O630p: HacnencrBeHHas
M3MEHYMBOCTb KaK OCHOBA
OMOJIOTUYECKOTO PAa3HOOOPA3U S

[eHOTMNMYECKASA M3MEHYMBOCTb — beH,EI,CIMeHT IBOo/TOUMNN N aganNTAULNN XKUBbIX
OpraHnN3MoB.




3HayeHue
reHOTUIINYECKOU
N3MEHYUBOCTU B
OMOJIOTUU

[eHOTMNMYeCcKas N3MEHYMBOCTb — KJ1HOY K
HACeACTBEHHbIM OCOHEHHOCTAM 1 PA3HOOH6PA3UIO
>XMBbIX OPraHmM3MoB. E€ nsyyeHmne Ha4anochb C
OTKPbITU MeHaensa, a pasBUTUE MOJIEKYIAPHOM
reHeTUKM PACLLIMPUIO MOHUMAHKME MEXOHU3MOB U
3HAYEHMS 3TON M3MEHYMBOCTU 15 IBOJIIOLUN U
cenexkymn.




[loHsgTHE HacIeICTBEHHOU M3MEHYNBOCTU

1 2
HacneacrBeHHAS M3MEHUYMBOCTb CBA3AHA C B oTanume oT MOgMPUKALMOHHOW, OHA HE
M3MEHEHUAMMN B FEHAX M XPOMOCOMAX, KOTOPbIE 30BUCUT OT YC/TOBUIA BHELLUHEN cpefbl M YCTOMYMBO
MOryT NepenaBaTbCs NOTOMCTBY, hOpMUPYH NPOSBASAETCH B MOKOIEHUAX HE3ABUCUMO OT
reHeTn4YecKoe pasHoobpasue. br3ronormyeckmnx NpoLLEeCcCcos.
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2TA U3BMEHYMBOCTDb CJITYXKUT OCHOBOW OJ151 NOABIEHNSA HOBbIX HAC/IEACTBEHHbIX NMPN3HAKOB N 3AJTIOXKEHA B CTPYKTYPE

HAcC/eaCcrBeHHOro Mmartepmarnia.



YPOBHU MPOSABJIEHUS HACJIEICTBEHHOU
N3MEHYUBOCTU

1 2
MoneKynapHbIN YypOBEHb — U3MEHEHUS [€HHbIV YPOBEHb — HAINYME PA3TNYHbBIX
OTAENbHbIX HYKNeoTnaoB [HK, npuBoasawme annenemn ogHoro reHa, obecnevynBaroLLMX
K MyTAUMAM B FEHAX U BAUAIOLLME HO UX BAPMALUN NPU3HAKOB BHYTPW NOMNynAaLUnn.
pyHKLMN.

3 4
XPOMOCOMHbIN YPOBEHb — MEPECTPONKMU [€HOMHbIN YPOBEHb — M3MEHEHKEe YUCIIa
CTPYKTYPbl XPOMOCOM: geneunmn, oynankaumu, XPOMOCOM B KJIETKAX, HANpuMep, TPMCOMUU,
MHBEPCUUN, KOTOPbIE MOTYT HAPYLLUATb FreHbl U OKO3bIBAKOLLME 3HAUYUTENIbHOE B/IUAHME HA

Mx pabory. PA3BUTME OPraHM3MA.



MexaHI/IBMPI BO3HUKHOBEHUS
N3MEHEHUU

I'TCHOTUIINYCCKUX

MyTanuu Kak ICTOYHUK n3MeHeHui KpoccuHrosep — oOMeH y4acTkamu
MEXKAYy XpOMOCOMaMH

MyTaumm BO3HMKAIOT 13-3a OLLMOOK

penInKaumm IO HK nnn Bo3gencrBma BHELHUX Bo BpeMsa Me03a roMo1I0rMyHbIE XPOMOCOMBI
(hOAKTOPOB, TAKMX KAK PAANALMSA U XMMUYECKMe — OOMEHVMBAIOTCS YYACTKAMM, YTO (hOPMUPYET HoBbIe
BELLECTBA, U3MEHSAS CTPYKTYPY reHeTUYEeCKOro co4yeTaHnd reHoB y noTtoMcCcTBd, yBe/IMYMNBAA €ro

MaTepuana. reHeTn4yeckoe pG3HOO6pG3VIe.

CiyyailHO€ COYeTaHUe XPOMOCOM IPU
OTLJIOIOTBOPEHUU

B Ka>kpoM onnogoTBOpPEHUN MPOUCXOOUT CyYaiiHOe
obbeanHeHne XPOMOCOM OT poauTesnien, CoO340BAS
YHUKQJ/IbHbIE FEHETUYECKME KOMOMHALMK Y KOXKO,0ro
MHOMBUAQ.

