O630p: N'eHeTUYECKME OCHOBDI
MHAUBUAYAJIbHOIO PA3BUTUS

I3yyeHmne HacneaCcTBEHHbIX GAaKTOPOB, BAUSAIOLLMX HA PAa3BUTUE U
OCOHBEHHOCTU KaXXOoro yefnoBeka.




OHTOreHes  reHeTUYECKUe BIUAHUS

OHTOreHes — npouecc opMMpoOBaHUSI
OpraHmM3mMa OT OMJ1I040TBOPEHUSs! A0
3penocTu. [ eHeTMKa pacKkpbiBaeT poJsib
JIHK, XxpomMocoM 1 myTaLlMn B pa3BuUTuUmn
NMPU3HaKoB 1 Npeaynpe>kaeHnn
bonesHen.




CTpyKTypa u coaep)xaHue 4yeoBevyeckoro reHoma

eHLI — cTpouTesbHLIe 6510KU XpOMOCOMbLI — HOCUTEsNN [eHOM — 061eMJ1IeHHLIN
HacenCcTBeHHOCTU reHeTnyecKkoro Mmarepuarsna TEeKCT >KU3HU

B yenoBeyeckoM opraHmsme Bcero 46 XxpoMocoMm: 44

cogep>kutcst okono 20 000-25 ayTOCOMbI 1 2 MOSI0OBbLIe

00O reHoB, Ka>KabIN N3
KOTOPbLIX 3aHUMAET YHUKaSIbHOoe
MeCTO B XpOMOCOMaX,

obpasyrT KapuoTun,
obecneunBasl nepenavy

onpenensisi pasHoobpasue HacnencTBeHHOM
PYHKLIMA N NPU3HAKOB. NHpOpMaL NN Ha KITETOUHOM
YPOBHe.



[eHOM U Kapunotmn. uUHanBmaAyaJibHble OCOOEHHOCTH

KapnoTtun xapaKkTepusyeTcsl
CTabUSIbHLIM YNCIIOM 46 XPOMOCOM
Cc onpeneneHHon popMon u
rpPyNnnMpOBKOW, UTO BaXKHO AJ151
NpaBubHONo pa3BMUTUSI OpraHU3Ma.

22 Napbl ayTOCOM OTBEeYaloT 3a
oS WMHCTBO COMATUYECKMNX
MPU3HaKOB, TOr4a Kak o4Ha napa
MOJSI0BLIX XPOMOCOM onpeanensieT
buonoruyeckmnim non.
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YHUKaNbHOCTL YenoBeKka B
reHeTnKe obecneynBaeTcs
pa3Hoobpa3unem annenen,
HacsieayeMbiX OT 06ounx poauTenen,
UTO CO34aeT MHOANBUAYASIbHLIN
reHoTunmn.



Meino3: UCTOYHUNK FreHEeTNYEeCKOro pasHoobpasus

PenyKkunoHHoe geneHve u popmMmmpoBaHue KpoccuHroBep — o6MeH reHeTUYeCKUM BeposTHOCTL YHMKaJIbHOro Habopa annenen

ramet MaTepuasiom

Meino3 cokpallaeT YMcJZIo0 XpOMOCOM B BOE, B npoLiecce menosa nponicxoant obmeH Ka)knooe neneHve conpoBoXkaaeTcsl

yTo obecneumBaeT reHeTUYECKYH cermMeHTaMum mexkay roMoJSIOrMYHbLIMU C/ly4yanHbIM pacnpenesneHMeM XpoOMOCOM,

CTabUIbHOCTL B MOKOJIEHUSIX U XPOMOCOMaMM, YBenMumnBasl pasHoobpasune CHU>Kas1 BepOSITHOCTL COBMadeHNN n

BapLATUBHOCTL HACNeOCTBEHHbLIX MPU3HAKOB. reHeTuYecKknx KoMBMHaLLMI B MOTOMCTBE. dopMUpYyst YHUKASbHLIE FTEHOTUMLI Y KaXK40ro
MOTOMKa.



[ perop MeHOenb ycTaHOBWIS
3aKOHbLI JOMVUHNPOBaHUS U
pacLuenneHunsl, obLsIcCHsIOLL ME,
KaK yepThl MepenaroTcsl U

MPOsSIBJISIFOTCS Y HadJ1e AHNKOB.

JloOMUHaHTHbLIE anenu
npeobnanaroT B deHoTUmne,
Torna Kak peL,.eccuBHbIe
NPOSIBSISIFOTCS MNLLL NPU
FOMO3UIOTHOCTU, YTO BIUSIET Ha
BapuaLM NpU3HAKOB.

[IpyMepaMu cny>KaT Kapumn rnas
" ronybom — NOMUHAHTHbLIN U
pPeLecCUBHLIN LBeTa
COOTBETCTBEHHO, a TaKk»Ke
Hacsie4oBaHMe rpynn KpoBu Mo
cuncteme ABO un Rh.

