O630p U Kn4yeBble
TeMbl: NPUKaaHble
HanpaB/eHUA
reHeTUuKn

N3yyeHre HacneaCTBEHHOCTUM U
M3IMEHYMBOCTM B MeaMLMHE, CE/TbCKOM
XO39NCTBE M BUMOTEXHOTOMUSAX.




NICTOKU U KJTIOUYeBble
NMOHATUA NTCHETUKMU

[eHeTMKa n3ydaeT nepegavy Npm3HakoB
N X pa3Hoobpasme. MeHgenb B 1865
roay 3a/10XKMJ1 OCHOBbLI Hac/ieaoBaHUA.
[locnenyoLlimMe OTKPbITUG CTRYKTYPbI
HHK 1 MonekynapHbIX MEXaHWU3MOB
OTKPbITM MYTb K COBPEMEHHbIM MEeTOOaM
N TEOPUAM B 3TOWN HAyKe.




T

[

bakTepum,
npousBogsLimne
MHCYITUH

C Hayvana 1980-x reHHada
MHYXeHepKMsa No3BoIMMIa Co34aTb
OaKTepPUIM, CUHTE3MPYIOLLMNE
yenoBeYeCcKMim MHCYMMH. OTOT
OMOTEXHOSTOTMYECKMIM MPOPbIB
obecneuynn goCTyrnHbIN U
3PDEKTMBHBLIV NpenaparT ga4
ONabeTMKOB.

Bt-XJ10NoOK: 3aLLUMTaA
OT BpeauTeneu

Pa3paboTka TpaHCreHHbIX COPTOB
xJlonyaTHMKa ¢ reHoM Bacillus
thuringiensis ctumynumpyet
VPOXKAaMHOCTb, CHMYXaqa HY>Kay B
necTnumgax M yMeHbluada
3KOSTIOrMyecKoe Bo3gemcTBMe Ha
CeNbCKOe XO349MNCTBO.

[eHHaa MH)XXeHepuUusa: AOCTXEeHUNAa U HanpaBneHus

feHeTNYEeCKu
MoaAndULMpPOBaAHHbDbIE
XXUBOTHbIE-AOHOPbI

Co30aHbl CBUHbW C UBMEHEHHDbIM
FeEHOM, YbWM OpPraHbl
MNOTEHLUWMANMbHO NPUroAHbI O14
TPAHCMMAHTALUMM YENOBEKY, UTO
OTKPbIBAET MEePCNEKTUBDI
peleHmnsa npobnemMbl gedmLmTa
OOHOPCKMX OpraHoB.



CenekKuus: 3BONIOLMA HOBbIX COPTOB U nopoa,
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YcTonumnBble K pXXKaBYMHE copTa fonwTUHCKadA nopoaa OCHOBbI cefieKu1Mn n npmpoaHas

OT60pP U CKpeLIMBaHME NO3BOMMAMN BbIBECTU COPTa !gw,aB NOpPOOa MOJSIOYHbIX KOPOB C BbICOKOM Cenekumsa onmpaeTca Ha eCTeCTBEHHY M3MEHUYMBOCTb U
MLEeHMLbl, CMOCOBHbIE MPOTUBOCTOATL BOME3HAM, YTO MPOOYKTUBHOCTbBIO U afanTaumen K yCoBUaM, UYTO 3aKOHbl HacnenoBaHMa MeHgend, YTo OeNaeT BO3MOXKHbIM
CTabUNN3NPYET YPOXKAMHOCTb U CHUXKAET NoTEPU B obecrneymnBaeT 3HaYUTENIbHOE YBEe/IMYEeHMe NPOUN3BOACTBA cUcCTeMaTMYecKoe ynydlleHne KadecTB pacTeHMI 1

arpapHOM CeKTope. MOJ10Ka. XNMBOTHDbIX.



