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Monynauna — HaMmMeHbLUas e.qMHMu,a 3BONIOLINMN,
CO CBOEeMN reHeTn4YecKomn cpesomu.

i

.

«MeHpgeneBcKasa nonynauusa» - pernpoayKkTuBHoOe
W coobLiecTBO pasHononbix 1 . NepeKkpecTHoO.
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leHOohOHA NPUPOAHLIX NONYNALUN XapaKTepusyeTcs:
‘reHeTUYECKUM eOUHCTBOM,
*pa3HOOOpa3nemM reHoB,
* AMHAMW4YeCKUM paBHOBECUEM NreHOB U
reHoTUnNoB.



[eHeTUYecKkoe eaAUHCTBO

Ha reHodhoHa nonynsauuu
OKa3bIBalOT CUINIbHOE
BNUsiHUe
aAemorpaduyeckume
nokKasartenu vyepes
CYLLEeCTBYHOLLYIO CUCTEMY
OpakoB



Cucrtema OpakoB:

[MaHMuKcuna — cnyvyamHbIn nogoop nap;
UHOpUuAONHr — poaACTBEeHHbIN Opak, B KOTOPbIN
BCTYNarT YaLle, YeM Npu NaHMUKCUW;
AyTOOpPMAOUHTI — pOACTBEHHbLIU OpaK, B KOTOPbIU
BCTYNaKT pexe, YeM npu naHMUKCUM;
[MonoxuTternbHbIU aCCOpPTaTUBHbLIU OpaK — He
pPOACTBEHHbLIN, HO BCTYNaKT Noaun (heHOTUNUYeCKu
CXOAHbIe N0 KAKUM-NTMOO npu3HaKam.;
OTpuuaTtenbHbIN aCCOPTAaTUBHbLIN OpaK — He
pOACTBEHHbLIN, B Opak BCTynaroT Noaum,
oTnuyarowmecs no heHOoTUNUYeCKomMy rnpPuU3HaKy,
KOTOpPbIN NpeAacTaBnseT ANA HUX npoonemy.



UHOpuauHr
UHOpUAOUHI - cKpewimBaHne 65IM3KOPOACTBEHHbIX
dopm B npegenax ogHOM NONynNsALUUN XKUBOTHbIX
unun pacteHun. Camaa kpanHasa cpopma
WHOpPUAOUHIra — caMmoonJIoa0TBOpPEHMUE.




Y cpegHecTaTUCTMYeCKOro Yenoseka B reHoMe eCTb 5-8 netarnbHbIX
MyTaumn. Kak MUHUMYM CTOMbKO e MyTaLui CBA3AHO C Cepbe3HbIMU
reHeTuyeckumMmn gedpekramm. Henosek OT HUX He ymupaeT (1 He boneer),
NMOTOMY YTO Y YerioBeKka ecTb Mo ABe KoM KaXXaoro reHa (ogHa ot narnbl,
apyras - oT Mambl) M XopoLuast Konusa KOMNeHcupyeT edekTHYIH.



KoadpchmumeHT nHOpuauHra — ato mepa
oXungaemow O05fiM reHOB B FOMO3UTOTHOM
COCTOSIHUN, TO €CTb COCTOSAHUUN, KOraa oT oTua u
MaTepu pebeHKy AOCTalTCA OAUH U TOT Xe annerb
reHa.

[Mpn 6GNM3KOPOACTBEHHOM CKpeLUMBaHUM (MHOPUAWHT) oedeKTHasa Konmd
narnuHoro (MM MaMUHOIo) reHa ¢ BEPOATHOCTbLIO 25% [0CTaHETCA CblHY U
aodepwu.

Ecnu oHn 3aBenyT pebeHka, To C BEPOATHOCTbIO 25%X%25%=6.25% OH
nony4nT ase gedeKTHbIE KOMUM.

Ecnu y nanbl 1 y mambl 661510 N0 5 MyTaumin, TO BEPOSATHOCTb POXAEHUS
XXN3HecnocobHoro pebeHka y ux cbiHa ¢ go4vepbto ~52%.

