-
nonumepason. Y baktepum — ogHa PHK-nonumepasa, n sce
bakTepuanbHble PpepMeHTbI O4YEHb MOXOXW APYr Ha Opyra;

Y BbICLUMX OPraHn3mMoB (3yKapnoToB) — HECKONBLKO (PEPMEHTOB,
oHu HasbiBatoTca PHK-nonnmepasa |, PHK-nonumepasa I, PHK-
nonumepasa lll, oHn Takke MMeOT CXOACTBO C
bakTepuanbHbIMNU EPMEHTAMU, HO YCTPOEHbLI CIIOXHEE, B UX
COCTaB BXOAUT bonbLue 6enkos.

Kaxabin Bng aykapunotndeckon PHK-nonumepassl obnagaet
CBOUMMU crieymarnbHbIMn OYHKUUSMUW, TO ECTb TPaHCKpUbupyet
onpeaeneHHsin Habop reHoB. HUTL OHK, koTopasa cnyxur
matpuuen ana cuHteda PHK npu TpaHckpunummn HasbiBaeTcs
CMbICOBOM uUnu maTtpudHon. Btopas HuTb [HK Ha3biBaeTcs
Hekoaupytowen (komnnemeHtapHasa en PHK He kognpyeT
6enkun, oHa "6eccmblicneHHas").




.||”H| TpaHcnaums

FPubocoma cocTouT M3 B0NbWOKE M ManoM
cybbegMHMLbI.

OcHOBY CTPYKTYPEI Kaxao0ld cybbegMHML B
COCTaBnNAeT CNoX¥HbIM 0Bbpasom ceepHyTan pPHK.

bonbwan Manasn

O Iy A DR s s s P K kapkacy 13 pPHK npucoeguHawTCA

puboCcoMHBlIE BEenKA.

i

MmPHK

Bropu4yHaa M TpeTHYHaA CTPYKTypa CTp¥yKTYpa MaJ0i
pPHK manoi cybbeauHnubl cy ObeFIIB Y

(no Wimberly et al., Nature 2000, 407: 327-339)




BuocuHTe3s benka

Pubocoma
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