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[ eHOM YesioBeKa

~ [eHOM 4YenoBeKa, Kak U FeHOMbl APYrnx 3YKapUOTUYECKUX OPraHUM3MOB, COLEPHKMUT
nocaneaoBaTesIbHOCTU HYKI€0TUAO0B, OT/IMYaloWMeECH No CBOEU NEPBUYHOU CTPYKTYpeE,
dyHKUMAM M pasmepaM. 0651aCcTH, Hecylwue CyLWeCTBEHHY, Ha Haw B3rnaj,
MHMOPMaLUIO, T. €. 3aHATble reHaMU, KOAMPYIOLWMMKU BENKU, CYMMAPHO COCTaBJ/IAOT
He 6osiee 2 % OT obuwero pasmepa reHoma. Ha o6nactn, B KOTOpPbIX PacrnosiOXKeEHbI
reHbl, Kogmpyowme pasnmyHbole Buabl PHK, npuxoautca yxe 6onee 20 % reHoma.

- HakoHeu, npeBanupyowme Mo pasmepy 06/1aCTU FEHOMA 3aHATbl  Pas/IMYHbIMM
K/laccamu NOBTOPAKOLWMXCA nocsieaoBaTe/IbHOCTEN, NopoAMBILMX  Camble
MHTPUIYIOWLME BOMPOCHI, CBA3aHHble C MX 6MONIOTMYECKON 1 (PYHKLMOHA/IbHOM
3HAYMMOCTbIO. K TOMy e 3TM 06/1aCTU cojepxKaT 3HauuTesbHble Kosm4vectsa JHK
SIBHO YYXXEpOJHOro npoucxoxaeHus. MoABUNKHBIM M OYEHb MEPEMEHUYMUBBLIM TEHOM
YesioBEKA YMYAPWJICA COXPaHUTb NOC/IE0BATE/IbHOCTH, KOTOPble MOABM/IMCL eLlE Ha
3ape 3apOXAEHMA XM3HM, a TaKXKe reHbl, AO0CTaBLUMECA HaM OT YepBEW, Pblb,
3€MHOBOJHbIX M AWepoB. B uLeHTpasbHbIX 06/1aCTAX XPOMOCOM OOGHapy*KeHbl TaK
HasblBaeMble  “apxvBHble  matepuanbl” -  CBMAETENbCTBA  HMKOrga  He

NPEepPbIBAOLLErOCS NMOTOKA KMU3HM.
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P uc. 20. C X0JCTBO XPOMOCOMHOI0 annapa A YeJI0BEKA H HIHMIIAH3E.
A — KoMOMHHpOBaHHAs Kaprorpamma. B kak10ii nape cresa - XpoMOCOMa 4esioBeka,
ClIpaBa - WHMNaAH3e Xp oMocoma uesioBeka Ne 2 «cocTaBiiena» H3 BYX 00e3bAHBHX
Tannouamsiii HaGOP yenoBeka - 23 XPOMOCOMBI, IIHMIAH3e - 24.
B - mdd No2 (cneBa) M IBYX
XPOMOCOM 00e3bsHBI (CIpaBa).




O6uWaa XxapaKTEPMUCTUKA FTEHOB YEJI0BEKA.

~ XOpOLWO M3BECTHO, YTO reHb
OpraHM3mMoB MMEKT MO3aM4H
CTPOEHWE N COCTOAT M3 KOAMP

DNA | Exon | Intron | Exon | Intron | Exon

1 Transcription

e (3K30HOB),
1 introns removed TPaHCKPUOMPYEMbBIMKU, HO HETP
(HekoaMpyWwMMKM) nocsieaoBaT
" - - MHTPOHaMM.
1 Exons spliced together - [loaToOMy 3yKapuoTMYeCKMe reHol 0

e I mRNA KaK reHbl C 3K30HHO-MHTPOHHOW Opr
bl Coding Sequence /CprKTypbl. B reHome 4enoBeKa BC

) KaK Hebo/bluMe, TaK M T[MUraHTCKMU
HanpUMep, reH MbllleyHoro 6eska Amc
Cytoplasm| ) COAEPXUT 2,4 MJH. Map OCHOBaHMM.
Dystrophin Gene - 2.6 Mb with 97 exons nepBMYHble TPaHCKPUMTbI,
o0 W - , m— Nomal  FeTEPOreHHbIMM  AA4EpHbIMMU -~ P

e CMCbIBaeéMble C TpaHCKpuNy
oo.w,butreadingmmw* ‘m‘gf reHoB qeﬂOBeKa, MOFy

BapbMpoBaTb MO pasmepy
uchenne ThH|C, HYK/1€OTMAOB).

Small deletion, but feading frame is changed




-~ B TO e BpeMa TUNMYHbIM TeH 4esloBeKa
coAep>KMT 28 TbiC. Nap OCHOBAHMM, M3 KOTOPbIX Ha
CMbIC/IOBble  MOC/Ie40BaTe/IbHOCTU  NPUXOAMTCA
TonbkKOo 1350 nap, pacrnpefesiéHHbIX Mo 8 3K30HaM,
KOOMPYIOWMM  CpeAHMM Mo pa3mepy  6enok,
cogepawmm 450 aMMHOKMCNOTHBIX OCTATKOB.