OcHoBbl HacnegoBaHUs NPU3HAKOB



[lonureHHoe HacnepgoBaHUe CJI0OXKHbIX NMPN3HaAKOB

MHormne npmsHaku
3aBUCSIT He OT O4HOro
reHa, a ot
B3aMMOOEeNCTBUSI
HeCKOJIbKNUX — 3TO
MnosniMreHHoe
HacsienoBaHue,
dopmMumpytoLlee
KOMIJIEKCHLIE
XapaKTePUCTUKWN.

[POCT yenoBeka
perynumpyetcst bonee yem
40 reHamu, UTo

OO bLSICHSIET LLMPOKNM
nmnariasoH Bapuaumnm u
UYBCTBUTENLHOCTL K
YCJTOBUSIM OKpY>KatoLl.en

cpenbl.

O3

LIBeT KOXKU — pe3ynbTaT
COBOKYMHOro OencTBus
MHO>KeCTBa reHOoB,
BJSINSIHNE KOTOPbIX
YCUNTNBAETCS1 UK
ocnabnsietcst akTopom
cpefbl, TakKUM KaK
COJIHEYHOE U3NTyUYeHune.

IHTenneKT TaKk>Kke
paccMaTpUBaEeTCsl Kak
MOJSINreHHbIN NMPU3HAK,
NnoaBep>KeHHLIN KaK
HacsleA,CTBEHHbIM, TaK U
BHELUHUM COLLMalbHLIM U
obpasoBaTesibHbIM
daKTOopaMm.
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OnpenenéHHbIe annenm sHaunTenbLHo 7_ 1 o pa3
NOBLILLAFT BEPOSITHOCTL BO3HUKHOBEHMUS]
cepbE&3HbIX 3aboneBaHny, BAUSISI Ha PaHHIOK

OMNArHOCTUKY U MpodUnaKkTuKky.

yBerIMunBaeTCs1 pUck
pPa3BUTUSI BonesHn
AnbUrenmMmepay
HOoCUTenen annens
APOE4.

lccnenoBaHust reHeTUKKM 3aboneBaHun, 2023




CpaBHEeHMne MOHOIreHHbIX U NOJINFreHHbIX 60n1e3Hen

—1___— Tabnuua 0eMOoHCTpUPYeT OTINUUNSI B MeXaHU3Max
Hac/enoBaHWUS U KITMHUYECKNX NPOSIBIIEHUSIX OBYX
TUMNOB reHeTUYecKnx 3abosieBaHUN.

_— MoHoreHHble 6one3Hu nerye oMarHOCTMpoBaTh U
NPOrHO3MpPOBaTh, MOJINreHHbIe CJZI0XKHee 13-3a
MHOIOreHHbLIX U CpenoBbIX BIIUSIHUA.

% YuebHuK 6uosnoeuu 10 Knacca




HeJ/ioBeKa

MOHOreHHble NMPpU3HaKU. NpoCTasi
HadlenyemMocCTbh

MoOHOreHHbIe NPU3HAKK, TakMe Kak
rpynna KpoBu Un anbouHU3M,
rnepenaroTCsl Uepes O MH reH U
NPOSIBMISIFOTCSI NpedCcKka3yemo, UTo

ooJieryaeT nx nsyyeHme M AmMarHOCTunKy.

HacnepoBaHue npn3HakoB U 3a60/1eBaHUN Y

NonureHHbLIe NPpU3HAKU U UX CJTIO>KHOCTDL

[MonureHHble NpU3HaKK, BK1HOYas
NHTENNEKT N POCT, POPMUPYHOTCSI MO,
BNINSIHNEM MHOIMX reHoB U paKTOpOB
OKpYy>KatroLlen cpefbl, YTo co3naeT
BapWaTUBHOCTL M C/IOXKHOCTL MPOrHO3a.



BnvaHue MyTauum Ha pasBuTUE opraHmMsmMa




JNUreHeTukKa u MHAUBUNAYAJIbHOE Pa3BUTUNE
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O NMoHMaHune BInsIHUS cpebl
O O o VlCCﬂe,EI,OBaHI/ISI MoKa3aJjin, yuto
O e NMMTaHWe, CTpecc 1 aKoJiormyecKkume
O o yCJ'IOBVIVSI MO,}J,I/ICI)VILI,VIpyI-OT 2NMMreHom,
O 0O BO340eNCTBYS Ha CI)EHOTI/II'I N MOIyT

Hauano uccnepnopaHust annMreHeTUKU
C cepeguHbLI XX BeKa yUYeHble
OTKPbLUTN MeXaHU3MbI
MeTunnpoBaHust JHK n

Mo OanPUKaL MM rMCTOHOB, BAUsIKOUWL e
Ha aKTUBHOCTL reHoB bes3

N3MEHEeHMUs1 UX NocnenoBaTesibHOCTW.
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nepenaBaThCsl CeayoLlnm
NOKOJIEHUSIM.

