


«[eH» n «asinesib» - Ba CaMbIX BaXXHbIX
CJ/10Ba B reHeTuKe, XoTs bbl yXXe ro
O0HOMY TOMY, YTO B TE€YEHUe [0JIroro
BpeMEHN BCe CHOBA U CHOBa BCTaBaJl
BOrpoc, 4170, CO6CTBEHHO, OHW O3HA4YaloT.
NcTopus reHeTunku B 3Ha4YnTeslbHON CBOEU
4aCTu €CTb UCTOPUS MOrbITOK OTBETUTb Ha
3TOT BOrpoc.

Y. Xenuc, «['eHeTnka baktepun n bakrepunodarosy», 1965




OnpepeneHne NoOHATUA reH

*«['eH — CTpYKTypHaa eanHuLa reHeTU4YecKkou
nHdopmauuun, ganee Hegenumas B PyHKUNOHANbLHOM
OTHOLeHuN. ['eH npeacTtaBneH y4acTKOM MOJIEKY bl
OHK (pexe PHK)» (C.I".Hre-Beutomos, «['eHeTuka c

OCHOBamMmu cenekunmn», 1989).

‘TepMI/IH red MOXXeT MMEeTb ABa olnpeanesyieHnsA B
3aBUCNMMOCTUN OT TOIO, HA KakoOM YypOBHE OH NU3y4HaeTCA.

*[leTepMMHAHT HacnNeayemMoro npu3Haka opraHmama.

*[locnepoBatensHocTb AHK (PHK), kogupytowas
cneumdunyeckun nonunentng unu monekyny PHK
onpeneneHHoro Tuna.




B TeyeHue 6onee 100 net nsyvyeHuns npencraBneHns o reHe

MEHAJTINCb MHOIOKPAaTHO.




* Ba)XHbIM 3Tarnom B pasBUTUN TEOPUMN reHa BbIfo OTKPbITHE
T.X.MopraHom 7 ero COTPYyAHUKaMWU ABNEHUS
MHO>XeCTBEHHOro annenmama.

°*OTO OTKPbITUE TMOCTAaBUNO BaXHy Mpobnemy:. Kak
pasnuyatb  OAMHaAKoBble NO  doeHoTuny  MyTauumu,
OTHOCSALLMECA K OOHOMY reHy (annesribHble) UM K pasHbiM
reHam, KOHTPOJINPYOLWNM OOUH NPU3HaK (HeansenbHbIe).

°[ina pelweHna atonm npobnembl MopraH npeanoxun aBa
TectTa Ha annenmamM: TeCT Ha KOMMNeMeHTapHOCTb
(pYHKUMOHANbHLIN TECT) N PEKOMONHALMOHHbIN TECT.




[Mpumepbl MyTaumnn no okpacke rnas y Drosophila
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TECTbI HA AINENN3M, PASPABOTAHHBIE T. MOPTAHOM

®YHKIIMOHAJBHBIN TECT
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[1o pe3ynbTatam TectoB Ha annenuam T.X.MopraH
noctynuposan, yto NIeH ABJIA€eTCA edNHNLUEU (byHKLI,I/II/I,
MyTauunm m peKOM6I/IHaLI,I/II/I.

TN npeancrtaBslieHnd Ctarnu O6I_I.l,eI'IpI/I3HaHHbIMVI Ha MHOIne
rogbl, Brifiotb 4o 06Hapy>|<eHV|$| ABJ1IEHUA T.H. NceBaoaliersrim3amMa.

M.I'puH 1 E.Jlbtonc obHapyxunu y aposodunsl cnyvam
pekoMbunHaunm mexay mytaumamMmmn, KoTopble CornacHo
doyHKLUMOHaNbHOMY TECTY ObINn annenbHbIMN,

BriepBble pyHKUMOHANBbHbLIN 1 PEKOMOUHALMOHHLIN TECTLI Ha
annenu3m ganuv pasHole pesyrbTaThl.

Bckope BbISICHUNOCH, YTO SIBNEHUE rnceBaoannenn3ama He
SIBMNSIETCS HEKUM UCKITIOYEHMEM, a LUMPOKO NPOSIBIIASIOCH B TEX
crnyyasx, raoe aHanmsmpoBanucbh 6osbLIne BbIBOPKN.

BcTana HeobxoamMMocCTb caenaTb BelOOp Mexay
dyHKUMOHaNbHbIM U PEKOMBMHALIMOHHBIM TECTaMM.




® M.MpuH 1 E.Jlbtonc caenanu BbIOOp B NONb3y peKOMOUHALIMOHHOIO
TecTta (reH — eguHULUAa pekomMbuHauum). Ty TOUKY 3pEHNA pasgensanu
He BCe reHeTUKM.