- Hanpumep, obLuan ANMHA reHa
amrngpodonatpegykrasbl  coctaBasetr okono 30
TbiIC. Map OCHOBaHWM, a €ro KoAupyluwasa 4acTb
COAEPXUT 6 TbiC. nap M pacnpegeseHa rno 6
dK30HaM. TaKMM 06pa3oM, B TreHax 4esioBeKa
npeBanvpytoT HeTpaHC/IMpYyoLMeCAa YYaCTKM,
KOTOpbl€ NpU CO3peBAHMM NEPBMYHbBIX TPAHCKPUIMTOB
OObIYHO YAANATCA B pe3y/bTate npoueccuHra M
CNNamMCcuHra, M B LMUTOMJA3MY MONajaeT To/bKO
3HaYUTEIbHO YKOpPOY€eHHas “3penas”

nHpopmMmaumoHHaa PHK (MPHK, mRNA). B uenom

CTPYKTYpa M OpraHuv3aumsa reHoB 4YesloBEKA MHOro

C/IOXXHee, YeM FeHOB ApYrux 3YKapuvoToB, K TOMY

e, npumepHo 35 % TreHoB 4YesioBeKa MoOryT

TPaHCKpMOUMpPOBaATLCA C Pa3/IMYHbIX pPaMoK

CYMTbIBAHUA, a 40 % - noABepraTbCA

a/lbTEPHATUBHOMY  CMJIAMCMHTY, T. €. WHOM

“COCTbIKOBKE” 3K30HOB, OT/IMYaOLEeMCAa OT WUX

pacrosloXeHna B NEepBMYHOM TpaHCKpunte. B

pe3y/sibTaTe o4Ha U Ta e nocnegosartesibHoCcTb AHK

MOXeT KOAMPOBaTb pa3/IMyHble 6EKU.
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CTPOEHHG I'€HOB Y ITPOKApPpHOT

O61MI TUTAH CTPOEHHUS T€HOB Y IIPOKAaPHOT U 3YKaPUOT HE OTIMYAETCS — U T,

U IpyTHe COLEPIKAT PEryISSTOPHYIO 06J1aCTh C IPOMOTOPOM U OTIEPATOPOM, ELUHHULLY
TPAHCKPUIILIUU C KOGUPYIOLIEH U HETPaHCIUPYEMBIMHU ITOCIEA0BATEIBHOCTIMU

Y TepMUHATOP. OLHAKO OpraHMU3aLUs FeHOB Y IIPOKAPUOT U 3YKApPUOT OT/INYAETCH.

OIIepOH

JIJ1s1 TIPOKapHUOT XapaKTEPHO
HECKOJIBKUX I'€HOB B €ITUHYIO
OYHKIIMOHAIBHYIO eIV HULLY
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CTPYKTYPHBIE FeHbI
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peryuaTop I J IIPOMOTOP | €

perpeccop 6ernox Z

HavaJie U B KOHILIE OITePOHA eCTh eIHBIE PETYISTOPHBIE 006J1acTH
HECKOJIBKMX CTPYKTYPHBIX FeHOB. C TPaHCKpUOUPYEeMOro
acTKa OIlepoHa CUMTHIBAETCS OfHA MojieKyia u-PHK, koTopas
€PXKUT HECKOJIBKO KOIUPYIOIIUX [TOCTIeN0BaTEIHOCTEH, B

O¥ 13 KOTOPBIX €CTh CBOM CTapT- U CTOM-KOHOH. C KayKI0ro
aKHX YYaCTKOB CUHTE3UPYeTCs OGUH 6e10K. TakuM 06pa3oM,

HoOU MoneKybl u-PHK cuHmesupyemcs HecKobKo MoseKys besKa.

TEPMHUHATOP

l l mpauunuuﬂ
uPHK
l l mpaHcnayus
6emor Y 6emoxk A

Pab0Ty oIlepoHa MOT'YT PEryJIMpoBaTh APYTHe FeHbl,

KOTOpbIe MOTYT 6BITh 3aMETHO Y4 aJIeHbI OT CAMOTO OIT
PerynsaTopsl. BejloK, TPaHCIUPYEeMBIH C 3TOro reHa
pernpeccop. OH CBSI3bIBAETCS C OIIEPATOPOM OIIep
SKCITPECCHUIO CPa3y BCEX FEHOB, B HEM COZEPIK



Cnnalcure
JK30HbI - KOOUPYyrOWUe y4yacmKu 2eHo8.
UHmpoHbI - Hekodupyrouwjue y4acmku 2eHoa8.
CnnadcuHe - ebipe3aHue konul uHmpoHoe u3 npe-MPHK

U cwueaHue Konul 3k30Ho8 ¢ obpasoeaHuem MPHK.

