[Monynauua n reHopoHA: KNo4veBble
NOHATUSA U HOYYHOE 3HAYEeHue

MccnepoBaHMe nonynauuim M X reHopoHO0B PACKPbIBAET OCHOBbI 3BOTIOLUN U
bnopasHoobpasus.




McToKM 1 coBpeMeHHaa 3HAYUMOCTb N3y4yeHus
nonynauunin
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oy B Hauane XX Beka chopMUpPOBANNCE KtOYEBbIE
i TeopeTnyecKMe NOooXKeHUS, 3010XKEHHbIe
y4éHbiMM CeBepLoBbIM, [TOPUYMHCKUM U
o XonpgenHoM. MayyeHune nonynaumii Ba>XKHO Ons
e NOHUMAHWA 3BOJTIOLNN, COXPAHEHUS
| 6rnopasHoobpasmsa n 6opbbbl C rEHETUYECKUMU
: 6onesHsamu.
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Monynauua: onpeneneHue, NPU3HAKU N ANHAMUKO

[Tonynaunsa — 3TO COBOKYMHOCTb
ocoben ogHOro Buaad, o6UTALWmMX HA
OQHOM apedane 1 CoCODHbIX K
cBOO6OHOMY CKPELLMBAHMIO, ABAS
N1000BNTOE MOTOMCTBO.

OCHOBHble MPU3HAKKM BKTIOYAIOT
NPOCTPOHCTBEHHYO OFPAHNYEHHOCTD,
onpeneneHHy YNCIeEHHOCTb,
BHYTPMNONYNALUNOHHbIE
B3AMMOLENCTBUS N 0OLLYIO
reHeTUYECKYIO CTPYKTYPY.

[Tonynaymsa npencraBnaeT cobow
OVHOMUYECKYIO CUCTEMY, KOTOPAS
M3MEHSETCA BO BPEMEHM Noa
BO30ENCTBMEM PA3/TMYHbIX
3KO/10MMYECKUX U 3BOSTIOLMOHHbIX
hakTopOB.




Kputepuu BblaeneHus
nonynauumn

OcHOBHble KpuUTepumu

[Tonyndaunn BblAeN[0T MO TEPPUTOPUABHbBIM,
3KO/IOMMYECKNM, FEHETUYECKMM N PENPOOYKTUBHbBIM
NPU3HAKAM. DTO NMOMOraeT onpeaenTb YyCTOMYMBOCTb
M AOanTAUMIO FPYNM B MPUPOOHbIX YCOBUSAX.

[MpnMepbl B npupoae

Hanpumep, necHble nonynaunm nncul, CpeaHem
nonocbl PO TeppnTOopmnanbHO M30/IMPOBAHbI, HA
OoCTpoBe VcnaHamsa cyuecTByeT ocobas yenoBevecKkas
nonynayms, a bepésbl HaO 6on0Te GOPMUPYIOT
OTAENbHYIO rpynmny.
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[eHodbOHA: onpeneneHne, 3HAOYEHNE U COCTAB

[eHOhOHO NpeacTaBAET COBOKYMNHOCTb
BCEX MTEHOB W1 annenen, NpUCyTCTBYHOLLMX
y ocoben BHYTpU Nonynaumm,

hopMUpyOLWNA €€ FEHETUYECKYIO OCHOBY.

OT reHooHAA 3ABUCUT 3BOJTHOLMOHHbIN
NOTEHLUMAN, OOANTUBHbIE BO3MOXXHOCTU U
YCTOMYMBOCTb NOMYNALMN K
30001EBAHNAM 1 USMEHSAIOLLMMCS
YC/TOBUSIM.

2.

CocTaB reHO(OHAOA 30BUCUT OT
KOJIn4yecTBa asnsenem n nx
OTHOCUTESIbHbIX YACTOT, YTO OTPOXKAET
reHeTn4YecKoe pa3Hoobpasne BHYTpuU
nonynsauumu.

M3yuyeHne cocTtaBa reHodpoHAOA
NO3BONSET NPOrHO3MPOBATb
BO3MO>XHOCTM NOMNYNALNN K BbIXXUBAHUIO
M COXPOHEHWUIO BUOOB.