Ecnu no 8 mytaumn, 1o ~36%.



[@abcbyprn (Hem. Habsburger) — ogHa n3 Hanbosree MoryueCcTBEHHbIX MOHapPLLKNX

Pununn Bropon B
nepBom 6pake Obin
)KeHaT Ha
ABOKOPOAHOM cecTpe,
BO BTOPOM Ha
nnemMsiHHULUE; ero CbiH
dununn TpeTnn B3N
nop BeHeu
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Pununn YeTBepTbin
ObIn XXeHaT Ha
nnemMmsiHHuUe.
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B 3aMKHYTbIX penUrmo3dHbiX odLMHaAX B MHOrOMUITNMOHHOM JIOHOOHE, a
Takke B CLLUA v KaHagbl: cekTe MEHHOHUTOB (YNCITIEHHOCTL AECATb
TbICS1Y YENOBEK), C BICOKMM MPOLIEHTOM POACTBEHHbLIX GpakoB, NPOLEHT
HacrneacTBeHHbIX 3abofieBaHU U NOPOKOB pa3BUTUS Bblwe. Halle
PerncTpupoBanuncb 3agepxka yMCTBEHHOIO pa3BuTuUd, 4edpeKTbl peyn,
HacrneacTBeHHas rnyxora, 6onesHn obmeHa BeLECTB U 3HOOKPUHHOW
CUCTEMBI.



Ky3eHHble 6paku.

He Tak gaBHo XypHan ,CaneHc” onucasn napkKMHCOHM3M B ABYX OOSbLLNX
ceMbax n3 Cuumnum n ueHTtpansHon tanuu (ogHa n3 HMx 6osbLuoe
cemenctBo KoHTypcH), nmeroLmx obuime KOpHU, a TakKe B UCMaHCKOM
CEMbeE C Ky3eHHbIMU Bpakamu.



Tak BbIrMAAUT NMULO YernoBeka,
cTpagatoLlero TotarbHOW anoneuuen.

Anoneuwmsn -,ToTanbHoe" obnbiceHune,
Npu KOTOPOM B pe3yrbraTe NoSIHOro
OTCYTCTBUS BONOCSHbIX MELLOYKOB HET
He TOMbKO ckanbna n 6poBeun, HO aaxe
N peCHUL,.

A HET ux BcneacTeme MmyTtaumn B reHe
cneunguyeckoro TPaHCKPUNUNOHHOIO
drakTopa, KOTopbIN ,3anyckaeT”
CUNTbIBAHME FEHOB, OTBEYaAIOLLNX

3a bopMnpoBaHME BONMOCHAHbBIX
doonnunkysnos.
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UneHbl cembu Yalle Bcero npoxusatoT B CLUA, AHrmum nnn gpyrnx ctpaHax
EBponbl, rae 1 npoBoANNCA reHeTU4YeCcKuin aHanus.



Opend reHos

[eH — anonunonpoTtenH E. CamMmbiv BbICOKUIA YPOBEHL — Y HOCUTENEN
annena e4.

Y eBponenueB YacTtoTa atoro annens 5-15%, n oH accounmnpoBaH C
psaom 6onesHen, B TOM Yncne ¢ 6onesHbio Anburenmepa.

Y roMo3uroT no annersto e4 BEpOATHOCTb 3ab0NeTb CTapYECKUM
cnaboymunem Boiwe B 10 pas, 4eM y Tex nogen, y KoTopbIX 3TOro
annensa Her.

Ha ceBepe ypoBeHb xonecTepunHa n 4actoTta €4 6ornblue, YeM Ha tore.
Ha akBaTtope yacTtoTa annena €4 okono 3-5%.

Y nannaHgues (caamoB) - 20-30%.

