[eHeTUKA u aBonLUUNSA:
KOK HOC/1eACTBEeHHOCTb
o6 bdACHAEeT U3SMeHeHune

>XUBOMU npupopabl

KoK HacneacTBeHHOCTb MEHAET BUAbI M NOMYAALMN




OT MeHaenda K CUHTETUYECKOU Teopum
3BOJIIOLUN

MeHoenb 0an reHeTUKe TOYHbIV 93bIK
HacnegoBaHuA, a apBuH — naeto otoopa. B XX
BeKe 3TV noaxonbl 6bi obbeguHeHbI

B CUHTETUYECKYIO TEOPMUIO IBOJTIIOLUN, TOe

M3MEeHEeHNA YacToT asienen CTanm rnaBHbIM
0b6bACHEHUEM 2BOJTIOUMOHHbBIX MPpOoLEeCCOB
B rnonynaumnax 4esj1ioBeKd, XMBOTHDbIX U pCICTeHMVI.
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OHK, XpoMocoMbl K MyTALMUN KAK UCTOYHUK
HacneaocTtBeHHOU M3MEeHYNBOCTU

[eHHble MyTaunmn

[eHHble MyTALUMK M3MEHSIOT MOCIe40BATE/IbHOCTb HYK/1EOTNO0B
B Npeaeniax ogHOro reHa. Takme naMeHeHMsa MOryT HOPYLLATb
paboTy 6enKka, HO MHOrAA CO3Aa0T HOBbIV MOJIE3HbIM BAPUAHT
NPU3HAKA.

XpOMOCOMHbIE€ U3MEeHEeHUS

XPOMOCOMHbIE MyTALWM 3ATPArMBAIOT 6o/ee KpynHble YYACTKMU
XPOMOCOMBbI: MOI'YT NPOUCXOAUTb YTPATHI, OYMINKALWK, MEPEBOPOTHI
M1 NnepeHoc PpaArMeHTOB, YTO 30METHO MEHAET HAC/IEACTBEHHbIE
CBOWCTBA OPraHm13Mma.

[@eHOMHble MyTaLnu

[€HOMHbIe MyTALMK CBA3AHbI C UBMEHEHMEM YMCIA XPOMOCOM. OHU
0COOEHHO BOXKHbI 4151 MOHUMOHUSA CEPbE3HbIX HACTEACTBEHHbIX
HAPYLLEHNI N HEPEOKO OKA3bIBAKT CUIbHOE BAMSAHME

HO *XM3HEeCnoCcobHOCTb.

PekoMbuHauua n Mmeios

HacnencrBeHHAA M3MEHUMBOCTb yCMIMBAeTCs 61aroaaps
PEKOMOMHALMM N HE3ABUCUMOMY PACXOXKOEHMIO XPOMOCOM
npv Menose. IMeHHO OHM CO34aI0T HOBbIE COYMETAHMA ANNenen
y MOTOMCTBAQ.



Tunbl HOCIeaACTBEHHOU
N HEHAC1eaACTBEeHHOU

MyTaLnOoHHasA N3mveHeHne OHK ANbOUHN3M
CpaBHeHME NOKA3bIBAET, KOKNE U3MEHEHWSA MEPEAAOTCH  kougunarueHas HoBble coyeTaHus annenei Pa3Ho06pasne noTomMcTBa
MOTOMKAM, A KAKNE CBA3AHDbI JILb C BJIMAHNEM CPpebl.

MoaudurkaunoHHas Bo3nencrteune cpeapbl 3arap

TonbKo MYTAQUNOHHAA U KOMOUMHOTUBHAOA U3MEHYMBOCTb
HacnegyrTcd 1 MMEKT 3BOJTIOUMOHHOE 3HAYEHUNE;
MO,EI,I/ICbl/IKCILI,MOHHCIFl N3IMEHUNBOCTDb O6pCITl/IMCI

N HE MEHAET NF'EHOTUI.