MeaAUMLUMHCKAA NreHeTUKa: 3agavum m metoabl

IounarHocTuka

XPOMOCOMHbIX

aHoOManNum

KapunotnnumpoBaHme
MNO3BOMSET BbIABUTDH
CTPYKTYPHbIE U
KOTMYeCTBEHHbIe HapyLleHWd
B XPOMOCOMaX, YTO BaXkHO 414
TOUYHOWM OMATrHOCTUKMU
HacnencTBeHHbIX
3aboneBaHuN.

i
MonekynapHo-
reHeTU4YecKue

MeTOoAbl

[MTLLP n cekBeHMpPOBaHKe
NHK obecnevyumBatoT
OETalTbHbIM aHaMM3 MyTaLLMW,
MO3BOMNAA BbIABMNATb
reHETUYECKME USMEHEHUS
Ha PAaHHMX CTaOMAX
3ab601eBaHUS.

HeoHaTanbHbLIN

CKPUHUHI N

npoduUnaKTmKa

PaHHee BbigBNeHME
HacnencTBEHHbIX MATOMIOMMNIA Y
HOBOPOXXOEHHbIX CNOCOOCTBYET
CBOEBPEMEHHOMY NIEYEHUIO U
YMEHbLUEHUIO OCNOXXHEHNI B
OallbHEUNLLUEM PA3BUTUM
pebéHKa.



[eHeTn4yeckKoe TeCTupoBaHue: BO3MOXXHOCTU U

AOCTNXEeHUA

IS

OnpepeneHue HOCUTENbCTBA
MyTauumn

TecTbl BbIABNAIOT HOCUTENEN FeHETUYECKMNX U3MEHEH U,
nomoras oLeHUTb PUCKU HaceaCTBEeHHbIX
3aboneBaHn 19 NNaHUPOBAHUS CEMbU U
NpodUNakTUYECKUX Mep.

NepcoHanunsnpoBaHHadA
MeaAULIMHA

[eHeTMnYeCcKMe aHamM3bl MO3BONMAKOT FIO,EI,O6paTb
ornTmMalibHble JTeKapCTBa N OO3NPOBKW, MOBbILLIAA

2PPEKTUBHOCTb U CHIMKAA MOBOUHbIE 3PPEKTbI TEPaANUN.

MaccoBble reHeTuyeckKkue
muccneposaHma B Poccuum

B 2022 rogy npoBegeHo cBbiwe 1,2 MUNNMOHA
aHaNM30B, YTO CMNOCOBCTBYET PA3BUTUIO MedULMHbI U
YAYULLEHUIO OVNAarHOCTUKM HaCIe4CTBEHHbIX
3ab6o1eBaHNI.



[eHeTn4yecKada reHeaJlorma " UCTopus YyenoBeka

s | ea,
-

AHanus Y- Mpwn

BbiaBneHue galbHUX cyae6Homn u

XPOMOCOMDLI U -

» pPOACTBEHHUKOB AQHTPOMNOJIOrNYEeCKOU
MUTOXOHOAPUU NpaKTUKe
lccnegoBaHME MY>XXCKOW U CoBpeMeHHble 6a3bl JaHHbIX [eHeTMYecKasa reHeanorms
MaTEPUMHCKOM MO3BOMAOT HAXOANTb MOMOrAEeT B paccnegoBaHmMax,
HacneaCcTBEHHOCTM MOMOraeT HeoHeBWIHbIE POACTBEHHbIE a TaKXKe B U3ydeHUm
PEKOHCTPYMPOBaTb APEBHME CBASK, pacllnpAs 3THOreHesa 1 UCToPUK

npeanctaBieHUd O -
MNonyndumnm, CTaHOBHACD
MY el M 2= AIEE RIS MPonNCXoxxXgeHMmM N MUrpaumnm OryJisL y CTAHOBAC

CBA3U MeXKay HapoadaMu. A iy E?;KHebIM MHCTPYMEHTOM B



Buabl N3ME@HYNBOCTU OPraHN3Ma

Tun MexaHun3m
NocnepgcrtBuaA
N3IMEHUYNBOCTU BO3HUKHOBEHUA
CpaBHEHMWE TUMOB U3MEHYMBOCTM MO MPUYUHAM
. Mepegaya reHoB OT YHUKa/IbHbIE NPU3HAKY
acs/ieaCrBeHHas
M MOCNEACTBUSIM MX MPOSIBIEHUS. - bonuTeneii -
[losABNeHne HOBbIX
MyTaTVBHasg M3MEHUYMUBOCTb YaCTO HeEOBPaTUMa, : /laMeHeHIS! B CTPYKTYDe
KOMBUHaTUBHasA Pa3BMBaeTCs BbicTpee U yTarisnas HK MPUSHAKOB, BOSMOXHbIE

00Ne3Hu
Co3ﬂaeTpa3Hoo6pa3me.

