CoBpeMeHHbIC
[peIcTaBJaICHUA O
HACJJICICTBCHHOCTH:
OCHOBHBbIC

KROHIICIIINUA

lccaegoBaHus TeHETUKU U 3IIUTCHETUKU PACKPbIBAIOT CJI0KHbBIC
MEXaHM3Mbl HACIeJOBaHUS ITPU3HAKOB.




HNcTopusa pa3suTusit HAYRHU O
HACJICICTBEHHOCTHU

@ Hayajio reHeTHKU CBA3aHO C OTKPBITUAMU
MeHne g, n3MEeHUBIINMU [TIOHUMaHIIE
HacJieqoBaHUA. B XX BEKe pacKpbITa CTPYKTYpa
JIHK, 3aTeMm pacmm@poBaH 4ye10BedecKUn
T'€HOM, UTO 3aJI0;KNJI0 OCHOBY LIS SIIUTC€HETUKI
1 T€HOTEePpaIIn.




l'eHeTHNUYECKUE OCHOBBI HACJICACTBCHHOCTU
JeJI0BCRKA

1. l'ennl — 310 yyacTtku /IHK, Hecyie
HH@OpMAIUIO 0 0€JIKaX U IIPpU3HaAKax
oprafnmusMma. AJLieau, pasJangyabie POPMbBI OTHOI'O
reta, 00ecIie4nBaloT HACIeCTBEHHYIO
N3MEHYMBOCTDH U PA3INYUSI MCKIY
MHINBUIAMMU.

2. Penorutl popMupyeTcs BCIeICTBUE
B3alIMOJENCTBUS T'€eHOTHUIIA C BHEIIHEN CPETOI.
3akoHbl Mene1s1 00bSICHSIIOT HacCIeI0BaHNe
JTOMUHAHTHBIX U PelleCCUBHBIX ITPU3HAKOB,
HaIIpyMep TPYIILY KPOBU U IIBET I/IA3.




CTpoenue MoJIeKY. 161 JIHR

@ /IHK cocTont 13 1ByX cIUpPaIbHO 3aKPYYECHHBIX @ D ydcioBeUeCKUX KIETKaAX COACPKUTCA OKOI0
1eren, 00pa3soBaHHbIX HYKJCOTUIAMU C TPEX MIJLTUAPIOB IIap OCHOBaHUU. IMeHHO
YCTHIPbMA a30TUCTHIMU OCHOBAHUAMMU: 9Ta JUIMHHAA 1IeIIb OTIpefeIseT
4I€CHNMHOM, TUMNHOM, I'VAHNHOM 1N IINTO3MHOM. p33H006pa3He U YHI/IKa TLHOCTE

I1 BaT g
0CJIe10BATE/IbHOCTD 3TUX OCHOBAHUU KOIUPYET HACICICTBEHHBIX IIPH3HAKOB KAAKIOT0
I'CHETUYCCKYIO MTHPOPMALIHIIO.

WMHIUBUIA.




MexaHu3Mbl 1epeiadyn HacJie1CTBEHHOU
nH@opMaInm

Penymranysa 1HR

TounbIl mpo1lecc KONUPOBAHUS
MoJIeKYIbl IHR 1mmepen nesrenuem
KJIETKHU, 00€CIIedBaIonn
coxpaHeHue nH@OpMaI.

Menos

OcOOBIN TUII KI€TOYHOTO
nesenns, GopMUPYIOIINU
raMeThl ¢ OJIOBUHHBIM HA00POM
XPOMOCOM, VBEJINUYNBAIOIIU
reHeTYeCcKoe pa3Hooopasue.

RpoccuHronep

OOMeH yJacTKaMU ME;KIy
TOMOJIOTUTYHBIMU XPOMOCOMAaMU
BO BpeMd Mel03a, UYTO CO3JaéT
HOBbIE KOMOUHAIIY I'€HOB.

CaydaiiHoe pacrpejae ieHme
XPOMOCOM

HenpeackazyeMoe pacipeaeacHue
XPOMOCOM ITpU (pOpMUPOBAHNU
ramet, (popMupymouiee
FCHETUYCCKYIO YHUKAILHOCTD
II0TOMCTBA.




CpaBHUTEJBHAS XapaKTEPUCTIRA
HACJICICTBCHHBIX 1 HCHACJICACTBCHHBIX

HPU3HAKOB

IIpusHak HacneacrBennbili | HeHac/iecTBeHHBIN
Ta6ﬂnua I[TORA3BIBACT, KAKRMNEC ITPU3HARN

00yCJIOBJICHBI TCHETUYCCKU, 4 KAKUe Llser a3 ;
(GOPMUPYIOTCA IO/, BJAUSHUEM CPE/IbI.