Y b6ywimeHoB oH gocTturaet 40%, HO HUKakon bonesHun Anburenmepa y
HUX HeT. VI He NOTOMY, YTO OHUM He OOXKMBAKOT 40 TaKoro Bo3pacTta,
NPOCTO Y HUX 3TOT reH He acCoLMMPOBAH HU C KAKUMWU PUCKAMM.

OHu BeayT TOT 06pa3s XU3HU, K KOTOPOMY YenoBeK DMonornyecku
npucrnocobneH ny4ywe Bcero. YenoBek 1 ero HernocpeacTBeHHbIE
npeaku Ha NPOTSKEHUN COTEH ThICAY JIET aganTupoBanuck K obpasy
XM3HU OXOTHUKOB-cobupaTenen - pusnyeckasi akTMBHOCTb, NpUeM
BUTAaMUHOB N MUKPO3NEMEHTOB, OrpaHUYeHmne conum u T.n.




ITrobass bmonornyeckass cucrtrema oonagaer
COBOKYMHOCTbLIO afanTUBHbLIX MEXaHU3MOB, C
NMOMOLLbIO KOTOPbIX OHA NoaAepXMBaeT cBoe
cywiectBOBaHue.



Npea o mexaHuamax
reHeTU4eCKoro romeoctaTtmsa
(romeocTasa) npuHagnexuT
C.C.YeTtBepuKoBy.

[eHeTUYeCKUU romeocTas —
3TO nogAaepXxaHue
KOHLUEeHTpaLuum reHoB B
nonynsaumm Ha
onpeperieHHOM ypOBHe.

UeTtepukos C.C.



CyuwiecTByeT ABe rpynnbli MexXxaHu3mMoB,
KOTopble noaaepXXuBaroT reHeTU4eCKumn
romMeocTas U perynmpyrot reHeTU4ecKyHo
CTPYKTYpPY NONynsLUMN:

|. MexaHun3Mbl, COXpaHsLWue paBHoOBecUue
reHoB (reHeTU4YecKum romeocTas3s)

ll. MexaHn3MbI, HapyLlawLwWue paBHoBecue
reHoB.




eMexaHuU3Mbl, coxpaHsawouiue
paBHOBecue reHoB (reHeTnvyeckum
roMeocras):

‘[TlogpnepxaHne paBHOBECHOrN0O COCTOSIHUSA
nonynauMmM no 4YacTtoTe AOMUHAHTHbIX W
peuecCUBHbLIX anneriem B COOTBETCTBUM C
3akoHoM Xapau-BawnHOepra.

‘[MopgpepxaHne oT60pPOM reTepo3UroTHOCTM!.

‘[TopaepxaHmne nonnmopdusma.



‘flopoepxaHne pPaBHOBECHOro0 COCTOSHUA
nonynauyMM no 4YacTtoTe AOMUHAHTHbLIX W
peuecCuUBHbLIX anrneriem B COOTBETCTBUM C
3akoHoM Xapau-BawnHOepra.

[odghpu Xapond XAPON Bunsaensm BAMMHBEPI
Godfrey Harold Hardy (1877— Wilhelm Weinberg (1862-
1947) - aHenutickull MamemMamuk 1937) - Hemeukuu spay



3akoH Xapaun-BawnHOepra

B npeanbHou nonynAaunMnm M3 noKoJrfieHnA B nNokKosieHne
noaaepxmBaetTcsd oanMHakoBad 4aCTtoTa AOMUHAHTHDLIX

N peLleCCUBHbIX annenen, a Tak Xxe romMmo- u
reTepo3uror.

WpeanbHaa nonynaunMa — HeorpaHM4YeHHO GonbLluas
rpynna nrogeu, rae cywecTtByeT NaHMUKCUSA, U rae He
AOEeNCTBYIOT 3BOSIIOLUNOHHBbIE hakTopbl (MyTauum,
MuUrpauum, nu3onauus, apeud reHos,
nonynsuyuoHHble BOJIHbI, OTOOpP), CNOCOOHbIE
HapyLWnUTb paBHOBeCHE NeHOB.