[MepekombuHaLNs reHoB PasHoobpa3sue
Npv NOSIOBOM Pa3MHOXEHUX | BapuUaHTOB NPU3HaKOB

KombuHaTtnBHasa

8 O606LeHMe coBpeMeHHbIX 6UOTOMMYECKMX MCCIEaOBAHUM



Tnbl MyTaLlMUMU N UX
npuMepbl

TouyeyHble MyTaLMM MEeHAIOT OTAEe/bHble
HYKI1€eoTUObl, MPUMEPOM CIYXKUT
CeprnoBUOHOK/IETOYHAA aHEMKS, Bbl3BaHHaA
3aMeHOM OHOro OCHOBaAHWUA. 9T MyTaL UK
BMAIOT Ha PYHKLUMIO OETKOB U MOTYT
MNPMBOOUTb K 3aboneBaHUNAM.

XPOMOCOMHbIE M TEHOMHbIE MyTaL MM
3aTparmBatoT KPYMHbIE YY4ACTKM XPOMOCOM UJU
KOMMYECTBO XPOMOCOM. CUHOPOM KOLLUQYbero
KPWKa CBA3aH C OefielMenr XpoOMOCOM, a
CMHAOpPOM [JayHa — Cc TpmncomMmem 21-u
XPOMOCOMbI, BbI3bIBAtOLLEW XapaKTEPHbIE
CUMMTOMBbI,
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[eHeTUKa B pa3BUTUU CEJIbCKOINo XO031UCTBa

BbiBOA HOBbIX COPTOB NMWeHULbl
B Poccuu

B 2019 roay 3aperncrtpupoBaHo 6onee 120 HOBbIX COPTOB
MLEeHMLbI C MOBbILLEHHOW YCTOMUYMBOCTbLIO K CTpeccaM U
601e3HAM, YUTO CMOCOBCTBYET CTAabMNMMN3aALNM N POCTY
YPOXXaMHOCTW B CTpPaHe.

MeToabl cenekumm m
reHeTU4eCcKou MmoauduUKauumm

Mépuamnsaumsa M MyTareHes CoYeTatoTcs C NPUMeHeHeM
MO on4a co3gaHna pacTeHWM C yyYlleHHbIMY CBOMCTBaMM,
YCKOPSAS CeNeKLMOHHbIM MPOoLLeCC 1 NOBbILLIAA KaYecTBO

npoayKLuuu.

MexayHapogHble ycnexu:
3o05noTou puc

Co3gaHHbIV C yBEeNMYEHHbIM coepyKaHneM BUTaMMHa A,
«30/10TOWV pUC» HampaBneH Ha 60pbby C AePULIMTOM 3TOTO
BUTaMWMHA B CTPaHax C HEAOCTAaTOUYHbIM MUTaHKMEM,
OEMOHCTPUPYSA NOTEeHLMAN FEHETUKM B peLleHUM rmobanbHblX
npo6nem.



CoBepLleHCTBOBaHME Nopoa XXUBOTHbLIX U
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MonekyndpHasa MapKMUpoOBKa
B cefieKuMU KpynHoro
poraTtoro ckorta

MprMeHeHMe MoNeKYNaPHbIX MapKepoB
MO3BOMSET BbIABAATb LIEHHbIE
reHeTun4yecKkme NPMU3HaKM y XXMBOTHbIX Ha
PaHHMX 3Tanax. 9TO YCKOpPSeET oToop
BbICOKOMPOAYKTUBHbIX OCO6eN,
noBblLIas 3pPeKTUBHOCTb
CeNeKUMOHHbIX MPOrpaMMm M KauyecTBO
NPOAYKLIMN MOTOYHOIO M MACHOTIO
HanpaBneHMA.

