O630p U
KNlo4yeBble
meMbl
reHemuku

I/I3yqume HaCcnegCrBeHHOCTUN U
N3IMEHHYNMBOCTN OPIraHN3MOB —
OCHOBbI TeHEeTUKWN.




Ucmopua passumus
HAQYKU o
HacnegcmpBeHHOCMU

[ perop MeHgenb nccnegoBan HacnegoBaHme B XIX Beke,
OTKPbIB OCHOBHbIE 3aKOHbI FEHETUKMN. B 1953 roay 6bia
packpbiTa cTpykTypa JHK. CerogHs reHeTrka o6beanHIeT
MONEKYNAPHbIE, KNTIETOYHbIE 1 3BOJIIOLMOHHbIE MOAXOAb!,
AKTVBHO NPUMEHSACH B Pa3HbIX chepax.



4Umo makoe HaclegcmBeHHOCMbL?

/

HacnencTtBeHHOCTb — 3TO
npouecc nepegayn
XapPaKTEPUCTUK OT poamTenen
K MOTOMKaM Npu NOMOLLA
reHeTn4eCcKkoro Matepmana,
rnaBHbIM obpaszom [HK.

IHDOpMaLMa, cogeprkaLlascs
B [IHK, kogmpyeT npmsHaku,
obecrneymBast UX CoOXpaHeHne
1 nepenady Mexxay
NMOKONEHNAMMN.

BHarouapﬂ HaCcnegCrBeHHOCTH
NoaacepP>XXMBaeTCH
CTabUIbHOCTb NPN3HAKOB B OA
N BOSMOXHOCTD lNnepeadi
HOBbIX CBOUCTB MNOTOMCTBY.
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3MEeHUYMBOCTb NPOSIBNAETCA B PA3NNUMAX MeX Oy 0COBAMU
O[HOro BMaa 1 BNMSEeT Ha pasHoobpa3sne Npr3HaKoB,

3

[ eHeTnYecKasd MU3MEHYMBOCTb MO3BOMIAET opraHnM3Mam
adalnTnpoBaTbCAd K HOBbIM YCJTOBUAM U CITYXXNT OBUTaTeJ1EM
2BOJIIOUN N,

UaMeHYUBOCMbL U ee 3HayeHue

CyLlecTBYyeT Hacneayemas (reHeTndyeckas) M3MeHUYNBOCTD,
OBYCOBEHHAa reHaMu, 1 HeHacleoyemas, Bbl3BaHHAs
B/IMSIHUEM OKpPYXKaloLLen cpeapb!.

4

be3 naMeH4YnBOCTU BUObl HE MOT /1 Gbl Pa3BNBATbCA U
I'Ipl/ICI'IOCa6J'Il/lBaTbCFI K MEHAKLWNMCA YCITOBUAM Cpebl.




PP P

3 Mnpg

nap OCHOBAaHUM B KQXXA0U K/1eTKe YyenoBeka
o6ecneynmBaloT YHUKASIbHOCTb U CJIOXKHOCTb
reHeTu4eCckou uHpopmMaumu.

Haquble AdaHHblIE O reHoOMe HYeJT1OBEKa

B yenoBeyvecKkou KeTke Coaep>XXUTCA OKOMO
Tpex MMNAInapaoB nap ocHoBaHmiM HK,
OOPMUPYIOLLMX KOO A1 Pa3BUTUS U
OYHKLUMOHMPOBAHUS,



CmpoeHue U PYHKLIUU reHa

- |

[eH — yyacTok [JHK, KOTOpbI COAEPXUT MHCTPRYKUUW ANa co3aaHnsa 6enka nnm PHK,
BINSIOLLMX HA OnpefeneHHble Npr3Hakm opraHmama. MiHorga ogmH reH MoxeT

BO3E€MCTBOBATb HA HECKO/1bKO NPN3HAKOB.