CoBpeMeHHbIe OTKPLITUSI U
HanpaBJieHus]

[MocnenHme nccnenoBaHus
PACKPbLIBALOT POJib SMUTEHETUKN B
XPOHMNYecKnx 3aboneBaHmsx u
aJanTaLnNOoHHBLIX MpoLLeccax, uto
OTKPbLIBAET HOBbLIE BO3SMOXKHOCTM
05151 Tepanmm n NpoduiiakTUKu.



DKCMpeccus reHOB perynmpyeTcs
cneunanbHLIMU SSIEMEHTaMMU,
TaKUMU KaK MPOMOTOPbI, rae
HAUMHAETCS TPAHCKPUTLLUSI, U
SHXAHCEepbI, yCUMBakoLme
aKTUBHOCTL reHoB. Penpeccopbl
NpensiTCTBYHT Ype3MepHOW

aKcnpeccuun, obecnevmBast 6anaHc.

BnunsiHne BHeWHNX PaKTOPOB,
BKJIFOUAs FOPMOHLI U
SKOoNnornyeckme cUrHasbl, UsMeHsiet
AKTUBHOCTL NreHOB B pa3Hble
nepmonbl >kKU3HW. Hanpumep,
rOpMOHanbHbLIN GOH NOAPOCTKA
CTUMYIINPYET SKCMpecCcuro reHoB
rOpMOHa pocTa 4151 Pa3BUTUSI
opraHusma.




[eHeTUUYecKUe 3a60/1eBaHNS: NPUMepPbI U NpUpoaa

MyTaunm B oTAesNbHbLIX reHax BeayT
K HacnencTBeHHbIM 3aboneBaHusim,
HanpumMep, PeHUTIKETOHYPUSI
BbI3bIBaeTcst AedpeKkToM [PAH-reHa,
HapywarLwmnm obmeH
deHnnasaHnHa c onacHbLIM
HaKonJeHneM TOKCUHOB.
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MyKkoBucunno3 obycnoBneH
MyTaumen B reHe CFTR, uto
npmuBoauT K cbosim B paboTte
ObIXaTeslbHOW 1 NULLeBapuUTenbHOW
cucteM. PaHHsIs1 AnarHOCTMKa
MO3BOJISIET MPUMEHSITL JIeueHne u
KOHTPOJSIMPOBATL CUMMTOMLI.
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MHoOrme reHeTUYeCKME
3abosieBaHms1 MPOSIBASIFOTCS C
pPOXKOeHus1, TpebyroT
CBOEBPEMEHHOIO BbISIBIEHWS] U
KOMIJ1IeKCHOro noaxoaa K
TepaneBTUYECKOMY U
NMNeTnyecKkomy yxonay oJisi
YIYULLEHNS KAUeCcTBa »KN3HU
NnauneHTOoB.






TexHonorumst CRISPR/Cas9

NnpenocTtaBsisieT ToOuHoe u
3P PeKTBHOE CpeaCTBO
0151 BHeCceHus UsMeHeHn B
JIHK, akTUBHO

NCMNOJ1bL3YETCS B
nccnenoBaHusIX u
MoTeHLMaNbHO B Tepanuu
HacJle A CTBEHHbIX
3abo51eBaHnn.

TAJI-HYKneasbl N LLMHK-
nanbueBble HyKJleasbl —
asibTepHaTUBHbLIE
NMHCTPYMEHTLI,
no3BossioLne
penakTnpoBaTlh NreHOM C
BLICOKOW
cneumndpmnUHOCTLH,
OBepLUEeHCTBYSI NoAX0Abl K
KOppeKL N reHeTnYeCcKknx
negpeKkToB.

PenakTMpOBaHMe reHoMa
MPUMEHSIETCS! [OJ15]
CO30aHNS YCTONUUBBLIX K
BosiesHsIM pacTeHUn u
>KNBOTHDbIX, YTO yJlyYllaeT
cesibCKoe X03SINCTBO U
crnocobcTByeT pasBUTULO
OMOTEeXHOJIOMUN.

Bonpochkl 3TnKK
penaKkTUpoOBaHUSI
YyesiloBeyYeckoro reHomMa
CTAHOBSITCS! LeHTPasIbHbLIMU
B Me>KOyHapoOHbIX
NINCKYCCUsIX, Tpebys
BanaHca Me>Xkaoy HayYHbLIM
Nporpeccom u
MOpaibHLIMWN HOpPMaMM
obuiecTBa.

