ABuwxyLwjue
U HanpasnqawLwjue
daKmMopPbLI 3BOTIOLLUU

KaK M3MeHeHMs B Monyasaumsx
NoayYaloT HanpaBneHue.




JBonwuusa
KAOK USMeHeHue
nonynauyuu

SBOMOLMSA — OTO U3MEHEHWE HACIeACTBEHHbIX MPU3HAKOB
B NONySUUSAX M3 MOKONEHMS B MOKO/IEHME. B COBPEMEHHOM
OMonorum ee 06bACHAIOT COBMECTHbIM AENCTBUEM OTOOPA,
MyTauuw, gpenda, MUrpaumm n cpemsi.



ABuxyLwiue
daKkTOopbI

[BmxyLIne GakTopbl
co3gatoT
HaCNeaCTBEHHYO
N3MEHYMBOCTb

n genatoT
BO3MOXHbIM
NOSIBNEHMNE HOBbIX
BApPVaHTOB
NPU3HAKOB, KOTOPbIE
3aTEM MOXET
«OLIEHUTb>» OTHOP

B KOHKPETHOW cpee.

Hanpasnswowue
daKkTopbl

HanpasnqawoLwmne
dDaKTOPbl HE CO3aatoT
NPU3HaKM C HY N4,

a MEHSIOT YaCTOTbl
anneneun, ycmnmaas
OLHMN BapWaHTbI

n ocnabnasa gpyrue

B JAHHbIX YCOBUSX.

Y10 Takoe
nonynauus

[Tonynauna — aTo
rpynna ocobewn
O4HOro B1aa,
CBOHOOHO
CKPELLMBAKOLLMXCS
MeXay cobom

N OTHOCUTESIbHO
M30/IMPOBAHHbIX
OT OPYrmX Takmx

NPUCNOCO6/IEHHOCT
n

[Tpncnocob61EeHHOCTb
O3HAYaEeT He cuny
MY pa3Mep, a BKaa
B YNCIO
YKMN3HECNOCOOHDIX

1 N1OOO0BUTbIX
NOTOMKOB.




MouemMy 3BoNOLUA HE O3HAaYAaem nporpecc

PP PP PP

HeT KOHe4YHOU Lenu 3aBUCUMOCTb OT cpeabl Kputepumn ycnexa

SBOIOLUMA He BeOeT [Tone3HOoCTb NpM3HaKa Bcerga CoXpaHAITCA He caMble

K 3apaHee 3ajaHHOMY 3aBUCUT OT Cpefbl: TO, UTO «MNPOABUHYTbIE» GOPMbI, a Te,
«COBEPLUEHCTBY»: OHa NnomMoraeT B OQHUNX YCOBUSAX, KOTOPblE OCTaBASAOT HOMbLUE
HE MUMEET LIeNn 1 He BblbnpaeT MOXET CTaTb HENTPA/IbHbIM X3HECNOCOHOHOIro NOTOMCTBA
OOVH YHMBEPCaNbHO Ny4LLNIA NN BPEeOHbIM B OPYTrnX. B KOHKPETHOM nonynaumm.

MYy Tb PaA3BUTUA.




NAPBUH U ecmecmBeHHbIU om6op

" PHPp PP G-

Ha6nogeHue [lapBuHa MexaHu3M oTéopa CoBpeMeHHbIN B3rnag,
[1apBWH nokasan, 4To EcTecTBEHHbIVN OTHOP CoBpeMeHHoe

B Npupoae BCcerga ectb COXPAHSET OCOBEN, Ubl O6bACHEHME
Hac/1e4CTBEHHAS NPW3HaKKM NOBbILIAKOT obbeanHsaeT
M3MEHUYMBOCTb BbIXK/IBAHME OAPBWHOBCKYIO MOEO
N N36bITOK MOTOMKOB, N PA3MHOXXEHME, C FrEHETUKOMN: OTHOP
TOrga Kak pecypch VIMEHHO TaK U3MEHEHUS  OEeNCTBYET
OrpaHMYeHbl. 31O CTaHOBATCH Ha HacnegyeMmble
CO30aeT yCNoBus HarpaB/IEHHbIMM, pasnuuus,

ons otéopa. a He cnyyanHbIMU. a He Ha ntobble

NPUOBPETEHHbIE
OCOHBEHHOCTW.



