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[eHOmun — yenocmuas cucmema
HacaregcmBeHHol uHdopmMayuu

AHK, 2eHbl u xpomocombl pabomalom Bmecme, popmupys npu3Haku op2aHu3ma.
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[louemy 2eHomun — amo 6oAvLue, 4eM OmgeAbHbie 2eHbl

CoBpemeHHas 2eHemuka noka3biBaem: HacAregoBaHue HeAb3s
06vsicCHUMb 0gHUM 2eHoM. [pu3gHaku gpopmupylomces uepes
B3aumogeticmBue MmHOYkecmBa yuacmkoB AHK, kaemouHbix
MexaHu3moB u cpegol, noamomy BakHobl He MoAbKO 2€Hbl,

HO U UX pe2yAsiuus, couemanus u ycaroBus nposBaerus.




CmpykmypHuie ypoBHu 2eHomuna

|

Hykaeomugbl

Hykaeomugol — 6a308oie 36eHbs AHK.

Ix nocanegoBamenobHoCmb 3agaém kog
HacAegecmBeHHOU UHGopMauUu U CAYXXum
ocHoBol gas mouHo20 konupoBaHus, umeHus
U nepegauu 2eHemuueckux cBegeHul

npu geaeHuu knemok.

[eHbl

[eHbl cogepkam uHcmpykuuu gas cuHme3a
benkoB u pyHkuuoHansHbIX PHK. OHU
onpegeastom, kakue monekyaol knemka
cmokem npouzBogums, a 3Hauum, Bausitom
Ha cmpoeHue, obmeH BewecmB u pabomy
mkaHed.

Annenu

AnneAu — anomepHamuBHole BapuaHmeol
0gH020 2eHa. Pagauuus mexXgy HUMU
co3galom HacAegcmBeHHbie Bapuayuu
npu3HakoB, a ux couemaHus 6 2zeHomune

dopmupylom uHguBugyansHble ocobeHHOCMU

op2aHu3Mma.

4

XpomocomMbl

Xpomocombl 06veguHslom MHoXkecmBo 2eH0B
B komnakmHblie cmpykmypuol. Takas
op2aHu3ayus nomo2aem He moAbko
ynakoBamb gauHHylo moaekyay AHK,

HO u co2aacoBanHo nepegaBamb ee gouepHUM

knemkam.
[eHOM

[eHom Bkalouaem Bclo HacaegecmBeHHylo
uHgopmauulo opz2aHu3ma. Imo He npocmo
CymMMa 2eH0B, a ueAoCmHas cucmema,

B komopot kogupylowue u pe2yasmopHble
yuacmku geiicmBylom coBmecmHo.




Xpomocombl kak ¢popma ynakoBku u nepegauu
HacaegcmBeHHol uHdopMayuL

— 23 napol y uenobeka
B comamuueckux knemkax uenoBeka cogepkumcs 46 xpomocom: 22 napol
aymocoM u 1 napa nonoBuix xpomocom. Takoil Habop obecneuuBaem
CmabuAbHOe XpaHeHue HacAegecmBeHHoU uHGopmauuu B knemkax meaa.

— NuHeliHoe pacnhono)keHue 2eH0B
[eHbl pacnoaoXkeHbl B xpomocomax nocaegoBameAbHo, NO3MOMY psigoM
Haxogawuecs yuacmku uacmo Hacaegylomcs Bmecme. 3mo 0bwvsicHsem
cuenAeHue 2eHo8 u nosBaeHue yecmotuuBeix kombuHayul npu3HakoB.

— Komnakmuas op2aHu3ayust AHK
AHK 8 knemke oueHb gAuHHAs, HO oHa nAomHo ynakoBaHa B xpomocoMbl.
baaz2ogapsi amomy HacaegecmBeHHas uHdopMayus He mepsiemcs U MoXkem
MOYHO pacnpegeasimocs npu kakgom geaeHuu knemku.




