


NcTtopuyeckuu nyTb U posib
HacneaACTBEHHOCTU B HayKe




Knaccunueckue
OCHOBbDI: OTKPbITUSA

MeHpaena n 3aKOHbl
HacnenoBaHUA

z [perop MeHgenb OTKPbI 3aKOHbI HAaC1eO0BaHMA,
06BACHUB POJSIb JOMUHAHTHbBIX U PELLECCUBHbIX anenemn
B nepepnayve Nnpu3HaKoB Yy pacTteHunit. Ero paboTbl
3a10XXKUNN PYHOAMEHT FEHETUKN KAaK HAYKMW.

z Tpwn 3akoHa MeHaena onucbiBaloT egnHoobpasmne
rmbpunaooB, pacwenneHmne NpM3HakKoB U HE3aBUCKMMOE
HacnengoBaHMe, YTO CTaslo OCHOBOW A1 MOHUMaHUA
MeXaHM3MOB Hac/1ea0BaHMA Y Pa3HbIX OPraHU3MOB.



OTtkpbiTne IHK: Kno4 K NOHMMaHUIO HacneacTBeHHOU MHdopMaunn

Il1BonHaAa cnupanb Kak byHOaMeHT
cTpyKtypbl AHK

B 1953 roay YotcoH n Kpunk onucanun monexkyny OHK
KaK OBOMHYO crnimpanb, YTO OO bACHMNIO MEXaHU3M
XPaHEHWNA reHeTn4Yeckom nHdopmaumm B
nocnenoBaTeIbHOCTU HYKNEOTUOO0B.

MonekynapHbie npoLeccol,

obecneuynBaloLWme XU3Hb

KoMnnemMeHTapHocTb uenen JJHK no3BonaeT TouHo
KOoMMpoBaTb MHOPMALUIO N CUHTE3NPOBATb 6eNKn
yepes TPAHCKPUNLUUIO M TPAHCASALMIO, YTO
obecneymBaeT PYHKLMOHNPOBAHME KITETKU U
OpPraHn3MoB.




OcCHOBHbIEe TEPMUHDI: FreH, FTeEHOM,
MyTauusa U ux buonornyecKkoe sHavYeHume

[eH npepcTaBnaeT cobonm yyactok OHK, z [€eHOM — COBOKYMHOCTb BCEX FEHOB U

KOOMPYOLWMA KOHKPEeTHbIN 6enok nnmn PHK, uto FrEHEeTUYECKOro MaTepumana KNneTku, BKA4Yas
onpenendeT PYHKUNN KNETKN U OPraHM3Ma B LLE/IOM. A0epHY0 n MutToxoHapuanbHyto [AHK, oTparkatoLwmii
HacneacTBEHHYO MHPOPMaLMIO Buaa.

z MyTaumm — yCcTomuymBble USMEHEHUSA B CTPYKTYpPE
HHK, KoTopblie MOryT NnpmMBeCcT# K HOBbIM MPU3HaKaM
nnun 3aboneBaHNAaM, ABNAACb MCTOYHUKOM
reHeTU4YeCcKoro pasHoobpasug.




OcHOBHble MONEeKYAPHbIE NMPOoLLeCChI
HacnepoBaHUSA

[locnepoBaTenbHOCTb K/tOYEBbLIX 3TANoB Nepenadun reHeTUYeCcKom MHopMaLmm

Menos —

KomMmbunHauusa
Pennukauusd

anneneu
poauTenen

dbopmMunpoBaHme
ramet

OnnofoTBOpEHUE

OHK




CTpyKTYypa " KOJIMYEeCTBEHHbIN COCTaB FreHOMa
yenoBekKa

OCHOBHbIe XapaKTEPUCTUKMN FreHOMa

[eHOM YesnoBeKa HAaCUYMUTbIBAET OKO0 3,2 MWIIMapaa Nap HYKIEeOTUOOB MU COOEPHKUT
Mexxay 20 000 n 25 000 reHoB, KogupyoLmx pasHoobpa3Hblie bronornyeckme

dYyHKL M.

Pacnpep,eneHMe reHeTn4eCKoro MatTepualsia B KJ/1ieTKax

B Ka)koon KneTke NpucyTCcTBYET AUNA0oUOHbIN Habop U3 46 XPOMOCOM, BK/THOYAIOLLMX
KoOMpYoLWmMe U HeKoOMPYIOLLME Noc/1eaoBaTe/IbHOCTU, OTBEeYaloLmMe 3a perynaumio
reHOB 1 Apyrue npoL,ecchbil.