UcmoYyHUKU Hacnegyembobix pasnuyuu

HoBble annenu HoBble couetaHus

MyTaLmn co3gatT HOBble anienu 1 3anyckaroT ‘s’ . PekoMbuHaUuMsa B MENO3e COEAMNHSAET YXKe

B MONY LMK He 6bl10. Be3 3Toro NCToUHMKa bnaroaaps SToMy NoTOMK! H6acneuy+0T
OT60PY MPOCTO HE Ha YTO 6blNo Gbl AEMCTBOBATD. ~1S (eI, & HalNeislAlalA) Seloe]y NplAklalslolz:

PP P " PPp P
PH P

HacnepyemMocTb Nnpu3sHakoB

Ecnn npu3sHak He HacnenyeTcs,

OH He 3aKpenngeTcs B NOKOMEHUSX. [10aToMy
019 3BOJIIOLMM BAXXKHO HE TOJIbKO NOSBNEHME
M3MEHEHWI, HO 1 UX Nepeada NOTOMCTBY.

PP P




PP P

10A-8

MyTaLun 06bIYHO NPUXOQUTCS
Ha OAMH HYKJ/1IeoTUpA 3a NOKOJIEHUE.

Y 6aKTepPUn CoHTaHHbIE MyTaLWKM BO3HUKAKOT
3HAYMTE/IbHO Yalle, YeM Y MHOTOKJTETOYHbIX,

NO3TOMY YCTOMNYMBbIE K aHTUOMOTMKAM BapUaAHTbI
NoSABNAOTCS BbICTPEE.

National Human Genome Research Institute,
DNA Mutations; 0630pHble MaTepuasbl

MO MyTaLIMOHHbBIM YaCcTOoTaM Yy 6akTepui
1N 3YKAPUOT.



PeKoOMBOUHALLUA U HAOCIegoBAHUE
NMEPU3HAKOB

o1

KpoccuHroBeep

KpoccurHroesep ob6MeHmnBaeT
YU4aCTKM Mexay
rOMOJIOTMYHbIMU
XpPOMOCOMaMK, NO3TOMY

B OOHOW raMeTe OKA3bIBAKOTCH
HOBbIE COYETaHUS ansienen,
KOTOPbIX HE Obl/I0 HX Y OOHOrO
U3 poauTenen.

He3aBucummoe
pacxoXxageHue

HeszaBrcrMMoe pacxoxgeHume
X[POMOCOM B Meno3e
pacnpegendeT MaTepUHCKMe
N OTLLOBCKME XPOMOCOMBbI
CNy4YanHo, pe3Ko yBennvmnBag
YMC10 BO3MOXKHbIX
rEHETUYECKMX KOMBUHALIMA.

03

Cny4yauHoe
onoAoTBOpEHue

CnyyanHoe onnogoTBoOpEHMe
coeMHAET ABe pa3Hble
raMeTbl, MO3TOMY JaXKe OeTH
OOHOW Mapbl MOTyT
yHacnenoBaTb CYLLECTBEHHO
Pa3Hble coYeTaHMs NPU3HAKOB.




Bopb6a 3a cyLiecmBoBAHUE U aganmauusa

A4 vy A"

B npupoae pecypchl
OrpaHnYeHbl, @ 0CObEN
poXxgaeTtcs 60/bllue, YEM
MOXKET BbXKUTb. [1T0O3TOMY
MeXay opraHm3Mamu
HEN3BEXHO BO3HMKAET

KOHKYPEHLIMS 3a MULLLY,
NPOCTPAHCTBO 1 MapTHEPOB.

PasHble peHOTUMb
BbDKMBAIOT U PA3MHOXXAKOTCH
HEOOMHAKOBO. Te Mpu3HaKu,

KOTOPbIE MOBbILAIOT yCrex

B KOHKPEeTHOW cpee, Yalle

nepenatTcsa creaywemMy
MOKONEHWUIO.

