[ eHOM-reHOTUN-PEHOTUN

1 PeHOTUN KaK pe3ynbTaT peanusauuu
reHoTuna B onpeneneHHbIX YCIIOBUAX
cpeAabl.

2 KonunyectBeHHas n KayecTBeHHas
cneuyuduka nposiBneHus reHoB B
Nnpu3HakKax.

3 B3anmopeuncrBue HeansnenbHbLIX FEHOB.



Mpu onnogoTBOpPEHUN NPOUCXoaUT
obobeanHeHUe reHOMOB ABYX
poauTenbCKUX ocobeun -
cdbopmUupyeTcs OAUH KINeTOYHbIN
reHOTUN-reHoTUunN 3UroThbil.

[eHOTUN — 3TO COBOKYMNMHOCTb BCEX
reHoB opraHm3ama, 3TO ero
reHeTU4YecKkass KOHCTUTYLUA.



Pa3BuTe MHOrroKrneTo4yHoro opraHmM3ama
HauYuMHaeTcHa ¢ O AHOU eANHCTBEHHOM KINEeTKU-3nrotbl

e U3 reHoTUNAa 3UIroTbl B OHTOreHese
BO3HMKAeT MHOIO COTeH pa3nUYHbIX
KNeTO4YHbIX (PeHOTUNOB.

e OToenbHbIE KNeTo4YHble (heHOTUNbI
doopmupyrot cpeHoTUN OpraHU3mMa.

e Bce pazButne opraHusma ot
OnJI0A4O0TBOPEHHOU AULIEKINEeTKN A0
€CTeCTBEeHHOU CMepTHU NpoxoauT noa
BNMUSHMEM reHoTuna.



[ @HOTUM UCMNBITLIBAET NMOCTOSAHHOE
BNUAHME BHELLUHEWU cpeabl

e [eHOTMN B3anmoaenCcTByeT C BHELLUHEW
cpenomn.

» COBOKYMNMHOCTb BCEX NPU3HAKOB
opraHusma, dopMUPYHOLLIMXCS B NpoLiecce
B3aMMOOEUCTBUA €ro reHotuna u
BHELLUHEW MO OTHOLLEHUIO K HEMY cpeabl
Ha3biBaeTcAa heHOoTUNoMm (rped.phaino-

ABNA=00HapyxmnBato u Tun. B.
NoraHceH, 1903 r)



B 3urote cogepXmnTcs norHbI
Habop reHeTn4Yeckon MHpopmMaLnn

* B ntobon comaTtmnyeckon KneTke MMeeTcs
NOnHbIN HAbOpP reHeTU4YeCcKoun
MHOPpMaLIUN.

* B cneunanmanpoBaHHbIX=

=andpdepeHUNPOBaHHbLIX KNeTKax
BblKITto4eHa OorbLUuasi YacTb reHOB

(90-95%).



Kaxxgpasa ambpumoHanbHasa Knetka
MYJNbTUNOTEHTHA=MONWUMNOTEHTHA = TOTUMNOTEHTHA -

- CNOCOOHa cneunann3npoBaTbLCA B JIIOOYHO
KIeTKy, T.K. COAePXUT NOSIHbIN HAabop
reHeTun4eckou nHdopmauumn.

- B xoa4e HopManbHOro oHTOoreHe3sa Kaxgas KneTtka
anddepeHUMpyeTCcsa TONbLKO B onpeaeneHHOM
HanpaBleHUM.

- HanpaBneHue auddepeHUNPOBKU
onpepenseTcsa BHelWHen cpeaoun (LMTonrnasmom,
T.€. XUMNYECKNUM OKPY>KEHUEM XPOMOCOM).



CBoncTBa opraHM3mMa 3aBUCAT OT
ABYX (PaKTOPOB:

* - OT reHoTUNa (HacneacTBEHHOU
KOHCTUTYLIUN)

* - OT Cpeabl, B KOTOPOW HAaxXoOUTCA OpraHnU3m
N C KOTOPOW ero reHoTun B3aMMOOENUCTBYET.

dopmMmpoBaHne opraHU3Ma-3To pe3ynbrart
ONnanekTn4eckoro eAMHCTBA

reHOTUNM4YeCKUX U cpenoBbIX (paKTOPOB.



 Bce KneTkn MHOroKrieTo4yHoro opraHusma
ob6naparoT OAHUM U TeM XXe FreHOTUINOM,
OAHOU U TOU XKe reHeTUYeCKOMU
nHopmaumen, Ho noa BIIMAHUEM YCITOBUMN

BHeLHeN cpeabl hOpMUPYIHOTCA pa3finyHble
KNneTo4YHble (PeHOTUNLbI.



