OCHOBHbIE NOHATUA
reHeTUKn: oo3op m
KIN4YeBble TeMbl

[eHeTunka N3yYaeT HacJ1ieaACTBEHHOCTb
N NAMEHYNBOCTb XXUBbIX OPraHN3MoOB.




UcTopua u pasButue reHeTuku

['perop MeHaenb 3an0XXW OCHOBbI HacneACTBEHHOCTU B XIX
Beke. B XX Beke oTKpbinu cTpykTypy OHK 1 passunu
MONEKYNAPHYI reHeTUKY, YTO OTKPbINIO HOBble BO3MOXXHOCTHU
019 MeOUUMHBI U HayKMU.




KneTtka n agpo — xpaHunuuia
reHeTU4YeCKon nHdopmauun

AOpo KneTkn cogepXmnt 46 XxpomMocom,
OpraHmM3oBaHHbIX B 23 napbl, U XpaHUT reHeTUYeCKUin

maTepuan B suae OHK.

OHO KOHTpONUpPYET AeneHne KNneTkn n obecnevnBaet
TOYHYIO nepeaady HacneacTBeHHbIX MPU3HaKOB

NMOTOMCTBY.




CtpoeHue JHK: aBonHas

3

Obwaa annHa [HK B kneTke
OOCTUraeT OKOMNo ABYX METPOB,
HEeCMOTPSI Ha KOMMaKTHOe
ynakoBblBaHME B siApe.

1 2

OHK cocTtouTt 13 aByx cnnpanbsHo HykneoTtuabl BKNOYarT caxap,
3aKpy4YeHHbIX HUTEN, CBA3AHHbIX doocdhaT 1 04HO U3 YETLIPEX
BO4OPOAHLIMU CBA3AMU MeXay OCHOBaHUN: adeHWH, TUMWUH, T'YaHWH,
a30TUCTbIMN OCHOBaHUAMM. LMTO3UNH.




PacnpepneneHune reHoB y YernoBeka

B Kogvpytouive reqbl [ Hekoauvpytolime yuacTky

bonbwasga yacte [JHK He kognpyeT 6enku, HO
perynnupyet akTUBHOCTb FEHOB U CTPYKTYPY
reHoma.

Hekogupyrouwime y4acTkm UrpatoT KIYeBYHO POrb B KOHTpOIie
reHeTM4ecKon NMHpopmaunm, HECMOTPSA Ha Marnyk OO0
KOOUPYIOLLMX FEHOB.

[eHOM YyenoBeka, MexayHapoaHbin KoHcopuuym, 2023




OcHOBHbIe 3aKkOoHbl MeHaens

1 2 3

[lepBbIN 3aKOH: NOTOMCTBO BTopown 3aKoH: BO BTOPOM TpeTuin 3akoH: npusHaku
NepBOro NOKOMEHMS OT YNCTbIX NOKOSIEHMN HabngaeTcH HacrneaylTca He3aBUCUMO OpPYr
NMUHUX NPOSABIAET OAUHAKOBbLIN pacLuensieHne Hacrnegyemblx OT Apyra, YTo NoATBepKaaeTcs
JOEHOTUNMHbIN NPUIHAK. NPU3HAKOB Mo ornpeaeneHHbIM akcnepumeHtamu MeHgensa ¢

COOTHOLLUEHUAM. rOpoxom.




['eH, annenb, U NOKYC:
NOACHEeHUA Ha nNpumMepe

1

[eH — 310 yyacTok [JHK, oTBevatowinm 3a KOHKPETHbLIN
npu3Hak. Annenn — pasHble BapuaHTbl OQHOrO reHa,
HanpuMep, UBET rna3 MOXeT ObITb rofiybbiM Unn Kapum.

2

Jlokyc — mecTononoXxeHne reHa Ha XpoMOCOMe.
Pasnunuuna annenen B NIoKyce onpeaensdtoT Bapuaumnm
NPU3HaAKOB Y YerioBeka.