ALanTaumsa — 3TO NpU3HaKk,
KOTOPbIN MOBbILLIAET
NPUCNOCOBNEHHOCTb 30ECh
n cenyac. OH He NogaBNaeTCH
«MO 3aMbICJ1y>,

a COXPaHSAETCS OTOOPOM,
ecq 0eENCTBUTEIbHO
NMOMOraeT PasMHOXEHMUIO.




CnyyaunHbie caBUMU

B Manon nonynaumm
cry4am MOXKeT 6bICTPO
M3MEHWTb YaCTOTh!
anneneu, gaxe

€C NPU3HaK He JaeT
npenmyLLecTBa

N He yxyawaeT
BbXMBAHME.

Pukcauus BapUaHTOB

N3-3a openda
NOJIE3HbIV BapUaHT
MOXET NCYE3HYTb,
a HeMTpanbHbIN —

3aKPEnmTbCS, OCOBEHHO
€CJ/IN YACNEHHOCTb
PE3KO COKpaLLaeTcs.

dddeKkT ocHoBaTens

Korgoa HeCckosbko
ocoben obpasytoT
HOBYO KOJTOHWIO, B HEM
OKas3blBaETCH /MLLb YaCTb
MCXOOHOro reHodpoHaa,

N 3TO MEHAET
OAaNbHENLLYO 3BOJIOLMIO.

Ponb cnyyanHocTu

Takune pasnuumg MoryT
BO3HUKHYTb

6e3 oT60opa, NO3TOMY
3BOJIIOLMS HMKOrda

He CBOAUNTCSA TOJIbKO

K «MOMIE3HOCTU>»
NPW3HAKOB.




dddbeKm ocHoBAMeENIA HA NpuMepe
OCMPOBHOU nonynsauuu

o o
Hebonblwag rpynna ntuL
NOKMOAET NCXOOHYIO TEPPUTOPUIO
N CNyYamHO YHOCUT JINLb YacCTb
annenen. Hoaga nonynaums PY
Ha4YMHAETCH C OrPaHNYEHHOTO
reHETUYECKOro Habopa.
Ha ocTpoBe BbhXMBatOT
N PA3MHOXAKOTCA MOTOMKM TEX
o o BApMaHTOB, KOTOPbIE OKA3a/IUCb

B CTapTOoBOM rpynne. [laxe
6e3 CUNbHOro OTHOPA YaCTOThI
NPW3HAKOB MOCTEMNEHHO CMELLAOTCA.

Yepes HeCKOTbKO MOKOIEHUN
OCTPOBHAaA Nonynaunsa 3aMeTHo
OoT/IMYaeTCcd OT MaTEPUKOBOW.,
Pasnnymg BO3HMKAIOT 13-3a
MaJsioro 4ymcra ocHoBaTeneun
M nocneayowemn n3onaunn.




NMoOMOK reHoB: COnu)XeHue U obHoBJ/1IeHUe
nonynauuu

PHP- PHP-

O6MeH reHaMu NosBneHWe HOBbIX BapUaHTOB banaHc BAnaHus

Murpaunga NnepeHoCUT annenu [TOTOK reHOB MOXeT CUNbHbIN OOMEH reHaMu
Mexay nonynaunamum, NPUHOCKUTb HOBbIE BAPUAHTbI MHOI4a TOPMO3UT NOKaTbHYHO
NO3TOMY UX FEHOPOHbI NPM3HAKOB, KOTOPbIE paHee aganTaumnio, NOTOMY YTO

He OCTaloTCA MNOJIHOCTbIO OTCYTCTBOBAa/IM B Monynaumn. NOCTOSIHHO «Pa3MbIBaET>»
PA306LLEHHBIMU, HeM Ecnv oHM NnoBbILWAOT PA3NNUNA MeXay
MHTEHCKBHEE OOMEH 0CObsIMU, NPUCNOCOBIEHHOCTb, Cpeaa nonynaunamun. [Noatomy ero
TEM criabee pacxoxaeHune MOXXET ObICTPO 3aKPEMUTD 2PPEKT 3aBNCUT OT YCNOBUM

MEeXOY IrpyrirnamMun. NX OT60pOM. N MaclUTaba MUTPaUnn.




