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OT MeHaens K
reHoMukKe

NHTepec K HacneaCcTBEHHOU U3MEHYNBOCTH
BbIPOC BMECTE C reHeTUKOW: OT onbiToB MeHAaens
00 MONEKYNAPHON 6MONOrMnU N FrEHOMMUKM.
OTKpbITMe cTpyKTypbl AHK B 1953 rogy ctano
NOBOPOTHbIM MOMEHTOM, NOCNe KOTOPOro
MeXaHN3Mbl HacnegoBaHMA Havyanu OO bACHATbLCA
Ha MOJIEKYNAPHOM YPOBHE.



[loHATMEe N3MEHYUBOCTU: PAa3HOBUAHOCTU U

OCOOEeHHOCTMH

1

I3MEHYMBOCTb — 3TO
CMOCOBHOCTb OPraHM3MoB
npunoobpeTaTb HOBblE MPU3HAKU B
TeyeHune XNU3HU U NepenaBaTb

4yaCTb U3 HUX NoToMKaM. OHa
CO30aéT pa3Hoobpa3ne ocobeu
BHYTPU BUAa u genaet
nonynaunm yctonumeee K
N3MEHEeHUAM cpebl.

2

HacnepncrteBeHHas U3MEHUYUBOCTDb
CBA3aHa C UBMEHEHUAMMU
reHeTn4yeckoro martepuana.
IMeHHO OHa 3aKpennaeTca B
psay NMOKONEHUWU, CO3OaET
MaTepuan gns 3aBoaouUnn n
NO3BOJIAET CceneKunoHepam
OTOUpPATb HYXXHble NPU3HAKN Y
PACTEHUN N XXNBOTHbIX.

3

HeHacneacTBeHHasi, Un
MoanPUKaLMOHHaq,
NM3MEHYUYNBOCTb Bbl3blBaeTCH
yCTOBUAMMU cpefnbl:

TemnepaTypoun, OCBELLEHHOCTbIO,
nuTaHnem. OHa nomMoraer
OpraHmMamMy npmucnocadtnmeaTbCs
ObICTPO, HO OObIYHO HE MEHSAET
reHOTUMN N NO3TOMY He
nepenaeTcs NoToMKam.




[eHeTU4Yeckue mexaHmsmbl BO3HUKHOBEHUA

HacneacTBeHHOU U3MEeHUYUBOCTH

1

N3meHeHusa B 1HK

HacneactBeHHas U3MEHYMBOCTDb
Ha4ynHaeTcsa ¢ usmeHeHun B AHK:
B NocsieoBaTesibHOCTU
HYKN1eoTUa0B, B CTPOEHUMN reHa
NN gaxe B YCTPOUCTBE
XPOMOCOMBbI. Takne nuaMmeHeHus
MOrYyT BO3HUKATb Clly4anHo fInbo
noa AencTBMeEM MyTareHos.

2

PekomO6GuHaLus U NOJIOBOU
npowecc

[ onoNHUTENBHBIM NCTOYHUK
pa3Hoobpa3na — pekoMmbunHauua. Bo
BpeMsa Menosa 1 Npu rnosioBom
Pa3sMHOXEHUN annenu
nepepacnpenenstoTcd, NoaTomy
NOTOMKM MOosy4YatoT HOBbIE COYETAHUSA
NPU3HAKOB, KOTOPbIX He Bblf0 Y
poauTenen.



Tunbl, NPUYMUHDbI U YaCTOTa MyTaL U

[eHHas Hykneotunapl 3amMeHa
XpomMocomMHas Y4acToK XpOMOCOMbI Neneuyns

[eHOMHasA Uncno xpomocom Tpucomus

MyTaumm 3aTparmBatoT pas3Hble YPOBHU
HacneACcTBEHHOro MaTepuana, Nno3ToMy
MOrYT MEHSATb KaK OTAeNIbHbIA NPU3HaK,
TaK W Lenble Habopbl XPOMOCOM.