M3 0H 1 IKIOH 2 IK3O0H 3

JHK

HHTpPOH | HHTPOH 2

npomPHK
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[NaBHbIM BOMPOC, BO3HMKAWOLWMM MPU OMUCAHMM JIIOGOrO0 FEHOMA, KacaeTcs KOJIM4ecTBa
coiepyKalluxca B HEM FreHoB, KOAMPYIOLMX 6ENKU. B OTHOLIEHUM reHOMa YeNoBEKA OTBETUTb
Ha HEro OKasaJioCb A0BOJIbHO TPYAHO.

Ewé B npouecce ceKBEHMpPOBAHUA FEHOMAa Ha OCHOBE COBPEMEHHbIX MPeACTaBIEHWMA O
CTPYKType reHoB, CTpyKType MPHK W JOMEHHOM opraHu3aumm 6enKoB 6blv pa3paboTaHbl
KOMMbIOTEPHbIE ANFOPUTMbI, C MOMOLLbIO KOTOPbIX MAEHTUDULMPYIOT GeNoK-KoaupyoLme
reHbl. OueHKy MX 4Yucia NpoBOAM/IM  TakKXe C  MOMOWbK  MOJIHOMACLITAOHbIX
TPaAHCKPUIMLUMOHHbIX KapT, MO3BOJIAIOWMX YCTAHAB/IMBATb YMC/I0 IKCMPECCHMPYIOLLMXCA FEHOB.

MepBoHa4vanbHO creumanmcTbl Celera Genomics HacuMTaiM B reHome 4enoBeka 39 TbiC.
reHoB, a cneymanmncTbl MexayHapoAHOro KoHcopumMyma - 32 TbiC.

B TO e BpeMsA YMCN0 TOYHO UAEHTUDULMPOBAHHbLIX FEHOB, ANA KOTOPbIX M3BECTHbI (PYHKLMU
MX MPOAYKTOB, MO pa3HbiM OLEHKaM, He npesbiwaeT 22-26 TbiC. [ToKa NpMHATO cYMTaTb, YTO
reHOM 4YesioBeKa CoAepKMT oKosio 30 Tbic. reHoB. C 3MOLMOHA/IbHOM TOYKM 3pEHUSI TaKoe
Heb60/1bLIOe YNC/I0 FTEHOB YAMBAET M 03aJa4mMBaeT, 0COOEHHO eC/In CpaBHMBATb Hall FEHOM C
reHoMamMu JApyrux oOpraHmMsmoB. HekoTopble aBTOpbl CYMTAOT, YTO OCTAKTCA He
MAEHTUDULMPOBAHHBIMU O4YEHb MHOIME TFeHbl, UMEIOLLME OCOBYI0 CTPYKTYPY, a TaK¥Ke reHbl C
HU3KMM YPOBHEM 3KCMNPEecCuM, KOTOpble MOryT YCKOJIb3aTb OT CKpWUHMHra. B TO e Bpems
MOJIHbIA MPOTEOM Ye/IOBEKA 3HAYMTENIbHO 6oraye MpoTeoma A6Ooro Apyroro opraHvsma M
COAEPXUT He MeHee 250 TbiC. pas3/IMyHbIX 6enKkoB. JyMaeTca, 4YTO reHOM 4esioBeKa, B
OT/IMYME OT FrEHOMOB APYruX OpPraHM3MOB, UCMOJIb3YET reHbl KaKMM-TO 0COBbIM CMOCOGOM, C
60/1e€ C/NI0KHOM U 3KOHOMHOM (bYHKLMOHA/IbHOM Harpy3skon. OTan4aeTcsa reHoM YesioBeKa U
OY€Hb HUM3KOW CpeaHeN MIOTHOCTbIO 6E/IOK-KOAMPYHOLMX FEHOB.

Tak Ha MMAZIMOH HYKNIEOTUAHbIX Nap Yy APOXKKen npmxoamtca npumepHo 500 reHos, y
HemaToabl - novtn 200, y agpo3odunabl - 117, a y YyenoBeKa ToNbKO 12-15 reHoB. Takum
06pa3oM, TOJIbKO O4YeHb Maslas 4YacTb FeHoMa 4esioBeKa KoaupyeT 6enKku. 3HauMUTEsIbHO
60/1bLUMM OOBEM 3aHMMAIOT FEHbI, TaK M HE MONYYMBLUME CMELMANIbHONO Ha3BaHMS, €C/IM He
cumtatb HasBaHMe “PHKoBble reHbl”, n KogupyllwmMe pasHOOOpasHble He TpaHC/Mpyemble
PHK.




leHbl kogupytoT 6enkn. Y Hac 20 000 reHos.