[eHeTUYeCKoe pa3Hoobpa3me n ero s3Ha4YeHue

[MbKoe pearnpoBaHME Ha
3KOJI0rMyecKkne Bbi30BbI

BbicOKoOe reHeTunyeckoe
Pa3HOOOpA3Me NO3BOMSAET
nonynaumsam apdpeKkTUMBHO
aO0aNTUPOBATLCA K MNOABIEHUIO
HOBbIX 60/IE3HEN N KITMMATUYECKNM
naMeHeHMAM. bnarogapsa sToMy oHU
CHMXKAIOT PUCK MOCCOBOIO
BbIMYPAHUS.

[MpnMep pasHoOLUBETHbIX
6a6ouek

B nonyndaunn 6ab6o4yeK pasHoOro
oKpaca pa3Hoobpasne 3aTpyagHSAET
XMLWHWMKAM Bbl6Op 006bI4Un, YTO
YCUMBAET BbIXXKMBAEMOCTb U
YCTOMYMBOCTb BMUOA B C/TIOXKHOW
cpene.

BnuaHue pasHoobpasma Ha
cefibCKoe X034MUCTBO

[lopoep>KaHune reHeTU4YeCcKoro
PA3HOO6PA3NSA KY/IbTYPHbIX
pPACTEHUIN COCOBCTBYET
YCTOMYMBOCTU YPOXKAEB K
BpeoutTensaM v HenpeaBuaeHHbIM
NPUPOLHbLIM YCNOBUAM.



OcHoBHble NapaMeTpbl U NPOCTPAHCTBEHHAS
CTPYKTYpd nonynaumn

YucneHHoOCTDb

ObLLee KonmyecTBo ocobel
onpenensieT NOTEHLUMANbHbIN

Bo3pacTtHaga nupamunaa

Pacnpe,u,eneHme Mo BO3PACTHbIM
rpynnaM noxkasbiBAdeT AUHAMUNKY
BOCrnpon3sBoacTesd N ypoOBEHb

reHodpoHA M YCTOMYMBOCTb BbIKMBOHUS.
nonynsaumnm.
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NMnoTHOCTDL

MTonoBon cocTaB u
pa3MeuieHune

KonunyectBo ocober HO egmMHMLY

naowagn BNmdaeT HO
B30UMOOENCTBUA U
pacrnpenenieHmne pecypcos.

PaBHoBecKe NOMOB M TUM
pa3sMeleHna (CnaoWwHoe,
MO30MYHOE, FPYMNMNOBOE) OTPAXKAOT
COLUMANbHYO CTPYKTYPY U
b6uonormyeckmne cTpaTerum.



reHoTurnoB
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YacToTbl annenen B nonynaumm
OTPOXKAIOT A0/ KAXK0rro
BAPWAHTA FeHA U BAVAIOT HA

reHeTu4yeckoe pasHoobpasme B
LLeSIOM.
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[€eHOTWMbI, TAKME KOK FrOMO3UIOThl
M reTepo3unroTbl, POPMUPYIOTCH B
COOTBETCTBMMU C HACTOTAMM
annenen n onpenenaioT
HOC/e4CTBEHHbIE MPU3HAKW.

CTpyKTypa reHocoHAA: YACTOTbI Q/IJIENIEN U

03

YpaBHeHMe Xapan-BanHbepra
O0OET MAOTEMATUYECKYIO MO4eNb
PABHOBECKA Annenen u
reHOTMNOB, MPUMEHUMYIO K
nonynaunam B OTCYTCTBUM
BHELHMX PAKTOPOB.



AnnenbHbIX COCTAB reHo(hoHAOO

IdviarpaMmma MnnicTpmpyeT NPenMyLLEeCTBO annens A B
nonynaumMm Mblllelr, YTO BAMSAET HA YACTOTY FrEHOTUMOB
NOTOMCTBOQ.

[TpeocbnangaHme annens A yKasblBAET HA TeKyLME
93BOJTIOLUMOHHbIE TEHOEHUMN N BO3MOXKHOCTb OAJIbHENLLErrO
M3MeHeHna reHodpoHaa.