YyebHble AaHHble NO reHeTUKe; YacTtoTa
CMNOHTaHHbIX MyTaUWUWN Yy YenioBeka —
okono 1 Ha 100 000 reHoB 3a MOKOMEHME.



PekoMOUHaLUUA reHOB KaK UCTOUYHUK
HacnegcTBeHHOU U3MEHUYUBOCTM

1

B npodase | menoasa
rOMOIOrUYHbIE XPOMOCOMbI
conmxaroTca U oOMeHuBaroTCA
yyacTkamMmu. Tak BO3HUKAKOT
HOBble KOMOWHaLMN FrEHOB B
OJHOW XPOMOCOME, a
pa3Hoobpasne raMeTt 3aMeTHO
BO3paCTaeT yXXe Ha 3Ton cTagum.

2

3aTem napbl XpPOMOCOM
PacXogaTcs K NOSIF0CaM KNeTKU
He3aBUCUMO ApYyr oT apyra. B
pesynbTaTe Ka)Xgada raMeTta
nony4vaeTt YHUKanbHbI HAbopP
annenen, a'y nOTOMKOB
NoABNAOTCA HEMOBTOPUMbIE
coyeTaHus NPMU3HaKOB.



Kom6uHaTuBHaAs USMEeHUYUBOCTb NpU

NOJIOBOM Pa3MHOXXEHUM

I Coenapetvie reHotuna [ VHbie BapuaHThl

[TonoBoe pa3MHOXeHMe MHOMoOKpPaTHO
YBEIMYMBAET YNC/IO BapMaHTOB reHoTuUna u
[enaeT NosiHoe coBnageHne y 6paTbeB
KpanHe peakunm.

OueHkKa No He3aBUCUMOMY pacnpenesieHunto
XPOMOCOM N PEKOMOUHALUMKN anneneu;
BEPOSATHOCTb COBMafeHUsa reHoTuna y gByx
HEeUOEHTUYHbIX 6paTbeB — MeHee 1 Ha /7x10™13.



IHUcKpeTHaa n HenpepbiBHaNA
U3MEHYUBOCTb: OTIMYUSA U NPUMepbI

IUCKpeTHble NPU3HaKKM fierye pasfgennTb Ha
Knacchbl, a HenpepbiBHbIE 0ObIYHO
dopmMupytoTcs nom BANSSHUEM MHOIMMUX FrEHOB U
yCNoBUN cpeabl.

Oob6Lwme NoNOXEHUA rEeHETUKU U
$EeHOTUNNYECKON N3MEHYUYMNBOCTM. g



He3aBucumoe HacnegoBaHue NpPU3HaAKOB Yy ropoxa

CxemMa IEl,l/IFl/l6|i)l/I,EI,HOI'O CKpewnBaHUA No TpeTbeMy 3aKOHY MeHpens.

ble
e o
rnagkue x " . He3aBucumoe [ameThbl AB, Ab, Cny4anHoe
: xenme
3eEéHble pacxoxpgeHue aB, ab onnogoTBopeHne
|

MOPLUMHUCTBbIE



[eHeTUYeCKUe KapTbl U HacneacTBeHHble
NPU3HaKM yenoBeka

KapTa, Ha KOTopo# BUAEeH NyTb K AUarHosy

Ha nucte reHeTn4yeckomn KapTbl reHbl BbIMMA0AT KakK TOYKW Ha
OJIMHHOM XpomMocoMe. Bpay-reHeTnk 1LLeT y4acTok, CBS13aHHbIN
C HacnencTBeHHbIM 3a60/1eBaHNEM, U CpaBHMBAET ero C
KNMHUYECKUMN CUMIMTOMaMM NaumeHTa. Ha cxeme MOXHO
BblAENUTb COCeIHME MapKepbl, YTOObl YTOUYHUTb MONOXEHNE
HY>XHOIO reHa n nogobpaTb TOYHbIN TECT.