Kak cpega 3agaem HanpasieHuUe om6opa

I Cxema BnnsiHuS

Ha amarpamMme nokasaHbl pasHble 50
CceJIeKTMBHble OaBJ/ieHNd, C KOTOPbIMIA 45
CTa/IKMBAOTCA OpraHmambl. VIx crna x
MEHSETCS OT cpedbl K cpefe T 40
M onpenensaeT, Kakne Npu3Hakm 5 3.5
OKa3bIBAOTCHA BbIrOOHbIMU, g 30
©
g 2.5
2.0
:
z 15
S5 1.0
>
0.5
0
Knnmar XULLHWKN [MapasnTsbl KOHKYpEeHTbI Pecypchli
CenekTnBHble uakTopbl
Cpelia He «3aaaeT Lenb» 3BONOUMM, a MeHseT Y4yebHas cxeMa Ha OCHOBE O6LMX MPUHLMMNOB €CTECTBEHHOIO OTOOPA

npenmMyLecTBa NpmM3HakoB. Tam, rge YCJTOBUA PA3/TMHaAKOTCA,
HarpaBneHmne OT60pa TaK>Xe CTaHOBUTCA Pa3HbIM.




g — — — — —

Om om6opa K UsMeHeHUo nonynsauuu

CxeMa NoKa3sbIBaET, KaK OTOOP, CNYYaMHOCTb M OOMEH reHaMK1 MEHSKOT YaCTOTbl aslNieNien nocne 3KONOrMYeCcKoro
BO34EeMNCTBUA.

ocnabéneHue

ycuneHume nepeHoc




MuKpo3BoOLUA U MOKPO3BOJTIOLLUSA

Mukpo3aBsontouus HakonneHue pasnnuuun

VISMEHEHVIS HAYMHAIOTCA BHYTPU OAHOM Ecnu Takme CABUM HaKamnIMBaloTCS
nonynaunn: MeEHAKOTCA YaCTOTbl anjiesien, OO, NHNM paCXO,EI,FITCFI BCG cUbHee.

NnoABNAKOTCA HOBblE COYETaHNA NMPU3HAKOB, C
MOBbLILLAETCH UM CHUMXXAETCH O BpeMeHeEM 3TO MOXET MNpmnBeCTU

NPUCNOCOBIEHHOCTb OTAE/bHbIX 0CO6€ei K $OPMMPOBAHMIO HOBbIX BMAOB U @Onee
B KOHKPETHbIX YCNOBUAX CPEbl. KPYMHbIX 3BOJTIOLUMOHHBIX Pasinymin,

EavHbIN Nnpouecc

Makpo3aBoONoLMS HE NPOTUBOPEYNT
MUKPO3BOJIOLMN: OHA CTPOUTCH

M3 MHOXECTBA MaJslblX M3MeHeHMN. PasHuMLa
MeXIY HUMK — B MacluTabe BpeMeHMU,
YPOBHE OpraHun3aumm 1 MTOroBoM apdekTe.




g — — — — —

Mymob K 06pa30BAHUIO HOBbIX BUJOB

CxeMa UNIKCTPUPYET, Kak reorpaduyeckas, akonormyeckas miam nosegeHyeckas n3onaumsa npmBoanT
K pacxoXXOeHuto nonynaumm.,

n3onauuna pas3nnyuna




OCHOBHbIEe goKa3zamesibCmBd 3BOJ1IOLLUU

CBopaHas Tabsmua NokasblBAET, Kakme
TWMbl AAHHbIX MOATBEPX AT 3BOIOLMUIO.
KaXkabl M3 HUX OTPaXKaeT CBOU YPOBEHb

aHaJ/1M3a, HO BCe BMeCTe OaloT Nloka3aTenbCTBO UTOo nokasbiBaeTr
COrnaCoBaHHYIO KapTUHY