Ckonvko undopmayuu 6xogum 8 uenoBeueckuti 2eHom

benok-kogupylowas uacmo 2eHoma HeBeAuka,
HO UMEHHO OHa yacmo oka3biBaemcs 6 ueHmpe
BHumaHus wkonoHol 2eHemuku.

boAbwas uacmo AHK He kogupyem 6eaku,
noamomy peayaduusi u pyHkuyuoHaAbHble
Hekogupylowue yuacmku He MeHee BaXkHbl, uem
CaMUu 2€Hbi.

060bweHue gaHHbIX no 2eHoMY uenoBeka; goas

benok-kogupylowux nocaegoBamenbHocmell
okono 1,5%.

[ Benok-kogmpytowe yuactkn [ HekoayvpytoLye y4acTky




Annenu u HacnegecmBenHoe pa3Hoobpa3jue

Anneau npegecmaBastom coboll
BapuaHmbl 0gHO20 U MO20 Xe
2eHa, omAuvalowuecs
nocaegoBamenobHocmolo AHK.
/IMeHHO 3amu pazAauuus Aexkam

Y kakgo2o op2aHu3ma
dopmupyemcs cobcmBeHHas
kombuHauus annenel. OHa
onpegensem, kak umeHHo
nposiBssmcs npu3Haku,

AnneAbHOE pagHoobpa3ue
noggepkuBaem 2eHemuueckylo
ugmMeHuuBocmeo B nonyasyusx.
brazogaps amomy Bugbl Ayuuwie

EcmecmBeHHbIl ombop
getdicmByem He Ha 0GUH aAAEAb,
a Ha UX couemadus. loAe3Hble

B ocHoBe MHO2UX U noMo2aem 06bsACHUMD, npucnocabauBalomcs Bapuanmol uawe coxpanslomces,
HacAegcmBeHHbIX nouemy gaxke bauzkue k meHsilowumcs ycaoBusm a HebAaz2onpusimHbIe Mo2ym
ocobeHHocmel pogcmBeHHuUku He noAHOCMblo cpegobl U coxpaHslom ucuegamb uau Bcmpeuamsocs
U uHguBugyansHoix npugHakoB. oguHakoBoil. 360AloUUOHHbIO NOMEHUUAA. pexe.
Pa3Hble Bepcuu 2eHa Kombunayuu 6 2eHomune Pa3Hoobpa3ue nonyaayuil Mamepuan gas ombopa



Cxema nokagoiBaem, kak HacnegcmBeHHas uHpopmayus npoxogum uepes amanbl peaAu3auuu u koHmpoas.

PaboTta

cGopka Benok ®eHoTUN

KNEeTKn




Pe2ynsyus 2eHo6 kak ochoBa yenocmiocmu 2eHomuna

1 Hekogupylowue yuacmku 3 CalineHcepbl
boAbwas uacmo 2eHoMa He kogupyem CalneHcepol, HanpomuB, ymeHowalom
beaku, Ho Bausem Ha mo, kozga u 2ge uAu nogaBastom akmuBHocmeo 2eH0B.
akmuBupylomcs 2eHbl. Imu yuacmku bAaa2ogaps um pa3Hole kaemku ogHo20
nomo2alom kaemke mouHo HacmpauBamo Op2aHu3Ma Mo2ym ucnoAb308amb 0guH
pabomy HacAegcmBeHHOU npo2pamMMbl. U mom ke 2eHOM NO-pa3HOMY.

z [lpoMomopbl U 3HXaHCEepbLI 4 Hekogupylowue PHK
[IpoMomopbl 3anyckalom cuumbiBaHue Hekogupylowue PHK yuacmBylom 8 monkod
2€Ha, a 3HXaHcepbl ycuauBalom e2o Hacmpouke akcnpeccuu 2eHoB. OHu
akmuBHocmb. BMecme oHu onpegeasitom, nomozalom Bkalouamo u Boikalouamo
Hackoabko uHmeHcuBHo kaemka bygem omgeAbHble yuacmku npo2pammbi
npou3Bogumeo Hy)Hylo PHK u 6enok. B 3aBucumocmu om cmaguu pa38umus

u cu2HanoB knemku.



