Peannsauna HachepcrBeHHOM
nHcopmaunn: ob63op n
KNntouveBble TeMbI

U3yyeHue MexaHU3MOB nepegayu u peanusauuu
reHemu4yeckoU UHPOPMALUU B YXUBbIX OPIAHU3MAX.




NcTopua n 3HaueHune
HacneacTBeHHOW
nHcopmMmaumnu

HacnegcmBeHHAd UHPOPMALLUG YhpaBigem
PA3BUMUEM OPraHU3MOB U Nepegaemcy
MOMOMKAM. 2MArlbl UCC/IegOBAHUU: 3AKOHbI
MeHgend, omKpblmue XpOMOCOM, CMPYKmMypa
NHK. CoBpeMeHHada buosioruga usydaem
MOJ1eKydapHble MexaHU3Mbl U UX pOJlb B MeguLluHe
U 3KOJ10ruul.




OHK: ctpykTypa, hyHKUNUN "
0ocobeHHOoCTU

NHK - gBoUHOg crnupaAsnb U3 gByx
AHMuUMapanfenbHblX Lierneu c
KOMMIeMeHMAapHbIMU Napamu
OCHOBOHUU (OgeHUH C MUMUHOM,
r'YaHUH C LLUMO3UHOM). Mo
OCHOBHOU MOMepua/
HacnegcmMBEeHHOCMU BO BCEX YXUBbIX
OPraHU3MaAX.

YenoBeyecKuu reHoOM cogep)xum
OKO/0 3,2 MUN1Uapga nap
HYUK/TeomugoB, MpuU 3MOoM MOJTbKO
1,5% kogupytom benku, a
OoCMAabHOEe — perynamopHbole u
HekogupytoLlue ydyacmeku,
BIUgAOLWUEe HO reHemu4yecKyto
AKMUBHOCMb.




100%

MOYHOCMb KOoMNMupoBaHUA AHK
obecrneyuBaem UgeHMUYHOCMb
reHemu4yeckoU UHPOPMALUU B gOoYepHUX
KNnemkax.

CoBpeMeHHble y4ebHUKU MonekynapHoU buonoruu

KoMnineMeHmMapHOCMb OCHOBAHUU U rubpugu3auuga ueneu
rapaHMupytom HagexxHyr nepegady HaclegcmpBeHHOU
UHPOPMALLUU BO BPEMSA K1emOo4YHOro geneHus. 4



Pennukauyus CuHTes
OHK BTOPOM Lenu

TpaHcKpunuusa CuHTes nPHK TpaHcnaumsa CuHTe3 6enka




DTtanbl pennnkauumn [IHK B kneTtke

1 UHunuymnauuna
B HOuane pennukayuu geouHasa cnupanio AHK
pacrniemaemcsa crneluadsbHbIMU 6ekamu,
obpa3yemca penuKaMmuBHASA BUJSIKA, rge

HA4YUHOeMCca CUHMe3 HOBbIX Lierneu.

Z DnoHraums u TepMUHaUUA

No4vepHue Lenu cuHmMesupyomecsa no nEuHL UMy
KOMMJIeMeHMapPHOCMU; MPOLLeCcC 3aBepLlaemcs
omgeneHuemM gByx ugeHmu4yHbix Monekyn QHK,
rOMOBbIX K pACrpegernieHuto B godepHuUe Kiemku.




Y npokapuom
PenIuKaLUs
HAOYUHOemMcqa C
OgHOU MOYKU U
npoxogum H6oiICMEO,
4ymo obecrneyuBaem
bbicmpoe
PO3MHOYXeHuUe
bakmMepuu.

2YKapuomobol
UMerm MHOXeCmBO
MOoYyeK UHULUJLLUU,
4Mo Nno3Bosigem
CUHXPOHU3UPOBAMb
npoL,ecc ygBoeHUs
OOMNblLLOro reHomMa.

MexaHU3M
MONMYKOHCEPBAMUBH
blU: KOXXgAa HOBAA
Monekyna AHK
cogepXXum cmapyto
U HOBYIO LieMb, YMO
CHUXaem
BELOSAMHOCMb
OLLUUBOOK.

CpaBHeHune MexaHU3MOoB pennanKaunm y
NPOKaPUOT N 3YKApUOT

Perynauua cmaguu
oernuKaLuu y
3YyKapuom crioXxHee,
4MO BAXKHEee gn4d
Mnoggee»XaHuUs
LlerlocMmHocmMu
OOMbLLUUX U CITOXHbIX
reHOMOB.