B ~rens A Annenb a

[eHeTMYecKoe nccnenoBaHMeE MbllWWHBIX nonynauuii, 2022




[eHeTUYeCKUn pgpend un ero BAnAHUE HAO reHopoHL,

[eHeTnYecKnin gpend — Cy4YamHble U3SMEHEHUS ANNENbHbIX
1 4YACTOT B HEOObLUMX NONYAAUMAX, MPOUCXOAALLME HE3ABUCUMO
OT eCTeECTBEHHOro oTbopa.

DhdeKT OYTbINOYHOIrO FOP/IbILLKA OMUCLIBAET COKPALLLEHME
2 reHeTMYEeCKOro pasHoobpasund nocse pe3Koro yMeHbLLIEHUS
YMCIeHHOCTU ocobeln.

DpdheKT ocHOBATENA BO3HMKAET, KOr4d HOBAA MONynaLms
3 hopmMmpyeTca n3 HebONbLLOW rPyNMbl, YTO OFPAHNYMBAET
reHeTUYEeCKYI0 BAPUATUBHOCTD.

[eHeTnYeCcKn opend MOXKET CHUXXATb AANTUBHbIV MOTEHLUMAN
M NOBbLIWATb YSA3BMMOCTb MONYNSLUMMN K BHELLHUM (DAKTOPAM.




EcTecTBeHHbIN 0TOOP KAK hakTop hopMUpPOBAHUSA

reHochoHAaO

EcTecTBeHHbIV 0TOOP
obecneumBaeT
NpenMyLLECTBO 0COHBSM C
HAWNYYLIMMMN
HACNeaCcTBEHHbIMMU
NPU3HAKAMMK, COCOBCTBYS
MX BbIXXMBAHWUIO 1 MOBbILLIAS
LUOHCbI Nepenayun BbiroOgHbIX
annenen éyayuwmm
NOKO/IEHUAM.

VI3MeHeHKre 4acToT annenemn
nopa gevcrTemeM otbopa
NPUBOAUT K 4ANTALMNM
NonynsayMi, ynydwas nx

NPMCNOCOBNIEHHOCTb K
KOHKPETHbIM YCNOBUSAM
cpenbl 1 hopMMpyH

3BOJIOUMNOHHDbIE TEHOEHU NN,

[ 1pIMEepPOM CNY>KUT POCT
PACMPOCTPAHEHHOCTMU
annens, obecneymBatoLLErO
YCTOMYMBOCTb K
3060/1€BAHUIO, YTO
OEMOHCTPUPYET BAUAHME
oT6OPAa HO FeHETUYECKYIO
CTPYKTYpPY nonynsauumn.



Murpauuna n dopmMmpoBaHue reHopoHAA NONyNALNIA

Murpauusa cnocobcTByeT o6MeHyY [TpuMep MuUrpaymm Nty

reHeTMYEeCKOro MaTepmana Mexxay OEMOHCTPUPYET, KOK NepeBO3 HOBbIX

nonynsaumsaMm, BHOCA HOBble annenn u annenemn BAVAET HA JTIOKASIbHbIE

NOBbILLAS FeHeTUYECKoe nonynsaymm, popmMmpys mx

pa3Hoob6pa3ne BHYTPU MOonynaLmi. YHUKA/IbHbIE FTEHETUYECKNE
XAPAKTEPUCTUKMN.

TaKue npoLueccbl yMeHbLUAoT
reHeTUYecKme pasinumsa Mexkay
nonynaumamm, CnocobCcTByA UX
reHeTU4YeCKOMY COMMIKEHUIO U
YKpenneHmo 6Monormyeckom
YyCTONYMNBOCTMU,




1.

MyTauum — UCTOYHUK OBHOBIEHUSA reHooHAO

MyTaunmn aBna0TCA OCHOBHOW NMPUYNHOMN
BO3HUKHOBEHWNA HOBbIX asi1enen,
NoaOeP>XMBAA FrEHETUYECKYIO
BAPUATMBHOCTb 1 06ecneuymBas CbipbE
019 5BOJTIOLLMOHHbIX NPOL,ECCOB.