PemluW

Pennukauuma —  yaBoeHne  (konupoBaHue)  mosnekynol  OHK.
[Mpu pennukaumn monekynsl OHK nog pgencreuem  doepmeHTa
Xenvkasbl paspbiBalOTCS BOOOPOOHbIE CBSA3U mMexay

KOMMIEeMEHTapHbIMWU OCHOBaHUAMU, U Lenn pacxoaarca. Ha kaxgown
ms uenem ¢ ydactmem [OHK-nonumepassl no  npuHUUNY
KOMMNeMeHTapHoCcTU cobupaetca HoBas uenb OHK mn3 cBobogHbIX
HYKI1e0TNO0B, COAEPXaLLUNXCA B KINETKE.




. m?n _Pennukauua [IHK | camoe npoctoe o6bsAcCHeHe

Peakuuu MaTPUYHOIO CUHTE34

CuHtes nonumepos (AHK, PHK, 6enkoB) Ha matpuue AHK
nnn PHK. B ocHOBe neXuTt KoMmnieMeHTapHoe
B3aMMoAeuncTBme Mexay Hykneotmgamu.
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eHbl, HEe KogupyoLwme 6enKu.

MHOrMe TbiICAYM FEHOB B reHOME 4esioBeKa TPAHCKPUOUPYIOTCA, HO He
TPaHCAMPYIOTCA, NPOAYUMPYA HECKOJIbKO KJ1lacCoB cneundryeckmx rno CBOMM
dyHKuMamM PHK. HekoTopble M3 HMX XOpPOLWO WM3Yy4YeHbl, HarNpuUMep, reHbl,
Koampywwme  TpaHcroptHole PHK  (TPHK). B reHomMe  4enoseka
naeHTnpuumpoBaHo 497 reHos TPHK. NoBopUT M 0 YEM-HMOYAb 3Ta uMdpa?
YT06bl NOHATL, NONPOGYEM CPaBHUTbL C APYrMMM OpraHMamMamMu. Tak B reHome
Apo30du/ibl, pasmep KoTtoporo novtu B 20 pa3s MeHblle reHoMa venoseKka (165
M6), obHapyxeHo 285 reHoB TPHK, M 3aecb npocMaTtpuBaeTcs HeKoTopas
JIOruKa: npoiye opraHmMsm - MeHblue reHos TPHK.

OAHaKo Yy 3/1eraHTHOM HemMaToAbl C pasMepoM reHomMa 97 M6 Takux reHoB
6osiblie, YyeM y 4desnoseKka (585). Ewé Ao pacmdpoBKM reHoMa 4YesioBeKa C
MOMOLLbIO METOZI0OB MONIEKYISIPHON FMOGPUAM3aLMM BbII0 YCTAHOBIEHO, YTO OH
COAEPKUT HECKOJIbKO COTEH KOMMM FEHOB, KOAMPYIOLIMX TPM OCHOBHbIX TUNa
pnoéocoMHbix PHK (pPHK) - 18S, 5,85 u 28S pPHK, nokanusoBaHHbIX B
AAPbILWKOBbIX opraHm3atopax 13, 14, 15, 21 u 22-1 XpOMOCOM M
NpeACTaBASOWMX COBOM MOJMUMCTPOHHbIE YYacTKM. [lo3TOMy PMBOCOMHbIE
reHbl OTHOCAT K TaK Ha3blBaeMoM (ppakumMM YMEPEHHO MOBTOPAOLIMXCS
nocneoBaTe/IbHOCTEN.
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CpaBHEHME KOoMYecTBa PMOOCOMHbIX F€HOB, MPUXOAALLMXCS Ha ran/ioMAHbIM
Habop Yy pas/IMyHbIX BUAOB OpraHM3MOB, TaK)Ke MoKasaslo, YTO MX YMCNO0 HMKAaK
He KoppenupyeT CO CTeneHbld CJ/IOXKHOCTM oOpraHmMama. Hanpumep, y
HEKOTOPbIX BbICIIMX pacTeHMMU MX Ha NOPAAOK 60/iblle, YEM Y YeIoBEKA MM
MbilWK (Hanpumep, y daconmn 2000, a y Kykypy3sbl 8500), HO 0COGEHHO MHOrO
PUBOCOMHbIX FEHOB Y aMdUoumn (y amdbuymsbl - 19600).

B reHoMe 4yenoBeka o6HapyxeHO 80 reHoB, KOAMPYHOLWMX Masible AAepHble
PHK (MaPHK), y4yacTBywoume B 06pa3oBaHUM CNAAMCOCOM M KaTaM3UpYHLLMeE
NpoLecc co3peBaHMA MHOXeCTBa pa3/iMdHbiX raPHK.

CnnancuHr — Bolpe3aHne MHTPOHOB U
CLUMBAHNE 3K30HOB — OCYLLECTBNAET
cnyiancocoma

Mpe-mPHK

Cnnaticocoma B
cobpaHHOM BUge

Cnnaiicocomy obpasytoT mansie agepHble PHK (MaPHK,
snRNA) B komnnekce ¢ 6enkamu, ux obosHavatot U1, U2,
U4, U5 n U6. I




B TO Xe BpemMA BbiABNEHO 97 reHoB, KOAMPYKOLWMX MaJjible AAPbILKOBbI
YYaCTBYOLLME B NPOLIECCHHIE TOJIbKO OHOM NpepmnbocomHom 45S PHK.