PeueccuBHbIe U AOMUHAHTHbIE NMPU3HAKHW

1

[10MUHaAHTHbIN annenb
NposBnseTCsa B peHoTumne npu
Hann4Ynm XoTs Obl 0OQHOW KOMUMN,
Hanpumep, TEMHbIE BOSIOCHI.

2

PeueccuBHbIN annenb Tpebyet
OBYX KONUW Ons NposiBNeHud
npu3Haka, HanpumMmep, CBETSIble
BOJIOChbI UK ronyos.le rnasa.

3

[MpeocbnagaHne JOMUHAHTHBIX
NPM3HaAKOB OOBbACHAETCS TEM, UYTO
JOCTaTOMHO O4HON OOMUHAHTHOU
KOMUU AN X BblPaXKEHUS.



CpaBHeHVIe AOMUWUHAHTHbLIX U PELUEeCCUBHbLIX NMPU3HAKOB Yy 4HYeJlOBEKa

NMpusHak

A OMMWHAHTHbLIN
BapuaHT

PeueccuBHbIN
BapuaHT

LiBeT BosiocC

TEeéMHble BO/10Cbl

CBeT/1ble BO/10Chl

dopmMa MOUKM
yxa

[MpncTbiKOBaHHaA

CBobogHas

LiBeT rnas

Kapue rnasa

[onyOble rnasa

Tabnuuya nokasbiBaeT pasHble MPU3HaKK C
npuMepamMn OMUHAHTHbBIX U PELIECCUBHbIX
BapUaHTOB, yKa3blBast HA 3aKOHOMEPHOCTU
HacregoBaHKS.

[JOMUHaHTHbIE NPU3HAKK NPOSIBAAKTCA Aaxe npu
reTepo3nroTHOCTU, B OTNINYNE OT PELIECCUBHbIX.

LLIKONbHBIN y4ebHUK Buoornu



[lpouecc nepepaym reHeTU4YECKOU UHoOpPMaL UK

STanbl dopMUpPOBaHUA YHMKANbHOIro Habopa annenen y notomcTea

[ToOTOMOK C
YHUKaNbHbIM

Poputenbckue O6pa3oBaHue

OnnofoTBOpeEHNE

annenu ramMeT

HabopoMm
reHoB




1

MyTaunum — 3TO UBMEHEHUA B
nocnenosatensHoctu OHK, koTopble
MOIYT BO3HUKHYTb M3-3a OLLIMOOK
pennukauum, BO34eNCTBUS
yINbTPadUOSIETOBOIO U3NyvYeHus,
XUMWYECKUX BELLECTB 1IN BUPYCOB.

MyTauumn: npuunHbI U NPUN

HekoTopble MyTauumn Bbi3biBaOT
cepbésHble 3aboneBaHunsi, HanNnpumep,
CEpPNOBUAHOKNETOUYHYIO aHEMUIO UMK
MYKOBMUCLMA03, HO MOTYT BCTpeYaTbCH
N HENWTPanbHble Bapuaumn, He
BNUSIOLLME HA 300POBbLE.

3

MyTaunm cny>kat NCTOYHMUKOM
reHeTU4YecKoro pasHoobpasus,
NO3BONASA OpraHM3mMam
aganTupoBaTbCs K OKpY»KatoLLEn
cpeae v 3BONILUMOHNUPOBATL C
Te4eHNeM BPEMEHM.



[ eHeTUKa u 3BonwUUA BUOOB

[eHeTn4eckast UIAMEHYMBOCTbL 0becneymBaeT
pasHoobpa3ne HacneacTBEHHbIX NPU3HAKOB B
nonynsaumun, YTo ABNSETCA OCHOBOU A4
eCTeCTBEHHOro otbopa 1 npmcnocobsieHns
OpPraHM3MOB K OKpYyXaroLlewn cpeae.