YpoBHu op2aHu3auuu HacregcmBeHHol uHdOpMayuU U UX PoAb

Tabauua nokagoiBaem, kak pa3Hoie ypoBHu
HacaegecmBeHHoU uHpopMauuu cBagaHol MeXgy
cobol u Bmecme obpa3ylom ueroCcmHbIl
2eHomun.

Kaxkgoiti ypoBeHo BakeH cam no cebe,

HO HacAegecmBeHHble npu3Haku BogHukalom
moAbko npu coznacoBaHHol pabome Beex
ypoBHed.

0606weHue ba308bix norokeHUL
monekyasipHoil 2eHemuku u wkonbHo20 kypca
buonozuu.




OguH 2eHomun — pa3Hbie geHomunbl B pazHbix yeaoBusx

. ™

OguH Habop 2eH0B — pa3Huie ycaoBus
OguH u mom e 2eHomun He Bce2ga gaém oguHakoBolt
pe3zyAomam. Ecau meHsilomest numaHue, ocBewEHHOCMb,
memnepamypa uau ypoBeHo cmpecca, nposBaeHue npuzHakoB
MO)Xkem 3aMemHo CMelambcs, xoms HacaegcmBeHHas ocHoBa
ocmaémcs npeXkHed. 3Imo ocobeHHo xopowo BugHo y pacmeHud
u 6 pazBumuu uenoBeka.

Cpega meHsiem nposiBaeHue npu3Haka
Y pacmeHus npu Hegocmamke cBema cmebeasb MoXkem
BoimszuBamocs, a Aucmobs — cmaHoBumubCs MoHbLUE, mo2ga
kak npu xopowem ocBeweHuu dpopma bygem uHol. Y uenoBeka
06pa3 ku3Hu U numaxue cnocobHel ycuauBamo uAu ocAabAsIMb
HacAegcmBeHHble ocobeHHocmu, BAusis Ha koHeuHbIl GeHomun.
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3Imu uemoipe knaccuueckue popMol
HacAaegoBaHus nomozalom yBugemo: npu3Hak
hopmupyemcs He u3o0AupoBaHHbIM 2EHOM,

a couemaHueM aarenell U ux OmHoweHud.

LLIkoAnbHas u yHuBepcumemckas 2eHemuka:
munbl B3aumogelicmBus arnenel




[loueMy oguH 2eH He paBeH ogHomy npu3Haky

Naxe Hebonbwas goas kogupylowed AHK
He ompakaem Bcel cAokHocmu
HacAegecmBeHHOCMU: pe2yA imopHble
nocaegoBamensHocmu u B3aumogetcmBus

2eH0B cuAwbHO pacwupsitom yucao Bo3moXkHbIX
3ppekmoB.

I Benok-kogupytowme yyactki [N Hekogupyiowme yuacTku

CaokHOCMb Op2aHu3mMa onpegeasiemcs

He moAbko uucaom 2eH0B, HO u mem, kak oHU
Bkaloualomcs, Boikatoualomces u pabomalom
Bmecme.

Human Genome Project; ouenku goau benaok-
kogupylowet AHK: okono 1,5%




Mymauuu u ycmotuuBocmb 2eHemuueckoti cucmeMbt

Pa3Huil 3¢ pekm uzmeHeHul
[TocnegcmBus Mymayuu 3aBucsm om moz2o,
3ampoHym Au BaxkHoit yuacmok AHK,
U3MeHUMCcs Au amuHokucaomHas
nocAegoBameAabHOCMb U Hapywumcs Au
paboma beaka uAu pe2yasuus 2eHa.

3awjuma 2eHoma

Penapayus AHK ucnpaBasem mHo2ue owubku
go ux 3akpenAeHus, a gunAougHoCmb

u BoipoXkgeHHocmb 2eHemuuecko2o koga
yMeHbwalom BepossmHocmo mspkeAblx
nocaegcmBudl gas op2aHu3ma.