Korga oguH reH meHsiet CeMeﬁHyIO UcTopuiro

MHorga HangeHHbIn Ha KapTe y4acToK OO bACHAET MPUBbIYHbIA 15
CeMbW PUCYHOK 60/1e3HU: Hanpumep, remopununio nnu
beHunkeToHyputo. lNocne noATBepXgeHUA AnarHo3a cemMbe
CTaHOBUTCA NOHATHEE, KaK HacnenyeTcs Npu3HakK n Kakme mepbl
HaGMOAeHUS HY>XXHbl. Ha nnntocTtpaumm aTo MOXHO NnokasaTb

yepes CxeMy pPOAOCIOBHOM U BblAeNEeHHbIN GparMeHT XpOMOCOMbI.

Mouyemy pasnuyaeTcs yacToTa 6onesHen B nonynaunax

FeHeTUYeCKNe UccneaoBaHms NokasblBatoT, YTO OOHU HACNEeACTBEHHble
HapyLleHUs1 BCTpeYyaroTcs Yalle B OTAEbHbIX NOMNynsumsax u
3THUYECKMX rpynnax, Yem B APYrux. ITO CBA3AHO C UCTOPUEN
nsonsaumun, 6pakamu BHYTPM rpynn v ciyYanHbiM pacnpocTpaHeHnemM
BapWaHTOB reHoB. [ U306pa>keHna NoJoNaET CpaBHEHME HECKOJIbKMX
KapT C pa3HoW NIIOTHOCTbIO MapKepoB.
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EcTecTBeHHbIU OTOOP TpeoyeT
HacnegcTBeHHOU U3SMEHUYUBOCTM

“& e -:..mﬂh
NMouemy nonynsauumn He . < S e Kak U3aMeHUYUBOCTDb

OCTalTCs OAUHAKOBbIMMU ¥ ¥ B e nomMmoraeT BbIXXUBaAHUIO
L, - : (ol

BHyTpu nro6oun nonynsumm ocoom
HEMHOro pasnmMyaroTcs no
HaclleACTBEHHbIM NPU3HaKaM. OTU
pasnuuma cosparoT MmaTtepuan, us
KOTOPOro oTéop «BblbMpaeT»
Hanbonee NPUCNOCOBONIEHHbIE
BapMaHTbl B MEHALLUXCS YCNOBUAX
cpenbl.

Korga knumart, nuLeBble pecypchl
NN gaBneHmne XuWHMKoB
MEHSOTCH, MMEHHO pa3Hoobpasmne
NOBbILLAET LWaHCbl BUAa
COXPaHUTbCA. Tak NOABAAKOTCS
ycTonumsble GOPMbl, CNOCOBHbIE
nepepaBaTb NOJSIE3HbIE MPU3HAKK
NOTOMKaM.
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CpaBHeHUe PeHOTUNMNYECKOU M
reHOTUNMYEeCKOU N3aMEeHYUBOCTMH

deHoTUNMYecKaa NAMEHYNBOCTb
NOMOraeT ObICTPO NpucnocabdnnBaTbCs,
a reHoTUNMYyeckasa Co3gaeT YyCToONUYMBBIE
HacneaCTBEHHbIE pa3nnyuna.

O606LEeHne 6a30BbIX MOOXEHNI
LLUKOSIbHOW FreHETUKMU
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| pe 3ameTHa HacneacTteBeHHas

U3IMEeH4YNBOCTD

Benas wepcTb cpeau 06bI4YHOM OKPaCKu

Y MnekonuTarowmx anbObnHN3M cpasy npuBneKaeT BHUMaHUE: B
OKpacke ncyesaet nMrMmeHT, 1 )KUBOTHOE BbIrNAgUT NMNO4YTU
NONMHOCTbIO 6enbiM. Takomn Nnpn3HaK BO3HNKAET HE N3-3a cpebl, a
n3-3a U3MEHEeHWNS HacneacTBeHHoro matepuana. OH MoOXeT
nepepaBaTtbCAd NOTOMKaM U CIYXUT HarndgHbiM npuMepom
MyTauunn.