CpaBHUTenbHble NnapaMeTpbl FEHOMOB
OpraHn3MoB

OCHOBHbIE XaPAKMepUCMUKU MPEEX CNoXxHOCMb U pa3Mep reHoOMa CyLeCmBEHHO
npegcmaBumMesnel »XUBblX OPraHU3MOB: yBenuyuBatomeca om 6akmepul K YenoBeKy, ¢
OaKMepPUU, goOXO>KU, YeroBeK. YMeHbllleHUeM goslu KOgupyroLLUuX y4aCMKOB.

OpraHunsm Yncno reHoB [nvHa reHoma (nap ocH.) MpoueHT Kogupytouleii AHK
bakTtepun 3-5 TbicAY ~4,6 M/H 85-95%

L POXOKK ~6 ThiCAY 12 MNH 70-80%
Yenosek 20-25 TblCAY 3,2 Mnpa 1,5%

Npoekm «feHOM YyenoBeka», 2003



OcobeHHOoCTU pennukauun [1HK B knetouHoOM

UNKNEe 3YKapUuoT

Pennukauug
npooucxogum B S-¢dpase,
KOrga BeCb reHoM
ygBauBaemMcs rnepeg
gefleHUeM Kiemkul.

[lpouecc 3aHUMaem 6-8
4YOCOB B YefmoBeyeckou
Knemeke, YUMo CBA3AHO C
MAaCLLUMadaMu U
C/TOXXHOCMbKO reHoOMA.

Ha omcmatolleu uenu
cCUHMe3upytromecs
PparmMeHmMbl OKA3AKU,
KOMopble 3amem
coeguHdarmMca nurasou
gn1a 06pa30BAHUSA
LilenioHOU Lenu.



PepmeHTbl pennukauumn OJHK n
yCTpaHeHune ownboK KonmposaHUA

S 3

AHK-nonumMepasol [enuKa3a urasa ckpenngem PenapdLlUOHHbIE
cuHMe3upytom pacLlenagem dparMeHmMol cucmemMbl

HOBble Lenu, gBOUHYIO CUPAsb, OKa3aKu, ucnpaeagomM
gobaBNaqa YCKOpPAA npoLecc obecnevyuBad OLLUOBOKU, CHUXXOS
HYKIeomugbl No pacnnemanHua QHK. HenpPepPbIBHOCMb PUCK Mymauuu u
NPUHLUMY Lened Ha MnoggepP>XKuBas
KOMMIeMeHMapHOCM omcmatoLlel HUMKe. reHemu4yecKyto
u. cmMabunbHOCMb.
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2

CTpyKTypa reHa n MexaHu3Mbl perynaumm skcnp

[eH cocmoum u3 Perynayua akmuBHOCMU Y npokapuom perynauug
HepegyoLLLUXCH reHoB ocyllecmBrigemcsa C yacmo ba3upyemcsd Ha
KOgUPYHOLLLUX 9K30HOB U MOMOLLbIO MPOMOMOPOB, ornepamMopPax (HanpumMep,
HeKoOguUPYoLLLUX SHXAHCEepPOB, causieHCepPOoB NAaK-ornepamop), a y
UHMOPOHOB, OOPA3YOLLLUX U onepamopoB, KOMmopbole 3yYyKApuomM - HA CMIOXKHOU
eguHyto ynpaBngom ypoBHeEM cemu peryngamopHblx
nociegoBamMeibHOCMb, MPEAHCKPUMNLUUU U 321eMeHMOoB U B/IUAHUU
Komopasa obecneyuBatomM anureHeMuUYeCcKuUx
MPEAHCKpUbupyemMcsa B aganmMmaLuto K1emok. PAKMOPOB.

npe-MPHK nepeg

obpabomkou.
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ToaHCKpUNuu4g
Nnpegcmaerigem
cobolU cuHmMes
UPHK HO MamMpuLe
OHK,
UHULLUUpytoLuucs ¢
NnooMoMmopPa u
30BepLUatoLuuUcS
MepPMUHAMOPOM,
Nog KOHMpPosem
PHK-nmnonuMepasoil.

ToaHcnauusa
npoucxogum Ha
pubocoMax, rge
UPHK cny»kum
LLIaB6OHOM gngd
cOopKU
AOMUHOKUC/IOM B
6enok, a mMPHK
gocmaenigem
coomBemcmBYoLLU
e AMUHOKUC/I0Moul.

PubocoMHasa PHK
dopMupyem
CMpPpyYyKkmMypy
opubocoMuil,
obecneyuBad
MNEAaBU/IbHOE
cYUMbIBAHUE KOga
U apPpeKmuUBHOCMb
CUHMe3a befka.