Y yenoBeKa HacUMUTbIBAETCA NPUBININTEIbHO 20-25 TbICAY FEHOB, PACMONOXEHHbIX B
XpoMocoMax. CTPYKTYpa reHa BK/IYAET IK30HbI, MHTPOHbI U PErYASTOPHbIE 2IEMEHTHI,

KOHTPOMMPYIOLLME ero paboTy.
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Annenu, goMUuHAHMHbLIE U peLieCCuBHbIe
NEU3HAKU

% % %

Annenu — Bapuaunm ogHoro INTOMWHAHTHbIE annienu PeLeccrBHble MPU3HaKKU
reHa, KoTopble OTBEYaloT 3a NPOABNAIOTCA B peHOoTMNE NPOSABAAITCS NLLb MPU
NPOSABIEHNE PA3HbIX Oa)ke npu Hanmymm ogHou HanM4Ynn OBYyX pPeLeCCUBHbIX
NPWM3HAKOB Y OPraHM3MoB. KoMK, noaaBngas anneneu; NPUMMePOM CnyxatT
peLeccrBHble annenu. LUBET rnas nnm gopMa Movek

yLlen.



O6Lwaa cxeMa nepegayu HacriegcmaeHHoU
uHdbopMaLUU

STanbl nepegadr reHeTnyeckom nHdopMaL MM OT poguTenem K MoTOMCTBY




[lepBbit 3aKOH MeHaens rnacuT, YTo BCe rmbpuabl MepPBOro NOKONEHUS
061a0atl0T OANHAKOBbLIMU MPU3HAKaMK, YTO obecrnedymBaeT
NpeacKkasyeMocTb Hac/1eqoBaHUS.

BTopoin 3akOH 06BbACHSAET pacLlLenieHne NPU3HAKOB BO BTOPOM
MOKOMEHKMM, YTO MOXXHO HABOAATb HA NPUMepPe PACTEHNM C PA3HbIMU
LiIBETAMM LIBETKOB.
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HacnegoBaHue rpynn KPoBuU MNo
pogumenam QS

KoM6uHaLum rpynn KpoBW poamnTenen u
BO3MOXHble rpynmnbl KPOBM AeTEN.

Fpynna KpoBU OT poauTenen Bo3MOXHbl€e rpynnbl y geTei

AnA Annn O

AnB A, B,AB nnmn O
OunoO Tonbko O

AB un O Awvnn B

[pynna KpoBM pebEHKa onpenenaeTcs BO3
KOMBUHaUMeN poanTeNbCKUX annenen, BKaoyas
OOMUVHAHTHbIE U PeLEeCCUBHbIE BAPVAHTHI.



XPOMOCOMbDbI: CMPYKMypPa Uu poJsib B
HacnegcmBeHHoCcmu = e

YTO Takoe XpOMOCOMbI? [MonoBblie U ayTOCOMHbIE XPOMOCOMbI

XPOMOCOMbI — 3TO CTPYKTYPbl BHYTPU KIETOK,
roe XpaHuTca reHetmyeckas nHbopmMaums. Y

I

| 22 Napbl XPOMOCOM Ha3blBalOT ayTOCOMaMM — OHU

I

|
YenoBeKa X 46, CrpynnMPOBaHHbIX B 23 Napbl, |

I

|

I

I

|
|
|
onpenensoT 60MbLMHCTBO HACNEACTBEHHbIX |
NPU3HAaKoB. [locneaHad napa — nosaoBble :
XPOMOCOMBI: XX Y XEHLWMH N XY Y MY>XUYMH, KOTOpPbIE |
BNMAIOT Ha onpeneneHue nosia n CBA3aHHbIe C HUM .
OCOHBEHHOCTW. :

Kaxxgas M3 KOTOPbIX COOAEPXXUT MHOXXECTBO
reHOB, BVNAIOLMX HA PAa3BUTHE NPU3HAKOB U
OYHKUMM opraHmM3Ma.
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Mymauuu: nPU4YuUHbLI U nocjiegcmBUS

A 2 3 4

MyTaumm — 3710 CyLLeCTBYIOT pa3Hble [locnencTesmga myTtaumin HekoTopble MyTaumMmn He
M3MEHEHWA B CTPYKTYpe BUObl MyTaLWW: 3aMeHbl, BapbMpPYOTCH OT NPOABNFAIOTCA HANPAMYIO,
[HK, Bbi3aBaHHble BCTaBKW, yoaneHusa u NosABIEHUNSA HOBbIX HO MOTYT NepenaBaTbhCH
BHELUHMMU paKToOpamu, XPOMOCOMHbIEe NPU3HAKOB 40 Pa3BUTUS NnoTOMKaM, yBenn41Bas
TaKVMW KaK N31yyeHmne NepecTpPOVKK, KOTOpbIE HaC/NeACTBEHHbIX reHeTn4yeckoe