B pesynbrate myTtauum n pekoMmonHaunm nosiBnsaoTCS
HOBble BapuaHTbl FreHOB, KOTOPble MOTYT NPUBOAUTL K
Pa3BUTUIO HOBbIX BUOOB N OOBACHAIOT pasHoobpasune
XXUBbIX OPraHn3mMoB Ha 3eMre.




Kapnotun u reHeTn4yeckme 60srne3Hu

1

Kapunotun npegcraBnsietr cobom
NOSTHbLIN HAbOP XPOMOCOM B
KNneTke, XxapakTepHbI Ang
KaXkgoro >X1UBoro Bmaa, BKroyas
yernoseka c 46 xpomocomMamu,
pacnonoXeHHbIMU B 23 napsbl.

2

OTKNOHEHNSI B YKucne nnu
CTPYKTYpE XPOMOCOM 4acTo
BbI3bIBAOT HACNEACTBEHHbIE
naTonorum, Harnpumep, CUHAPOM
[dayHa obycnosrneH
AononHUTENbHOWM 21-1
XPOMOCOMOMN.

3

AHanuna KkapuoTuna no3BonsieT
BbISIBITIATb XPOMOCOMHbIE
HapyLLUEeHUsl, Takne Kak CUHOPOM
TepHepa, YTO Ba)XHO AN
ONarHOCTUKU U NNaHNPOBaHUS
neYyeHnst reHeTUYeCcKnx
3aboneBaHnn.




YactoTa pacnpocTtpaHeHHbIX reHeTU4YeCcKnx saboneBaHnm

3a6oneBaHue YacTtoTta NMpuunHa
CuHpgpom [ayHa 1:700 Tpucomus 21-1 XpPOMOCOMb!
PeHUNNKETOHYPUA 1:10 000 MyTauunsa reHa PAH

CepnoBnaHOK/IETOYHasA aHEMUSA

1:600 (agppoamepukaHLbl)

MyTauusa reHa B-rnobunHa

Tabnuua nokasbiBaeT YacToTYy U rEHETUYECKNE
NPUYnHbI Handonee U3BEeCTHbIX 3aboneBaHun,
BCTPEYalLMXCA B PasHbIX NONYNAUMNX.

HekoTopble reHeTndeckne 6oNe3Hn MMeT CTabuNbHYIO YacToTy
NOSABNEHNS, YTO NOAYEPKNBAET BAXKHOCTb X AMArHOCTUKMA N PAHHETO

rfiedeHnd.

BcemupHas opraHmnsaums 3apaBooxpaHeHns




MeToAObl U3yYeHUSAA FreHETUKMU

1

[MbpnagonornyeckMn aHanms npuMeHseTcs ans
BblSIBfIEHUA 3aKOHOMEPHOCTEN HacnegoBaHUA NPMU3HaAKoB
B MOTOMCTBE MPU pPasnmnyHbIX CKPEeLLMBAHUAX.

3

LinToreHeTnyecknn aHanma n3yyaeT CTPYKTYpPY U YMUCNO
XPOMOCOM 114 BbISABNEHUA XPOMOCOMHbIX aHOMannm v
bonesHewn.

2

[ eHeanorM4ecknimm metTon nomoraeT CTPOUTb
POOOCIIOBHbIE, aHaNM3Npysa rnepenadvy Nnpn3HakoB Yyepes
HECKOMNbKO MOKONEHUN.

4

MonekynspHble metoabl BkntodatoT [NLUP, cekBeHnpoBaHue
NHK n anektpodopes, YTo NO3BONAET AEeTalIbHO U3y4aTb
reHbl N BbISABNATb MyTauuMM Ha MOJSIEKYNSIPHOM YPOBHE.



[ eHeTUKa B meauum

1

[eHeTMKa NO3BONSIET ANarHoCTmnpoBaTb U NEYUTb
HacreacTBeHHble 3aboneBaHus, NCMNOJ1b3yA COBpEMEHHbIE
MEeTOAdbl, BKITKO4HadA reHHyr tTeparnmio, HarnpaBJieHHYHK Ha

UcrnpasliieHne ﬂ,ed)eKTHbIX reHoOB.