® Ha camom gene B ocHOBe ncepaoannenMama nexarna BHyTpUreHHas
pekoMbuHauusi, ¢ KOTopom He ctanknsanucb HKU T.X.MopraH, Hu
Opyrue uccrnegosaTenu Toro nepuoaa. Bce oHu pabotanu co
CpaBHUTESIbHO MaribiIM1 BblIbOpKamMn, HeadoCTaTouHbIMKU AN
OoOHapyXeHna BHYTPUreHHOW pekoMbunHaumn.

¥ BosHukna npoaomkuTenbHas AUCKyCccusl, npuseaLlas K Kpusmcy
Teopuun rexHa.

® Touky B aTon anckyccum noctasun C.BeH3ep, KOTOPbIN MPOBET
geTtarnbHOe KapTupoBaHue nokyca rll 'y bakrepuodpara T4 u
NPOAEMOHCTPUpPOBan PEKOMOMHALMOHHYIO AENMMOCTb reHa BrnnoTb 40
OTAENbHbIX HYKIeoTUa0B.

¥ Bbino okoHYaTeNbHO onpeanesieHo, 4To reH He MOXXeT ABJIATbCAH




[lpyron BaXkHbIN 3Tan B pa3BUTUN TEOPUN CBSA3aAH C
noasneHnem runotesbl «OONH N'EH — OANH OEPMEHT »
(k. buon n 3. Tentym, 1941 r.).

Bnocneacteuu runotesa Obina
nepedopmynupoBaHa kak «OQVH N'eH — O4WNH
NOJINMIENTO UMK OOHA PHK».




TMIMNOTE3A «OANH N'EH — OOVH ®EPMEHT»

(x.bugn n 3.Tentym, 1941 r.).

Bnocneacteumn 6eina nepedopmynuposaHa kak «O4MNH N'eEH — O4AWH
NOJIMNENTNA NN OOHA PHK».

[x.bnan n 3. Tentym nony4ymnn Konnekuuo MyTaHToB
HeMmpocnopbl, HECNOCOBHbIX pacT HA MUHUMAaIIbHON CUHTETUYECKOM
cpene. Brnocrneacremm Takme MyTaHTbl CTanu HasblBaTb
«ayKCOTPOMHbLIMNY, B OTNNYME OT «MPOTOTPOJHOro» Ltamma gUKOro
TMNa, pacTywero Ha MMHUMarbHON cpeae.

[Hanee bugn n Tentym yctTaHOBUNN:

[obaBrieHne Kakoro UMeHHO BeLlecTBa NO3BONSAET MyTaHTHOMY
LUTaMMy pacTu Ha MUHUMarbHON cpefe.

Y Kaxgoro mytaHTa Os5ioKMpoBaHa onpeneneHHas
mMeTabonuyeckas ctaans (bMOCNMHTE3 aMUHOKUCIIOT, MYPUHOBLIX UM
NMMPUMUONHOBLIX OCHOBAHUN, BATAMWHOB U ApYyrnx MetabonmTos), u
Npuv 3TOM OTCYTCTBYET onpeaeneHHbIn PepMeHT.

MyTauuns, HapyLlatowasa ndyo n3 peakumin B Lenn dMOCUHTESa,
bnokupyeT Bce nocrneayowmne peakumm B uenm. O6 aTom
CBUOETENbCTBYET HaKonneHne metabonnrta, HENOCPEACTBEHHO
npeaLwecTBytoLllero 6y1okMpoBaHHOW CTaann BMOCMHTES3a.




YacTb cxembl OMocKMHTE3a aprHmMHa y
Neurospora crassa
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Poct arg-mMmyTaHTOB Ha MUMHUMAJIbHbLIX CpeaaXx
c pobaBkamm Pa3JIM4HbIX mMeTabonuToB
nyTn buocuHTesa dprMHUHa
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argG - AprHHHHCYKIHHATCHHTA32

argH - aprUHHHOCYKIHHA32




" Knaccuyeckue npeactaBrieHUSA O reHe,

cnoxuswwuecs K 1960 r.:

" TeH - egunHunua pyHKumn. Kputepuem reHa saBnsieTcs

PyHKUMOHANbHbLIN TECT HA anNNenu3nm.

" [eH penum B peKOMGI/IHaLI,I/IOHHOM OTHOLWEeHUUn A0 OoTAEJIbHbIX

HYKneoTnaos.

" [eH 3aHuUMaeT Oﬂpeﬂ,e.ﬂeHHblﬁ JTIOKYyC B XpoMOCOMe.

" OpuH reH — oguH nonunentug (mnu ogHa monekyna PHK), To ectb

OAVH NPOAYKT.

= OpHa MyTauus (3ameHa HyK.ﬂeOTM.D,a) B reHe npnBoauT K 3aMeHe

OAHOW aMMHOKUCIOTbI B KoanpyemomMm UM nonuvunentuge.