['eHHas pekoMOUHALYS U
TOPU30HTAJIbHBIN [TIEPEHOC

Y 0QHOKNETOYHbIX OPraHU3MOB FreHHAS
PEKOMOMHALMS 1 MEPEHOC FrEHOB MEXAY PA3HbIMMU
BUAOAMMU CMOCOOCTBYIOT ObICTPOMY BO3HUKHOBEHMIO
HOBbIX FrEHETUYECKNX BAPUALLUIA.

™



MyTtanny Kak UICTOYHUK HACJIEICTBEHHOU
N3MEHYUBOCTU

—n
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BosmericTBue BHemHUX pakropoB Ha [THK  OmubKu B IIpoLecce pervuKanum CTraTucTKa MyTauy y YesloBeKa
Paamaums n xuMmyeckme MyTareHbl Bbi3bIBAKOT Mpu KonupoBaHuM JHK MOryT BO3HMKATL OLLINMGKM B cpeanem KG)Kﬂb'Ml‘:)%”OBeK Hacnenyet OKoso OAHOM
pa3pbiBbl M owWnbKKM B AHK, uto npnBoauT K 30MEeHbl, BCTABKU WX YOONIEHNA HYKTE0TUL0B, RHOBOM MyTaALAM HA MMTNINIOHOB HYKNEOTMAOS,

OO0MbLUMHCTBO U3 HUX HeIZTpCU'IbeI n HE BTNAKOT HA

nodABJ1IEHNIO MyTOLLMVI, SAKPENIAarLWLNXCA B KOTOpPblIE CTAHOBATCA MCTOYHMKOM HOBbIX MyTCILLMVI. 300pOBbe

HaCcnegCcrBeHHOCTW.




Kiaccudukauusa v GOpMbl MyTalUn

ToukoBble MyTALMM — 3AMEHQA, BCTABKA WM yOa/eHNE OAHOIMO-ABYX HYKN1e0TUO0B, BAMAOLWME HAO OTAENbHbIE FEHbI U UX
pYHKLMOHNPOBAHME.

Heneunn n oynnvkaumm — noteps UM yaoBoeHne pparMeHToOB XPOMOCOM, M3MEHSIOLLME KOSTMYECTBO FEHOB M X SKCMPECCHUIO.

HBEepCUM N TPAHCNOKALMN — NEPECTPOMNKA YHYACTKOB XPOMOCOM, MPWY KOTOPOM MPOMCXogmMT obpalleHne Unm nepeHoc
hparmMeHTOB, BAMSAOLIME HO HAC/IEOA0BAHME.

[€HOMHble MyTAUUN — M3MEHEHME YMCIIO XPOMOCOM B KNETKAX, MPMBOLALLEE K AHEYMIONOUAM, HONpUMep, cuHapome [layHa m3-
3a Tpucommm 21.



PekoMOuHaLMS U €€ poJib B QOPMUPOBAHUU
pa3H006pa31/151

1 o

PekoMbmnHauua B npouecce Meo3a CBA3bIBAET
reHbl B HOBble KOMBOMHALMK, yBENNYMBAS
reHeTn4ecKoe pasHoobpasme NOTOMCTBA U
cnocobcTBYS aganTaumMm BUOOB.
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KpoccnHroBep, KOK MEXAHU3M PEKOMBUHALLNN,
obecneumBaeT obMeH yuyactkamu JHK mexxgy
rOMOJTIOrMYHBbIMN XPOMOCOMOMMU, CYLLIECTBEHHO
NOBbILLIAA BEPOATHOCTb NOAB/IEHUSA HOBbIX
YHOCNeO0BAHHbBIX MPU3HAKOB.




JIabopaToOpHbIE METO bl NU3YYEHN S HACJIEICTBEHHOM
M3MEHYMBOCTU
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CexBeHnupoBanue JHK — kmouyeBoit meton,  Metog [P — amnnudukanysg y4acTKOB  AHAJIM3 MUKPOCATEJJIUTOB U DJIEKTPOPOPE3

HK
OnpeneneHve NocnenoBaTeIbHOCTU HYK1eoTUO0B o N3yyeHre NoBTOPAIOLMXCA NOC/efoBATEIbHOCTEN 1
NO3BOJIAET BbIAB/IATb TOYHbIE MYTALIMN U FTEHETUYECKME pasnenenne JHK dparMeHToB No pasmepy AdoT
BAPUALMU, ABNSAACH OCHOBOW O/19 U3yYeHns [NonvMepasHas LenHas peakums No3BoNSET ObICTPO  HHOPMALMIO O FEHETUYECKON CTPYKTYPE MOMysiLuii 1
HacneaCcTBeHHOCTM. KOMWPOBATb OTAEe/bHble cerMeHTbl JHK, yckopas HOCNeACTBEHHbBIX MPU3HAKAX.