BnaronpuatHble MyTauny CNOCOBCTBYIOT
AO0anTauMn U BbIXKUBOHUIO, TOIFOA KAK
BpeaOHble MOTMYyT CHMXKOATb
KM3HEeCnocobHOCTb UK BbI3bIBATH
reHeTun4JYeckKkme 601e3HW.

2.

[eHHble MyTAUMM BAMSAIOT HA OTAENIbHbIE
reHbl, B TO BPeEMH KOK XPOMOCOMHbIE U
rEHOMHbIE MYTALUK 3ATPArMBAIOT
60/blUME YUYACTKM N KONTMYECTBO
XPOMOCOM COOTBETCTBEHHO.

Ponb MyTauun KpUTUYHA s
NOCTOSIHHOIrO OOHOBEHUA reHOOHA A U
NO3BOJIAET MONYNALUNAM PEArMPOBATb HA
M3MEHSAIOLLMECS SKOMTOrMYEeCKMe YCTOBUS.



CpaBHUTENbHbIN AHANN3
NOHATUU: NONyNALUNA U
reHopoHA

Tabnnua 0EMOHCTPUPYET KOYEBbLIE OTINYNSA U
B30MMOCBA3b MeXXay MOHATUAMU MOoNynauna u
reHocoHA.

[eHOpOHO CywecTBYET BHYTPW NONYAALUN U
onpenensaeT eé aoanTUBHbIM NOTEHUMAN U
3BOJIIOLMOHHOE byayulee.

OnpepaeneHne COoBOKYMNHOCTb 0CO6El BUaa

Kputepum
BblaeneHuns

Tepputopus, aKonorus,
reHeTmka

[NMpumepbl

Monynauus nucu, B iecy

3HayeHne OcHoBa a4 asonounm

Bca cOBOKYNHOCTbL reHoB
nonynaunm

Uucno n yacTtorta asiienen

[eHbl YCTONYNBOCTU K
60/1e3HAM

[eHeTMyeckoe pasHoobpasne

YyebHukK bronormum gna 11 knacca




[eHOcbOHL,
M30J/IMPOBAHHbDIX
nonynsaumn: ocobeHHOCTH

N PUCKN

l/]30}'ll/lpOBCIHHbIe rnonynaunn NCriblTblBAKOT
OFpCIHl/IL—IeHHbIm NMPUTOK FrEHOB, YTO CYy>XXAET
FeHOCbOH,EI, N CHUXKAET NT’EHETUHECKYIO
BAPUNATUBHOCTDb, YBEJTMHNBAA BEPOATHOCTD
HAKOIJ1EHNA BPEOHbIX MyT(]LLVIVI.

Bbicokas 4yacTtoTa 6MM3KopoaCTBEHHbIX
CKpeLUMBAHUN BEOET K POCTY HAC/EACTBEHHbIX
30601€eBAHUN U CHUMKEHWIO a40NTALMOHHOM
CNOCOBHOCTMN, YTO OCOBEHHO XAPAKTEPHO A1
XXUTenem oTAAEHHbIX OCTPOBOB.
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[loopep>kaHme reHodoHAA
obecneumBaeT YyCTONYMBOCTb U
PA3HOOOpa3Me BUAOB, YTO BAXKHO
[0J19 SKOCUCTEMHOI0 PABHOBECUS
n buonormyeckor 6e3o0nacHoOCTM.
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BENobaHKM N reHeTudyeckKme
pPe3epBATbI CAIY>KAT XPAHUTENAMU
YHUKQbHbIX FEHOB,
obecneymBaOT BO3MOXHOCTU
BOCCTAHOB/IEHUS N U3YYEHMUS
pPeaKnX BUOOB.

CoxpaHeHune reHopoHOA: Buonoruyeckoe um
coumanbHoe 3HAaYeHUue
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CounasibHO-3KOHOMMYECKAS
3HAOYMMOCTb MPOSAB/IAETCA B
COXPOHEHWN pecypcoB a4
CeNbCKOro Xo34mMcTea, MegnuUMNHbI
M SKOTYpKM3Md, CNocobCcTByS
YyCTONYMBOMY PA3BUTUIO.