O606LeHMe NO WKOMbHOMY Kypcy bruonormm




NCTOYHUKWM FeHeTUn4YeCcKoro
pa3Hoob6pa3nda B nonynaumm

HoBble annenn BO3HUKAOT PEeAKOo, MO3TOMY 0COBEHHO BAXKHbI
npoLecchbl, KOTopble MO0 co3aatoT, TMOO NepepacnpenensaoT
y>Ke CyLLeCTBYOLUME BAPUAHTbI HOC/IeACTBEHHOCTMW.

MyTauum n pekoMbumHaumsa popMnpyoT OCHOBY
pPa3HO06pA3Ms, a MUrpaLnKn, apend n oTbop M3MEHSAIOT ero
CTPYKTYPY M PACMPOCTPAHEHHOCTb B NONYAALMMN.

PexombuHauvs [ Mvrpauun Opeiich I O60p

O606WEHHaA cxemMa PAKTOPOB NONYNIALMOHHON MEHETUKM




NMonynauuma Kak eagnHuLa 3BoNIOLUM

Oblwee
onpeneneHmne

[lonynaunsa — aT1o
rpynna ocobew ogHoro
BMOQA, OOITO XXUBYLLMX
HO O4HOU TEPPUTOPUMN,
cBobogHO
CKPEeLLMBAIOLLNXCS
Mexxay cobo

1 UMELLMX 00N
reHodoHA.

[MToueMy He 0cobb

OToenbHbIV OPraHnU3M
B TEYEHMNE XKN3HU

He M3MEeHAET CBOW
reEHOTUMN TAK, YTOObI 3TU
N3MEeHeHUS
HOCeOoBAINCH
NOTOMKOMMU, MO3TOMY
3BOJIIOLUMA MPOMNCXOOUT
HEe HO YpOBHEe 0cobu,

a HA YPOBHE nonyndauumn.

NaBHDBbIN
nokKasaTesb

IBOJTIOLUMNOHHbIE
N3MEHEeHNA OLUEHUNBAIKOT
NO TOMY, KOK MEHSAKTCS
YACTOTbI annenen

N FeEHOTUMNOB

BO BpeMeHU. IMeHHO
3TO OTPOXKAET CABUMM

B HOCNeaACTBEHHOM
COCTaBe Nonyndaumm.

Ponb o6MeHa
reHoOMM

Yem cnabee ob6MeH
reHamMun mMexxay
nonynaumMaMm, TeM
6bICTpEeEe OHU
PACXOOATCH

No HACNeACTBEHHbIM
NPU3HAKAM. N3onaum4d
OenaeT pasnmumns
6oniee 3aMEeTHbIMYU

N YCTONYNBBIMU.




3aKoH Xapan—-BainHbepra:
yCNlOBUE FEHETUYECKOro
paBHOBECUS

Mopnenb Xapan-BanHbepra ygobHa KaK «HyneBasd TOUYKA»: OHA
NOKA3bIBAET, KAK BbIrnsgaena 6l nonynauus
6€e3 3BO/IIOLMOHHbIX PAKTOPOB.

Ecnu peanbHaa nonynaymsa OTKAOHAETCH OT paBHOBECUS,
3HAYNT, HO HEé aencTByeT XOTH 6bl 0AMH (DAKTOP 3BOJIOLMMN.
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PDaKTopbl, U3MeHALWMe reHopoHA Nonynauum

[locnenoBATENBHOCTb NMOKA3bIBAET, KAK PA3HblE MpoueccCbl NMNo-paA3HOMY MEHAIOT HACNeaCcTBEHHbIN COCTOB
Nonynaunin.




EcTecTBeHHbIV OTOOP KAK HAMPABAAKLWUNA PAKTOP 3BOTIOLUN
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HencrtBme otbopa

EcTtecTBeHHbIN OTOOP AENCTBYET HO heHOoTUM,
TO €CTb HO NpodaBNdaoLLMEeCA MPU3HAKN, HO ero
PEe3yNbTAT 30KPEenIaeTcs B MOTOMCTBE 4yepes
M3MEeHEHWEe YACTOT FreHOTUMOB U ANeNen.