AVNATHOCTUKY N AHAJTN3 HAC/Te4CTBEHHDbIX N3MEHEHUI.




[I[puMmepsl TeHOTUTINYECKOU U3BMEHYUBOCTU Y
>KVBOTHBIX
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Pasznoobpasue nopo, cobax ['eHeTHKa OKpPACKU KOIIEeK Bapuanuu y 1ab0paTOPHBIX MbIIIEN

Y Mbiwen HacuuTbiBaeTcsa cBbie 20 000 reHeTUYeCKMXx
MyTaumnm B reHax, peryampytowmx MeTOHUH, .
Bonee 400 nopopn cobak co3ngaHbl 6narogaps yTaL, perynmpytoLL BAPNALMIA, KOTOPBIE BAVSIOT HA UMMYHUTET 1

MYTALMAM 1 OTOOPY, YTO OTPAXKAET LIMPOKUIA CNeKTp  ONpeaensioT PasHoobpase OKPACOB 1 y30P0B Y hEHOTUMUYECKME XAPAKTEPUCTUKN AN MEOAULIMHCKMX
HACNEeOCTBEHHbIX MPU3HAKOB M a4ANTALMNA. Kowek, Bkto4vaa snmaHme reHa MC1R. McCnenoBAHUIM,

1(



[eHOTMIIMYECKAs UBMEHUYMBOCTb Y PACTEHUU: pa3dHOOOpa3ue U
BaXKHOCTbD
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CopTOBOE pa3HOOGPA3UE MIIEHUIIBI l'enHas MomuduUKaIus KyKypy3bl YCTOMYMBBIV pUC 6J1arofiapsl PEKOMOMHALIMU
CyLLI,eCTByeT MHOXeCTBO COPTOB MnueHuubl, OT/TMHAKOLWNXCA MO B HEKOTOPbIX COPTAX KYKYPY3bl BblAB/TEHbI MYyTALLNN,

KoMbGUHMpPOBAHME rEHOB B MPOLLECCE PEKOMOUHALMNM
NO3BOIMIO CO34ATb COPTA pPUCA, YCTONYMBDBIE K
BpeanTenaM. Takor noaxon cnocobCTByEeT CHMMXKEHMIO
MCNO/Ib30BAHUSA XMMUYECKMX NECTULMAOB M MOBbILLEHMUIO
YPOXKANHOCTW.

YCTOMYMBOCTU K 3ACYXE U OPYrM CTpeccam 6narogaps MyTaumUsaM B
reHax, OTBEYAIOLLMX 30 METABOIN3M BOAbl U POTOCUHTES. DTO
pa3Hoobpa3re obecneymBaeT AA4ANTALMIO K PA3HbIM
KTMMOTUYECKMM YCIIOBUSAM.

NOBbLILLAKOLWME COOEPKAHNE BAXKHbIX OMUHOKUCOT. TaKne
N3MEHEHUSA YBENIMYMBAKOT MUTATESIbHYIO LLEHHOCTb U
NO3BONIAKT AAANTUPOBATL PACTEHME K TPEOOBAHUAM
CENMbCKOro X034MCTBA.




[IpogaBienusa HacIenCTBEHHOU NU3MEHYUBOCTU Y
YeJIOBEKA

=

['eHeTHnka 1BeTAa Ij1a3

LlBeT rnas onpepenseTcd B3AMMOLENCTBMEM MreHOB
OCA2 n HERC2. Bapuauum aTnx reHoB co34at0T
LWMPOKKMI CNEKTP OTTEHKOB, OT CBET/I0-rony6oro oo
TEMHO-KAPEro, YTO OTPOXKAET FreHETUYECKYIO
M3MEHYMBOCTb.

['pyrinel KpoBY U MX TEHETUYECKUE
OCHOBBI

Cuctema rpynn kposu ABO onpepenserca pasHbiMK
annensaMuy ofHOro reHa, 4to obecneunBaeT
pa3Ho0b6pa3une pe3yc-haKTOPOB U MMMYHOIOMMYECKNX
0COBEHHOCTEN Yy Ntoaen.