'eH 1 ero NpPoAayKT KOJIMHEeapHbI.

-

Gregor Johann Thomas Hunt George Wells Edward Lawrie Seymour
Mendel Morgan Beadle Tatum Benzer
(1822-1884) (1866-1945) (1903-1989) (1909-1975) (1921-2007)




Bce reHbl MOXXHO noapasaenutb Ha
[Be rpynnbl:

1. ['eHbl, KogupyoLwme nonunenTuabl.

2. ['eHbl, kogupyrowine pasnmyHolie
PHK, roe KoHe4YHbIM NPOoAYKTOM ABNAETCH
TPaHCKPUNT.




HAWBOJIEE U3BECTHbBLIE TUlbI PHK, KOONPYEMbIX
COBCTBEHHBIMA TEHAMIA

Pub6ocomHble — pPHK:
npokapuoTbl: 55, 16S, 23S;
aykapuoTtbl: 55, 5,8S, 18S, 28S.

TpaHcnopTHble — TPHK.

Mansle agepHblie — MAPHK (small nuclear, snRNASs), npeacrasutenu:
U1, U2, U4, U5, U6 — koMnoHeHTHI crninancocom (npoueccuHr npo-mPHK);
U3, U7 — npoueccuHr npo-pPHK.

Manble sgpbiwkoBble PHK (small nucleolar, snoRNAs) npeacraBneHsl COTHAMMA
BMAOoB, ydyacTteyoT B moaudpumkaumn pPHK n maPHK. Kak npasuno, Haxogdatcs
BHYTPWU WHTPOHOB  npo-MPHK, n3 KOTOPbLIX  Bblpe3alTcs nyTem
HYKI1eOSIMTUYECKOro NnpoLecCcuHra.

[eHbl, kogupyowme wmanble sgpbiwkoBble PHK, He wnmeloT cOBCTBEHHLIX
NPOMOTOpPOB.




"NOPYTUE TUTbI PHK,
KOOMPYEMbIX COBCTBEHHBIMW TEHAMU

"MukpoPHK (miRNAs) — HuskomonekynsipHole (B cpeHeM 22 M.H.)
perynatopHble PHK, npeacraBneHHble COTHAMW BUOOB (M COOTBETCTBYHOLLIUM
KOSINYECTBOM rEeHOB) Yy 3yKapuoT. [loaaBnatoT SKCNPeccuio reHoB Ha
NOCTTPaHCKPUNLMOHHOM YPOBHE, B3aUMOLENCTBYS C KOMMNIEMEHTapHbIMA
ydyactkamu nx MPHK. 3T B3anmogenctemnsa npnesogaT nmbo K gerpagaumm
MPHK, nnbo Kk nogaBneHuto TpaHcnsuun.

"“Antisense” PHK y 6akTepui n aykapumot. [JencTBytoT Kak “puboperynsartopbl”
Ha YPOBHE MHULUMALMN TPAHCNALMN, CriapuBasCb C KOMMNIEMEHTapPHOM
nocnenoBaTernibHOCTbLIO Bbile HaYanbHoro kogoHa AUG.

"RNase P — npoueccuHr TPHK 1 HekoTopbix gpyrux PHK (kaTanutnyeckas
PHK);

"PHK B coctaBe Teniomepasbl Kak MaTpuua ansa CMHTe3a Teriomep;

= Xist RNA, ocyuiectBnsaeTt 0030BYH0 KOMMNEHcaunto X- XpOMOCOM Y
MIEKONUTaLWMNX;
"roX1 n roX2 — po3oBasa KoMneHcaumsa X-XpoMoCOM Yy Ap030dounsibl.




['eHbl, KoaupyloLwmne nonunenTuabl, OTNUYaKTCA OT
reHoB, kogupyowmx PHK, Tem, 4yTO OHM MMEIOT B CBOEM
COCTaBE TaK Ha3blBaeMble OTKPbITbIE PaMKU CYUTbIBAHUSA
(OPC). OPC cocTtodaT una:

(1) kKogoHa, nHnunupyroulero Tpancnsauuo (AUG),

(2) nocnenoBaTefIbHOCTU KOAMPYHOLLNUX aMUHOKUCOTDI
HYKIeoTUAHbIX TPUMNSIETOB U

(3) o4HOro unu OByX TEPMUHUPYIOLLMX (HOHCEHC) KOOOHOB
(UAA, UAG, UGA).