HoBble rnasa y gposodunbl

Ha na6opaTopHbIX nAncTpaumax gpo3oduna 4yacTto nokasaHa c
HeOObI4YHOM OKPACKOW rnas, oTM4yaroLWencst oT NPMBbIYHOM
KpacHOW. 3TO yAOO6HbIN YYEOHbIN NpUMep: MyTauns MeHseT
BHELUHWI NPU3HaK, HO CaM OpraHM3M OCTaéTCs
YXM3HECNOoCOoO6HbIM. 1o Takum dopmMam uccnegoBaTenu nsydaroT
HacnegoBaHve U AeNCTBUE FEeHOB.

JInluHMI Nnanewy Kak Hacnepyembli NpU3Hak

MonnaakTunMa y YenoBeka NposiBNAETCA HaNn4Ynem
[AOMNONIHUTENbHbIX NanbLEB Ha pyKax Unu Horax. ans
LLKOSIbHOM FEHEeTUKM 3TO BaXkKHbIN NPUMeEpP TOro, Kak MyTaLms
MOXET 3aTPOHYTb Pa3BUTME OpPraHM3Ma elLlé A0 POXAEHUS.
Moao6Hble Crlyyan NOMOratoT NOHATb CBA3b MEXAY FreHOM U
NPU3HaKOM.




Kak HacnepgcTtBeHHass U3BMEeHUYUBOCTDb
nomMoraeT celeKuuu

\ 4

HoBble copTa pacTteHum

[népuansauna oobegnHaeT
NnoJsie3Hble NMPU3HaKM pPasHbiX
NTIMHUW, NO3TOMY CeneKkunoHep
MOXET MOoNYyYUTb pacCTEHUS C
60/1ee BbICOKOU
YPOXKaUHOCTbIO, NyYLLEN
YCTONYMUBOCTbLIO K BOME3HAM U
CTabWUbHbIM Ka4yeCTBOM
naonos.

{3

MopogHoOe ynyJdlwieHue
XXUBOTHbIX

B XXMBOTHOBOACTBE OTOOP MO
HacnegyemMblM NMpuU3Hakam
NO3BOJIAET 3aKpennaTb
NPOAYKTUBHOCTb, Kpenkoe
3[0POBbE N HY>XHble
noBegeHYecKkne KayecTBa,
dopMunpya HoBble Nopoabl C
3a4aHHbIMW XapaKTepUcTukamum.

OcHoBa gna otoéopa

Yem LInpe reHeTn4yeckoe
pa3Hoo06pasne NCXogHoro
MaTepunana, Tem 6osblle
BapuaHToOB Anga otéopa. MiIMeHHO
HacneacTBeHHad U3AMEHYUBOCTDb
nenaeT cenekuuro He
C/ly4anHbIM NOUCKOM, a
ynpaBigeMbiM Hay4YHbIM
npoLeccom.
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MoHOreHHblie U NosiMreHHble NMPU3HAKHA

Kputepun MoOHOreHHble NMonureHHble
Ymncno reHoB OAOViH reH MHOro reHos

XapakTep MeHaeneBcKum CNOXHbIM
[Mprmepbl LiBeT rnas PocTt

MoHOreHHble NPU3HaKKN nerye nNpocneauTb no
POAOCNOBHbLIM, @ MONUreHHble GOPMUPYIOT
HenpepbIBHYO U3MEHUYMBOCTb N CUNbHEE
3aBUCAT OT B3aMMOAENCTBUSA FrEHOB.

O606LeHne Kinaccnyeckou um
KONIMYECTBEHHON FrEHETUKMU 15



Mo3anyusm n xumepusm Kak Gopmbl

HacneacTBeHHOU U3MEeHUYUBOCTH

1

Mo3anun3m BO3HUKAET, Korga B
OAHOM OpraHn3Me NoABIAKOTCHA
KINEeTKN C pPa3HbIM NreHOTUNOM rnocirue

MYyTauuM Ha paHHUX aTanax
Pa3BUTUSA. BHeLLHe 3TO MOXET
NpoABNATbCA NATHUCTOCTbIO UMK
pas3nnymemM oTAeNbHbIX TKaHEMN.