CoBpeMeHHble MeToabl pefaKTUpOBaHUA reHoMa



[eHeTunyecKoe KOHCY/IbTUpPOBaHMe n npodunnakTuka
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Ponb KOHCYJILTUPOBaHWS NMPpU
HadleOCcTBeHHbLIX 6onesHsx

[[eHeTnyecKkoe
KOHCYJIbTUPOBaHMEe NoMoraeTt
CeMbSIM MOHSITbL PUCKU Nepenayun
HacJie4CTBEHHbLIX 3aboneBaHnn,
npenocTaBnsist UHPOPMaLLNHO U
noanep>kKy 4Jis1 NpUHSITUS

pELLIEHVIVI O MJ1aHNpoBaHN CceMbW.

MOHEKVHSIpHO-FEHETMHECKaﬂ
ANarHoCTuKa

CoBpeMeHHbLle MeTo bl aHasIM3a
JIHK no3BonsitoT TOUHO
BbLISIBASITL MyTaLumn, onpenensTh
cTerneHb pucka n BbIbnpaTh
onTUMasnbHble
npodunakTnyeckme mepbl Ossl
Oy ayL X MOKONEHU.

NMpodunakTnka n CKPUHUHT
HOBOPO>KOEHHLIX



[eHeTnKa B COBpeMeHHOW MeguLuHe

JlnarHoctumnka
Hac1le 4, CTBEHHbIX U
C/NOXKHbLIX 3abosieBaHN
cTasia 6osnee TOUHOM
6naronapsi
CeKBEHUPOBAHUK HOBLIX
MOKOJ1IeEHUN,
MO3BOJISIOLLEMY
noapobHO n3yyaTb
reHoOM NaLuUneHTOB.
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XpOMOCOMHOe
MUKPOUNNNPOBaAHUE
BbLISIBSISIET CTPYKTYPHbIE
N3MEHEHWSs B
XPOMOCOMaX,
crnocobcTByrowme
CBOEBPEMEHHOMY
obHapy>KeHunto
natonornm n paspabotke
MHONBULOYANbHbIX
neyebHbLIX NJ1IaHOB.

o

[lepcoHanmM3snMpoBaHHasl
MedNLMNHA YUNTbIBAET
reHeTnyecKkme
0cobeHHOCTU NaLLMeHTa
st nogbopa

3P PeKTBHOU Tepanuu,
MUHUMMN3NPYST MOBOYHbIE
3P PeKTbl N MOoBLILLAS
pe3ysibTaTUBHOCTL
neyeHusl.

[1lpymMepoM ycrnewHoro
MNPUMEHEHMWNS! SIBNSIETCSI
TapreTHasl Tepanusi B
OHKOJ10rnu,
BO3OeMCTBYHLLAsl Ha
KOHKPETHbLIe
MOJIEKYNSIPHbIE MULLEHN,
UTO CYLLLEeCTBEHHO
ynyJllaeT NporHos u
KauecTBO »KU3HWU
BoNbHbLIX.



MeXxayHapoaHble uccneaoBaHuUs U NepcneKkTUBDI
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NpoeKkT "NeHOM yenoBeka"

3aBepuweH B 2003 rony, ctan pyHOAMEHTOM
0J151 NTOHUMaHWST CTPYKTYPbl U PYHKUNN BCex
reHOB YesioBeKa, OTKPbLIB HOBLIE FOPU30OHTLI B
MeguuunHe n buonormn.

NpoekT «<1000 reHOMOB»

Paclumpwn 3HaHUS1 O FeHEeTUYECKOM
pa3HOoO06pa3un pasHbLIX NONYAsILUA MUPA,
noKkasaB BapuaLMn U nx BAMSIHNE Ha
30POBbLE, UTO BAXKHO AJ151 rlobanHON
MeANLLNHLI.

|
h‘lll“il‘ .

MCCHE.D,OBaHI/Ifl ANMNreHoMa

I3yuyeHne snnreHeTUYECKUX USMEHEHWUIN Ha
Me>KAyHapO4HOM YPOBHE pacKkpbIiBaeT CBsI3b
MeX<kay reHamMu, cpeon 1 3aboneBaHmem,
cnocobcTBYS pa3paboTke HOBLIX TepaneBTUYeCcKUxX
No4xo000B.



[ eHeTUKa KakK K104 K MTOHUMMAHUIO
NMHANBUAYAJIDHOIO Pa3BUTUSA

[[eHeTnyecKkmne MexaHm3Mbl COBMECTHO C BHeLWHUMKN paKTopamMiu
POPMUPYHOT YHUKANLHOCTbL Ka»Ka0ro yesioBeKka, obecneumBas
PYyHOAMEHT AOJ151 NepCoHaNMM3NpoBaHHON MeAUNLLUHLI M 9P PEeKTUBHOU
npodunakTnkn 3aboneBaHumn. ’ e