TpaHCKpUNUUA N TpaHCNAUMA: peann3auus
reHeTU4Yeckom nHdopMaumnuu

[eHemu4yecKuU Kog
npoegcmasieH
mpunjemamMu
HYK/1eoMmugoBs,
yHUBepCcaneH gng
BCEX OPraHU3MOB,
OgHAKO
MUMOXOHgPUATbHAS
NHK cogep)xum
UCKJ/TtOYeHUs U3
3MOro NEABUIA.
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Bananwne dJKCnpeccnn reHoBe Ha passutTume m cneunanmnsauuio O

Pa3nu4yuga B dakmMuBHOCMU
reHOB NPUBOgaM K
gudpPpepeHLUPOBKe
KNemokK, opMUpPyHS
PA3HOOOPA3uUe MKaHeU u
OPraHOB B OpPraHu3sme.

HanpuMep, reHol,
KogupytoLiue usodpopMbol
reMornoduHag, MNo-pPa3HomMy
OKMUBHbI B
SMOPUOHATbHOM U
B30OC/IOM Mepuogax,
obecneyuBAg AganMALLUto
K KUCJTOPOgHbIM YCOBUSAM.

2nureHemMu4yeckue
MexXaHU3Mbl, mMaKue KAK
MemuiupoBaHUe AHK U
MOguUdUKALUA TUCMOHOB,
perysiupytom BKItOHeHUe
U BblK/1lOUEeHUe reHoB 6e3
usMeHeHuUU camMmou A HK.
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[eHHble n XPOMOCOMHDBIE MYTAaUUUN N UX

nocnencrenad onAa opraHnN3Ma

[eHHble MyMmaLuu npegcmaeagom
cobolU uamMeHeHuU4a B
HYKeomugHou
nocsiegoBamMeibHOCMU,
CrMocobHble UuaMeHAMb
CMpPYyKMypy u PyHKLU U BenKoB,
4MO MPUBOgUM K 30060/1eBAHUAM,
HaMpuMep,
ceprnoBUgHOKIeMOoYHOU aHEeMUU.

XPOMOCOMHble Mymauuu
30MPAruBatomM cCmMpykmMuypbol
UJS1U KOJTU4EeCmMBO XPOMOCOM,
Bbl3blBAA LLUUQOKUU CrieKkmMp
3PpPeKmMoB — om
MAT03aMEeMHbIX GO MAXKENbIX
HacnegcmBEeHHbIX NamoJsioruu.
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MexaHn3smbl BoccTtaHosneHna [HK:

buonornyeckan ponb U KNMHNYECKoe 3HavYeHue

Krnemku exxegHeBHO
UCMblMbIBAOM MblCAYU
noBpexgeHuu OHK,
KOMmopoble
YCMPAHAKMCH
PenapaLUOHHbIMU
cucmemMamu gng
NoggePXaHU4
reHemMu4yecKkou
cmabusibHOCMUI.

DKCLU3UOHHAOH
penapauua ygangem
NoOBPEXJEeHHble
yyacmku u
BOCCMAHABIUBOEM
LLlesTloCMHOCMb
MOJ1eKYynbl C MOMOLLLbIO
cneLuanu3upoBAHHbIX
PepMeHMOoB.

HapyLueHUa amux
MexaHU3MOB MpuBOgam
K HOKOM/ieHUto Mymauuu
U pa3Bumuto bonesHedy,
BK/1HOYOSA PA3/TUYHbIE
POPMbl PAKQA,
NogyepKUBAYE BAXXHOCMb
pernapaLuu.
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ANUreHeTukKa: AONO/THUTEJ/IbHDIC
YPOBHUN KOHTPONA HACNEeACTBEHHOCTH

St L e

MemunupoBaHUe MogudpuKaLuu HekogupytoLliue PHK, nureHemMu4yeckue
Lumo3uHoB A HK rUCMOHOB, MAKuUe HanMpuMep usMeHeHuUa Morym
BJiugem Ha KAK MUKPOPRPHK, BO3HUKOMb NOg
AKMUBHOCMb NreHOB, dLemusiupoBaHuUe U perynupyrom BTUAHUEM BHeLLHUX
yMeHblLUag gocmyrn MemuJlUpOBAHUE, cmMabulbHOCMb PAKMOPOB U gaXke
PHK-nmonumMepasbl K UsMeHdaom MPHK U Mmorym NnepegaBAaMbCa Mo
AHK u nogasnaga CMpPpYyKmMypy 61OKUPOBOMb €é HacnegcmByY, BJ1UAH
MPAHCKPUMLUO. XpOMOMUHAQ, BuUuasa MPEAHCNALLULO, Ha deHomun 6e3
HQ perynauuto obecnevyuBad usMeHeHuUU O HK.
reHHOU 3KCrnpeccuu. NOCMMPAHCKPUMLLUO

HHbIU KOHMPEO/b.
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MpuMepbl HacnepcTBEeHHbIX bone3sHen,

O6YCI’IOBJ’I€I—IHI::IX ownbxKkamu peann3aunn

deHnnKeToHypna — HapyweHne obMeHa
aMUHOKUCNOT

BonesHb cBA3aHA ¢ Mymauueu B reHe PAH,
npuBogaLlel K HegocmamoyHou
AKMUBHOCMU depMeHMA
deHUNaNaHUHrugpokKcusiasol. bes
guemuyecKux orpaHuU4YeHUU HaO GeHUNTaNaHUH
PA3BUBOEeMCH Cepb&3HOoe YMCcMmBeHHoOe
omcmaBaHue.