Oorn (B %) a-,B-,y-,0-,€- uenen ot obLiero
Konun4yecTtBa rnobuHa y 4YenoBeka BO
BHYTPUYTPOOHOM Nepuoae v nocrie poxaeHus

MNMecrRuesil oo
PoOoaaeHr=




e HbF (dbeTanbHbIN reMmornoo6uH) nmeer
VHUKaNbHYK CTPYKTYpPY, KOTOpas
obecneynBaeT AOCTaBKYy Kucrnopoaa

3MOpPUMOHY M Nnoay U3 KPOBEHOCHOW
CUCTEeMbl MaTepm.

e MynsTUMepHasa opraHu3auusa 6enkos, B
4YaCTHOCTU remMornoouHoB, ABNsieTcs
CTPYKTYPHOU OCHOBOWU MEXIeHHbIX,
MeXannesnbHbIX B3aMuMOo4euCTBUMN.



OT poaunTenen NOTOMKU NOsy4aroT Habop reHoB

- B KOHEHYHOM CHETE NOTOMKMU NMOJTYHaAOT OT pO.D,VITG.ﬂGI?I
cneu,mbwqecxue TUMbl XUMNYECKUX peal(u,wﬁ Ha
Pa3Hbi€ BHELWWHWUE YCJITOBUHA.

COBOKYMHOCTb BCEX XUMUYECKUX peakL i B OpraHn3me
onpenenseTr MIHTEHCUBHOCTb OOMeHa BeLLECTB.

Kaxabin opraHn3am mmeeTt cBOM 0COHBEHHOCTN OOMEHA
BELLECTB, CBOU DMOXMMUYECKNE OCOOEHHOCTM.

OcobeHHOCTM OOMeHa B-B nepenaroTca U3 NOKOMEeHNA B
NOKOJSIEHUEe U NoAUYMHAITCA 3akoHamMm MeHpaens.

[eHeTM4YeCcKu OOyCrnoBfieHHblIe pa3nnyina oomeHa B-B
peanun3yloTcs B KOHKPETHbIX YCITIOBUSAX cpeabl Ha
YypOBHe CUHTEe3a benka.



Primula acaulis




BnuaHune reHa Curly Ha doopmy KpbIfnbeB y
Drosophila melanogaster




e [eH Curly obycnoBnuBaeT CUHTE3 berika u
pa3BUTUE KpblyfibeB, HEOObIYauHO
YyBCTBUTENbHOIO K TEMNJy B TO BpeMH,
Korga Mmyxa BblfieTaeT U3 BNaxXHOU
000JI04KHN, NOKPbIBaKOLWEN KYKOJIKY.



Hukakue npusHakm He HacneayroTcA.
[Tlpu3HaKku pa3BMBalrOTCA Ha OCHOBeE
B3auMOAEenNCTBUA reHOTUNa U cpeabl.

HacnepyeTtcq TONLKO reHOTUN, T.e.
HacnenyeTcs KOMMJIeKC reHOB, KOTOPbLIN
onpenensiet HOpmMy OMonorM4yeckou
peakuMm opraHu3amMma, U3MeHS LYo
nposiBrieHue " BbipaXeHne Npu3HaKkoB B
pa3HbIX YCNOBUAX cpeAabl.



MIHoroa oauvH v TOT XKe reH, B 3aBUCUMOCTU OT
reHoTuna un ycrioBuu cpebl, B pa3HOU CTENEHU
KOHTPONUPYET NOSTHOTY PEHOTUMNYECKOIO
NPOABNEHNA- OT MOSTHOW Bblpa>XeHHOCTHU
Npu3HaKka o NOonHOro OTCyTCTBUA NMpU3HaKa.

CTteneHb nposiBrieHUs peHoTuna (Npu3Haka,
MyTaLumn) Ha3biBaeTCA 3KCNPeCCUBHOCTLIO.

OKCNPECCUBHOCTb OTPAXXa€eT XapaKTep U THAXKECTb
CUMMNTOMOB, a TakKe BO3pacT Ha4vana
3a0o051eBaHunS.