Cxema cTpoeHns n byHKLNOHNPOBAHUS reHa,
KOOMpPYHOLLLEero nonunenTmua, y npokapuoT

< Koaupyiowasa paMmka reHa > TepwmHarop
Mpomotop RBS ~ 1000 n.H. TPaHCKPUNLMK

5 KO,EIMp. uenb| » » JAGGAGGT] + |ATG CAC CTA GAG| +» » « |GTG AAG CGA AGT TAA] » »

3 Man. uenb | - « JTCCTCCA] « |[TAC GTG GAT CTC| « « « |CAC TTC GCT TCA ATT] » «

TpaHcKpunuus

CrapTt- Crton-
KOO OH KOOOH
| | ]

5 MPHK . AGGAGGUI AUG CAC CUA GAG] » « « |GUG AAG CGA AGU UAA] « « »
- — — - - -

L] ] ]

NMonunentua Met|His]|Leu|Gluy Val|LysjArg|Ser

RBS - cant cBa3biBaHusA pudocombl (ribosome binding site)




Cxema cTpoeHns n yHKLNOHNPOBAHUS
9YKapUOTUYECKOro reHa

CurHan
nonuageHWNMpoBaHHA

Crapt (AATAAA)

TPAHCKPHULMWK Crapt

TPaHCAAUMHK TepMUHaUMA
I:ATG:I TpaHCNAUWK
(TGA, TAA, TAG) TepmuHauun

| TPaHCKPUNL MK

MpomoTop |

HeTpaHcnnpyembiit Jk30H1 MHTpoH1 3k3oH2 MHTpoH2 3k3on3 HeTpancnupyembiit
nuaep 3 -yyacTok

TpaHckpunuua, gobaBneHMe Kana

AG Y GU AG

MpoueccuHr Ha 3'-KoHU e

OobaBneHue nonu-A
i Monu-A

BbipezaHWe HHTPOHOB

3penana mPHK

[MpencraBneHHbI 34eCb TUM CrfancuHra, rae nopsaaok 3k3oHoB B 3perion MPHK
cooTBeTCcTBYET X nopsaaky B [JHK, Ha3biBalOT KOHCTUTYTUBHBIM.




Ha NnpuBegEHHbIX BbllLE CXEeMax BMEeCTe C NreHaMu
npeanctaB/ieHbl UX MPOMOTOPHLI.

OpaHako, BaXXHO oroBopmtb, 4TO HAN MPOMOTOPbLI, HU
Apyrme perymndatopHbie 3J1IEMEHTbI B COOCTBEHHO IeH He
BXOOAT, a COCTaBJIAOT €ro perymndaTopHyro obnacrTb.

CaMm reH npeactaBneH TONMbKO €ero KogupyloLlewn
nocrnenoBaTenbHOCTbLIO.




dusmnyeckasa kapta reHa dpp opo3odpunsol
C €ro perynatopHou 30HOU

VM1VM2 LE 1D, ID;
W
10 20 30 40 S50
—
TPAHCKPHIIT
dpp

IIpeacTaBjeHbl HEKOTOPbI€ U3 MHOTHX YHXAHCEPHBIX
3J1eMeHTOB reHa dpp apo3odpuanbl Ha yyacTke 50 T. n. H.

VM1 akTuBMpYeT pa3BUTHE Me30A€PMbl BHYTPEHHHX
opraHoB (3-ii 3apoabimIeBbId JIUCTOK) NMepeaHed 4acTH
3apoabilia,

VM2 - 3aaHel 4yacTu.

ID - oamH M3 MHOIMX JHXAHCEPHBIX 3JIEMEHTOB,
AKTUBUPYHIIUX IKCNPECCHI) MMATHHAJBHBIX THCKOB



http://en.wikipedia.org/wiki/Image:Drosophila_melanogaster_-_side_(aka).jpg

OCHOBHbIE SBIIEHUSA, HApPYLUAOLLME KIlaCCnYeckue
npeacTaBneHnst o reHe — nepuoa pas3BuUTUSA
MOJEKYNAPHOWU reHETUKN

"MexannenbHas KOMMIEMEHTaLUNA — HapyLleHne beHKLI,I/IOHaJ'IbHOFO
TeCTa Ha aliJiesiu3M.

'I'IeperblsaHme reHoB — OA4Ha MyTauud MOXET rNMpmBoanNTb K 3aMeHeE
dMUNHOKNCIIOTbIl B PA3HbIX benkax.

"[MpepbiBUCTas (MHTPOH-3K30HHASA) CTPYKTYpa 3yKapMOTUYECKNX
reHOB — YaCTUYHOE HapYyLLUEHNEe KONMMHEeapPHOCTN reHa 1 NPOoAyKTa.

"AnbTepHaTUBHLIN CMMAUCUHI — OOUH FreH MOXET KogMpoBaTh
HECKONbKO pa3HbIX NPOAYKTOB; HApYyLUEeHWE NpuHUMna
KONIMHEeapHOCTM reHa n bernka v npuHumna oauH reH — ogmMH NpoayKT.