U XMMKUYEeCKme MOrYyT MO-pPa3HOMY BIUATb 3a60n1eBaHMM, TaKMX KaK pasHoobpasme u
BELLEeCTBa, a TakXe Ha OpraHnaMm, ot CeprnoBUOHOKIETOYHAH CMoCcOBHCTBYS 3BOJOLNM
CNyYanHbIMK OLLMOKaAMM 6e3BpenHbIX 0O ONaCHbIX aHeMUS, YTO OBYCTOB/IEHO BMAa.

npu konmposaHun [JHK 0119 300POBbA. M3MEHEHMEM CTPOEHUS

BHYTPU KIETKW. 6enKoB.




MpuMepbl reHemu4yecKux 3a6onesaHuUl
yesnioBeKa

[eModUNMa — 3TO HapyLLUeHne
CBEPTbIBAEMOCTM KPOBU, N3-3a
OTCYTCTBUS ONpeneneHHbIX
6esiKoB; 3aboneBaHMe vyalle
nepenaeTcs no HacneacTBy
yepes X-XpPoOMOCOMY, MO3TOMY
yalle BCTPEYaAETCH Y MY>XXUMH,

[1anbTOHM3M — HapyLeHne
BOCMPUATUA LIBETOB,
CBS3aHHOE C MyTaUNAMU B
reHax, oTBeyvyarLnx 3a
CBETOYYBCTBUTESIbHbIE KITETKU
rnas; yalle gmarHocTmpyetcay
npencTaBUTeENEN MYXCKOro
nosa.

MyKOBUCLUMO03 —
3aboneBaHMe, Bbi3BaHHOE
MyTaunen B O4HOM reHe,
NpoABNAETCA Npu
HacnegoBaHUM OBYX
PEeLEeCCUBHbIX annienen u
NPUMBOANT K HAPYLLUEHUIO
PABOThI ObIXaTeNbHOM U
NMLLEBAPUTENIbHOM CUCTEM.




CmamucmuKa 4Hacmombl reHemuuyecKuUuXx
éone3He« 2 S

" CepnosugHoknetouHas aHemust [ PeHUNKETOHYpYS MykoBucUua03

- Dpymve

MaccoBbI CKPUHUHI MOMOTaeT
BbISIB/IATb PACMNPOCTPAHEHHbIE
HacNeaCcTBEHHble 3aboneBaHna ang
CBOEBPEMEHHOW NPOPUNAKTUKN U
nevyeHus.

3HaYMTE bHbIN MPOLEHT reHeTUYeCKnx 601e3HeN BceMumpHas opraHmsaums 3gpaBooxpaHeHus (BO3), 2023
NPEUXOoANTCA Ha OTAE IbHbIe IPyMribl, YTO NO3BOJIAET

cocpedoTouHnTb YCHMIIMA Ha KOHKPETHbIX MaTOoNormdax B

340aBOOXPAHEHUN,




Ponib reHemuKu B MeguLluUHe CerogHs

FeHeTU4Yyeckoe TecTuposaHue MHnuBunyaanag Tepanus
OCHOBbIBasACb Ha AAHHbIX FEHETUYECKOrO
adHaJIn3a, pa3pa6aTb|Ba+0Tcs1 leKapcCTtBa
MeTobl 1evYeHns, Hambonee nogxogdLme

3ab60n1eBaHUs 1 NPeaPacnooXEeHHOCTH,
YTO NMOMOraeT Bpayvy BbibpaThb

3PPEKTUBHYIO CTPATENMIO JIEYEHNA 014 UMEHHO 0719 JaHHOro YesioBeKa.
KaXk4oro nauueHTa.

PP P " PPp P
PPH P

NMpodunakTuka saboneBaHnm

[TO3BONSET BbISABUTb HAC/IEACTBEHHbIE s

HOCUTEenem reHoB 3ab6oeBaHnM ong
npeaynpexaeHms nx noaBaeHna y
Oy ayLMX NOKONEHUIN N MIHPOPMUPYET O

e

MeonumHcKasa reHeTuKa BbIIBASET s




[lpUMeHeHUe reHeMuKuUu B CeJIbCKOM
xXo3gucmae

[ eHeTn4YeCKn
MOANPULMNPOBAHHbIE
OPraHM3Mbl MO3BOMAOT
NOJTIy4YMNTb HOBblE COpPTA C
YYULLIEHHBIMWN CBOMCTBAMM,
HanprMep, NoOBbILLEHHOW
NUTATENbHOM LLEHHOCTbBIO UK
YCTOMYMBOCTbIO K HONE3HAM.