HacnencrBeHHble 3a001€eBaHU

HekoTopble reHeTnyeckne 601e3HU, TOKME KAK
MYKOBWCLIMA03 M CEPMOBUAHOKIETOYHASA AHEMMUS,
o6ycnoBneHbl crneunpruyeckMMm MyTAUUAMI, KOTOpble

MOryT HAC/1Ie40BATbCA N BJIMATb HA 30POBbE YE€/10BEKA.

=

Paznnyus B I[IEPEHOCUMOCTHU JIAKTO3bI

[lepeHOCMMOCTb STAKTO3bl 3ABUCUT OT FEHETUYECKUX
Bapunauuin. B Poccum HenepeHoCMMOCTb BCTpeyaeTcd
npuMmepHo y 16% HaceneHus, a B Kutae — cBbilwe
90%, uTo 06yCNOBEHO AAANTALMEN K MECTHOMY
AUTAHMIO.
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PoJjib reHOTUIINYECKOU U3MEHYMBOCTHU B DBOJIIOLINU U

[eHeTnYeCcKad N3MEHUYMBOCTb
CO300€ET pa3Hoobpasue
NPU3HAKOB, HO KOTOPOM AeNCTBYyEeT
eCcTeCTBeHHbIN 0TOop, obecneynBas
BbI>KMBAEMOCTb BMAOOB B
MEHSIOLWLMXCS YCI0BUAX Cpeabil.

CceJIeKLIN

IcKyccTBEHHbI 0T6OP NO3BOSISET
Le1eHANPaBfIEHHO YCUIMBATL
Nosie3Hble YepTbl Y PACTEHUIN U
YXMBOTHbIX, POpMMpPYS COPTA U

Nopoabl C XXeNdeMbIMX CBOUCTBAMMW.

[TonnMmopdun3m B reHax
paclWMpaeT aganTALUMOHHbIE
BO3MOXHOCTM MONynaLuim,
NOBbILLIAS MX YCTONYNBOCTb U
LLUAOHCbI HAO O0/roCpOYHOoe
BbDKMBOHME.



['eHeTUYECKAsI U3SMEHYUBOCTh B YEJIOBEUYECKUX
[TOITYJISILIUSIX

M

pynnaO [ TpynnaA [ Ipynna B
B "pyrna AB

[eHeTn4YecKoe pa3Hoobpa3ne obycnaBnmMBAETCS
KOK MCTOPUYECKUMU MUTPALUAMU, TAK U
NTOKA/IbHBIMM YCNOBUAMM, BAINAS HA YACTOTY
annenien B PA3HbIX PErMoHAX.

Pa3sHoobpa3sune rpynn KpoBu cnocobcTByeT
aganTauyM M UMMYHHOMW 3dWMTE NONynsaumi B
OTBET HA PA3/INYHbIE MHPEKLMN N SKOTOFMYECKME
hakTOopbI.

Ianubie BO3, 2020
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AnantaliMOHHOE 3HAYEeHUEe reHOTUIMMNYECKOU
N3MEHUYUBOCTU
[]

@ © B

[eHeTnYecKre BApUALMM MO3BOMAIOT OPraHN3MaM
NpruobpeTaTb YCTOMUMBOCTb K AHTUOMOTUKAM U
HeGNAroNPUATHBIM KNMMATUYECKMM YC/TOBUSAM, YTO
KPUTUYHO 015 COXPOHEHMS BUOOB.

2 o

Pa3sHoobpa3ne reHoB UMMYHHOW CUCTEMDI
YCUNMBAET 3aWMTY OT 6bonesHen, obecneumBas
BbI>)KMBAEMOCTb MPU UBMEHEHUAX B UIMMYHHOM
OKPY>KEHUW.
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[lonoxurenbHble 1 OTPpULATETIbHbBIE ITOCTIENCTBUS
reHETUYECKUX N3MEHEHUN

HeKOTOpre MYTALIMN BbI3bIBAKOT Cepbé3HbIe HACNneaCrBEHHDbIE 3060ﬂeBCIHMFI, KOTOpPblE BJIMAKOT HA 300P0OBbE U
KAYeCTBO XN3HW, 3ATPATrnMBAA SHAYNTEJIbHYIO HACTb HACEJIEHUNA.

[Tono>xmnTenbHblE MyTALLMM CMTOCOOCTBYIOT MOBbILLIEHWNIO YCTOMYMBOCTU PACTEHNI K BPEAUTENAM U XKUBOTHbIX K
MHPEKLUUAM, YNYYLLIAS BbIXMBAEMOCTb BUOOB.