HelimpanbHbie, BpegHbie, noAe3Hbie
boAbwag yacmb Mymauut He gaem
3aMemHo020 BHewHe20 appekma,

HO Hekomopble Boi3biBalom HacregecmBeHHbIe
HapyweHus, a pegkue BapuaHmbl Mo2ym
noBouiwamo npucnocobAeHHOCMb

B onpegeneHHoU cpege.

[ouemy cucmema ycmouuuba

[eHomun Boigep)kuBaem omgeAbHble
noBpexgenus, nomomy umo knemku
obAagalom Heckonokumu ypoBrsamu konmpons,
a PyHkuuoHaAbHble cBa3u Mexgy 2eHamu
CNocobHbl yacmuuHo komnencupoBamo
U3MEHEHUS.



Cxema nokagbiBaem, kak Mymauus mokem npoiimu nymb om moAekyasipH020 ypoBHs go nposiBaeHus Ha ypoBHe op2aHu3ma.

MonesHbin

NpU3HaK
3ameHeHne
3meHeHne N3meHeHne N3meHeHne MposiBuTCA NN
OYHKLUNMU utor
OHK PHK / 6enka TKaHu Nnpu3HaK?
KNeTKun

HacnepcTtBeHHoe
HapyLleHue




[eHomun yenoBeka u HacnegcmBenHbie 3a6oneBaHus

|

2

OgHo2eHHble 6one3HU
MykoBucuugo3, heHuakemoHypus

U 2emMouAus cBsigaHbl ¢ Mymauusmu
B konkpemHuoix 2eHax. B makux
cAyuasx gepekm ogHo2o 38eHa
MoXkem cyw,ecmBeHHO Hapywamb
pabomy Bcez2o buonoz2uueckozo
npouecca.

MoAuz2eHHble 3aboneBaHus
Auabem 2 muna u apmepuanbHas
2unepmoHus gopmupylomecs

nog geticmBuem MHo2uX 2eH0B
ogHoBpemeHHo. VX nposiBaeHue
yacmo 3aBucum He om 0gHO20
gedekma, a om cymMMapH020
2eHemuueckozo pucka.

3

4

PoAb cpegbl

[lumaHue, macca meaa, puzuueckas
akmuBHocmo, uHdekuyuu u cmpecc
MO2ym ycuAuBamb UAuU ocAabAIMb
HacAegcmBeHHylo
npegpacnoAoXkeHHoCcMb. [loamomy
oguHakoBulIli 2eHomun He Bceaga
Begem k ogunakoBomy ucxogy.

MpegpacnonoXkeHHoCcmb He paBHa

guazHo3y
Hanuuue puckoBaHHbix BapuaHmoB AHK
03Hauaem noBoiweHHylo BeposmHocmb
boAe3HU, HO He npegonpegeAsiem

ee pa3Bumue. Npopurakmuka

U HabalogeHue nomozalom cHU3UMb
BepossmHocmb HebAa20NpuUSMHO20
CUeHapus.




(Dakmopol, Bauslowjue Ha nposBaenue HacnegecmBenHoil npegpacnoaokenHocmu

I YcnoBHast 3HaUMMOCTL (hakTopoB

Auazpamma nokagbiBaem, umo Ha puck Bauslom
He moAbko 2eHbl: Moguduuupyemble npuBobluku
U COCMOSIHUE 0p2aHuU3Ma CNOCOBHbI 3aMEMHO
cMew,amb BepossmHocmb pa3Bumus boae3Hu.

[Tpodunrakmuka ocobenHo BakHa mam, 2ge
2eHemuyeckas npegpacnoAoXkeHHOCMb
couemaemcs ¢ HebaazonpusimHbiM 06pa3om
u3Hu u BHewHumu Bo3getdcmBusmu.