Icnonb30BaHME reHETUYECKIUX
MApPKEPOB YCKOPAET OTOOP
HY>KHbIX MPW3HAKOB, Oe/1as
NPOLECC YYULLEHNS KYIbTYP
N )XUBOTHbIX 6O/1€E TOYHbIM U
3PPEKTUBHDBIM,

Cenekums pacTeHnm noMoraeT
co3gaBaTb copTa C
NOBbILLEHHOW YCTOMYMBOCTbIO
K BpeguTenam u
HebNaronpPUATHbLIM YCTOBUAM,
YTO NOBbILIAET YPOXKANHOCTb U
CTabUNbHOCTb MPOM3BOACTBA.
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OCHOBHbIEe 3marnbl reHHoU UHXXeHepuu

[Mpouecc co3gaHns TPAHCTEeHHbIX OPraH1M3MoB
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be3onacHOCTb reHHOWM Tepanum Bbl3blIBaeT 06&CNOKOEHHOCTb,
TaK KaK BMeLlaTe/IbCTBO B TeHOM MOXET MMETb
HenpeackasyeMble NoCcneacTBMsa oasa 300Pp0Bbs U SKONOTUMN.

3

CozpgaHue MO TpebyeT OLUEHKN BUSHNSA HA OKPYXKatoLLYHO
cpeny, YTobbl M3bexXaTb HAPYLLEHUSA SKOCUCTEM U
HenpenBUaEHHbIX BUONOrNMYECKNX SPPOEKTOB,

dmuyecKue Bonpocobl B reHemuke

PepakTupoBaHme [HK 1 KnoHpoBaHMe NopoXX4akoT BOMNPOCHI
NnpaB 1 CBOOO[ YeOBEKA, BK/THOYAA BO3MOXHOCTb
ONCKPUMUHAUMKM MO TeHETUYECKKMM MPpUr3HaKaM.

4

CoxpaHeHme KOHq)l/I,EI,eHLI,l/IaJ'IbHOCTI/I reHeTn4YeCKou
l/IHq)OpMaLI,I/Il/I Ba>XHO OJ14 3allTbl JINMYHbIX OaHHbIX U
rpegorBpalleHna NX HernpaBoMepHOro NCrioJib30BaHMA.




CoBpeMeHHble gocmu)XeHus B
reHemMu4yecKUX mexHo1oruax

TexHonorns CRISPR n e€ ToyHOCTb PacwungpoBka reHoMa yenoBeka eHHble TexHoI0rnmn B MeguLimHe

CRISPR no3BongeT € BbICOKOW TOYHOCTbIO U3MEHATH 3aBepLUEH NOJIHbIV aHANM3 YENOBEYECKOTO Co3patoTcs HOBbIE MpenapaTbl U MeTOoAbl NevyeHuns,
oTaenbHble yyacTku [HK, 4To OTKpbIBAET HOBbIE reHeTMYEeCKOro Koga, 4To CTano GyHAAMEHTOM 414 HanpaBs/IeHHble Ha HOMBUAYaNbHblE FTeHOTUMbI
BO3MOXXHOCTU AN KOPPEKLUMMN HACNTELCTBEHHbIX PA3BUTUSA MEONLIMHCKUX N BUOTEXHOIOTNYECKMX NaUMEHTOB, YTO MOBbIWAET 3QPEKTUBHOCTb TEPANUA U

3ab60/1eBaHNN 1 UCCNEOOBAHMIN FTEHOB. MHHOBaUMM XXI Beka. CHMXKAET NOHBOYHbIE 3PDEKTDI,
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[eHemuKa: KJTI0M K
6ygyLieMy 3gopoBbs U
PA3BUMUSA

[[eHeTrKa OTKPbIBAET Nepen HayKow 1 MeanuUmMHON YHKATbHbIE BO3MOXHOCTW,
Tpebys OTBETCTBEHHOIO NOAXo4a AN YAYULIEHUS XU3HU 1 3aLLNTbl 3TUYECKIUX
NPUHLMMNOB O6LLECTBA.