BbicOKONpPOAYKTUBHaA
nopoaa KopoB-
peKopaACMEeHOK

B 2020 rogoy B Poccuun BbiBeAEeHa
Mnopoada KopoB, obecrneymBatoLlaa oo 14
000 NnuTpOB MOJIOKa B rod. 2TOT
pe3ynbraT CTa/1 BO3MOXKeH 6naroaaps
COYEeTaHMIO KITaCCMYEeCKOro otbopa 1
FreHOMHOIO CKPUHWMHIA,
OMNTUMUN3NPYIOLLLETO BOCMPOM3BOACTBO
NyYdLmMxX NpmU3HaKoB.

NMPOAYKTUBHOCTMN C NMOMOLLDIO TEHETUKMW

Ncnonb3oBaHue
TpPaHCcMJ1aHTauuMmM SMO6pPUOHOB
ANSA YCKOpeHUsa ceeKumm

MeTop TpaHCchnaHTaumMm aM6PMOHOB
MO3BONAET OOHOBPEMEHHO Moy4aTb
MOTOMCTBO OT CaMbIX LI€HHbIX
npousBoauTenen. 3To cokpallaeT
BpeMsa O6HOBMEHUSA MOopPoL, U
MOBbILLIAET NPOAYKTUBHOCTb YXUBOTHbIX,
BHeOpsaa 6MOTEXHONOM MK B
TPaaANLUMOHHOE XMBOTHOBOACTBO.



[eHeTKa n 60pbba Cc HacneacTBeHHbIMM

3a6o0neBaHNaIMMU
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MaccoBbi CKPUHUHTI
HOBOPOXXAEHHDbIX B Poccuun

C 2016 rofa peanmsyroTcs nporpaMMbl Mo BbIABIEHUIO HAacIe4CTBEHHbIX
6onesHen y HOBOPOXAOEHHbIX, TAKMX KaK PEHUNKETOHYPUSA 1
MYKOBMCLMO03. PaHHee 06Hapy>XeHWe MO3BOAAET HavaTb
CBOEBpEMeEHHOe fledeHre 1 NpenynpeanTb PasBUTUE TAXKENbIX
OCITOXXHEHUN.

|
e = -

fTeHoTepanua Kak COBPE€MEeHHbIN
MeToA NeYyeHuUd

BHeOpeHMe reHoTepaneBTUYECKNX TEXHONOMMIN OTKPbIBAET HOBbIE
BO3MOXHOCTW ON19 Nle4YeHna reHeTUu4YecKy obyCcrnoBNeHHbIX
3aboneBaHMN. Micmonb3ytoTcsa MHAMBUAYabHbIE CXeMbl KOPPEKLNMN,
HanpaBfeHHble Ha BOCCTaHOBMEHWE QYyHKLMM MOBPEXOAEHHbIX

[€HOB.

PepaKTupoBaHue reHoB Ans
Teparnum TAXXEnNbiX 6onesHen

YcnelwHble KIMHUYECKME NUCTbITaHUA FreHHOTO pefaKTUPOBaHUS
rMoKasanm NepcrneKTuBbl leHeHWa HacNeACTBEHHbIX MaToONOrnin.
TexHonornm CRISPR nmo3BonqatoT yCTPaHATb MyTaLnK,
BbI3blBalOLLME CePbE3Hble 3ab0n1eBaHUS, yryYLlasa NporHo3 ans
rnaLuMeHTOB.



Mcnonb3oBaHue aHaim3a [1HK B
KPUMUHANIUCTUKE U U AHTUDUKaALNN

AHann3s OHK npuMeHsaeTca ong HaoéxHOM B Poccuun nepBbiv cnydan npuMeHeHua [HK-
MOeHTUPUKALLMN MNYHOCTU U YCTaHOBMNEHWA SKCMepTn3bl NpomnsoLuen B 1986 rogy. CerogHsa aToT
POOCTBEHHbIX CBA3EW, UTO CYLLECTBEHHO MOMOraeT METOL LWNPOKO NCTIOJIb3YETCAH OJ14 NMOKNCKa

B pacc/iegoBaHMNKM MPecTynieHmnm. Ero Hay4dHas nponasLUnX toaen, obecneymBas BbICOKYIO
TOYHOCTb 0becrneymBaeT BeCOMbIe JOKa3aTe/1bCTBa CTeneHb LOCTOBEPHOCTU M 6e30MacHOCTb

B Cy[e M CMOCOBCTBYET MpPaBoCyauto. CyOebBHbIX MPOLLEeCCoB.