MbI 3Haem, reH
OpaxuaakTunum oOMUHUPYeET
MO OTHOLUEHUIO K HOpMaribHOM
ANVHe nanbues

m CYLLECTBYET NnpeanonoxeHue,
YTO KOpOTKONarnble noaun ¢
Te4yeHnem BpemeHn oyayt
BCTpeYaTbCs B MNONynsiuum vatue
m [oaodopu Xapaum onpoBepr 3TOT
BbIBOL

m Bunerenom Bannbepr
CaMOCTOATENBbHO NpULLEN K TOMY
e peLleHunto

reHoTumn:. aa
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AA papyTt 25 % ramert A;

Aa panyt 25% ramet A n 25% ramer
a,

Aa panyTt 25 % ramert a, 3Ha4YUT U
cneayollee nokosrieHue dyaer
copMUupoBaTLCA U3 TAKOro Xe
cooTHoweHus ramet 50% A n 50% a
U B HEM OyaeT Takoe xe
COOTHOLUeHue reHoTunoB AA, Aa,
aa.

Sperm

\ A ‘,___J

T 4
Q

p2 +q2 =1
A+a=1
(A+a)*(A+a)=1

AA+2Aa+aa=1,rae p-A,g-a
P2(AA) + 2pq(Aa) + q2(aa) =1 (p + q)2=1
p+g=1

3Has oAuH U3 NoKa3saTenewn, Bcerga
MOXXHO onpeaesniuTb reHeTUYeCKyro
CTPYKTYpY nonynsaumm no nsyvyaembim
npu3Hakam.



http://images.brighthub.com/40/d/40d2cd1f795d67030c514b3a2c973ae39bd8c1ae_large.jpg
http://www.cbs.dtu.dk/staff/dave/roanoke/fig26_07.jpg

3aKOH AencTByeT, Korga cobnoparTca cnegyrowme
YCIOBUA:

* [pu3HaK, KOHTpoONMpyeTcst O4HON Napowu
annesnbHbIX FEeHOB;

 Bce o0coOu XXM3HecnocoOHbI U AO0XUBAIOT
A0 OeTopoaHoro nepuoaa;

« OTcyTcTBYET U3buparternibHoOe
CKpelunBaHue

Opyrumu cnoBamu, B nonynauum He oyaet
apeuda reHoB




3aboneBaeMoCcTb anboOMHU3IMOM
AOCTaTOYHO YacTta 'y
HapoaHocTu xonu (0,0043 vnu
13 n3 3000)

m ECcnun npegnonoxuts
paBHOBeCKe B NOMynsaumMm Xonu no
Xapaoun-BanHbepry, To MOXXHO
Bbl4MCNUTL d, KaK KBagpaTHbIN
kKopeHb 13 0,0043 = 0,066

m criegoBartenbHo, p = 0,934

m YyacToTa reTeposuroT B
nonynaummn 2pq = 0,123

m 1 13 8 xonun HeceT reH
anbbunHu3ma

m Takum obpa3om,
reTepo3uroThbl NO peaKkum
annensim MoryT BCTpeYyaTbCs
AOBOJIbHO 4acTo




[1o oueHkam y4yeHbix B EBpone
npnbnuanTenbHo oanH 13 20 Tbicay
YeroBeK ABMAETCA 6enoKoXum,
CBETNOBOMNOCHIM anbbUHOCOM.

[lo cTaTucTuke, YyacrtoTta
anbObMHOCOB Yy HAPOAHOCTEN
€BPOMNenCcKNX CTpaH OLEeHMBAETCS
npumepHo kak 1 Ha 20 000
Xutenen. Y HEKOTOPbIX OPYrux
HapoagHocTeN anbbuHOCHI
BCTpe4alTcs Yaile. Tak, npu
obcnepoBaHun 14 292
HEerpuTAHCKMX aeten B Hurepuu
cpeaun HUX okasanocb 5
anbbuHOCOB, YTO COOTBETCTBYET
yacToTe okono 1 Ha 3 000, a cpeaun
nugenues [NaHambl (3anuB CaH-
bna3s) yactorta coctaBuna 1 Ha
132.