CTeneHb NposABNeEHUS
(3KCMPECCUBHOCTD)

UHOUBUOYYMbI
C Mamono2u4ecKum

[1PU3HaKOM

HUcCJrio criy4daes

17



e KonnyecTtBeHHO CcTeneHb
3KCNPEeCCUBHOCTU U3MEPAIOT
MCNOMb3yH CTaTUCTUYECKMe
nokKasarenm



[leHeTPaHTHOCTb (H.B.Tumodees-

Pucosckun, 1927 r)

e Ecnn reH nmeeTt MecTo B reHOTUINEe, HO OH He
nposiBNAeTcA BoBCe, TO FOBOPAT, YTO reH

* ( NpU3HaK) NeHeTpaHTeH.

* [leHeTPaAHTHOCTb — 3TO KONMINYECTBEHHbIN
nokKkasartenb (peHOTUNMUYECKOro NpPposABIIeHUs reHa.

* [leHeTPaAHTHOCTb XapaKTepusyeT NPOLEHT ocodben
(nropen), nposaBnaWNX B heHOTUNe AaHHbIN IFeH,
Mo OTHOLLUEHUIO K oOLemy Yyncny ocobeu (nopen),
Y KOTOPbIX 3TOT reH Mor Obl NPOABUTLCH.

e NMposaBneHue reHa y 100% nHanBuaooB c
cooTBeTCTBYHOLIUM reHoTunom (AA, Aa, aa)
Ha3biBaeTCA NOJSIHON NMNEHEeTPAHTHOCTLIO.

B ocTanbHbIX cny4yasax - HENoJsIHOM
NeHeTPaHTHOCTLHO.



[leHeTpaHTHOCTbL (Y YenoBeka)

HacnenoctBeHHbI naHkpeatut  — 80%
BbiBUX 6beapa — 25%
PetnHobnactoma — 60%
OTocknepos - 40%
Konoboma - 50%

‘"lcopunas - 50%
[Togarpa (y My>X4uH) - 20%

(Y XKEHLUWNH) - 0%



Bo3pacT nepBoro nposiBneHn
CUMNTOMOB XOpeu [ EHTUHITOHA

BospacTt Yncrno [MpoueHT HakonneHHbIN
crnyvaeB NPOLEHT

0-4 4 0,9 0,9
5-9 5 1,1 2,0
10-14 15 3,3 52
15-19 24 5,2 10,4
20-24 38 8,3 18,7
25-29 57 12,4 31,1
30-34 83 18,0 49,1
35-39 80 17,4 66,5
40-44 57 12,4 78,9
45-49 42 9,1 88,0
50-54 28 6,1 94,1
55-59 12 2,6 96,7
60-64 1,5 98,3
65-69 1,5 99,8
70-74 0,2 100
Cymma 460 100,0 100

PasnunyHas akcnpeccmBHOCTb nonuaakTunun. Cyulectsyet
MHOro popmM NoNUAAKTUINK: AONONHUTESbHBIN Nanew
BblpacTaeT 1 psaoM ¢ 0onbLIMM NanbueMm, U psiaom c
MU3MHUEM. 10 KpanHen Mepe B HEKOTOPbLIX CEMbAX
nonuaakTunua obycnoeneHa HannM4ynem JOMUHaAHTHOIO reHa
(D), KOHTPONUPYIOLLLETO YMCNO AYYNCTBIX KOCTEN, KOTOpbIE
00pasytoTcsa B AMOpUOHanbHbIX 3a4aTkax KUCTEN PYyK MU CTON
HOT. QKCMNPEeCCUBHOCTbL reHoTnna Dd BapbupyeT nHorga aaxe
Yy OQHOIO W1 TOrO Xe YenoBeka, KOTOPbIN MOXET UMETb Ha
OLHOW pyKe NATb NanbLeB, a Ha Apyroun wecTtb. B Takux
cny4vasx BapbupyroLLasa 9KCNpPeCcCcMBHOCTb onpeaenseTca
BHYTPEHHEN Cpefon pasBMBaroLLEerocd opraHmsma.



PacnpeneneHnne 802 cnyyaeB xopeun [ €HTUHITOHa
No Bo3pacTy Ha4yana 3aboneBaHusd

0 { - _{ I

0—5 15 2125  31-35  41-%5  51—55  §1—65 71—75
6 —10 16—20 26-30  36-40  46-50  56=60  66~70 « 76—




PooocnoBHaa ¢ peTuHobacToMoun B cny4yae

HEeMNOSIHON NEHETPAHTHOCTMN.

HenopaxeHHas xeHuwwuHa ll. 4 gonxHa ObITb reTepo3nroTon,

nockosnbky ee Mmathb |, 2 n goub lll. 2 nopaxeHsbl. (Yepmouka nod gpueypoli
o3Ha4Yaem, 4ymo bosibHou obcriedogaH asmopamu.)