"PekoMONHaLMOHHBIE COCTLIKOBKU Pa3fmMYHbIX KOOMPYHOLLINX
cermeHnToB [HK, npusoasume Kk gpopmmpoBaHuUo pasHOODpa3sHbIX
reHoB (Hanpumep, reHoB MMMYHOINOOYIIMHOB), - HAPYLLEHNE BCEX
NPUHLMNOB.




MEXAJJENbHAA KOMIMJIIEMEHTALUNA

OTO ABMNEeHNe XxapakTepHo Ans 6enkoB, MMeKLLUX YETBEPTUYHYIO
CTPYKTYPY UM  COCTOSLWIMX U3  UAOEHTUYHbLIX  NOAUNENTUOHLIX
cyobeanHul (KogupyroTca O4HUM FreHOM).

Pa3Hble annenbHble MyTaunnm MOryT Bbl3BaTb HaAPYLUEHUA B
Pa3HbIX YHaCTKax nosunnentmnaa.

HekoTopble M3 HapyLleHWUA B pasHbiX nonunentugax MoryT
KOMMNEeHcMpoBaTb APYyr Apyra W Torga ABa pasHbiX MYTaHTHbIX
nonunenTuaa cMoryT chopmMmpoBaTh YETBEPTUYHYIO CTPYKTYPY.

ObpasoBaBLunncs 6enok dyaeT He BMOSHE MOSHOLUEHHbLIM: Kak
npaBuno, oH npossnseT npumepHo 10% akTUBHOCTM MO CpaBHEHULO
C HOPMOW, HO OObIMHO 3TOro [AOCTATOYHO Ans  MPOSIBIIEHUS
HOpManbHOro goeHoTuna.

MexxannesnbHy KOMMNeMeHTaLUuio MOXHO BbIABUTb C MOMOLLbHO
CUCTEMbI CKpeLunBaHU, NpeacTaBfieHHON Ha crieayoLwem crange.




Cuctema ckpelymBaHu, 4EMOHCTPUPYIOLLMUX
ABIEHNE MeXannenbHOW KoMMnneMeHTauum
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(enorun: Hopma MYTAHT MYTAHT

MyTaLI,I/IFl al KoMmnremMmeHTapHa MmyTtauum a2, U3 4yero crnegyer, YTo OHU
HearJielibHbl — OTHOCATCA K pa3HbIM reHaM.

MyTaLI,I/IFl a1l HekoMnneMeHTapHa mytauum a3, 1 mytauma a2 HeKoMmnieMeHTapHa
MyTauum a3, TO eCTb OHU HaxoaAaATCcA B OOHOM reHe € a3, YTo ornpoBepraetr
I'IepBOHa‘-IaJ'IbeII7I BbIBO4 O HeannenbHOCTn al n a2.




[NEPEKPbIBAHVE N'EHOB

[lepeKkpbiBaHME reHOB NPOSABNAETCA B TOM, pa3Hble reHbl MoryT
YaCTUYHO 3aHMMaTb OOHY M Ty XXe nocnenosaTefnibHOCTL B [HK.

BrepBble 31O sABNeHne 6bino obHapyxeHo B 1976 r. nocne Toro,
Kak y 6aktepnodara X174 BbigBUNU, YTO CYMMapHOE KOSINYECTBO
aMUHOKUCIIOT B KOAMPYEMbIX reHoMoM dhara 6ernkax 3Ha4YnTeSbHO
NpeBbIlaeT €ero KoaupylLwine BO3MOXHOCTM — obuiee 4ucro

HYKI1eoTuaoB B paroBoU XpoOMOCOMe.




Y4aactok xpomocombl ~2000 H. OakTepuodara
®X174 B paiione rena A. I'enom X174
uMmeet pasmep 5386 H.
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]
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[lepekpbiBaHMe reHoB, OTKpPbITOe Yy bakTepuodaros, LLUNPOKO
pacnpocTpaHeHO B pasnuyHbiX dopMax cpean pasHbix rpynn
opraHmamos. ['lpuBegemM HECKOSIbKO NpMMepPOB.

Hepegko B gynnekce OHK obe uenn moryt aBnATbCS
kogupyrowmmn. Hanpumep perynatopHele aHtuceHc-PHK y npo- um
9yKapuoT.

IHTPOHbI HEKOTOPbLIX 3YKAapUOTUYECKNUX FEeHOB COAepKaT reHbl
ManbiXx agpbiwkoBbix PHK, KoTopble BRocneacteBMM Bbipes3arTcd
nyTeM HYKINEONMTUYECKOro rnpoLeccuHra.

3a CYeT UCNOoNb30BaHUSA OBYX pa3sHbiX NMPOMOTOPOB Ha OL4HOM
nocnegosatenbHocT [OHK Moryt cuHTesuMpoBaTbCA OBe pasHbIX
MPHK: ogHa kopoye, gpyras — anvHHee.