HeliTpanbHble MyTAUUKM HE BAUAIOT HO DEHOTUM, HO CO3AAI0T FEHETUYECKUIN pe3epPB, KOTOPbI MOXKET NPUIroaAnNTbCS B
6yayLeM Npv MUSMEHEHUW YCTOBUIA Cpeabl.



[I[pakTrYeckoe 3HaUYEHUE TEHETUYECKOU
N3MEHYUBOCTU

[eHeTMYecKasa AMArHOCTUMKA NO3BONSET
BbISIBNATb HAOCNEACTBEHHbIE HOMTIE3HM HA
PAHHUX CTAOMAX, YTO NOBbLILLAET

3P PEKTUBHOCTb NIeYeHUA 1 NPOPUNAKTUKMN.

3

bunotexHonormm ncnonb3aytoT
HOCNeOCTBEHHYIO M3MEHYMBOCTb O/14
co3naHua [ MO ¢ ynyJdlleHHbIMU CBOMCTBAMMU,
TAKMMU KOK YPOXXANHOCTb U YCTOMYMBOCTb K
bone3HaM.

2

[eHOTepanuns OTKPbIBAET BO3MOXHOCTM A4
KOpPPEeKLUUN FreHeTUYEeCKMX AedeKTOB,
YyNyuLlas KAO4YeCTBO XKNU3HU MALMEHTOB C
HacnenCcTBeHHbIMM 3060/1EBAHUSAMM.

4

KapTupoBaHMe reHoMa NOMOraeT B
NepcoHAIN3NPOBAHHON MedunLMHe, Noabmpas
npenapaTbl C YY4ETOM MHOAMBUAOYASbHbIX
reHeTUYEeCKNX 0COBEHHOCTEN YeToBEKA.



OrpaHuyeHusd U npenesbl Hacle4CTBEHHOU
N3MEHYNBOCTU

1 2
BonblMHCTBO noBpexkaeHun B JIHK JleTanbHble MyTALMKN PEOKO 3AKPENIAIOTCSH B
ncnpaepnatoTcs 6narogapsa MEXAaHU3MAM NoNynAUMAX, MOCKONIbKY eCTECTBEHHbIN OTOOP
penapayum, YTO OrPAHNYMBOAET KOTMYECTBO YCTPAHAET ocobel ¢ CEpPbE3HbIMU MFEHETUYECKUMU
MYyTALMI, NepPenatoLmMXCca MOTOMCTBY. nedeKkTamum.

3

HacnenyoTcd TONIbKO MyTALUUW, BO3HUKAIOLLME B MOTOBbIX KNETKAX, YTO COEPXKMBAET PACMPOCTPAHEHME COMATUYECKMX
N3MEHEHU.



buosatTnyeckue u COllaJIbHbIE€ ACIIEKThI
FreHOTUIINYEeCKOU N3MEHYUBOCTU

Pe,EI,CIKTMpOBC]Hl/Ie reHOMd BbI3bIBAET 3TUHECKME BOIMPOCHbI O A0MNYyCTMMOCTM BMeLWaTe/IibCTBA B HAC/TIEACTBEHHY IO l/IHCbOpMC]LI,l/I}O
4HeJ/10BEKA.

Bbibop sMOPUMOHOB MO FrEHETUYECKMM MPU3HAKAM CTABUT NPO6/1eMbl AUCKPUMUHALMK U COLLMATIbHOW CMPAaBEa/IMBOCTMW.

KNnoHMpoBAHME, HECMOTPA HAO HAYYHbIN MNPOrpecc, OCTAETCSH CMNOPHbIM N3-30 BO3MOXHbIX PUCKOB M MOPAJIbHbIX OFPAHUYEHWIA.

Pa3paboTka 1 nprMeHeHne MeXXayHAPOAHbIX HOPM MOMOTr AT PErYIMPOBATb MFEHETUYECKNE TEXHOIOMUM U CHMXKATb PUCKN ONS
obLecTsa 1 npmpogbl.



3aKJiro4YyeHue: 3HAaYMMOCTb
reHOTUIINYEeCKOU
N3MEHYUBOCTU [JI51 HAYKU U
o0lleCcTBa

[eHOTMNMYeCcKaa N3MEHYMBOCTb AABASETCS K0YEBbIM hyHOAMEHTOM
6uonornyeckoro pasHoobpasua n pasentna. CoBpeMeHHble
MCCNeao0BAHMSA OTKPbIBAKOT HOBblE BO3MOXXHOCTW, HO TpebytoT
OCO3HOHHOI0 3TUYECKOro Noaxona AN ycronymBoro byayuiero.