MyTauunm pa3HbIX TUMOB
obecne4ymBaloT NosaB/IeHME

HOBbIX MTEHETUYECKMX
BapMaHTOB, KOTOPbIE MOIyT
OKa3blBaTb B/IMAHME Ha
NPU3HAKMN N 300POBbE
OpPraHM3MOoB.
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PekoMbuHauma npu
Meno3e n obmMeH
y4acTKaMu Mexxay
XPOMOCOMaMu MOBbILLAOT
reHeTu4yecKoe
pPa3Hoobpa3ne NOTOMCTBA

N CNOCOBCTBYIOT 3BOJIIOLLMMN.

CnyJvanHble oWwnbKM npu
KonunpoBaHun IHK Takke

BHOCAT BKJ1a B
reHeTn4eCKyio
N3IMEHYNBOCTb, YTO A€EJ1aeT
Ka>Xgoe XXmBoe CyecrtBoO
YHUKAJIbHbIM.

[eHeTYecKasa N3MEeHUYNBOCTb: MEXaHU3MbI U
3HaAYYEeHUe
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[eHeTn4YecKkumn
noamMMopdun3m
noaaep>XMBaeTcd B
nonynaunax, obecnevymBad
afanTUBHbIN MNOTEHLUMAN U
YyCTOMYMNBOCTb BUO0B K
N3MEHEHNAM OKPY>KaloLLLEN
cpeabl.



HacnepoBaHue NosiMreHHbIX NPU3HAKOB U pacnpepesneHue B
nonynauumn

Cno>XHOCTb NOJZINTeHHbIX BnnaHmne BHewWHNX ycnoBum PacnpepeneHne npusHakoB B
NPU3HaKoB nonynauum
[TpU3HaKKM, KaK LLBET KOXKM M POCT, Cpefna 3HAUYUTENIbHO B/IMAET Ha PacnpepneneHmne Takmx npmM3HaKoB
dbopmMUpyoTCa Noa BANAHNEM NposaBAEHNE NOJINTEHHbBIX OMMCbIBAETCSH HEMPEPbIBHbIMY
MHO>XXeCTBa NrneHoB 1 CbaKTOpOB MPN3HAKOB, NBMEHAA NX LUKaJ1TaMU, NMOKa3blBAaKOLWNMU
cpenbl, OTpaXkasd HeNpepbIBHOE BbIPa>KeHHOCTb 1 CNOoCobCTBYA pa3Hoobpa3mne beHOTMNOB U
pacnpegeneHue B nonynaunm 6es BapuabenbHOCTM cpegun noaen c MO3BOIAOLWLMMUM MPOrHO3NPOBATb
MPOCTbIX HaCNneACTBEHHDbIX MOXO>XUM FreHeETUN4YeCKMM CbOHOM. reHeTn4eCKyto

3aKOHOMEPHOCTEN. npenpPacnosioeHHOCTb.



[eHHasa MH>KeHepUsa N NpakTUYecKme BO3MOXKHOCTU
N3MEHEHUAd HacneaCTBEeHHOCTU

01 02

CoBpeMeHHbIe TEXHOJTIOM K
FEHHOW MHXXEHEPUU NO3BONAIOT
LeneHanpaB/ieHHO BHOCUTb

NU3MEHEHUSA B FrEHETUYECKUNI

MaTepmas OpraHM3MOB, BK/tOYas
co3gaHue ycronymsbix [ MO

KYNbTYP.

[eHHaqa Tepanusa oTKPbIBaeT
NnepcrneKTUBbl 1e4YeHns
HacnencTBeHHbIX bone3Hew
Yye/nioBeKa C NOMOLLbIO
ncnpasnieHna gedeKTHbIX FEHOB
M UCMNOJIb30BaHUSA
3KCMNepUMEHTaIbHbIX MOOEeNewM
Ha XMBOTHbIX.




Posnb annreHeTuKM B HacnepnyeMbix
n3MeHeHuax 6e3 mytaumm HK

Metunauua HK

[1pn pobaBneHUn METUNBHbBIX FPYMN K
HHK npouncxognt nameHeHne akTMBHOCTU
reHoB 6e3 naMeHeHus
nocfiefoBaTe/lIbHOCTU, YTO BIMAET Ha
pa3BUTME U afanTaLuio opraHM3ma.

v Moandurkaumm rucroHos

XMmyeckme namMeHeHmna 6enKos
FMCTOHOB perynupytoT ynakosky OHK n,
cnepoBaTeNibHO, AOCTYN FeHOB K
annapaTtaM YTeHuda n cuHTe3a 6enKoB.