NPONCXOXOAEHNA N U3MEHEHWA BUOOB.
ickonaemble [TocnenoBaTe/ibHOCTb OOPM
Buoreorpadus YHUKa/IbHOCTb oayH
[oMonornm O6ulee npoucxoxaeHue
MoneKkynapHbie gaHHble CxopgctBo HK

Pa3Hble MCTOUYHMKM HE3ABUCKMbI, HO COIr/IacytoTCH CpaBHUTENbHbIM aHaIM3 AAaHHbIX MAIEOHTONOIMK, B1oreorpaduii, aHATOMMUM 1 MOJIEKYNIAPHOM
MeXay Cobon. ITO AeNaeT BbIBOO 06 3BOOLMM omonormm
HaAEXHbBIM U MHOFOKPATHO MPOBEPEHHbBIM.



Tunu4yHoulie 3a6nYy)XgeHUa U moYHble
$dOopPMYTupoBKU

o1

Owunobka Jlamapka

JlaMapk CBA3bIBa/T UISBMEHEHUS
OPraHM3MoB C MPSMbIM
KYMPaXKHEHNEM>» OPraHoOB

N HacNnegoBaHMEM
NPUOBPETEHHbIX MPU3HAKOB.
CoBpeMeHHas buoorus
NMOKa3bIBAET, YTO HACNEOYIOTCS
HE TPEHMPOBKMN,

a FreEHETUYECKME NIMEHEHNS.

TouHee npo oT60p

Dpa3za «BbXMBAET CaMbl
CUMbHbIN>»> CMIMLLKOM rpy6a.
Ba)XHO HE Ppu3nveckoe
NPEBOCXOACTBO, a TO,
HACKOJIbKO MPW3HAK MOMOTraeT
BbIDXUTb M OCTaBUTb
NOTOMCTBO MMEHHO B AHHOM
cpene.
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be3 3agaHHOU Uenu

IBONIIOLMSA HE OBUMXKETCSH

K 3apaHee 3agaHHOMY
coBepLleHcTBy. OHa
COXPAHSAET TO, YTO paboTaeT
30ecCb 1 cenyac, nosTomMy oauH
N TOT XE MPU3HAK MOXET ObITb
BbIFrOAHbBIM UM 6ECMNONE3HbIM.




NMMaMamkKa no memMe

OTKypa 6epyTcs He nytatb pyHKLUN Ponb cnyyanHocTuH YTO MMeHHO MeHseTcA
pa3ninuus [BmxyLimne “ obMeHa 2BotOUMA BCerga
ICTOYHMK HacnesyeMblix M HanpaengaoLwme [eHeTnyecknin gpend OMUCbIBaeTCH Yyepes
pPa3NnNYnii — MyTaumm daKTOPbI HESMb3Y OCOBEHHO 3aMeTeH nonynaumio, a He Yepes

N pekoMbuHaums. OHM CMellnBaTh: OOQHMU B Masiblx Nonynaumnsgx, OTAE/bHYIO OCObBb. 3HAUUT,
Cco3gatoT MaTepuan, CO34al0T BapuaHThl, a NOTOK reHOB CBA3blBaeT rMaBHbIV pe3ysbTaT —

N3 KOTOPOro oTHOP Opyrve MeHsT pas3Hble rpynnbl. Oba M3MEHEeHWe 4YacToT

N opyrue gakTtopbl 3aTeM MX 4aCcTOoTbl. B yuebHoM npouecca MoryT annenen BO BPEMEHMN.
GOPMUPYIOT OCOBEHHOCTU TeMe BaXKHO pa3inyaThb YCUNMBATb UM OCNabnsaThb

nonynaunm. NPOUNCXOXAEHME LencTeme otbopa.

Npwv3HaKa 1 ero cyaboby
B NOnNynaumm.



[MaBHbLIU BbIBOY

OBOJIOLMIO HE «TOJIKAEeT» OfHA CW1a; HACNeaCTBEHHAA M3MEeHYMBOCTb OAET
MaTepuars, a oTeop, Apend 1 NOTOK reHOB GOPMUPYIOT UTOTr. HanpaBneHue
BCErga 3a4aloT peasibHble YCI0BUA Cpeibl U YCrex Pa3MHOXKEHUS.