['pyrira KpoBu +

[ITpambl, TaTYUPOBKU - +
He Bce XdPARTEPUCTURHN OPIrdHM3MdA 3dBUCAT

HaIPAMYIO OT TeHOB; BJANSHIE CPeIbl TaK/Ke CriopTuBHbIe
CYIIECTBEHHO. o '

IOCTU>KEeHUS

Poccniickas akajgeMusl HayK



Poab myTanuim B (popMupoBaHum

HACJICACTBECHHBIX IPU3HAKOB

Tunbl MyTaIui 1 uxX
IMPUYIHDI

MyTanuu 0bIBal0OT TOYEYHBIMU,
XPOMOCOMHBIMU U TEHOMHBIMMU.

OHU BO3HUKAIOT CIIOHTAHHO WA

10/ BO3JICUCTBUEM BHEIIIHUX
(bakTOpPOB, TAKUX KaK paguainsg
1 XUMHUUYECKUeE BelecTna.

Bimsinnme MyTammii Ha
3/10POBbE

HexkoTopbie MyTaliu IIPUBOIAT
K HacJ1eJCTBEHHBIM
3a00/1€eBaHUsIM, IPYIHe
CIIOCOOCTBYIOT 3BOJIIOIIOHHBIM
M3MEHEeHUAM U agarTalin
BIJIOB K OKpY;Kalollen cpeje.

IIpumep:
CEPIOBUTHOKJICTOUYHAS
aHEeMUSI

OTO HACJICJICTBCHHOC
3a00/1eBaHNe BbI3BAHO TOUEYHOU
MyTalllie! B reHe reMOrI00MHa,
YTO UBMEHSIET CTPYKTYPY
KPAaCHBIX KPOBSIHBIX KJIETOK U
BJIUSIET HA UX (DYHKIIUIO.



'eHeTHUYECKUE 3200 1€BaAaHUSA: IPUMEPHI U
MeXaHu3Mbl HACIE€T0BaHUSA

(@ Tlenermyeckie 6OIe3HN
4acTo HACJAEAYIOTCS 110
ayTOCOMHO-
JTOMIHAHTHOMY WU
pelecCuBHOMY THUITY, YTO
onpejeaseT
BePOSITHOCTD IIeperadyul
[IpU3HaKa II0TOMCTBY.

@ CeprHoBUIHOKJICTOUYHAA

aHEeMUA, MYKOBUCIIII03
1 reMo(uIs CBSI3aHbI C
KOHKPETHBIMU
FCHECTUYECCKUMU
MYTalusIMHU,
BJIMSIONIIMHI HA
(PYHKIU OPraHnu3MoOB.

@ ['eHeTnYeCcKue TeCThl
1I03BOJIIIOT BBIIB/ISTH
HOCUTEJIbCTBO MyTAallUl,
YTO Ba;KHO JJISI paHHe!
TUAarHOCTUKU U
HPOPUIAKTUKU
3a00/1€e BaHULI.



HacToTa BCTpe4acMOCTH OCHOBHBIX
HACJICACTBECHHBIX 3200 1¢BAHUU

acnpocTpaHEHHOCTb Hac/eACcTBEHHbIX 601e3Heil (Ha 10000 HoBOpO

Jlafaple TOATBEP;KIAI0T HEOOXOTUMOCTD 4.0

PeryIapHOro CKpUHUHIA /19 CBOECBPEMCHHOI0 3.5

BBIABJICHUSA U JIeUCHUS HACIETCTBEHHDIX 30

00JIe3HEN. .

: 2.0

BbICOKasA pacipoCTPaHEHHOCTh MYKOBHUCIINI03a "
MOTUYEPKUBAET 3HAYNIMOCTD F'€HETUYECKOU ‘

PO IIAKTUKNA U TEPAINIL. 1.0

0.5

0

MykoBUCLUMA03 GeHUNKETOHYpUS Femodomnus

BO3 u Munsiapas PP, 2023



MeToabl TeHHOU MHKEeHEPUU U

reHoTepanuu

. Texnomorug CRISPR/Caso mo3BoJisieT TOYHO

peIAKTUPOBATH I'€HOM, UCIPABIAA JePEKTHDBIC
ydacTKU /IHRKR 1 oTKpbIBasg yTh K JICYEHUIO
HACJIEICTBEHHBIX OOIE3HEI.