[eHeTnyecKaa MHXXeHepUs: NepCcneKTuBbl n
coBpeéMeHHbIe TpMMeHeHUN4A
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MO pacteHusa
NOBbILUAIOT
YPOXXAaMUHOCTb U
CTONYUBOCTDb

eHeTMYeCKas MHXeHepPUsa CO30aET
KY/bTYPbl, yCTOMUYMBbIE K BpeguTensam U
KNMMaTUYECKMM CTpEeCCaM, YTo
MOBbLILLAET UX NPOOYKTUBHOCTb. 3TO
CHWMYXXaEeT HEOBXOOMMOCTbL B
XMMUYECKMX MecTmumaoax u
CNOCOBOCTBYET YCTONYMNBOMY CEMTBCKOMY
XO34MCTBY.

KnoHnpoBaHue oBeYKU
Jonnun Kak Bexa
6MoTEXHONOMrMM

B 1996 roay BnepBble OCYLLECTBUIN
KITOHMpPOBaHWMeE B3POCNOro
MEKOMUTAKOLLENO — OBEYKM
IHonnm. 2To OTKPbIJTO HOBbIE
BO3MOXHOCTW a4
PEMPOOYKTUBHbIX TEXHOOMMN U
mccnenoBaHMM B 061aCTU FEHETUKM
N MeaULUHbI.

NpousBoAacTBO
6MoMeaAnNKaMeHTOB C
nomoulbio 'MO-

MUKpPOOPraHU3MoB

feHeTn4YyecKM MoaMPULMPOBaAHHbIE
OaKTeEPUIM MCMNOMb3YOTCA A4
MPOMbILLUIEHHOIO MPOM3BOACTBA
MHCYMMHA M TOPMOHOB POCTa. OTU
ouronpenapaTbl obecneymBatoT
BbICOKOE KayeCTBO M JOCTYMHOCTb
NeKapCTB 419 NauMeHTOB Mo BCeEMY

MU PY.

i
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dTUYECKUMEe acnekKTbl NPpUMEeHEeHUA T’HETUHECKUNX
TEXHOJIOMNA

OnaceHnsa CBA3aHbl C BO3MOYXXHOW
ONCKPUMMHALMEN MO reHEeTUYECKNM
MPU3HaAKaM, YTO MOXKET YCyrybuTb coLManbHoe
HepPaBEHCTBO U HAPYLLUUTb MPUHLUMbI

CMnpaBeO/IMBOCTU U paBEHCTBa B OOLLECTBE.

PepoaKTMpoBaHMe reHoMa YesiloBeKa Bbl3bIBaET
BOMPOCHI 4OMYCTMMOCTM BMeLLaTeNbCTBa B
HacNeaCcTBEHHOCTb M MOTEHLMaNbHbIX MOCeaCcTBUMN
ana 6yoyuimx nokKoneHmnm. MexxayHapoagHoe
COODOLLECTBO OOCYXKOAET HEOOXOOAMMOCTb CTPOIMMX
OrpaHNYeHmim B JaHHOM obacTw.