Ctabunusupyrouwmimn otéop

[Tpy OTHOCUTENBHO MOCTOAHHBLIX YC/I0BUAX Cpenbl
COXPAHAKTCHA CpeaHMe 3HAYEHNS NPU3HAKA.
KparHne BapuaHTbl 3IMMUHUPYIOTCS, MO3TOMY
nonynsayms oCTAETcHa YCTOMUYMBOWM 1M XOPOLLO
NPMCNocobsieHHON.
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A BKyLwimnin otéop

Ecnu ycnoBusa MeHSAOTCSA, MPENMYLLECTBO
Noy4yaeT OAUH U3 KPANHUX BAPUAHTOB
NPW3HAKA. Toraa cpegHee 3HAYEHME MOCTEMNMEHHO
CMeLlLaeTCcss B CTOPOHY HOBOIro ONTUMYMA.

PaspbiBatowmin otéop

Koroa BbirogHbl KpaviHMe dhOpMbl MPU3HAKA,

0 NPOMEXKYTOYHbIE Xy>Ke NpncnocobieHsbl,
BO3pACTAET A0S ABYX MOoAoCcoB. Takom oTbop
MOXXET YCUNBATb PA3INYUA BHYTPU NONYAALUN.




PopMbl ecTecCTBEHHOro otTbopa
N UX PEe3yNbTATHI

Pa3Hble opMbl 0TOOPA MO-pPA3HOMY MEHSAIOT pacnpeneneHme
NPU3HAKA: OQHW COXPAHSAOT HOPMY, Apyrne CABUIatoT
nonynsaumio K HOBOMY ONMTUMYMY UAN YCUNMBAKOT
nonapu3aLmio.

MTor oTtbopa 3aBUCUT OT cpedbl: OH NMbo cTabununsmnpyer
NPU3HAK, TMOO0 HANPABASAET M3MeHeHMe, NMMH60 NogaepP>XKMBaeT
KpanHMe BAPUAHTDI.
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I Cratvnuzupylowmii otéop Asmxywmii otéop [ PazpsiBatowmii otGop
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KpaiiHve BapuaHThbI CpefHuii npu3Hak PazHoo6pasne

YuebHaa cxeMa no KaaccmyecknMm goopMaM eCTECTBEHHOIO
oTbopa.



Opend reHoB U 3chheKT OCHOBATENSA

« CnyJyarHble KonebaHus

IHpend reHoB 0cob6eHHO 3aMeTeH B MAJbIX MONyNaunsax, roe
CYYAMHOCTb CUNbHEE BNMAET HA cyabby annenen. B pesynbtaTe
PeOKNIA BAPUAHT MOXKET MCYEe3HYTb 6€3 BCAKOro NpenmyLLecTsad
MM Bpeaa.

« HoBagda rpynna — HoBbI reHOOHA,

[Mpn adhdpeKkTe OCHOBATENHA HECKONbKO 0cobel 0bpasytoT
M30NMPOBAHHYIO Nonynaumto. VX annenu 3a4atoT CTAPTOBbIV
COCTAB reHooHAd, MO3TOMY HOBAS rPYMMNa YacTO OKA3bIBAETCS
reHeTnJyeckn begHee NCXOOHOW UM OTIMYAETCH OT Heé.



Cny4dyanHble n HaNpaABJ/ieHHble Npouecchl
B 3BOJ1IOL UM

CpaBHeHMe MOKA3bIBAET, YTO O4HM PAKTOpPbI
CO300t0T HOBM3HY, APYr1e CAy4YarmHO eé TepstorT,

Apend Cny4yanHoCTb [MoTeps pasHoobpas3ns MPN3HAKOB.
OT16op PasHas Bb)XMBaeMOCTb PocT npncnoco6/1eHHOCTH

3BOJ‘I}OLI,I/IFI HE CBOONTCH K OT60py: ee xop 3a40010T
Mwurpaunu [MepeHoc anneneun BbipaBHMBaHWe pasinyuia o

N CNTYHAUHbIE, N HATTPABJ1IEHHDbIE MPOUECCHI,
MyTauynm HoBble BapnaHTbl AHK HacnencrtseHHasa HOBU3HA LI,eVlCTBy}OU_LMG COBMECTHDO.