DIMONVIDEO.RU



‘[MopgpepxaHne oT60pPOM reTepo3UroTHOCTM!.

[eTepo3uUroTbl UMEKT OONbLUYIO NPUCNOCOONEeHHOCTD,
OOnbLY XN3HECNOCOOHOCTb, O0SbLUYIO HOPMY
peakumn. OHM nmeroT 6onblue LaHCOB BbIXKUTb, MO3TOMY
HaKansMBarTCA B NONynAuun.

P: QAa X 2 Aa

=0 e)

CMepr /Aa Aa Bone3Hb, CMepTb
McheKme

Bcneacrteue HOBbIX MyTauuU — reTepoO3UroTHOCTL BO3pacTaeT, a B
pe3ynesraTte BbilensieHUAa peueccMBOB YacToTa reTtepo3nroT
CHUXXaeTCH, a B LLeJyIoM ocTaeTcs NOCTOAHHOM Ha ypoBHe 50%.



CepﬂOBMAHOKﬂeTOHHaﬂ dHEMUA U MalTAPUA
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J BuettrerJanusch, Physral Ariopobgy: A perpectwe, 1973, Jolan Wiley &4 ans, Inc,



‘[TopaepxaHne nonnmopdusma.

CyuwecTBOBaHMe B NOonynsuuu reHoOTUNMYeCcKn m
deHOoTUNNYECKU pa3NUYHBbIX hOpM, KOTOpPLIE
BOCNPOU3BOAATCA NPU PAa3MHOXEHUN. ITO
yBenuymBaeT NpucnocooneHHOCTbL Buaa.

OaHako nonynauma Kak LerioctTHas cuctemMa 4yTKo
pearnpyet Ha fnoOble U3MEeHeHUs BHeLWWHeNn cpeabl.
OHa gocTtaTtoyHO AuHaMu4Ha. NMonynauusa
aBonuuoHupyet. B npouecce aponounmn
npoucxogouT 3aMmeHa ogHUX reHOB ApPYyrumMmm
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Koazmox A M., Banuorerax EB | Hypbaex C J1, Baraeoxcaat O11,
[exorecrpadstx mepe rowdt monarTaaras @ nomynages: Craporo Creta.
¢ pacpewenna A W Koanoea



Bknap OXOTbl

Y oxoTHHKOB-codnpaTenei
PeARO BCTPEUAIOTCS HAPYIIEHIS LIBETOBOTO 3PeHIist

B NUTaHWe

>15%

AKYTHI
YK

Oanra Kopakn aynycel
0 0o Q0

ANOHUBL  pycckne  apyas
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NMocne nosiBneHus semnegenus
BO3pOCIia YacToTa HapyLueHUn
3peHus, Hanpumep, AansLTOHU3Ma.
NMoHATHO, No4YyeMy - anbTepHaTUBa
Takasi: Nnmbo AanbTOHUK, NMbOo
OXOTHUK. OT ycrnexa Ha oxoTe
3aBUCUT KONMMYECTBO AeTeun;
)KeHLUHbI NPeanoYmnTaloT Bbionpartb
XOpPOLUMX OXOTHUKOB cebe B MyXbS,
TaK 4YTO y XOpoLuero OXoTHUKa
Oornblue LUAaHCOB OCTaBUTb
NOTOMCTBO. HYacToTa HapyLweHus
LBETOBOro 3peHus B obulecTBax, rae
BKNnag oxoTbl-cooupaTtenbctBa 15% un
Bbille, 6ryinu3Ka K Hyn. Y
WHAYCTPUanNM3oBaHHbIX CTpaHax

MonvnALMoHHas YacToTa HapyLLEeHUA LBETOBOTO 3pEHNT yacToTa A4anbTOHM3Ma MOXET

(vacrorel Ana 19 aruuueckux rpynn, no Peivkoe u ap., 2000)

pocturatb 7%.