Cxemamuueckast MOgeAb N0 Mamepuanam
wkonaoHot 2eHemuku u MeguuuHckot
npoduaakmuku




PoAb 2eHomuna 6 aBoaloyuu u cenekuuu

_ Mamepuan gas ombopa

[eHemuueckast ugmeHuuBocmob co3gaem
pa3Hoobpa3ue npu3HakoB, be3 komopozo
ecmecmBeHHbIl ombop He cMo2 bbl
getiicmBoBameo. PagHble BapuaHmbl aaneAel no-
pagHomy Bausiom Ha BonkuBaHue

U pa3MHOXKeHue op2aHu3moB.

CoxpaHeHue noAe3HbIX couemaHuil
Om6op He npocmo ycmpaHsiem HeygauHble
Bapuanmol, a 3akpenasem makue kombuHauuu
2eH08, komopoie Ayuwe pabomalom

B konkpemHoii cpege u noBoiwalom
npucnocobAeHHOCMb noNyASLUU.

— Cenekuus uenoBekom

B cenekuuu HyXHble npu3Haku 3akpenasalom
ueAreHanpaBaeHHo: ombupalom pacmeHus,
KuBomHbIX uau Mukpoop2aHu3mbl C NOAE3HbIMU
HacAegcmBeHHbiMu cBolcmBamu u noAyualom
ycmouuuBoie, npogykmuBHole AuHuU.

[lpakmuueckoe 3HaueHue

[ToHUMaHUe 2eHomuna nomoz2aem ynpaBasmeo
HacAegoBaHuem npugHakoB, npo2Ho3upoBamo
pe3yAbmamol ckpewuBarus u Boibupamo
hopMbl, HauboAee nogxogsuiue

gAsi onpegeneHHbix ycAoBud BoipawuBaHus
UAU pa3BegeHus.




[Ipumepbi cucmemHoiX 3dpdekmoB 2eHomuna

Tabauua nokagbiBaem, umo oguH npu3gHak moxkem
3aBucemb om Heckoaokux 2eHemuueckux
dhakmopoB u mexaHu3moB, a pegyrnomam
HacAegoBaHus onpegeasiemcs ux coBmecmHot
pabomodl.

HacaegoBaHue pegko cBogumcs k ogHol
npuyuHe: gas npu3HakoB BaxkHo! u cmpykmypa
26Ha, U e20 peayaauus, u B3aumogeticmBue

¢ gpyaumu BapuaHmamu AHK.

LLIkonbHas 2eHemuka; obweu3BecmHolie npumepol
HacAaegoBaHus npu3HakoB

FeHb! /

MNMpusHak XapakTtep 3HaueHue
MeXaHU3MblI
HEeCKO/1bKO . KOMOuHaLUum BaxxHee
LiBeT rnas NOJINTEHHbIN
reHoB O[HOIO reHa
annenun A, B, annenn nposaBiATCA
[pynna kposu ABO KO4OMUHMpOBaHne
O No-pasHoOMy
> OAVIH BapuaHT MOXEeT
CepnoBUAHOKNETOUYHbLIN | MyTauus OAVH reH, nBa
ObITb BpeAHbIM
npu3HaK HBB adochekTa
N 3aLLUUTHBIM
BaXXHa He TOJ1bKO
JlakTasHas perynayus N3MeHeHune
nocnenoBaTesibHOCTD,
NEePCUCTEHTHOCTb LCT aKTUBHOCTWU

HO 1 perynsauus




CoBpemeHHble Memogbl U3y4eHus 2eHomunNa
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[eHomun — He Habop Gppazmenmob,
a kubas cucmema

[eHomun 0bwveguHsiem cmpoeHue AHK, pabomy 2eH0B u ux peayasuulo, noamomy
npu3Haku op2aHu3ma Bo3Hukalom u3 co2nacoBaHHo20 63aumogelicmBus MHoO2uX

ypoBHel HacAegcmBeHHOU UHpopMauuu.