2

XUMepUu3M CBA3aH CO CIUAHUEM
KNETOK UNKU 3UroT, NpuHagneXxawiunx
Pa3HbIM OpraHnsmMmam. B pesynbraTe
B OOQHOM TeJjie COCYLLEeCTBYHT ABe
reHeTU4YeCKU pasHble KNIeETOYHbIe
NMUHUK, YTO OCOBEHHO 3aMEeTHO Yy
HEKOTOPbIX paCTEHUN.

3

O6a ABNneHUa NokKasbiBakoT, YTO
HacneacreeHHad NSMeH4YNBOCTb HE
orpaHN4nMBaeTCA OObIYHbIMMU

MYyTaLUUAMM B NOMOBbIX KNeTKax.
OHa MOXeT BO3HUKaTb 1 B Xxo/e
Pa3BUTUA OPraHn3mMa, pacLumpss
CNEeKTP reHeTUYECKNX BapmnaHTOB.
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Kakumu metogamm usyJdatoT
HacnegcTBeHHYIO USMEHUYUBOCTDb

CekBeHupoBaHue nokasbiBaeT TeKcT [1HK

CeKkBeHUpOBaHMe MO3BONIAET «NPOYMTaTb» NOCNef0BaTEeNIbHOCTb
HYKNeOoTUAOB U YBUAETb, FAEe UMEHHO NMPOU30LWIN N3MEHEHUS.
OTOT MeTo, 0COBEHHO BaXKeH, KOrga HY>XHO HanTU NPUYUNHY
HacneacTBEHHOM 601€3HU UNN CPABHUTb MrEHOMbI Pa3HbIX
nogen, pacTeHnn U XXUBOTHbIX. OH CTan OCHOBOM COBPEMEHHOM
MOJIEKYNSIPHON reHETUKM.

SNP u MUKpPOCaTeJINIUTbl KaK reHeTU4eCKne MmeTkKu

SNP-aHanus BbIsiBNSET OAHOHYKIEOTUAHbIE pa3finyng, a
MWUKpPOCaTENNUTHbBIM aHann3 nyyaeT KOPOTKUE MOBTOPSAIOLLMECS
yyacTtku [JHK. Takue mapkepbl NOMOratoT yCTaHaBnInBaTb
HacnegCcTBEHHbIE CBA3M, OLUEHMBaTb pa3Hoobpa3une nonynsaumm un
HaXOAUTb Y4YaCcTKN reHOMa, CBSI3aHHbIE C HY>XXHbIMW NMPU3HaKaMu.

OunarHocTnyeckue naHenu pgna TOYHOro NOMUCKa

FeHeTUYeckne naHenn o6 begUHAIOT Cpa3y HECKOJbKO LieNeBblX
yyacTkoB [JHK, cBf3aHHbIX C HacneACTBEHHbIMMU
3aboneBaHnAMU. ITO yCKoOpSAET ANarHOCTUKY 1 genaetT eé bonee
LueneHanpasneHHou. B meguumHe Takne nogxoabl nOMoraroT
nepenTn oT O6LEero NoAo03peHN K KOHKPETHOMY reHeTUYEeCKOMY
O0ObSACHEHMUIO.
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[eHOMHOe pefaKTupoBaHUue: BO3MOXXHOCTH
U NnepcneKTUuBbI

1

TexHoNornmn pepgakTupoBaHuUa reHomMma, Bkoyas
CRISPR/Cas9, no3BonatoT BHOCUTb TOYHbIE UBMEHEHUSA B
IHK. OTo oTKpbIBaeT NyTb K N3Yy4YEeHUO PYHKLNUN reHOB U
K CO34aHuUI0 6oee ynpaBnsaeMbliX OUONTIOrMYECKUX
Moaeneu.

3

B cenbCckoOM X035INCTBE pefakTupoBaHue reHoma
NOMOraeT co3faBaTb paCTeHUA C YCTONYNUBOCTbBIO K
O0Ne3HAM, 3acyxe 1 BpeguTendam. ITo genaetT
cenekuunto 6bICTpee U ToOYHee, YEM TpaAULNOHHbIE
MeToAbl 0TOOopa.