I/I,D,eHTMCbMLIMpOBaHbI 3 reHa 7SLPHI< o6pa3yroumx SRP-4acTuubl, Yy3Ha
“CUrHanbHble nocne,qOBaTeanocm pacTylwen  6enKoBOM  Lenu
“3aAkopuBaroipe”  prboCOMbI, Haanume OUMOCMHTE3 6esika, Ha TPaHCNAKo
MeMbpaH wepoxosaTtoro Jl1P.

TakKe 06HapyeH TOJIbKO OAMH FeH, Koaupylowmni TenomepasHytro PHK-matpuy
BXOAALWY B COCTaB TeJioMepa3bl, W OFpOMHOE KOJIMHYECTBO T[CEBAOr€HOB
BO3HMKLUMX, Hanpumep, n3 7SLPHK 1 MHorux apyrmx reHos.

B uenom PHKoBble reHbl TpyaHO MAEHTUMUUMPOBATb, MOCKOJIbKY OHM HE MMEIT B
CBOEM CTPYKType CneumMdUYECKMX INEMEHTOB, nop,o6Hb|x NoAMafeHNN0BbIM
nocneposatesnbHoctTAM B MPHK. HakoHel, o4yeHb MHorne PHKoBble reHbl masibl Mo
CBOMM pa3MepamM U PYHKLUMU UX eLlé HEU3BECTHDI.

TakMM 06pa3oMm, TO/IbKO TpeTb reHoma 4Ye/IoBEKa BOB/IeYEHA B 6onee UM MeHee
MOHATHbIE beHKLIMM MpY 3TOM OCTAETCS 60/bLUOE YMCNIO MOC/IeA0BATE/IbHOCTEN, HE
KOAMPYIOLMX HU 6en|<|4 HU PHK. HekoTtopble M3 HWUX, TakKMe KakK MHTPOHDI
HeTpaHC/IMpyeMble d)naHKMpyromme (pacnonoxeHHble no o6e CTOPOHbI OT reHa
nocsie0BaTe/IbHOCTM, BXOAAT B COCTAB TPAHCKPUMUMOHHbLIX €4MHUL, HO YAANATC
npu  co3peBaHun  MPHK.  /[lpyrme  npeacrtaBnAwT  CO60M  CUrHa/IbHb
nocnefoBaTe/IbHOCTU, Yy3HaBaeMble pPeryaatopHbIMM U CTPYKTYPHbIMU - BENK
(NpOMOTOpPbI, CauTbl Havyasla penauKaumMmM, CalTbl KOMMNAKTM3aLUMM XpoMa
Y4YaCTKM KMHETOXOPOB U T.4.).



[lpoyTeHMe M aHaM3 MHOMMX TE€HOMOB, MPUHAANEKALWMX  PaA3JNYHBIM
OpraHM3Mam BbISBUJ PAJ, YAUBUTENbHbBIX BUOOrMYECKMX NApaZlOKCOB.

OKa3a/ioCb, YTO He CYLECTBYET HMKAKOW KOPPEeNsiumMmM MeXAy CJ/I0KHOCTbIO
opraHusma un Kkonmyecteom JHK B ero knetkax (C-napagokc®).

Hanprmep, reHoM améobbl (Amoeba dubia) noytn B 200 pa3 6osblie reHoMa
yesioBeKa. HeT TaKKe SIBHOM B3aMMOCBA3M MEXKAY C/I0KHOCTbIO OpraHMama M
YUCJIOM MPUCYLLUMX EMY FEHOB.

N3 3TOro chopMasibHO MOXKHO 3aKJIUYWUTb, YTO YEJIOBEK - 3TO BCEro nosTopa
yepBAYKa***,  HeobblyHOCTb  AMana3oHa  KonebaHMM  BennuMHbl  C
noATBeprKAaeTcA (aKTOM  CYLIECTBOBaHMA  G/IM3KOPOACTBEHHbLIX  BM/OB,
MMEILLMX CXOHOE MOPMO/IOrMYECKOE CTPOEHME, Y KOTOPbIX 06Hapy:KeHo 10-
KpaTHoe (M 6onee) passiMumMe B pa3mepax reHOMOB. JTO AIBJIEHME XapaKTEpHO
ana ampubui, HACEKOMbIX M LBETKOBbIX pacTeHMW. [lpuyMHa ABAEHUA
NPOACHUNACb TOJIbKO MOC/AEe TOro, Kak 6bl10 YCTAaHOBJIEHO, YTO TEHOMbI
3yKapuoT cogepat  3HauMTesibHoe KO/IMYECTBO MOBTOPAIOLMXCS
nocneposatenbHocten AHK.



[loBTOpSAOWMECS NOC/e40BaTE/IbHOCTH B
TEHOME YeJIoBEKa.