2

TexHonorna CRISPR-Cas9 oTkpbiBaeT HOBbIE BO3MOXXHOCTU
penakTupoBaHUA reHOB, YTO NPUMEHAIOT AN Cco34aHuUs
YCTOMUYMBLIX K OOSIE3HAM pacTeHnn n paspadoTku
NHHOBALMOHHbIX MEONLMHCKUX PELLEHNN.



JTUYEeCKUe BONnpocChbl B reHeTUKe

1

[ eHeTU4YecKoe TeCTUpPOBaHNE
3aTparmsaeT BOMNpOChHI
KOHdOMAEHUManLHOCTN N NpaBa
4yenoBeKa Ha
HEeNPUKOCHOBEHHOCTb NTMYHOU
NHdopmaLun.

2

[nckyccun Beaytca o
KOPPEKTHOCTN N3MEHEHUNA reHOMa,
0COBEHHO B OTHOLLEHUM
9MBOPUOHASTbHBIX KNETOK U
BO3MOXHbIX NOCNeACTBUN NS
NOTOMCTBA.

3

Heobxoammo perynupoBaTtb
NCMNosfib30BaHNE reHETNYECKOM
NHpopmaLnKn, YToObI
npenoTBpaTUTb ANCKPUMMHALUIO
n obecneunTtb banaHc mexay
NpPOrpeccom n ryMmaHM3mMoMm.



*-

[eHeTHKa U OKpyXatloLlas
cpeaa

. B
»
-
‘
-
-
-
’

[eHeTnKa NoOMOoraeT NoOHATb, Kak OpraHM3Mbl
aganTUpyroTCs K UIBMEHEHNSIM cpeabl, NPOSABASA
deHoMEeHbI, Taknue Kak MernaHusm y 6abdoudek nnum
YCTONYMBOCTb PAaCcTEHUN K CTpeccam.

3arps3HeHme 1 aHTPOMNOreHHble hakTopbl MOryT
HeraTMBHO BIUATb Ha reHeTu4Yeckoe pasHoobpasne
nonynsauUumn, 4YTo yrpoxaeT cTabunbHOCTN SKOCUCTEM U
TpeOyeT nay4yeHnsa NonynsLMOHHON rEHETUKN.




byayuiee reHeTUKU: Nepc

1

Pa3Butre nepcoHanmsmpoBaHHOW
MeauLUMHbI NO3BONUT Nnoabupartb
reyeHne ¢ y4eToM NHOAMBMAYyanbHOro
reHeTNYeCcKoro npodounsa nauneHTa
Ons NoBblLeHUA 9 PEKTUBHOCTH
Tepanuu.

2

NHTerpaumsa ncKycCTBEHHOIo
NHTENNEeKTa C reHETUKON yCcKopseT
aHann3 6onbLUMX JAHHbIX U
cnocobcTByeT bbICTpon paspaboTke
HOBbIX METOOB ANArHOCTUKUN U
nevyeHus.

{TUBHbIE HAlNpPaBJ1IEHUA

3

[losBneHne TeXHONormm no
npenoTBpalleHno nepenayn
BpeaHbIX MyTauui MOMOXET CHU3UTb
4acCTOTYy reHeTn4eckux 3abonesaHnn B
ByayLwmx NOKONEHUSIX.



3aKknw4vyeHue: 3HavYeHue
reHeTUKu B
COBpPEeMeHHOM Mupe

[eHeTMKa pacKpbliBaeT OCHOBBI
HacnegcTBEHHOCTU U USMEHYUBOCTMU,
nomMmoraeTt ne4vynTtb 0onesHun u
COBEpPLLUEHCTBOBATb OMOTEXHOOMNN,
nrpas KnroyeByro pPosib B HayKe n
obLulecTBe byayLlero.
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