BakHbIM aBngeTca obecrneyeHme
61M06e30MacHOCTU N COXPaHeHMe
61opa3zHoOOBbPa3Ud, YUTOObI NTEEHHbIE TEXHOTOMMKN HE
HaHEeCNM Bpena 3KOCMCTEMaM M He MOCTaBUIU
nod yrpo3y ectecTBEeHHbIe Monynaunm
OPraHM3MOB.
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Po/ib reHeTnNYecKoro
KOHCYNbTUPOBAHMA B
30pPaBOOXPaHEHUN

[eHeTn4YecKoe KOHCYJ/TIbTUPOBaHME TTOMOIaeT
CeMbdAM, MMeEKLWNM PUCKN HaCJ1eOCTBEHHDbIX
3a60ﬂeBaHl/ll;l, [MOHATb BO3MOXHDbIE YTITPO3bl U
NOAroTOBUTHCA K HUM. CrneumanmncThbl
dHaJTM3NPYIOT POAOOC/IOBHbIE N OLLEHNBAKOT
BEPLOATHOCTU lNnepenayum MNaToONOrnn.

B Poccumum exxerogHo 6onee 20 Tbicay ceMen
oB6palLatoTCq 3a MOMOLLBbIO K MEAUNLMHCKUM
reHeTUKaM. KOHCYMbTaLU MM BKIOYAOT
MHTEPNPETALNIO PE3Y/TbTAaTOB MOMEKYNAPHbIX
MccnegoBaHMM N PeEKOMeHOaUMM Mo
OabHEUNLWWM OENCTBUGM.




[lepcoOHanN3InpoBaHHaa MeaAULIMHaA U
dapMaKoreHeTuUKa

[lepcoHann3anpoBaHHaga MeaMLMHa MCMNONb3yeT CDapMaKOI'eHeTl/IKa MOMOraeT CHUXKaTb MOOOYHbIE
reHeTUYeckyto MHbopMaL Mo A5 BbIbopa 3PPEKTbI M MOBbLILLATL 3PPEKTUBHOCTL TEPANUN,
Hanbonee apPeKTUBHbLIX N Be30MaCHbIX TIEKAPCTB, HanpuMmep, y NaLMeHTOoB C anuiencuen, nogbunpad
YUUTBIBAS MHOMBUOYaIbHbBIE OCOBEHHOCTMU OnNnTMMalibHble OO3MPOBKUM U NpenapaTbl Ha OCHOBE

opraHmM3Ma rNMnauneHTa. reHetTn4eCKoro TeCtmpoBaHWA.
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TexHonormu
pefaKTUpoBaHUA NEHOE
CRISPR  HOBbIE

MHCTPYMEHTDI

CRISPR-Cas no3Bondetr BHOCUTb TOYHbIE
N3MEHEHWSA B MEHbI, YTO OAET MEPCNEKTMBI
ON4a UcrnpaBneHmMa HacneacTBEHHbIX
0epeKTOB M CO3O0aHUNA YCTONYMBDIX
OPraHM3MOB OJ19 CEJIbCKOIro XO39MCTBaA U
MeOLUUMHbI.

XOoTa KNMMHUYEeCKMe npnMeHeHmsa
OrpPaHWNYeHbI, OXXMOAETCHA 3HAUNTENBbHbIN POCT
MNpPaKTUYeCKUX peLleHmm nocne 2025 roga,
UTO OTKPOET HOBblE BO3MOYXXHOCTUM B TEpPANMNU
N OBNOTEXHOMNOIUSAX.




19

Byayuiee NnpukKnagHoO reHeTUKM: TeHAeHLUUMU
N BbI3OBDI

POCT reHeTM4YeCcKoro CKpUHMHIa
NpenoCcTaBUT BO3SMOXKHOCTb
PaHHEero BbIABNEHWA MaTONOr N
KaK Yy HOBOPOXOEHHbIX, TAK U Y
B3POC/bIX, Yy4Yllas Ka4yeCcTBO
MKNBHW.

O




3aKnw4vyeHue: 3HavyeHue
NMPUKIAAHOU FTEHETUKMU
ansa oowecrsa

[MpuWKNagHaqa reHeTMKa CyLLeCTBEHHO BIMAET Ha pa3BUTUE
MeOULUNHbI, CETbCKOro X039MCTBA U CyOebHOM MpaKTUKW.
OTBETCTBEHHbIV MOAXOO K TEXHOTOTMAM U 3TUYECKMM BOMPOCam
dopMUpPYET OCHOBY AJ19 MpPOorpecca M yCTOMYMBOIro pa3BuUTMG
obLlecTBa.