BnuaHune caktopos
cpepbl

[TnTaHue, cTpecc n oKpyKatLine yciaoBus
M3MEHSAIOT ANMUreHeTUYeCcKmMe MeTKM, YTo
BbI3bIBAaE€T BAPUATUBHOCTb 3KCMPeccmm
reHoB 1 pa3BuUTMe PEeHOTUNMMUYECKNX
ocobeHHocCTeMN.
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[eHbl U cpepa: cpaBHUTENbHDbLIN BKNapg B
dbopMMpoOBaHME YeoBeYeCKMX NPU3HAKOB

z Bknapg cpegbl CTAaHOBUTCA 3HaYMMeEe C B HacnegyemocTb NpusHakos (%)

BO3PadCTOM, HUTO BJTIMAET Ha MNMpodaBJ/ieHNE

MHOT X NMPN3HAKOB B TEHEHUNE XKN3HMN.

bonbluagd Hac/leayeMOoOCTb POCTa OTPa>XaeT reHeTn4eCKyHro

YCTOMYMBOCTb, B TO BPEMSA KaK OKPY>KatoLLL,aa cpena
OKa3bIBaET CU/IbHOE BINSAHME HA MeTaboNn3M 1 300POBbLE.

NccnepoBaHua 6nm3Henos, 2019




MeTopabl U3ayyeHnsa HacnengcTtBeHHOCTU B
coBpeMeHHOU bunonorunu

CeKBeHMpOBaHMeFeHOMa

PacwmndpoBKa NOMHOro coctaBa
HHK no3Bongert BbiaBNATb
reHeTU4YecKMe Bapmaumm n MmytTaumm
C BbICOKOM TOYHOCTbIO.

MLP (nonnmepasHas
LenHaa peakuus)

MeTop 6bicTporo
amnandunumnpoBaHma yyactkos JHK
019 ONAarHOCTUKK 3aboneBaHum u
obHapy>*eHnsa MyTaLuni.

MukpocaTtenniuTHbIA aHaNu3

3yyeHne KopoTKmnx
MOBTOPSAIOLLNXCH
nocnepoBaTtenbHocTen HK on4a
aHanM3a MHOMBUAYaAbHbIX
Pa3nnMynn N POOOCIOBHbIX.

KapMOTMHMPOBaHMG

OnpegeneHune 4yncna n CTPYKTypbl
XPOMOCOM A9 BblIABEHUSA
XPOMOCOMHbIX aHOManm um
reHeTu4YecKkmnx 3aboneBaHun.
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Tunbl reHeTUYECKUX 3aboneBaHUN:

KaccupumKauma n npuMepbl

Pa3Hble Tunbl 3aboneBaHnin 06ycnoBieHbI
YHUKAIbHbIMU FTEHETUYECKUMM MEXAHMU3MAMMU, YTO
TpebyeT crneymanm3npoBaHHbIX MOOX0O0B K

ANalrHOCTUKe " Jie4eHUuio.

2dhdeKTMBHAA OMAarHOCTUKa OOJIXKHA YYMTbIBATb
Pa3HoObpa3ne reHeETUYECKNX MEXAaHU3MOB U

KITMHUYECKUX NPOoABIeHUM 3aboneBaHMI.

Y4yebHUuK «[eHeTunkar», 2023

Tun
3aboneBaHus

MOHOreHHble

[MonunreHHble

XpPOMOCOMHbIE

NMpumepbl

PeHNNKEToOHYpUA,
MYKOBWUCLINA03

Ana6erT, Wwn3odpeHuns

CuHgpom [ayHa, CMHAPOM
KnanHdenstepa

OCOOeHHOoCTH

MyTauna B ogHOM reHe

BAnsiHne MHOXECTBEHHbIX
reHOB U cpefbl

13mMeHeHna yncna nnu
CTPYKTYPbl XpOMOCOM
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[TlpMeHeHne HacnepcTBeHHbIX 3HAHUU B
MeauuunHe: HoBble Noaxonanbl

01

[lepcoHann3npoBaHHas
MeaMLUMHA YYNTbIBAET
reHeTUYecKyo MHdopMaLmio
naumeHTa asas Bbibopa

3P PEKTUBHbIX JIEKAPCTB U
OMTUMAsIbHOIrO NeYeHNS C
MUHWMabHbIMY MOBOYHbIMM
sdheKkTamn.

02

PaHHee reHeTnyeckoe
TecTMpoBaHMe NoMoraeT
BblIABUTb
npeapPacnooXXeHHOCTb K
3abos1eBaHMAM, YTO NO3BONdeT
NPUMEHATb NpodUNaKTUYECKME
Mepbl 3a40/1r0 4,0 CUMMTOMOB.