2

B MmeanumHe Takne MeTodbl paccMaTpuBaroT Kak OCHOBY
0151 NeYeHns HacnenCcTBEHHbIX O0e3HEU U Pa3BUTUS
reHoTepanunu. Koppekumsa onacHbiX MyTaunm MOXET B
OyAYLLEM CHU3UTb TAXECTb HEKOTOPbIX TAXKENbIX
HapyLUEeHUN.

4

OQHOBPEMEHHO BO3HUKAKOT CEPbE3HbIE 3TUYECKUE U
NpaBoOBble BOMNPOCHI: FAe NpoxXoguT rpaHuua Mmexay
neyeHMem U U3MEHEHMUEM HacneaCTBEHHOCTU, Kakune
PUCKU OOMYCTUMbI U KaK 06ecrneynTb 6€30MNacHOCTb
NPUMEHEHUS TEXHOOTUMN.




I e HacneacTBeHHass U3MEHUYUBOCTD YXKe
paboTaeT Ha NpaKTUKe

Ypo)kaiHbie copTa U YyCTOMUMBbIE KYNbTYpbl

B pacTeHneBoACTBE HacNeACTBEHHYO U3MEHUNBOCTb
MCMNONb3YHOT ANA 0T6opa POpPM, KOTopble Nyylle NIoAOHOCAT U
MeHblle 6onetoT. CenekumoHep UWET cpean MHOXEeCTBa
BapWMaHTOB Te, YTO COXPaHSIOT None3Hbie CBONCTBA B MNoJie, a He
TOJNIbKO B NlaBopaTopuu. Tak noaBnsaoTcs 6o5ee HaaéxHble U
NPOAYKTUBHbIE CopTa.

Mopoabl XXUBOTHbIX C HY)XHbIMU KayecTBaMu

B XXVMBOTHOBOACTBE Hac/leACTBEHHAs N3MEHYMBOCTb NOMOraeT
3aKpennsaTb MONTOYHOCTb, MSACHYH NPOAYKTUBHOCTb,
BbIHOC/IMBOCTb U ApYyrue LeHHble NpusHaku. OT60p NpoBoauTCs
MoKoNeHMe 3a NOKONEHEM, YTOGbI MONYUYUTb He ClyYanHbI
pe3ynbTaT, @ yCTOMUMBYO Nopoay ¢ NpeackasyemMbiMu
XapaKTepUCTUKaMMU.

MepauuumHa, ocCHoBaHHast Ha FeHEeTUYECKOM
nHpopmayuum

Bpayam HacneacTBeHHasa U3MEHUYMBOCTb HY)XHa He TONIbKO A/1A
NMOCTaHOBKW AMarHo3a, Ho 1 Ans Bbl6opa NeyeHus. FfeHeTuyeckne
AaHHble MOMOTatoT BbISIBNIATb PUCK HACNeACTBEHHbIX 3a60/1€BaHMUN,
noa6upaTbh NPOGUNAKTUKY U OBUraTbCA K NEPCOHaNM3NPOBaHHOM
MeOMUMHe, rae Tepanusi yYnTbiBaeT 0COGEHHOCTU KOHKPETHOMO
yesioBeka.




HacnepgcrtBeHHas
U3MEeHUYUBOCTD:
OT NpUupoabl K
TeXHOJIOrMam

HacnenctBeHHass USMEHYNBOCTb
dbopMUpYyeT BUoSIorn4yeckoe
pa3Hoobpasne, genaet BO3MOXHbIMU
3BOJIIOLUUIO U cenekuuto, a B MeguumHe u
OUOTEXHONOTMN OTKPbLIBAET MYTh K
TOYHOW ONAarHOCTUKE,
NnepcoHann3npoBaHHOMY IEYEHUIO U
6onee yCTOUMYNBLIM OpraHU3mMam.