. . A sycroporuan



OKCNPEeCcCUBHOCTb U NEeHEeTPaHTHOCTDb
noaaepXXMBarTCA eCTeCTBEHHbIM OTOOpOM

[eHbl, KOHTpONUpYyOLME NaTorIornyeckue
NPU3HaKU, MOTYT UMETb Pa3fINYHYIO
NMEeHEeTPaHTHOCTb U Pa3NIUYHYIO
3KCMpPeCcCUBHOCTb, T.€. OHM MNPOSABNSAIOTCH HE Y
BCEX HOCUTESNEN aHOMAarIbHOrO reHa
(MeHeTpPaHTHOCTbL) N cTeneHb DONE3HEHHOIO
COCTOSAHMS byoeT HeoanHaKoBa Yy BCeEX
bonerLmnx (3KCNPeCcCMBHOCTL).



[leHeTpaHTHOCTb MOXET UMETb Ba)KHOE 3HaYeHue
NPpn MeANKO-reHETUYECKOM KOHCYITbTUPOBAHUN B
crny4yae ayToCOMHO-AOMWHAHTHbIX 3aboneBaHun:

« 300POBbIN YENOBEK, Y KOTOPOro OAuH 13
poauTenen cTpagaeTt NogoodHbIM
3aborieBaHnEM, C TOYKN 3PEHUSA KITAaCCUYECKOrO
HacnegoBaHUs, HE MOXET ObITb HOCUTENEM
MyTaHTHOro reHa. OgHako, ecnv y4YnTbiBaTb
BO3MO>XHOCTb HEMONMHOW NEHETPAHTHOCTHU, TO
KapTUHa COBCEM MHas: BHELLUHE 300POBbIN
4YenoBEK MOXXET UMETb He NPOABNSAIOLLNINCS
MYTaHTHbIN FTEH U NepeaaBaTb €ro AeTAM.



'eH-MmoaundomukaTop (K.Bpuaxec, 1919 r)

Y reHoB-MOoaMPUKaTOPOB HET CAMOCTOATENIbLHOIO
OENUCTBUSA, HO OHU MOTYT MOANULMPOBATL
OeucTBue gpyroro reHa:

-reHbl, ycunuaearwLlme nposiBneHne npusHaka,
0ETEPMUHNPYEMOTO APYTMM r€HOM

-reHbl, ocrnadnsatowme AencTBmue Apyroro reHa.



MHoOXeCcTBEeHHOE=MNNenoTpornHoe
NencrtBue reHa

[eH MOXET onocpeaoBaHHO BO3OENCTBOBATHL Ha
TeYeHne pasHbIX peakumm n Ha pasBuTme
Pa3HbIX NPU3HAKOB.

[ eHbl MOTYT OKa3blBaTb CBOE BINUSAHME Ha Opyrue
reHbl Ha pa3HbIX cTaguax oHToreHesa. Ecnu
reHbl OKa3blBalOT CBOE BMUAHME Ha
CpaBHUTENBLHO NO3OHEN CcTaaun pa3BUTUS
OopraHmama, To 3P@EKT UX 3HAYUTENBHO
crnabee, 4em B TOM Cny4ae, Korga BnmsHue
reHa OCyLLleCTBNAEeTCA Ha CPpaBHUTENBHO
paHHEN ctaguun.
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Cu HOPOM PaHKOHU (MOPOKM pasBUTUA UNK OTCYTCTBUE BONbLUNX
nanbLeB PYK, Ny4EeBOW KOCTU, N-KN PasBUTUS MOYEK, KOPUYH. MUTMEHTHbIE

NATHA, KapJIMKOBOCTb, TpOM6OLI,I/ITOI'IeHI/IFI nenkoneHus, aHeMI/IFI)




CManOM MapcbaHa(1 :100000, a/n, HapyLllaeTcA CUHTE3

KonnareHa v anacTtuvHa 13-3a MyTauum reHa B 15 nape xpomocowm, koTopbiit
OoTBeYaeT 3a cuHTe3 bernka hnbpunnuHa)




CunHpapom Jlew-HuxaHa

e MyTauusa reHa oTBeTCTBEHHOIO 3a CUHTES
doepMeHTa

rMNnoKcaHTUHryaHmHdgpocdcgopmndosun-
TpaHcdepas3bl

* [IposiBneHue:

-noparpa

-3abo0neBaHuns No4vek

-dHOMaJlbHOE MnoBeaeHne

-y AeTen CHWXKeH nHTennekT. CKIOHHOCTb K
«CaMoNCTA3aHMIO» (MoBpeXxaatoT ryobl 1 nanbLbl,
4yacTto HeobpaTmmo). boneBasa 4YyBCTBUTENbHOCTb HE
N3MEHEHa, M03TOMY UCMNbITbIBAKOT CTpagaHna u 6onb



[MnenotponHbIN ahpeKkT —

9TO OTpaXXeHne NHTerpupoBaHHOCTU
NpoLeccoB pa3BUTUSA, B KOTOPbIX MPOAYKT
OOHOro OMOXMMNYECKOro NyTU MOXET B
KOHEYHOM UTOre oKasbiBaTb BIIMSiHUE Ha
MHOXEeCTBO NyTen pasBUTUA.

Ha ypoBHe nepBUYHOIo OEUCTBUA reHa KaXabiv
reH UMeeT egUHCTBEHHY QOYHKL M-
KogupoBaHMe ogHoro nonunenTtuaa.



B HacTosiLlee BpeMs TEPMUH «NJIEeUOTpPONuUsa»
OTHOCUTCA K aHanun3iy 3¢pgeKkToB reHOB Ha
YPOBHE LUeNOCTHOro opraHm3ama u
npeacraBnseTca cyrydbo onmcartenbHbIM.
HetanbHoe uccnepgosaHue apdeKkToB
MYTaHTHbIX FeHOB Ha YPOBHE KIeTKU, TKaHW,
opraHa AoJ1KHO NPUBECTU K BbISABJIEHUIO
KOHKPEeTHbIX HapyLeHUn onamnonornyeckmx
boyHKUMN, T.€. K paclunhpoBKe CYLLHOCTHU
NNenoTponHbIX 3chdeKkToB.



[lonnumepus.

Ecnu reHbl pacnonoXxeHbl KaXXabiu B CBOEM
OoTAesrIbHOM JIOKyce, HO UX B3aumogeuncreme
NposiBrseTcsA B OOHOM M TOM Xe HanpaBrieHUu, To
NX Ha3bIBAKOT NOSIMMEPHbLIMU FreHaMM.

Cuna BNUSAHMSA KaX[0ro Takoro reHa HesHauuTesbHa,
HO OHM OEeNCTBYIOT coobLLia, B3aMMHO JOMOSTHASA OpYr

Apyra.

Takyto 0000LWEeHHYI0 CUCTEMY, NPOABAAIOLLYIO cCebs B
KayecTBe CYMMbI NPU3HaAKOB, Ha3bIiBaloT
NONMMreHHON CUCTEMOM.



KOMIJ1IEMEHTAPHOCTb

- ABNeHue, NpM KOTOPOM ABa HeannenbHbIX
reHa, Haxogsicb 0O4HOBPEMEHHO B
reHoTune, NpuUBOAAT K popMMNpPoOBaHULIO
HOBOIo (peHOTUNUYeCKoro rnpusHaka.

JAA JASO JOJ°
J°JB JBJO JAJE



ornucras

- TaKOe B3auMoaeucTBUue reHoB, Korga reH
OOHOM annenbHOU Napbl Mackupyet
AeUCTBUE reHa Apyromn annesribHOU nNaps.bl.

PeHOTUN onpeaensaeTca NepBbIM
(anncratuyecKkmMm) reHom, a He BTOPbIM
(runocTaTn4yeckum).
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[ eHbI-CYyNPEeCCOopPbI (A.CtepresaHT, 1920 r)

-reHbl, KOTOpPble YaCTUYHO UIU NOJSTHOCTbIO
BOCCTaHaBNIUBaOT HOpMaribHOe pa3BUTUe
ocobun, U3AMeHeHHOoe Npu NOABNEeHNN
MyTauuu.

Cynpeccus MOXeT ObITb pe3ynsraTtoM BTOPOU
MyTauMn B TOM Xe reHe — BHYTPUreHHas
cynpeccus.

* MexreHHasa cynpeccus - Korga apyrov reH
MOXET UCNpaBUTb OLLINODKY.



CooTHoOLWeHue mexay
reHOTUNOM N (PeHOTUNOM TaKoe

Xe, KaK MeXxay Xxapakrepom
yerioBeKka v ero penyrtauuem:

reHOTUN (xapakTep) - 3TO BHYTPEHHSASA CYTb
MHOMBMAyyma,

doeHOTUN (penyTaunsi) — 3TO TO, KAKUM OH
BbIrMAOUT UNU NPeACTaBNAETCA OKpYXakoLUM.

MakKbrocuk.