OT/IMYMTENIBHOM OCOBGEHHOCTbIO TEeHOMa YesIoBEKa ABNSETCA Ha/MyMe B HEM
OFPOMHOr0 YMcna NOBTOPOB, NMpeJHa3Ha4YeHMe KOTOpbIX elé He AcHO. OHM 3aHMMaloT
O6LUMPHblE 06/1aCTM FEeHOMA, 3HAYUTE/IbHO MNPEBOCXOALIME MO CBOMM pPa3Mepam
YyYacTKM, npuxoasiumecss Ha 6enkosble M PHKoBble reHbl, a, cnefoBaTelbHO, 3a4EM-
TO HYMKHbI.

~ AHK-noBTopbI 10/r0e BpEMA CYMTa/M HEMHTEPECHBIMM M paccMaTpuBaM Kak
cBoeo6pa3sHbIM reHeTU4YeCcKMmn “mycop”.

- 3aragoyHoctb 3ToM AHK MOCNy}KMna MOBOAOM ANIA  MOSAB/IEHUS  MHOXKECTBA
Pa3HOO6PaA3HbIX JMUTETOB, KOMMM €€ Harpax/ia/im 06eCKyparKeHHble MCCaeoBaTe N,
Tak ®peHcuc KpuK HasbiBan €€ napasmMTMY4eCKOM M 3rOMCTUYECKOM, a p,pyrme
MccneaoBaTesm - cnﬂm,em (dormant), Monqamem (silence), 136bITOYHOM (abundant)
“xnamoBon” nam “mycopHon” (rubbish) AHK

~  JIeMCTBUTENIbHO, OHA CMOCO6HA PACMpPOCTPaHATbCA B FE€HOME, Je/laTb COGCTBEHHbIE
KOMMM M MpM ITOM HE BHOCMT HMKAKOro BMAMMOro BKJaJa B deHotmn. OAHMM
cnoBoM, “mycopHas” /JHK BHecna NMKaHTHYI WM3IOMMHKY B MPOLECC OCMbIC/IEHUS
MOJlyMeHHbIX pe3y/IbTaToB. TOJIbKO CelvaC MOCTENEHHO CTaHOBMUTCA ACHO, YTO
NPUHMNKEHME POSIM NMOBTOPAIOLLMXCA NOC/IeA0BaTeIbHOCTEN MPUBEIO UCCae0BaTeseNn
KO MHOMMM OLUMGOYHbIM NpeACTaBIeHUAM. Bo3HMKHOBEHME GOo/bLLEN HaCcTM MoBTOPOB
CBA3AHO C MPOLIECCOM 06paTHOM TPaHCKPMMUMM M FEHOM 4esioBeKa - 3T0 “Mope
pas/iMBaHHoe” 06paTHO TpaHCKpubMpoBaHHoM /JIHK, B KOTOpoM NnaBaloT pefkue
OCTPOBKM 6€/10K-KOAMPYIOLLUX FrEeHOB. P




Pa3znnyatot 5 Knaccos nostopoB JHK:

1. PaccesHHble no BceMy reHomMy MNoJBUXKHblE FreHEeTUYECKME D/IEMEHTLI, 3aHMMalowwme 45 %
reHoma. Mx umHorga HasbiBalT  “npbiralOWMMM  reHamu”, WM MOOMJIbHbIMU
aucneprupoBaHHbiIMM reHamm (MA@N). B cBoo oyepesb, OHM COCTOAT M3 HECKOJIbKO TUMOB
NOBTOPOB:

a). [/MHHble paccesHHble 3/1EMEHTbI, coAepxalme oT 5 A0 8 ThiC. Map HYKNeoTUAOB M
NpeACTaB/EHHbIE B TEeHOME ThicAYamMM KonuMi. OHM 06/1a4al0T BCEMM aTpUBYTamM,
XapaKTEPHbIMU [/19 aBTOHOMHbIX FEHETUYECKMX I/IEMEHTOB, - CoAepKaT npomoTop ansa PHK-
nosmmepasbl |l U 4B OTKPbITbIE PaMKM CYMTbIBAHMA A peBepTa3b| W SHOHYK/Ieasbl.

6). Kopotkme (100-300 map HyK/N€OTMA0B) PACCEAHHbIE 3/1EMEHTbI, MpeAcTaB/ieHHble 1,5
MJIH. KOMWM. DT INIEMEHTbI coaeprKaT npomoTop ansa PHK- I'IOﬂMMep3bI lll. OgHo CEMENCTBO
KOPOTKMX NMOBTOPOB BK/OYAET B C€6A TaK HasbiBaemble Alu-noBTopbl, NpeCTaB/1e€HHbIE NOYTH
MMUJIJIMOHOM KOMUM. YneHbl ceMeMcTBa He 06beAMHEHDbI B OTAE/IbHblE TaHAEMHbIE KNnacTepbl,
a AucneprmpoBaHbl No reHoMy, 3aHMMas B COBOKYNHOCTU 10 % ero o6béma.