MykoBucuunpo3s — HapylweHune pyHKUUM
anutenuna

Mymauuga reHa CFTR Bbi3biBAemM
HAapyLleHUe mMpaHcnopmMaA UOHOB B
KIIemKaxX gbixamersbHblX nymeu u
nog»kenygo4dHou »efnesbl. 3ab6oieBaHue
MEPUBOgUM K XPOHUYEeCKUM UHPeKLUdaM U
HAPYLIeHUo nulleBapeHuUs.

HacnepcrBeHHble hopMbl paKa:
MyTaunn 8 BRCA1l n BRCA2

U3aMeHeHUda B reHax-cynpeccopax
onyxoneu yBenuyuBaOM PUCK
PA3BUMUSA PAKA MOMTOYHOU »efie3bl U
GUUYHUKOB. POHHAY gUArHOCMUKA
noMoraem B NpopuIaKmMuUKe u
rie4yeHuu.
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[eHOM YyenoBekKa: OTKPbITUA U
nepcnexKkTmBobl COBpEMGI—II—IOVI FIEHETUKW

CeKBeHMpOBaHVle reHoma
HenoBekKa

3aBepLUeHHbiu B 2003 rogy
MNOOeKM Mo3BOJIU/S
pACLUIUPPOBAMb NMOYMuU BeCb
UennoBeyeCcKuU reHom, omekpbimue
MUIJTUOHOB BApUdLLUU gefnaem
BO3MO)XHOU UHgQUBUQYAU3ALLUKO
NOgXogoB K MeguLluHe.

P S

Monnmopcdunambl u
HacneacTBeHHble 3aboneBaHus

UHguBUgyaQbHble BApuaL,uu
AHK Bnugtom HaA
MNPegpPACnooXeHHOCMb K
bone3HaM, YUMo no3BosiIgem
CO3gaBAMb
MePCOHAMU3UPOBAHHbIE Memogbl
gUArHOCMUKU U mepanuu.

MepcneKkTuBbI reHeTUYECKOW
MeaULUUHDLI

Ucnonb3oBaHUEe gaHHbIX reHOMA
crnocobcmpByem pAa3BUMUIO
HOBbIX JTeKAPCMB U MemogoB
nedyeHuUa, y4umblBAOLLUX
UHUKOTbHble reHemu4eckue
OCOBEHHOCMU KOXXgOro YenoBeka.
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TexHONOr MM reHHoOW MHXXEHEPUN.
AOCTUNXXEHNA N Bbl30BDbLI

UHCTpYMeHTbl pepakTupoBaHua
reHoMa

TexHonoruu CRISPR/Cas9, TALEN U LUHK-
NnanbLeBble HYKMed3bl MO3BOMAOM
npeuusuoHHoO usaMeHamMmb AHK,
OMKPbIBAA HOBble BO3MOXXHOCMU B

JledHeHUU HAac/l1iegCmBeHHbIX 30601eBaHUU.

MpuMeHeHne reHeTUUECKON
UHXXeHepuu

Co3gaomca MPAHCreHHble pacmeHus
U »XUBOMHbIe ¢ ynyylueHHbIMU
XAPAKMepuUCMUKAMU, O MakK»Xe
PA3pABAMbIBAOMCH reHHble
Mepanuu gna koppekuuu gedpekmoBn
y YyesoBeka.

dTnveckune n counanbHblIE BONPOCHI

BHegpeHue mexHonorul cConpsa)eHo
C PUCKAOMU U Buosmuyeckumu
guneMmMamMu, mpedbyrLLUuMU YEMKOro
PerylupoBAHUSA U OCO3HOHHOIO
UCMOS1b30BAHUA gocmuykeHudU.
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NTorn n aHavueHne 3HaHUN O
HacnepcTtBeHHOW MHopMaunu

Peanusayus HacnegcmMBeHHOU UHPOPMALLUU — OCHOBAO UHQUBUgYATbHOIo
PA3BUMUS U 3gOPOBbsA. 3HAOHUSA B 9MOou chepe no3Bondrom apPeKMuUBHO
MPUMEeHAMb reHeMUKY B MeguLLuHe u buomexHooruax, mpebys

ompBemCcmBeHHOTIo Nnogxoga.