B opraHuame ankorosnb OKUCNAETCH B anbaerun, a NnoTom — B
KUCIIOTY.

B reHe ankoronbaerngporeHassl ADH1b nmeetca toyeyHasa mytauus,
BeayLlas K aMMHOKMUCNOTHOW 3aMeHe (aprMHUH Ha TMCTUAMUH), OT Yero
CUIbHO YBENUYMBAETCS CKOPOCTb paboThbl hepMeHTa, yCKopss
NneperoHKy cnmpTa B anbaerng, Bobi3biBas noxmenne. Hocutenu
MyTauum (oHa HasbiBaeTcss ADH1B*47His) obrnagatoT noBbILLEHHOM
YYBCTBUTENbLHOCTLIO K arnkoronio.
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Puck pa3sutusa ankoronuama B 100 pa3 Bbiwe npu covyetaHuum (1), yem npu covyetaHum (2). NeH
ADH1b moxeT ObITb BOBJieYeH B aganTauuio K BHELWWHEeN cpeae: nokasaHo, 4to B Oro-BoctouHoun

A3uum Bbicokas yactota annensa ADH1b*47His o6ycnoBneHa gencrenem otoopa, Toraa Kak B
ApYyrnx permoHax npeob6nanaet npeakoBbin BapmaHT ADH1b*47Arg. Bo3aMmoXxHbIMU pakTopamm

oTb6opa Mornu 6bITb Kakue-nMbéo ocob6eHHOCTU ANETbI NN UHGEKLUM.

Yactota annena ADH1b*47His
(huHHbI - 0, pycckue - 6%. AKYTbI - 16%. KMTanub! - 76%



MexaHu3Mbl, HapyLlalowue paBHoBecue
reHoB:

a) Mymauuu;

0) Muezpayuu;

B) N3onsyusi;

r) peug 2eHoe;

n) lNonynsyuoHHbIe 80JIHbI;

e) Omé6op.




Posib Mymauuu e 3eoJirouuu 2eHoma:

*CnocoOHbI 3aTparuBaTb BCe reHbl;

*MyTaHTHbIN reH BOCNpPOu3BOANTCA C BbICOKOU TOYHOCTbLIO A0
TexX Nop NokKa He Npou3ouaeT HoOBasi MyTaLus.

‘Kaxxpas gecsataa ramera HeCeT rpynny MmyTtauum;

* BonbWKWHCTBO MyTaLI,I/Iﬁ peuecCuBHbIC N HAaXOoAOATCA B
retTepo3NroTHOM COCTOAHUN.

« OCHOBHOM pe3epB ANA KOMOUMHATUBHON U3MEHYNBOCTMN.

-O6LwWaa cymma BHOBb BO3HUKLUMX MyTaLuuu obpasyeTt
MyTauLMOHHbIN rpy3 Nonynsyuun.

*CKOpOCTb NOSIBIIEHMS1 HOBbIX MyTaLlMM paBHa CKOPOCTU UX
3NMUMMUHMUPOBAHUA, MO3TOMY YacToTa UX B NONyNALUUN NOCTOSHHA,
cobnrogaeTcsa paBHoBecuUe.

-danbHenwee yBerinyeHne Mytaumm MOXeT NPUBECTU K
HapyLweHN0 COOTHOLLEHUSA FreHOTUMNYECKUX YacToT



BG.EI,\[LI.WIG MEXaHU3Mbl MYTALIMOHHLIX MNMepeCcTpOEeK.

-dynnukauumm - ¢ X NOMOLLbIO YBefIMYMBaeTcs
konnyecTtBo [HK, co3aaroTca HOBbIe reHbl, KOTOpbIle
oyayT «npeanoXeHbl» AN eCTeCTBEHHOro oToopa;

‘UHBepcun - nMeroT bonbLlOe 3Ha4YeHne ans
dopmMnpoBaHua 3BOSIIOLLIMOHHON NPUCNOCOONEeHHOCTH
opraHm3ma.