BnuaHue yenoBeyeckon peatesibHOCTU HAO reHodoOHA

Cenekuua n rmnbpmnagmnsaumns B arpapHoOm TpAaHCreHHble OPraHn3Mbl U FEHETUYECKME
NPOKTUKe Moandukaumnum

CucrtemMaTnyecKnin otbop 1M CKPELLMBAHME PACTEHUNA U BBeneHue reHOB 13 OPYrux BUOOB PACLUMPSAET
*KMBOTHbIX MPUBOAAT K CO30HNIO COPTOB M MOPOL, C BO3MOXKHOCTW MOBbILLIEHNS YCTONUYMBOCTU K BPEOUTENAM U
YNYYLEHHBbIMW KOYECTBAMM. ITO MOBbLILIAET YPOXKAWHOCTb 6onesHam. CoBpemeHHble [ MO-KybTypbl yay4LLaoT

N YCTOMYMNBOCTb, OOHAKO CHUMXKAET reHeTun4ecKoe NPOAYKTUBHOCTb, HO BbI3blBAIOT 06CY>KAEHMA Mo NoBoay
pa3Hoobpa3une B ANIMHHOW NEPCNEKTUBE. ONO3ITUKN N BE30MNACHOCTU SKOCUCTEM.




[eHOhOHA YenoBeKaA: CTPYKTYPA U NONYNALUOHHbBIE

[eHOoHAO YenoBeka oxBaTbiBaeT cBbille 20 000 reHoB, B
KOTOPbIX 06HAPY>KEHO MHOXXeCTBO BAPUAHTOB,
1 obecneynBaOWMX MHOMBNAOYAbHbIE U MONYAALMOHHbIE

PA3INYUS.

Paznnuuna B rpynnax Kposu cuctembl ABO mnnntoctpupytoT
2 pPa3HOOOpa3mMe annenem, XapakTepHoe g PA3HbIX STHUYECKMX
N reorpadpmyeckmnx rpynnmn.

MyTtaumm B reHe CFTR BbI3bIBAIOT MYKOBMCLMA03 C PA3/IMYHOM
3 YACTOTOW Y PA3/IMYHbIX HOPOAOB, OTPAXKAS OCOBEHHOCTU
NonNynsaUMOHHOIro reHodoHAA.

HacnencreBeHHble 3a00/1€BAHMA U UX PACANPOCTPAHEHHOCTb
4 30BUCAT OT UCTOPUN, N30NALUN U MUTPALKUN YeToBEYECKUNX
nonynauumn.



DBO/MIOLLMOHHbIE N3MeHeHUsA reHohoHaa NoNyNALUA
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BbibopoyHoOe paBneHue u anngeMmmn

Bo BpemMsa anngemmii otTbop cnocobCcTBYET BbIXKMBAHMIO 0COBEN C
HACNeaCTBEHHbLIMY NMPU3HAKAMM YCTOMYMBOCTU, U3MEHASA YACTOTb
annenemn B reHopoHe.

N3MeHeHua KNMMaTa n agantaumd

KonebaHusa KnMMaTa BbI3bIBAKOT CMEHY YC/I0BUIM Cpefbl, YTO
CTUMYNNPYET 3BOJTIOLMOHHbIE COBUIMM Yepe3 oTbop 1 MyTaumMm Ons
Nydlen npmcrnocobneHHoCTW.

BnunaHne murpauuin n reHetudeckoro gpenda

Murpaumm nepeMeLlImBatoT FreHbl MeXXay nonynaumaMm, a gpend
BbI3bIBAET C/TyYAMHblE M3MEHEHMS AJ1/Ie/IbHbIX YACTOT, BMECTe
hopMMpya AMHAMUYHbBIA FreHOOHA,




3aKn4YeHue: posib nonynauum u
reHocpoHaO B 6uonormm

N3yueHne nonynaumn n nx reHopoHaa packpbiBaeT PpyHOAMEHTATbHbIE MEXAOHU3MDbI
3BOOUMKM M aganTaunn. Nogaep>KaHme reHeTUYEeCKOro pa3HO0bpPA3MA dKU3HEHHO

BAXXHO OJ14 COXPAHEHNA BUOOB N YEJTOBEYHECKOI O 6}'ICIFOI'IO}'Iy‘-Il/Iﬂ.




