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\ B3anMOoAEenCcTBUN

[eHbl BBHMMO,D,GVICTBV}OT, B/1NAA Ha NPUN3HaAKUN N 300P0OBbE Yepe3 C/ZI0OKHDbIE

bnonornyeckme MexaHmM3Mobil.
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—  pacwundposkon JHK n ocosHaHmnem

(

I3yueHmne reHoB Ha4anocCb C OTKPbITUI
Menpend, pacwmpmnnocb B XX BeKe C

CNOXXHbIX B3aUMOOENCTBUN NrEHOB B NpPUpoJeE.
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Y10 TaKkoe reHbl?

[eHbl — yyacTkmn HK, copeprkawime
MHCTPYKLUMM ONa co3aaHnga 6enkos,
KoTopble POPMUNPYIOT OCOBEHHOCTU
opraHm3ma. [eHbl nepenatoTcsa oT
poauTenen K oeTam npu
PAa3MHOXXEHUMN.

feHOoTUN Y cheHOTUN

[eHoTVN — Becb Habop reHoB B
OpraHM3sMe, a heHOTUN — BHELLHWE U
BHYTPEHHMNE NPU3HAKKU, KOTopble
BUOHbI UK NPOoABNAOTCA bnarogaps
3TUM reHaM.

HacnepoBaHue npusHakos

[1pn NONOBOM PA3MHOXKEHUU
NOTOMOK MOJ1y4aeT NoNOBUHY FreHOB
OT KaXKJ0oro poauTens, 4to
obecneymBaeT pa3Hoobpasne u
YHUKaNbHOCTb HacneagyeMblix
NPU3HAKOB.




[1nenoTponna — 310
BINAHME OOHOINo reHa Ha
HECKOIbKO Pa3/INYHbIX
NPU3HAKOB,
obbeamnHgawLlee nx B
eadVHbIN BMOoNOrnMYecKnm

pe3ynbTar.

I
MHo)kecTBeHHOoe AerncTBue reHoB (naenorTponun)

MyTaunm B Taknx reHax
MOTYT MEHATb PYHKLUNU
Pa3HbIX OPraHoOB N CUCTEM,
06BACHAA CNOXKHbIE
6one3Hn 1 NPU3HaAKMN.

v/

OJTO aBAeHune nomMoraeT
COo34aBaTb YHMKAbHbIE
yepTbl M NpUucnocabnmBaTb
OPraHn3M K OKpYy>KatoLLen
cpegne.
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PeanbHble npuMepbl NAenoTponun Y 4enoOBeKa

Cepl'IOBVlJJ,HOKTIeTO‘-IHaFI aHeMuqa

MyTauna ogHOro reHa n3aMeHaeT
hopMy apUTpPOLNTOB, Bbi3biBas
aHEeEMUIO M 0JHOBPEMEHHO NOBbIWAaA
3aWmMTy OT Manapun. bonesHb
conpoBoXkaaeTca 60nbto U
NOopaXeHMeM OpraHos.

BnnaHume ogHoro reHa Ha
pPa3Hble CUCTEMDI

OQuH reH MoXkeT BNUATb U Ha
KPOBEHOCHYIO CUCTEMY, U Ha
NUMMYHWTET, YTO BbI3bIBAET
KOMMJ/IEKCHYIO CUMNTOMATUKY U
NCNbITaHNA ANA OUATHOCTUKN.

HauYeHne nnenoTponun B
MeanuunHe

I3yuyeHne MHOXKeCTBEHHOI 0O
0EeNCTBUA reHOB NOMOraeT BbIABNATb
NPUYMHBI CNOXKHbIX 3a00/1eBaHNM U
pa3pabaTbiBaTb 60/1€e ToUHbIE
METOAbl UX IeYeHuns.




Buabl B3anmMoAencTBnA reHoB
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KoMnneMeHTapHOCTb — COBMECTHOE OENCTBUE
HECKONbKUX reEHOB, HEOOXOAUMbIX AN
NposaBNeHNd Npn3HaKa, KoTopble apyr 6e3
apyra He paboTatoT.

IloMMHaHTHO-peueccMBHOE B3anMogencreme —
— KOorga NpoasBnseTcs oguH 13 gByx
NPOTUBOMNONOXXHbIX MPU3HAKOB, JOMUHAHTHbIW
NN peLecCnBHbLIN,

ONuUcTas — Korpa oauH reH nonasngaeT Takme MexaHn3Mbl co3aatoT pa3Hoobpasune
ahdheKT ApYyroro reHa, BANAA Ha UTOrOBbIW KOMOMHALUMIN NPU3HAKOB U CNOXKHOCTb
heHOoTUN opraHmn3ma. HacnegoBaHUA Y XXUBbIX OPraHU3MOB.
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INUCTa3: MexaHUu3M NOAABACHUA N'eHOB

)
) INuUcTas — cuTyaumsa, Korga oauH
J_) reH 6noKnpyeT gencTeme gpyroro,
| N3MeHAa 0OblYHblIE 3aKOHOMEPHOCTHU
HacnepoBaHuAa. Hanpumep, v
KMBOTHbIX FreH genurMeHTaumum
MOXKEeT «3abN10KMpoBaTb» LBET

LEPCTW.