O606LeHMe No NONYNALMOHHON FrEHETUKE
1 3BOTIOLMN.



N30nauma KakK ycnoBue pacxoXxgeHua nonynaumm

III [eorpadmueckasn ,a DKonornyecKas

bapbep — ropsbl, peka, oCTPOB /N PACCTOAHNE — [lonyndaumm MOryT XUTb PALO0M, HO MCMONIb30BATb
OrpdHNYMBACET CKpeEWMBAHNME MEXXAY rpyrnrnaMn. Yem pPpAa3Hbl€ HALWN. KOPM, BpEMA AKTUBHOCTU UJT MECTO
0ONblUe COXPAHSAETCS PA306WEHHOCTb, TEM CUIbHEE PA3MHOXKeHUA. Toraga obMeH reHaMmM CHUXKAETCH
PACXOOATCA UX FreHOMOHObI U MPU3HAKMW. ooxke 6e3 BuaMmMonr NPoCTPAHCTBEHHOM Nperpagbl.
" [ToBepeH4YecKad ® PenpoayKTuBHAOS

Pa3nnyma B 6p(]‘-IHbIX CUTHANAxX, pUTyanax Ecnu ornsiogorBopeHnNE He NponcxoanT NJin Fl/l6pl/l,£l,bl
U 30MNAXax MeLaT ocobam PACNO3HABATDL APy OKO3bIBAIOTCH HEXKM3HECNOCOOHbIMU

OpYyra KoK NapTHEpPOB. Takon bapbep 0CobeHHO n 6ecnnogHbIMM, MONYNALUNN Y>KE SBOSTIOLUMOHHO
BO>XEH Y XMBOTHbIX C PA3BUNTbIM TOJTIOBbIM pPaA30W/INCDb. OTO KJ1IKOYEBOW NMPN3HAK

noBegeHmeEM. hbopMUPOBAHMS PA3HbBIX BUOOB.




OT nonynaumMm K HOBoMy BNy

[TocnepoBATENBbHOCTL 3TAMOB BUA006PA30BAHMSA B YC/IOBUAX HAPYLLUEHNS OOMEHA reHAMM.

PasHble

McxopHas Bo3Hukna CkpelmBaHue MyTtauum EcTecTBEeHHbIN HoBble
nonynsumsi n3onauus orpaHn4eHo oTéop pasnuuus

. HoBbi BUA,
M Apend cpegbl




[eHeTUMKO nonynauun B MeauuUuHe 1 3KO0rmn

16

Koroa pegkum annenb CTAHOBUTCS
npobnemoim

B MeguumHe nonynsaumMoHHO-reHeTUYEeCKN
OHQIM3 MOMOrAeT OLUEHMBATb PUCK
HaCNeaCTBEHHbIX 3060/1eBAHUA 1 MOCNEOCTBUS
6/1M3KOPOACTBEHHOIO CKPELLMBAHUS.

OH MOKA3bIBAET, KOK BpeaHble anaeam MoryT
COXPOAHATBLCA B MONYNALMM MU NOYEMY MUX YACTOTDI
BA>KHO Y4YNTbIBATb MPM MPOUIAKTUKE.

[ToyeMy BOXKHO COXPOHUTb reHeTU4YecKoe
pa3Hoobpasue

B akonornu te e noaxonbl NO3BOMAKOT MOHATD,
HOCKOJ/1IbKO YCTOMYMBA pegKas

N N30TIMPOBAHHASA MONYAALMS.

Ecnmn pasHoobpasne HU3Koe, BUL XY>Ke
npucnocabnMBaeTCA K USMEHEHUSM cpebl,
NO3TOMY OXPAHA O0/IKHA YUUTbIBATb HE TOJIbKO
YMCNEHHOCTb, HO M COCTAB reHopoHAA.