Hanpumep, opoxeken npoaykToM OAHOIMO M3 anbTepHaTUBHBLIX
TpaHckpuntoB reHa SUC2  gaBnsetca BHYTpUKIieToyHast dpopma
WHBepTa3bl, MPOAYKTOM [OpPYroro TpaHCKpunTa — ceKkpeTupyemas
doopma nHeepTasbl.




ANbTEPHATMBHbIV CANANCUHI

AnNbTEpPHATUBHbIM CNMANCUHI — CLUMBAHMWE 3SK30HOB MNpwU
CnflanCuHre B pPasfindHbiX co4veTaHuax. B pesynbrate OAuH reH

MOXeT UMeTb bonee ogHOro NPoaykTa.




AnbTepHaTUBHbIW CR1aNCUHT
NpW 3KCNPEeCCUn reHa KanbLUUTOHNHA Y KPbICbl

OHK reHa kanbUMTOHUHA

lTpaHCKpunuuﬂ

ak3oul IK30H2 IK30H3 ak3oud (A),
5 I ——— 3’ npe-MPHK
HHTPOH2  HHTPOH2 HHTPOH3 wuHTpOoH4 HHTPOHS

CNNavuCUHr
INMATOBH/IHAA AKeJie3a RJIeTKHA MO03ra
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(Ox30mH 4)

KAJIBIATOHHH
(Ox30m 3)




AJIbTePHATUBHBIN CIVIAUCUHT M
O.-TPOMOMMO3HHA B KJIETKAX Pa3JIMYHbIX TKAHEH
MJIEKOMMTAK MM X
(mo Griffiths et al., 1999, monudgunmp.)
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HNHTpOHBI 0003HAYeHbI 0€JIBIMH NPSIMOYTOJIbHUKAMH, 3K30HbI - IIBETHBIMH
npssMoyroibHuKkamMu. IIlyHKTHpHbIe JIHHHH YKa3blBalT paiioHBI,




ANbTEPHATUBHbLIV CMNANCUHT

Okono 94% reHoB 4YernoBeka 3KCNPEeCCUPYTCHA N0 MexXaHU3My
anbTepPHaATMBHOIO CrnfiancuHra.

OTOT hbaKT OOBSCHSET OrpoMHOE pa3Hoobpa3ne O6erkoB B
opraHu3me 4enoBeka NpPu CPaBHUTENbHO HEBOMbLLIOM 4YKCe FeHOB
(okoro 21 TbiC.), HECYLLECTBEHHO MNPEBbLILLAOLWEM TakoBoe Yy bonee
HWU3KO OPraHn3oBaHHbIX PopM OpraHM3MoB.

AnbTepHATMBHbIN CNNAMCUHI ODObIMHO WMMEET TKaHe-
cneymdnyecknuin xapakrep.

CxogHasi cuTyauusa obHapyxeHa y pacteHusi Arabidopsis
thaliana.




TPAHCCMNAUCUHI

3BeCTHbI criydamn, Korga npoucxoguT CluMBaHUE 9K30HOB U3
pasHbix MPHK, cuntbiBatowmxca ¢ uenen OHK npoTtmBononoxxHown
NOSIAPHOCTM U Aa)e C pasHbIX XPOMOCOM.

Hanpumep, B aputpouuTtax yenoBeka obHapy>XeH HeEODbIYHbIN
benok — rnkKo3o-6-cbocataernaporeHasa. 479 C-KOHUEBbIX
aMWHOKMUCIOTHbLIX OcTaTka Oenka 3akogupoBaHbl B reHe B X-
xpomocome, a 53 N-koHueBbIX ocTaTka npoucxoaaT ot reHa GMP-
peaykTasbl B XpoMocome 6.

OyeBMAOHO, YTO KOHLEMNLMSA FeHa Kak JIoOKyca B XPOMOCOME K
TakUM crny4yasm HenpuMeHuma.




Y peCHUYHBLIX NHAY30PUX NPOUCXOOUT NpoLiecc,
HanoMuHarLWmnn cnnancudr, Ho Ha yposHe HK.

"HayHem C TOro, 4Yto reHeTU4eckurm annapaTt PeCHUYHbIX WHJYy30pPUNn
oTnmn4yaeTca aaepHoiM anmopdpuamom. OH NposaABndeTCsa B HanUyMn B KIeTKe
OBYX TWMNOB S4ep: Manoro wunu MukpoHykneyca (Mwu), wn 0Oonbwworo -—
MakpoHykneyca (Ma).

“OunnongHeln Mun CrnyXuT reHepatMBHbIM SA4POM, UCMOSMb3yeMbIM NS
nepenadn HacrieacTtBeHHOM WHopmauun B pagy nokoneHun. B BeretatmBHO
pacTyLUuMX KrneTkax reHbl My npakTndeckn He TpaHCKpUbUpytoTcS.