03

[eHHaa Tepanna N KNEeTOYHbIE
TEXHOJIOrMM pa3pabaTbiBatOTCA
019 KOppeKLMn
HacneaCcTBEHHbIX 3abonieBaHMN,
BK/TI0OYAA MYKOBUCLIMO,03 U
HEKOTOPble BUObl TENKO3A.
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3 ’ 2 nap HYK/1eoTUAOB COAEPXKUTCH B YeNNOBEYECKOM
reHoMe, obecneymBasl HeucuyepnaeMblil pecypc AN

M Mnn M a pp.a Bapuauum n sBoNOLMOHHOIo otbopa.

[eHOM YyenoBseka, 2020

MyTaumm n reHeTnyeckas M3AMeHYMBOCTb C/Ty>KaT OCHOBOW A1 aganTauum U

hopMMpoBaHMA HOBbIX MPU3HAKOB Y BUOOB.
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DTUYECKME U ropnagnyecKkmue acneKtTbl reHHOW
NHXXEeHepUu u Hacne.u,CTBeHHOCTM

PepakTrpoBaHMe reHoMa Bbl3blBAae€T OUCKYCCUM O 3almnTa NepcoHanbHbIX FrEHETUYECKMX OAHHbIX
OO0MYCTUMOCTM BMELLaTEeNbCTB B Ye/I0BEYECKYIO CTaHOBUTCHA MPUOPUTETOM A4 NPenoTBpaLLeHUs
HaceaCcTBEHHOCTb M HEOBXOAMMOCTU OUNCKPUMMHaUMM n obecnevyeHnsa npaBa Ha
PerynmpoBaHmMa TakMX Npouenyp 3aKkoHoOaTes/lbHo. KOHMOeHUManbHOCTb.




CTBO/IOBbIE KNETKU OAlOT HAOEeXXAy Ha nevyeHune
HacnegCcTBeHHbIX 6051e3Hen NyTeEM 3aMeHbI
NoBpeXKOeHHbIX TKAHEN HOBbIMUY 300P0OBbIMMU
KJTIeTKaMMU.

B nabopaTopHbIX YCNOBUAX N3y4YaeTCH
BblpalllMBaHME OPraHoB, YTo B byayLleM MOXKET

pewnTb Npobnemy gedunumTa OOHOPCKUX TKaAHEWN.

CtBONOBbIE KNEeTKN: BOSMO)XHOCTU
pereHepaTUMBHOU MeaULUHbI

Ix ncnonb3oBaHWe NO3BOIAET BOCCTaHaBAMBATb
TKAHW MOC/1e€ OXKOroB U TPaBM, YTO 3HAYUTENIbHO
YCKOPSAET npouecc peabunmtaumm.

KpoMe Tepanumn, CTBONOBbIE KTIETKM MOMOratoT
N3y4aTb MEXAaHMN3Mbl KNETOYHOW

o dpepeHUNPOBKM U pereHepaumm Ha
MONEKYNAPHOM YPOBHE.




[eHeTHYecKoe
TecCTUpoOBaHMUE:
nepcneKkTmuBbl 1 BbI3OBDI

z [TpMeHeHUue TecTUpoOBaHUS

[eHeTnYecKoe TeCTUPOBaHME LLUMPOKO NMPUMEHSAEeTCH B
MeguLumMHe ONng OMarHoCcTuKM 3aboneBaHi, B CETIbCKOM
X03AMCTBE A9 0TOOPa COPTOB U B KPUMUHANUCTUKE ONA
noeHTMdrKaumMm NMYHOCTEN.

[Mpo6n1eMbl n orpaHnyeHunda

BbicoKas CTOMMOCTb, OrpaHUYeHHbIV OOCTYM U CNTOXHOCTb
NHTEepNpeTauumn pe3ynbTaToB YMEHbLLAOT LWMPOKoe
NPUMEHEHME, a TaKXKe BO3HMKAIOT BOMPOChI
KOHMOUAEHLMANBHOCTU N STUKN.
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HoBble

rOPU3OHTDI
HacnepacTBEHHO |
CTWU

CoBpeMeHHada HayKa obbeanHaeT
reEHETUKY, SNUTEHETUKY U
broTexHoNnormMm gnga ynyudlleHus
310POBbS, arponNpPon3BOACTBA U
NOHMMAHWSA 3BOTOLLMN, MPUN 3TOM
YUNTbIBAsA 3TUYECKME HOPMbI U
couuasibHble BbI3OBbI.