)
) DTOT Npouecc NoMoraeT co3aaBaTh
J_) HOBblE€ BapWaHTbl OKpaca 1 BAUAET
| Ha peHoTMN, UCKAoYaa NPOoABNEHUE
HEKOTOPbIX OPYrUX reHos.




lponopuun HacreaAOBaHUA NPU B3aUMOAECUCTBUMN

fFeH0B8

[narpaMmmMa MNNIOCTPUPYET OTNNYNA
MeXXAY KaCCUYECKUMU U KOMMNEKCHbIMU
cxeMaMu HacnepoBaHMAa eHOTUNOB.

Pasnnuma B 0ondax NOTOMKOB OTPaXKkatoT

pa3Hoobpa3ne reHeTUYECKNX MEXAaHN3MOB
B3aMMOOEeNCTBNA NreHOB.

[eHeTnyeckn cnpaBoYyHuk, 2023

B CooTHoweHus heHOTUMNOB MPY pPas/IMYHbIX B3auMOAeNCTBUSAX rek
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CpaBHeHune TMNoB B3aUMOAECWUCTBUA NEHOB

B Ta6nmue npencraB/ieHbl OCHOBHbIE
B/ Obl BBaI/IMO,EI,elZCTBM‘FI reHoB, X
HacnegoBsaHe n npmnMepbl N3 Tun
OONOrnn. . HacnepoBsaHue Mpumep ®eHoTuUr
B3auMoaencTemna
Ka*kablh TMN B3aMMOOENCTBUA FrEHOB e e
cboleApyeT YHWKaJIbHbIE JOMUHAHTHOCTb [MpocToe ceMAH S
HacneacCcTBEHHbIE MPU3HAKN U BNINAET FOPOXa "PVSHAK
Ha pa3Hoobpa3ne opraHN3MoB.
LiBeTouek HoBble
KomMnnemeHnTapHoctb | Ob6obuieHHoe HOYHOWU LBETOBbI(
KpacaBuubl | KOMBUHaA
Okpac [MopaBne
YuebHuK buonorum ana cpegHmnx Knaccos InucTas MBS L REERIHEE HepETY OKPACKY
MblLLEN

)



[lonureHHble NPU3HaKK
dbopMupytoTca noa
BIMAHNEM MHOTUX MrEHOB
OOQHOBPEMEHHO, YTO CO3aET
HeNpPepbLIBHYO BapuaLuio,

HanpuUMep, B POCTE YesioBeKa.

Ka)kgbln M3 y4aCTBYOLMX
reHoB pobasndgeT cBom
BKNapg, a ycnoBua cpebl
TaK»XXe CYLL,EeCTBEHHO BANAIOT
Ha Bblpa*XeHWe NPU3HaKa.

B pe3ynbTaTte HabnopatoTCs
LUMPOKME AMaNa30HbI LBETA
KOXXWN, POCTa N Apyrmnx
XaAPaAKTEPUCTUK, CNOXKHbIX MO
CBOEeN npupoage.




A

ﬁ.

CuHppoM MapdaHa u MHoroobpasne cMMNTOMOB

CuHpgpoM MapdhaHa Bbl3BaH MyTauuMeEN B FreHe
dbnbpunnnmnHa-1, yto 3aTparnBaeT COeaANHUTENBHYIO TKaHb
B OpraHm3mMe. 3To NPOABAAETCA B USMEHEHUAX CKENEeTa,
npobnemMax c cepaueM, 3peHNEM 1 CyCTaBaMu, Tpebys
KOMMNNEKCHOW OMAarHOCTUKMN.

KoMnneKcHbI noaxoa K ANarHOCTUKe
reHeTuJYeckux 6onesHen

OpHoro Tecta HegOCTAaTOYHO AN BbIABIEHUS CMHAOPOMa

MapdaHa n3-3a pa3Hoobpa3nga cumntoMoB. Bpauwn
MCNONb3YIOT pa3Hble MeToabl 06cneaoBaHnA, YTOObl TOYHO

onpenenntTb BINAHNE O,D,HOﬁ MYyTaunn Ha MHOXXEeCTBO

CNCTEM OPraHnN3Ma.