B). ABTOHOMHbIE PETPOMO30HbI, MpPEeACTaBASAWME COBOM aHANOMM PETPOBUPYCOB, W
HEABTOHOMHbIE PETPOBMPYCONOA06HbIE 3/IEMEHTbI, 3aHMMaKLWMe BMecTe 8 % reHoma. r).
HakoHel,, 06bl4Hble TPAHCMO30HbI, KoAUpylolMe (hepMEHT TpaHcno3asy. MX noABUKHOCTb B
reHoOMe OCYLIECTBAETCS 3a CYET NPOCTOr0 MEXaHM3MA “Bblpe3aHMABCTpamMBaHuA”.

2. HeaKTMBHbIE KOMWWU reHOB, Ha3blBaeMble NCEBAOr€HaMM, BOSHMKLIME 3a CYET MEXaHU3Ma
06paTHOM TPaCKpHMNLMM.

3. TlpocTble NOBTOPbI KOPOTKMX MOC/€40BaTe/IbHOCTEN, COAepsKawpx ot 1 Ao 13 nap
OCHOBaHMM, Hanpumep (AAT)n, noay4yMBlUME Ha3BaHWE “MMKPOCATEN/IMTOB”, U MOBTOPbI
6onee AJIMHHbIX 3/IEMEHTOB (14—500 nap) - “muHucarenintol”. OHM 3aHUMaAIOT anMepHo 3%
reHoma 4esioBEKa M OT/IMYAOTCA APKO BbIpaXXE€HHbIM MOJIMMOPMM3IMOM NO  AJIMHE, YTO
MPMBNIEKNIO K HMM BHMMaHWE KaK K MapKeépam, MpUroAHbIM Npu MOCTPOEHUWN FeHEeTUYECKMX
KapT. JTa catennutHaa AHK TakKe o4eHb Ba)kHa B FEeHETUKE YesIoBEYECKMX MOnysAumM,
MaHMd)eCTMpleLLI,MX BbIpaXE€HHblE 3THUMYECKME Pa3/iIMuMa B rUMNepBapuabesibHbIX ydacTKax
reHOMa HaKkoHel, rmnepBapma6eanaﬂ ,£|,HI< nocnymmna OCHOBOM A1 pa3paboTKM METO/0B
“reHHOM JaKTMJIOCKONMM” B KPUMMHANUCTUKE™



MNpomoTtop — nocnegoBarTesibHOCTb HYKNE0TUAOB
AHK, y3HaBaemaa PHK-nonvmepasol Kak crapToBas
naowaaka Anda  Hadana  cneumduyeckon,  Uau
OCMbIC/TEHHOMW, TPAHCKPUMLLUN.

PHK-nosnvmepaza — depmeHT, oCyLLEecTBAAIOLLMNA
cuHTes monerkyn PHK. B yskom cmbicne, PHK-
noanmepason obbi4HO HasbiBatoT AHK-3aBMucumblie PHK-
noMmepasbl, OCyLLecTBAAOWMe CUHTe3 monekys PHK
Ha maTpuue [MHK, TO ectb ocywecrsasolme
TPaHCKPUMNLUULO.




>

4. loBToOpbl 60/bWMX U O4YeHb 60sblmnx cermeHToB AHK (1-200 ThicaA4 nap),
KOMMPYIOLMXCA M3 OAHOr0 paloHa reHoma B APYroM M 3aHMMarowmx 5 % ero
o6béMa. 5. TaHAeMHble nOBTOPbl, XapaKTEpPHbl ANA LEHTPOMEPHbIX M
TE/IOMEPHbIX PAMOHOB XPOMOCOM. peaHa3HayeHue 3TUX NOBTOPOB BpoJe Obl
ACHO, MOCKOJIbKY C HMMM CBA3aHa CTPYKTypHaA opraHu3aums M COXpaHeHue
LLe/IOCTHOCTM XPOMOCOM. TenloMepbl TakKe C/yKaT CBOe0bpasHbIM CHETYMKOM,
OrPaHUYMBAIOLLMM YMUCJIO LUMKIOB peniMKaumm XpOMOCOM MpU AeNIeHUU KNEeTOK
(npaBuno Xandamka). C yem cBA3aHO ‘“cbepekeHne” reHOMOM YesloBeKa
60/1blIOro KonnyectBa ‘“mycopHon” AHK M oTKyaa B3A/MCb B HEM 06pPbIBKM
BUPYCHbIX EHOMOB W pJaxe OaKTepuasibHbiX TreHoB? AHasiM3 reHOMOB
3BOJIOUMOHHO  [APEBHUX  OPraHU3MOB,  XapaKTEpPU3YIOLWMXCA  CTa3MCOM,
NoKa3blBaeT, YTO 3BOJIOUMA Yalle mM3baBaseTca oT “Mycopa”, a He KOnMT ero.
Hanuune orpomMHoro KosmyectBsa OOPbIBKOB PETPOBUPYCHbLIX FEHOB B FreHOMeE
yesioBeKa, CBMAETeNIbCTBYET O TOM, YTO BCA 3BOJIOUMOHHAA MCTOPUA
yenoBeyecTBa - 3TO MCTOPUA HEMpPEPbIBHOM 60pbObl M KOMMPOMMUCCOB C
BHYTPUK/IETOYHbIMM  NapasmMTamu, M3  KOTOPOM  3BOJIOUMS  M3BJEK/A
3 DEKTUBHBIM MEXAHU3M TE€HOMHbIX MEpPECcTpoeK. Xopowo M3BECTHO, 4YTO B
HEKOTOPbIX CJ/ly4asix BMPYC He TFyOMT KIETKY, a BCTPAMBAETCHA B KJIETOYHbIN
FeHOM M, TaKMM 0Opa3oM coxpaHAaeTcA. Hanpumep, nateHTHasa ¢opma BUpYyca
repneca c ero cneumasibHbiM “reHoM mondaHua” LAT nepcucTupyeT B HEPBHbIX
KJIeTKaxX 60/IbLUIMHCTBA JI0AEN.