Perynsaums notpedbnenms nuwim B
HOPME: JIeMHUH NErko NpoxoauT B
MO3I 1 NOCTYNaeT C KPOBOTOKOM

B rurnoranamyc, rge un ,racut”
anneTuT, Bbi3biBas NosABEHNE
CyObEKTMBHOIO YyBCTBA HACLILLEHWS.
Mpu ,,BbIKNO4YEeHUN" reHa nenTmHa
nnun ero 6enkKoBoro peuentopa

Ha NOBEPXHOCTN HEWPOHOB Ntoaun
HauYMHalT cTpagaTb OynumMmuen, 4To
NpPUBOAUT K OXUPEHUIO, anaberty,
aTepocKreposy n Tomy nogobHbIM
Marno NpUsaTHbLIM BeLlaMm.




B ogHon GonbLLOn TypeuKon ceMbe MyTauusi B reHe NenTuHa npeactaBnser
cobon 3aMeHy unTo3nmHa B 315-M NOMOXEHUN HA TUMMH.

OTO N3MEHEHME NPUBOAUT K CMEHE aMUHOKUCNOTLI apruHUH B 105-M nonoxeHum
OT Ha4ana 6enkoBon Lenu Ha TpunTodaH, B pesyrnbraTe Yero NenTuH TepsieT
CBOW DMonornyeckme CBOMNCTBA.

[MoaobHble MyTaunm B reHe NenTMHa, OKa3sblBasiCb U3-3a BNM3KOPOACTBEHHbLIX
6pakoB B rOMO3MIOTHOM COCTOSIHUW, HE YKpaLLakT XXU3Hb CBOMM HOCUTENSIM —
Takne noau nonHerT bykBarbHO ,0T BO3AayXa“, a eCTb-TO UM XO4EeTCH eCTb
NOCTOSAHHO.



MexaHU3Mbl HapyLweHUA COOTHOLUEHUS
reHOTUNUYeCKMUX 4acToT:

0) Muepauuu — obecne4ymBaroT MPUTOK U OTTOK FreHOB B
onpeneneHHou rpynne nogen. 3To cnocobcTByeT
reTepo3uroTusaumm HacenieHusa, YTo yBerivumBaeT
npMUcnocoosieHHOCTbL BUAOOB.

B) A3os1s5uus - BeaeT K orpaHUYeHnUI0 NaHMUKCUMN U
roMo3mMroTusaumm HacerieHus, YTO YyMeHblUaeT
BbI)KMBaeMOCTb, TaK KaK yBesIM4MBaeTCA 4YacTtoTa
MHOpUMANHra.

r) Apeug 2eHoe — criy4anHoe pacnpepneneHve reHoB B
MarnbIX nonynauuax. NpuBoauT K ObiICcTpomy
M3MEHEeHUIO YaCTOT FreHOB, K HepaBHOMEpPHOMY
pacnpeneneHuro reHoB U yBeriIu4eHUIo
HacneAacTBEeHHbIX 3a00f1eBaHUM.




npoadoJrKeHne

n) lNonynsiyuoHHbIE 80JIHbI — NepunoanYecKkoe
KoriedbaHune YnCrieHHOCTU ocobeun, KoTopoe
MMEeT B OCHOBHOM 3KONOIrM4YecKyro npupoay.
e) Om6op Begetca no cheHoTuny. Handonee
NnpUcnocoObfeHHbIU nepenacT CBOU reHbl B
cneayouwee nokoneHne. OCHoBa eCTeCTBEHHOIo
oTbopa — nsdbuparenbHasa rmoernb
HEeXN3HeCnoCOOHbLIX OpPraHU3MoOB.




l[eHOTMNMYECKUN nonnmopdnsm.