. I'enorepanud VARE NCITOIb3YVETCA OJIA JECUCHUA

NMMYHOAC(PUIIUTOB 11 HEKOTOPBIX (POPM
HACJIEICTBEHHOU CJIEIOTHI, IIPU 3TOM CTPOTO
peryimpyeTrcs 3aKk0H0IaTe/ILCTBOM
OOJILIIMHCTBA CTPAaH.
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Sranbl perymranum JIHRK: cxemaTnuecroe
&E&@H&%QHMQMM oOecreuynBale TOYHOe KOIMUpoBaHue reHeTndeckon nHdopmanmn

PacnneTeHue CuUHTE3 [TpoBepka u
ABONHOM KOMMNeMEHTapHOU ncrnpasneHmne

cnmpanu uenn AHK OLUMOOK
renIMKkasou nonMmMmepason 9K30HYKNleazamm

dopmmpoBaHue
OBYX

NOEHTUYHbIX
Monekyn OHK
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RJ104eBble aclleKThI AIINIreHeTURU

2

v

v

MernaupoBaHue
JHR

Jlo0aBsIeHUE
MEeTUJIbHBIX I'PYIII K
JIHR perymupyet
AKTUBHOCTD I'¢HOB 0€3
N3MEHEHUI cCaMoOn
IMOCJAETOBATEILHOCTU,
BJIUASI HA BaKHbIC
(pU310JI0rNIYEeCKUE
[IPOIIECCHI.

Momnduramus
I'ICTOHOB

XUMHNYECCKIEe
U3MeHeHUs 0ETKOB
TMCTOHOB MEHSIIOT
CTPYKTYPY XpoMaTHHa
1 TaKUM 00pa3oM
KOHTPOJIUPYIOT
JTOCTYITHOCTD I'€HOB
I CAUTBIBAHUA.

Hac.ienyeMmocTh
AMUICHE THYCCKUX
IPU3HAKOB

HexoTopnbie
AMUTeHETIYECKUE
METKU MOI'YT
reperaBaThCs
IIOTOMCTBY, 4TO
TeMOHCTPUPYET CBI3b
Me;KITY BO3/IeNCTBIEM
CpEeJIbl U
HACJIEICTBEHHOCTDIO.
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BausiHue oxkpysKaionie cpeabl HA TeHETHRY

[InTanue BamugeT Ha
AMUTCHETUYCCKUN
KOHTPOJIb I'€HOB;
preduuuT poaIaToB B
repuox oepeMeHHOCTH
MO’KeT BbI3BaTh
IIOPOKU pa3BUTUSI
HEPBHOU TPYOK.

CTpeccoBblIe
CUTYaInn
AKTUBUPVIOT
pPETVIATOPHBIE TeHDI,
N3MeHISd CUHTES
OEJIKOB U BJIMAL HA
COCTOSHIIE 3/I0POBbS U
[MOBEIeHUA
MHINBUIYYMA.

Pusnueckas
AaKTUBHOCTD CII0CO0OHA
N3MEHUTDb VPOBEHD
9KCIIPeCCUN
crieryu@PuuUeCcKux
reHOB, yIy4linasti 0OMeH
BEIIECTB U 3alnias
OT HEKOTOPBIX

3a00Ie BaHUIA.

Bozgeucrpue
3arpsA3HUTEIen
IIPUBOINT K
MUTeHETUYECKUM
HAPVIIEHIUSM,
TIOBBINIAA PUCK
OHKOJIOTMYECKUX U
XPOHNYECKUX
00J1€e3HeN Yy Hace IeHU.
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CoBpeMeHHbBIC JOCTUKCHUS B N3YUCHUU
r¢HOMA Ye. I0BCKA

SapepuicHue IIpoexkra «I'eHom
YCJI0BCKA»

B 2003 rony 3aBepiireHa pacium@poBKa
II0JIHOT'O T€HOMA 9eJI0BEKa, UTO /1AJI0
VHUKAJIbHbIE TaHHbIE O TeHETUYECKOM
Marepuaje 1 OMOJIOTM4eCcKOM Pa3HO00pa3nnm.