AHTUOUNOTUKOPE3UCTEHTHOCTDb
KOK npuMep nencrteus otbopa

[Tocne HaYaNa nevYeHns YyBCTBUTESbHbIE KNETKM BbICTPO
MCYE3at0T, O BbKMBLUME LUTAMMbI MEPEaaoT YCTOMYMBOCTb
NOTOMCTBY.

CunbHoOe ceneKTnBHOE gaBeHME CrMocobHo PE3KO NUSMEHUTD
COoCTaB nonyndunm 3d HECKOJ1IbKO MOKOMEHWUI.
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[ Jons ycToiunsbix Gaktepuii

CxemMmaTuyeckasa Moaesnib oTbopa Npv NPUMEHEHUN
AQHTMOMOTUKA.




[eHeTnUYecKMne foKA3aTe/IbCTBA 3BOJTIOLUNA

CxopctBo AHK

Yem 6amKe BUObI MO MPOUCXOXKAEHMIO, TeM BoMblUe COBNALEHN
B nocsiegoBatenbHocTax HHK. 9To npaMoe MonekynapHoe
CBNAOETENbCTBO 06LLEro NpeaKa 1 nocnenyowero pacxoXXgeHums
NNHUNA.

(/) YHuBepcanbHbIN Ko,

OAOMHAKOBASA CMCTEMA CUYUTBLIBAHUS FEHETUYECKOW MHopMaLMK

y 60/IbLUMHCTBA OPraHM3MOB YKA3bIBAET HA €4MHYO OCHOBY
HACNeACTBEHHOCTWU. TAOKOM NPUHLMMN TPYAHO OO BbACHUTL MHAYE, YEM
OOLLMM MPOUNCXOXKOEHMEM XKMBOIO MUpPA.

c MonekynsipHble 4YacChbl

HakonneHne MyTaumim NnponcxognT C PA3HOM, HO B CpeaHEeM
M3MEPMMOM CKOPOCTbIO. [1oaTOMY no ymncny pasnmymii B JIHK
MO>HO OLLeHMBATb, KOr4d MMEHHO PA30LU/INCH 3BOJTIIOLMNOHHbIE

TTIMHUNN.

=
‘: PunoreHeTuyeckme gepeBbs

[eHeTnYecKne MapKepbl MO3BOASAIOT TOYHEE BOCCTAHABIMBATDL
POACTBO BMOOB, YEM TOJIbKO BHELLHEE CXOACTBO. MoneKynspHblie
OAHHble 0COBEHHO BAXKHbI TaM, rae opMbl OPraHU3MOB CUIBHO
N3MEHEHbI CPenon.




OcCHOBHbIE MOHATUSA

reHeTMKU NonyNsALMiA

[eHodooHA Bce annenu

YacToTta annend [lons BapmnaHTta
Tabnunua noMoraeT 6bICTPO COOTHECTU KNOYEBDbIE [Ipeiich reHos CryuaiiHbie casmry
TEPMUNHDBI C X POJIbIO B UIBMEHEHNIN HACTEOCTBEHHOIO

[MOTOK reHoB O6meH annenamu
cocTaBa nonyndaunun.

ApanTtaums PocT npncnocobneHHoCcTH
[TOHUMOHME 3TUX NOHATUI NMO3BONAET O6'bFICHFITb,

N30nauus HeT o6bmeHa reHamu

KOK MeHaeTCcqa HacneaCcTBEeHHbIN COCTAB I'IOI'Iy}'IFILI,MM
N rnovYyemMy BO3HUKAKOT PA3TNYNA MeEXXOAY HNAMN.

O606LeHNEe TEPMUHOB MO TEME MONY/ALUNOHHOM FrEHETUKMN.




HacnencrBeHHOCTb — A3blK
3BOJIIOLUUN

[eHeTVKa 0ObACHSAET, OTKYAa bepéTca HacneaCcTBeEHHAA N3MEHUYMBOCTb, O FEHETUKA
NoNynsuMin NOKA3bIBAET, KOK OHAO MPEeBPALLAETCA B aaanTauuy, pasHoobpasue
M HOBbIE BUObl YepPE3 AeNCTBME 3BOTIOLIMOHHbLIX (DOKTOPOB.