A BMY-noago6Hble MeaneHHble BUPYChl (IEHTUBUPYCbI), BHEAPUIUCb B FrEHOMbI NPUMATOB eLé
AEeCATKM MUIIMOHOB NIeT Has3aj, OCTaBasACb “/NI0ANIbHbIMM” K OAHMM BMAAM U CMePTE/IbHO
nopaxasa Agpyrve. Konblbenb 4enosedectBa AdpuKa - poAMHA 3IK30TUYECKUX BUPYCHbIX
MHMEKUMM C OYEHb BbICOKOM CTEMEHbI JIeTaNbHOCTU. JOCTaTOMHO BCMOMHMTL BMpYChI | 1 I
Fpynn onacHOCTH, Takue Kak JeHre, Maréypr, Mauyno, beHnH, XaHTa, Jlacca, HOwuH, Cabua,
J6ona, BbI3bIBALWMX TAXKENbIE remMopparuyeckme NMxXopaaknm. A ecav croga NnpMCOBOKYNUTb
COHHYI0 6001€3Hb U MANIIPUIO - AaBCOJIIOTHOrO ingepa B “cMepTesibHOM GM3Hece”, TO CcTaHeT
AICHO, YTO OAHOM M3 MPUYMH MMIPALMOHHBIX BOJIH HAWMX AANEKMX NpeaKoB M3 ADpUKKU 6bin
cTpax. He c BMpycamm Nnm cBsi3aHbl 3BOJIIOLMOHHbIE MEXAHM3Mbl BbICOKOM MIACTUYHOCTM
reHoma d4enoseka? Akagemmk E. CBepanoB npeanosioxun, 4YTO Ba)KHYl poJib B
o4yenoBeYnBaHUM 006€3bAH CbirpajiM MMEHHO BUpYCbl. [peagnonaraeTcsa, 4YTO MNOABUKHAA
(“npoiratowan”) AHK MoxeT 6biTb OTBETCTBEHHA 32 MHHOBAUMM B (PYHKLMOHAJIbHBIX paloHax
reHomMa, 3a CYET BHE3anHOro BCTpauMBaHMA B HMX OOJbLUIMX KYCKOB  BMPYCHbIX
nocnegoBaTtesibHoCTeM. TeM CaMbiM CO3JAlOTCA HOBblE PEry/IATOPHbIE 3/IEMEHTbI M Jaxe
HOBble reHbl. MyTaUMOHHbIM MPOLECC BPSAA JIM MOXET CMpaBUTbCA C TAKOM TBOPYECKOM
3aZla4yeM, NOCKOJIbKY MyTauuM, KaK NpaBu/Io, HapyllaT GyHKUMOHMPOBaHME reHoB. MMo3ToMy
TPyAHO NpeacTaBUTb MOABJIEHME HOBOrO reHa MYyTEM MNOCTEMEHHOr0 HAKOMJEHUA B HEM
MyTaummi. OTcloga cneayet, 4YTO BCE CO3MAATE/IbHblE MYTALUMOHHbIE MPOLECCHl AO/IKHbI
NpoTekaTb B TeX paMoOHaX rEeHOMA, KOTOpble He CBfA3aHbl C BaKHbIMU KM3HEHHbIMM
dYHKUMAMU, M NOTOMY MX AeATeSIbHOCTb A0 MNOopbl A0 BPEMEHM OCTaETCA BHe “cdepbl
MHTEPECOB M BHUMAHMA” [ApBMHOBCKOro oT6opa. M TaKMX panOHOB B FEHOME YesIoBEKA
OYE€Hb MHOr0, OHM Hall CTpaTermM4yeCcKui 3BOJIOLMOHHBLIM 3anac, KOTOPbIM Mbl HECEM HE KaK
TAXKENbIN FrEHETUYECKMM TPY3, @ KaK HEOBXOAMMYIO0 FapaHTMIO BUAOBOrO ycrexa.