(
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[ eHeTukKa OKpPaCa U BHEWHNX NMPU3HaAKO0B ) $(KUBOTHDIX

MnenoTponua y Kowek: uset [eHeTUKa OKpaca N CTPYKTYpb! BavaHue ogHoro reHa Ha user
wepcTtn n ras3 wepcrtn y cobakK rna3 " XBocCt y MbilLen

Y Kouwek OOWNH reH MOXXET onpegendTb Kak Y cobaK reHbl, oTBeYatLlne 3a UuBeT Y Mbllwen MyTaunAd B OOHOM reHe MOXXET
PUCYHOK LLIGECTM, TaK AN LI,Be'[ rnas. 310 LLUEPCTU, TAKXKe BAUAIOT HA ee CTPYKTYpPY oaHOBpPEMEHHO MEHATDL LI,B"eT rma3 u
npmnMep NIeENOTpPOnHOro oencrteBnd, Koraa — rnagKas unu Kygpasas. Takoe OTTEHOK XBOCTa. ITO I'IO,EI,tIepKMVBaeT POJb
reH BJIMAET Ha Pa3Hble NMPU3HaAKN B3al/IMO,EI,el\/JICTBl/Ie FeHOB BAMSET Ha reHeTn4yeCKnx B3anMoagencrtBnn B
oaAHOBpeMeHHO, CO34aBad YHUKaAJIbHbIE pa3Hoo6pa3me nopog 1 nx BHELLHWM CbOpMVIpOBaHVIVI CNOXXHbIX NMPN3HAaKOB
KOM6MHaLI,l/Il/I B BHEWHOCTW. BUL. XNBOTHbIX.




MOAMCbMKaTOpr — F'€HbI, BAUAIOWLINE Ha BbLIPANKEHHOCTDb
NMPpN3HaAKOB

7~

MoaundnkaTopbl perynnpyoT MHTEHCMBHOCTb
NPOABNEHNA NPU3HAKOB, HE N3MEHNAA UX
OCHOBHY0 npupoay. OHM MoryT ocnabnatb nnu
yCUNMBaTb MMIMeHTauuto, PopMy 1 apyrme

XAPaAKTEPUCTUKN.

N

Hanpumep, HacbIWEHHOCTb OKPACKM LIBETKOB Y
ropoxa MeHaeTca Noj BO3AeNCTBUEM TaKUX
reHoB-MOANMPUKATOPOB, YTO Ba*KHO NpU
cenekunm pacteHnn onga NnonyyeHmns
*KenaeMblX COpPTOB.

Y nabopaTopHbIX KPbIC MHTEHCUBHOCTb

nMMrMmerTaunn WepCTm 3aBNCUT OT

MO,EI,MCbVIKaTOprIX reHoB, 4YTO NOMOTIraeT
ncenenoBaTtb reHeTU4YeCKnNeE MeXaHM3Mbl

agantTaunnn N HacnenocreeHHOCTW.




BAansiHue okpykatouwien cpeabl Ha NPoABAeHUE reHoB

Pan

/ TeMnepaTypa MOXKeT U3MEeHATb
BblPa*K€HHOCTb FreHeTUYEeCKNX
\ MPU3HAaKOB, KaK Yy rMManamcKmnx
KPOSIMKOB, Y KOTOPbIX NPU HU3KUX
TeMnepaTypax OKpacKa WepcTu
\ CTaHOBUTCA TEMHEE Ha ylax 1 nanax.

//OCBeLLI,éHHOCTb BNVAET Ha aKTUBHOCTb
HEKOTOPbIX FTEHOB, PErynmpyoLmx
NMIrMEHTaLMIO N POCT, YTO 3aMETHO Y
PACTEHUM U *KNBOTHbIX B Pa3HbIX

o

ra

[lnTaHne Bo3gencTByeT Ha MeTabonmnam
N NpPoaBNEeHNE reHoB, BNNASA Ha
3[,0POBbE N Pa3BUTUE OPraHn3Ma, 4YTo
0COHEeHHO Ba*KHO A9 NPaBUAbHOIO

\ POCTa AEeTEN U KUBOTHbIX.

KINMMaTUYECKNX 30HAX.

/ CtpeccoBble aKTOpPbl MOTYT
aKTUBMPOBATb MM NOAABNATb
onpenenéHHble reHbl, MeEHAR NoBeaeHne,
UMMYHUTET N apyrmne pyHKUnn
OpPraHmM3Ma, YTOo OTPaAXKAET Ba*KHOCTb
cpenbl gna peHoTmNa.