"3ato  aKTMBHO  TpaHCKPpUOMpYOTCS  reHbl  nonunnougHoro  Ma,
BbIMOMHAWEro ponb pabodyero sapa U KOHTPONUPYKOLWEro MNpouecchl
XusHepeaTtenbHocTU. Ero yacto HasbiBaloT comatmyeckum ssgpom. Ma Gorave
OHK (xpomaTnHOM) o cpaBHEHUIO C My B COTHU 1 Jaxe TbiCs4M pas.




¥ unnonaHbin Mu npu BeretTaTMBHOM pPOCTE [OEnuTCS
nytem o6blMHOrO MuTO3a, Ma — nytem  HenpsaMoro
amuToTnyeckoro pgenenns. «Comartmyeckme» xpomocombl Ma
nuweHbl ueHTpomep. [lpu peneHmmn Ma xpomMocomMbl He
KOHOEHCUPYKOTCH,  annapaT  KIeTOYHOro  BepeTeHa  He
dopmupyetcd, a cam Ma paclennaetca Ha OBe NPUMEPHO
PaBHble NOJTIOBUHDI.

®Takonm crnocob peneHuss He obecrne4ymBaeT MpaBUbHON
cerperaumm xpomocom. [loatTomMy B Xxoge pasMHOXEHUS
NHpy3opunm Ma nocTeneHHO OereHepupyeT, YTo OorpaHunvynmBaeT
NPOLOIMKUTESIBHOCTb XXN3HWU KITOHOB MHJDY30pUn.




o/ilna obHoBneHna Ma. y WHQY30pMn nNepUoaNYECKU
MPOMCXOOUT KOHblOraumss — cBoeobpasHas opma nonoBoro
npovecca.

®Bo Bpemsa KoHbloraumm nx Ma HaduHalT paspyllatbcd, a
Mwu gendarca nytem menosa, Ha 4 rannougHbixX gapa Kaxgoe.

®KneTkn napTHepoB oOMeHMBalOTCS ranmnonaHbIMK sapamu,
MO OAHOMY OT Ka)KOOW KNEeTKW, 3aTeM KaKaoe CrMBaeTcs C
MECTHbIM (CTauMOHapHbIM) rannouaHbiM  SOPOM, TO €CTb
npoucxoauTt onnogoTBopeHne. K aToMy MOMEHTY BCe NULLHUE
aopa OEreHepupyoT U SNUMUHUPYIOTCH, U B KaXKOOW KNeTke

ocTaeTcs MO OOHOMY AOMMNOMOHOMY S4ApY — MPOAYKTY
ONSIOA0TBOPEHMUS.
° [locne pacxoXxaeHns napTHEpPOB SAPO  OennTcs

MUTOTMYECKN Ha gaBa. OgHO M3 godepHUx agep octaHetcss Mu,
apyroe npespatutcs B Ma.

e ®dopmupoBaHne HoBoro Ma conpoBoOXOaeTcs
NOJTHOU peopraHn3aunen reHomMma Mu-
npeaLlecTBEHHMKA.




®[1pn cospeBaHmn Ma npouncxoauT nosfHaa peopraHusauuns
reHoma, B pesynbTaTte KOTopon B reHomax Ma 6ptoxXopeCHUYHbIX
nHdpysopumn (Hypotricha) (poabl Euplotes, Oxytricha n Stylonychia)
octaetca meHee 5% ot reHomHon JHK Mwn.

®[lpoLeccbl peopraHM3aLMn HauYnMHaTCA C  yAareHus
3HaYUTENbHOM YacTu XPOMOCOM U MONUTEHU3ALUM OCTaBLUMXCS
XPOMOCOM.

®Yxxe B npouecce MNOAUTEHU3ALMN HaYMHaAEeTCa aAnuMUHaums
BHYTPEHHMX Yy4aCTKOB XPOMOCOM. YpansawTca BCe MOOUIbHbIE
9JIEMEHTHI, bonbLas YyacTb BbICOKOMOBTOPAIOLLNXCS
nocneposartenoHocten [HOHK, cneucepHble [OHK u T.H. BHyTpeHHue
ANMMUHMpPYEMble nocriegoBaTtenbHOCTU (internal eliminated sequences -
IES). IES kak 6bl cootBeTcTBYIOT AHK-MHTpOHaM.

®|ES - kopoTkume opHokonunHble cermeHTbl OHK, Haxopaswmecs
rMaBHbLIM 0Opas3oM B KOOMPYKOLLUMX MocneaoBaTenbHOCTAX reHos Mu.
OHu npepbIBalOT U, TEM caMbiM, UHAKTUBUPYIOT Mun-reHbl. 3to — ogHa
N3 NPUYNH OTCYTCTBMUA IKCNpeccumn y reHos Mu.