Pa3zBurne TeXHOJI0TNI CEKBEHUPOBaHA

TexHoorum Caeayrmero moKoJaIeHuA
II03BOJISIIOT OBICTPO U JENIEBO
AHATN3NPOBATh T€HOMBI HA YPOBHE
OTIEJIbHBIX NHIUBIIOB, OTKPHIBas
BO3MOKHOCTU JIJII METUIITHBL.




leHeTnueckue 00.1€3HU U METO/IbI
TUArHOCTUKU

3a00/1eBaHue

I'en

MeToAbl JUArHOCTUKH

MykoBucCL103 CFTR [ILIP, cekBeHMpOBaHue
DeHUIKeTOHYpUs PAH HeoHaTanbHbI CKDUHUHT
Temodunus F8, F9 [eHeTHUECKWUU aHATU3

HamnmonaabHble METUIINHCKUE IIeHTPhI PO

OcHOBHbBIE HACIEICTBEHHDBIE 3a001€BaHUA U

COOTBETCTBYIOLIMEC METO/AbI BbIABJICHIA MYTaHI/Ifl.

MoaeKyrgapHasa IMarnoCTUKa CyleCTBEHHO
IIOBBILIAET TOYHOCTDH O0OHAPY:KEHNS HACIEICTBEHHDIX
3a00/1eBaHUN U II03BOJISIET BBIIBUTH HOCUTEIBCTBO
Ha paHHUX CTAIUAX.
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dTHYECKUE U TPABOBbIE BONPOCHI FTeHHOU
NnH;KeHepuu

® DBMemareabCTBO B TeHOM AMOPUOHA ® B Poccuiickou ®eneparu u EC
BBI3BIBAET OMACEHUS I10 IIOBOIY 3aKOHOIATEJIbHO 3alpelleHo VIVUIIeHIEe
HENpeIcKa3yeMbIX ITOCIETCTBUN LI YyeJI0BEYECKUX XapaKTePUCTUK, HO
IIOTOMCTBA U ATIYECKOU IIPUEMIEMOCTH paspelieHa TepareBTuuecKas

TaKNX N3MEeHEeHUI. reHorepanug 1o CTporuM KOHTPOJIEM.
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MeXaHI3MBbI Peryisaiunm SKCIIpeccul reHoB

beaku-perpeccopsl 1 aKTUBATOPBI CIIOCOOHBI IIEPEKIIOUATD I'eHbl B aKTUBHOE MU
HEeaKTUBHOE COCTOSHUE B 3aBUCIMOCTH OT IIOTPEOHOCTEN OpraHmu3Ma.

CrienuaibHbIC HYKJICOTUIHBIC ITOCACA0BATECIbHOCTH 1 MaJjIble HeKoqupyoue PHR
PETVINPYIOT TPAHCKPUIIIINIO TeHOB U ycTonmunBocTh MPHK.

Bueninue akTopbl, BKIIOYast TOPMOHBI I CTPECCOBBIE CUTHAJIBI, UBMEHIIOT aKTUBHOCTD
reHOB, PEryINPYd CUHTE3 yKU3HEHHO BayKHbBIX O€JIKOB.
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Bausgnue reHeTUKN 1 BHEIIHEU cPeIbl

HeKoTopble CI0;KHbIE IPU3HAKU 3aBUCIT OT
B3alIMOJIENCTBUSA TeHOB 1 (DAKTOPOB OKPY KaIoIIen

CpeEabl, 4TO YCIAO0KHACT ITOHUMAHNEC HACJIEAYEMOCT .

JlJaHHbIE ITOATBEP:KIAIOT, YTO 'eHETHUKA UI'paeT
BEAYVIIYIO POJIb, OMTHAKO BJIUSHUE CPEIbI SIBISCTCS
3HAYMMbIM 1 HEOTHEMJIECMBIM 3JIEMEHTOM PA3BUTUA
IPU3HAKOB.

B reHetvka [ Cpepa

HanuoHaibHOe reorpaguueckoe 001ecTBO, 2022
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CoBpeMeHHbIe TEXHOIOINN OMONH(MOPMATUKN U
TeHOMUKU IO3BOJIAIOT CO31aBaTh MHINBUAVAIbHBIE
CXEMBI JJedeHUd 1 PO IIaKTUKHU 324001 BaHUIA.

MesKayHapoIHbIN sKYPHAJI TeHOMUKU, 2023

2025

roIoM OsKUIaeTCs
MacCcoBO€ BHeIPEHe
[ICPCOHATU3UPOBAHH
OU reHoTepaInu B
KINHUYECKYIO
MPAKTURY




HacieicTBEHHOCTD B
COBPECMCHHOM

0O0IIECTBE: BHI30OBBI U
[CPCIHCKTUBDbI