@



IlyTb reHeTnueckon nHpopmaunn K opMMpoBaHUIO
NPU3HaKa

BangaHune B3anmMogencTrBms reHoB m pakTopoB cpeabl Ha heHOoTUnN

Oencteune

NAeNOTPONHbIX
TpaHckpunuumsa

eH B AHK CuHTes 6enka reHoB?
A PHK

HeT

dopmuposaHme
HeT npusHaka

BnnsiHue
OKpYy>KatoLLlen
cpeabl?

HeT

B3anmopgencrteue
06enKkoB

Bnuanue

MoandukaTtopos?
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[eHeTnYeckue
B3aMMOOENCTBUSA
YBENNYMNBAIOT
pa3Hoobpa3ne NPU3HAKOB
Yy BUOoB, obecneymnBad
LUMPOKNIN CNEKTP
BapMaHTOB ANs
ecTecTBeHHOro otbopa.

I
PoAb B3anMoAencTsusl reHos B 38oAI0OUMN

OHM cnocobcTBYIOT
ObICTPOM aganTaunmn
OPraHN3MoB K
N3MEHALWMMCHA YCTOBUAM
OKpYy>KatoLen cpegbl,
VAYYLaa BbIXXMBAEMOCTb U
PENPOAYKTUBHbIN yCnex.

N3MeHeHna B reHeTU4YeCKmx
ceTax B3aMMoaencTBmmn
MOryT NPMBOAUTL K
NOABNE€HNIO HOBbIX
afanNTUBHbIX NPU3HAKOB U
YCTONYMNBOCTU K
3aboneBaHuAaMm.

!



[lpumepbl naenoTponuun n nx NOCAEACTBUR

Tabnunua Nnoka3blBaeT TPU N3BECTHbIX
npuMepa NNENOTPONMHOIro AENCTBUA FEHOB C
OMMCAHNEM NOPAXKEHHbIX CUCTEM N BaXXHOCTU
ONA ANArHOCTUKW.

[1nenoTponuna BNMaeT Ha pa3Hble CUCTEMBI

OpraHn3Ma, YCoXXHAA ANAarHOCTUKY U TpebyH
KOMMEKCHOIro Noaxoaa.

[eHeTnYyecKne CripaBO4YHNKWN N NCCiedoBaHUWA

3ab6oneBaHue

[NMopakeéHHble
CUCTEMBI

MNpoasneHuna

N3meHeHnqa K
Ckener,
CuHapoM MapdhaHa pOCTa, il
cepgue, rna3a
aHEeBPWU3MbI H
P
AHemunq,
CepnoBunagHokneTo4yHaa | KpoBb, 5 BI
YCTONYMNBOCTb
aHeMunsa NUMMYHUTET n
K Manapuu
Bl
OTcyTcTBUE B
[TurmeHTaumMg,
ANbONHN3M NMUrMeHTa, ré
3peHune
cBeTob0A3Hb




nepCﬂeKTMBbl COBpPEMEHHDLIX N'eHeTNHeCrnx UCCAeAOBaHUN
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BuonHdopMaTmKka noMoraeT aHann3npoBaTb
bonbline AaHHble, BbIABAAA MONUTEHHbIE U

NA1ENOTPOMNHbIE CBA3U, YrNybnaa NoHMMaHMeE
HacNenCTBEHHOCTW.

CekBEHVPOBAHME FrEHOMOB MO3BOIAET
BbIIBATb MHOXXECTBO NEHOB, Y4aCTBYOLWNX B
CNOXKHbIX NPU3HaKaX, N X B3aUMOOENCTBUSA C
BbICOKOW TOYHOCTbIO.

TexHonormna CRISPR oTkpbiBaeT BO3MOXHOCTU [lepcneKTnBbl NEPCOHANN3INPOBAHHOM

TOYHOroO pefakTUPOBaAHUA reHOB AN MeaUUWHbI CBA3aHbl C NPOrHO3MPOBaHUEM
KOppeKUUM HacneacTBeHHbIX 3aboneBaHn Ha 3aboneBaHMN N aganTauven Tepanmm Ha
MONEKYNAPHOM YPOBHE. OCHOBE reHeTuvyeckoro npodunna NnauneHTa.

%




L)

3HaueHue reHeTnyeckux
B3aUMOAENCTBUN AN HAYKU K
WU3HU

[loHMMaHWe B3anMoaeNncTBUM reHoB 1 NNEeNOoTPONUKN BaXXKHO ANna MeguumnHbl, bruonormm m
CEeNbCKOro X034MncTBa. DTV 3HAHMA NOMOraloT NPOrHO3MPOBaTb MPU3HAKK, YNYyYLLATb
3[,0pOBbE 1 CO3aaBaTb YCTONYMBbIE OPraHN3MbiI.