®KoaupytoLime nocnenoBaTenbHOCTH, pasgensieMblie IES,
HasbiBatoT MDSs  (macronucleus destined sequences). WHoroa wnx
HasblBaloT «HK-3k30HaMmy)




BoipeszaHne |IESs npuBoOUWT K COCTbIKOBKE
Koaupywowmx cermeHtoB — MDS, gasnsawouwencs
HeobXxoaMMbIM YCNOBUEM akTMBauUuu reHos Ma.

Y 3HaunTenbHom 4actnm reHoB Mwu nopsgok MDSs
OTNINYaeTCHa OT TaKkoBOro B reHax 3penoro Ma, 1.e. MDSs
B Mun kak 6bl nepetacoBaHbl («scrambled»). bonee Toro,
HekoTopble MDSs MoryT HaxoamnTbCs B MHBEPTUPOBAHHOM
No OTHOoWeEHMO K gpyrum MDSs opueHTauum unn gaxe B
HecLEenneHHbIX NoKycax.

CoctbikoBka MDSs B reHe Ma B npaBuibHOW
(unscramled) nocnegoBaTenbHOCTU ynpasnseTcs
OTHOCUTESIbHO KOPOTKMMM (nopaaka 11 n.H.) noBTOopamu,
pacnosrioXxeHHbIMK Ha cTblikax MDS u IES.

[MoBnanmomy, cocteikoBka MDS npouncxoauT 3a cyer
peKoMOMHaLUnM mexay napamMmm oauHaKkoBbIX MOBTOPOB.




OpraHunsauus reHa actin1 B Mn n B Ma Oxytricha nova

['eH B Xpomocome Mun

IES1 IES2 IES3 IES4

'en Ma

Tenomepa Tenomepa




®OPMNPOBAHWE MTEEHOB MMMYHOI' JIOBYIIMHOB




® ApKMM NPUMEPOM SABMNEHUN, YCNOXHSAOLMX U B TO XXe Bpems oborallaroLmx
HalLW NpeacTaBNeHust o reHe, ABNAKTCS NPOLIECCHI TEHOMHbIX MEPECTPOEK,
nexavumx B ocHoBe hopMMUPOBaHMUS TEHOB aHTUTEN U T-KNeToYHbIX PELENTOPOB

Y MO3BOHO4HbIX.

®B MMYHHOM OTBETE OpraHM3ma KIllo4eBY porb UrpatT numdounaHble B- n T-
KNEeTKN, CUHTE3npYoLLIne Benkn, cneundunyeckn cBsasbiBatoLLe aHTUreHbl. B-
KNeTKn NnpoayuupyoT pasHoobpasHble aHTuTena (MMMYHOrnooynuHbl), a T.H. T-

XeJinepbl — T-KNneTo4vHble peLlernTopbl.

® Pa3Hoobpasne aTux 6enkoB obecnevynBaeTcsl pasHoobpasmem reHos,
KOANPYIOLLNX UMMYHOINoOynNuHbl U peuenTtopbl T-NMMMAOUMTOB.

®B reHOMax reHepaTMBHbIX 1 BCEX COMaTUYECKMX KITEeTOK, KpoMe B-
nMMdOUUTOB, FreHbl UMMYHOTrNOOYNMHOB OTCYTCTBYIOT.

®B HMX NpeacTasBreHbl TONbLKO Habopbl kKoanpyLwmnx cermeHTos V, D n J, n3
KOTOPbIX Ha CTPOro onpeaeneHHbiX ctaguax amdpdepeHUnpoBKu
npeaweCcTBEHHMKOB NUMAOLMNTOB (POPMUPYIOTCS reHbl UMMYHOTTI00YTMHOB.




dopMUpOBaHME FreHa TAXeNon Lenwu
MMMYHOTrNobynnHa

NMNocnepgoBaTenbHOCTL

— s & rametHou [JHK

PekombuHaLua

b [ G OHK B-KneTku, reH TAXeNnou Luenu

|

[MepBUYHBLIM TPAHCKPUNT

AnbTepHaTUBHbIW CNNAaNUCHHT B
cermMeHTe KOHCTaHTHOW obnacTtu

3penaa MPHK

l TpaHcnauyusa

NMonunenTug TXenon uenu




.HeCMOTpFI Ha TnpuBegeHHble CJI0XKHOCTU, TreH
OCTaeTCA pealibHbIM NMOHATUEM.

®B HacTosilee BpeMsi MOXHO OaTb cnegyroulee
paboyee onpeaenexHme:

® ['eH — 910 yyacTtok [OHK, kogmnpyowunn ognH (y
NPOKapUOT N Y 3YKaApUOT) UM HECKOSbLKO (TOSIbKO Y

9yKapwuoT) dyHKLMOHaNbHbIX NPOAYKTOB:
nonunentug(el) nnun PHK.
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