NMposBnseTcs:

a) nonumopgpusmom [JHK, Ha HeM ocHOBaHa reHHas
OAKTUIIOCKONUA U naeHTudukauma NMYHOCTH;

0) PazHoob6pa3uem 2eHomurmnos. 3To pa3Hoobpa3ue cpopmupyet
no crneayrouen cxeme:

MyTauum

MHOXeCTBEeHHbIle arnrernu

l

KOMOMHaTUBHAA U3MEHYUBOCTb

l

pa3HooOpa3ue reHoTUNnoB



deHoTUNMNYECKNIN NONTUMMOPAU3M.
Ero nctoyHmkamm aBns0TCA:
Pa3HoobOpa3ne reHOTUMoB.;

deHOoTUN HUKOoraa XXeCTKO He COOTBETCTBYET reHoTUny,
TaK Kak HacnegyeTtca He NpusHak, a Hopma peakyuu;

Ha peanunsauuio npusHaka BrnmsoT MHOIMME reHbl U
Xapaktep nx B3anMoOeNCTBUS;

Pas3BuTune Kaxkgoro npmusHaka HaxoauTcsa nog KOHTponem
He TONbKO reHoTuna, HoO M PakTopPOB BHELUHEWN cpeabl.




YPOBHU NpoaBneHmna deHoTUunn4eckoro nonmmopdunima;

XpomMoCcoMHbIU — MmeTod andodpepeHUmnarnbHOro okpalumBaHns XpOMOCOM.
[To3BoNdeT BbIIBUTb MHOAMBUAYASbHbIE BO3PACTHbIE N NOMNOBblE OCOBEHHOCTU
XpOMOCOM. ECTb Takne BapuaHTbl XPpOMOCOM, KOTOpble yBENNYNBAIOT
XM3HEeCnocobHocTb ocoben. Ho ecTb 1 Takme, KOTopble CHUXALOT
XM3HecnocobHOCTb: becnnoane, poxaeHue OeTen ¢ XpOMOCOMHOM NaTonornemn
(1% poxnaetcq, 6onee 100% - yeTKasi KNMMHMYECKAs KapTUHA — CUHOPOM.
AHmueeHHbIU buoxumudeckul rnnonumopgusm. ObycnaBnmeBaeT pasHoobpasune
nogeun no 6enkam- pepmMeHTam n aHTUreHam. OTO BEeOET K TOMY, YTO Y KaXaoro
yerioBeka MoryT 6bITb CBOM OCOBEHHOCTU pearnpoBaHnUsa Ha XUMNYECKUE,
domsnyeckme n buonornyeckne paktopbl cpeabl obutaHnsa. Ha ocHoBaHUM 3TOro
chopmMmnpoBanncb HOBblE HanNpaBneHUsi B reHeTUKe:

aKoreHeTuka (BapuvaHT nHaMBMAYyanbHbIX OTBETOB Ha YCNOBUA cpeabl);

dapmakoreHeTuKa (peakumsa Ha f1eKkapcTBoO).

Knurnuyeckud nonumopgbusm. NposaBnseTcs B TOM, YTO CyLLeCTBYET MHOIO
nepexoaHbiX OopM OT 300p0Bbs K 6ONEe3HN 1 MHOro pasfnyHbiX BapuaHToOB
BHYTpU ogHou 6onesHn. Bce 910 NpMBOAUT K UCKNOYNTESNTBHOW reTEPOreHHOCTH
HacreacTBeHHbIX 3aboneBaHni, U Anga Toro, YToObl Bpay npaBuiibHO MOT
NOCTaBUTb AMarHo3, Hago YMETb COCTaB/ATbL POLOCIIOBHYIO, U3Yy4YnTb peHoTUN,
NpUHNUMas KrmeHTa, oba3aTenbHO HagdeBaTb "reHeTu4Yeckne o4kn", Ytoobl
NpaBUiIbHO COCTaBUTb POLOCIIOBHYIO.



QPDEKT NOPIIbILLUKA BYTbIIKWU — bottle-neck effect — komnpeccus
YMCNEHHOCTN C AMHAMUYECKUMU 3(PdeKTamMn B reHOME B 3aBUCUMOCTMU OT
9BOSTIOLIMOHHOIO COCTOSAHMA BMAA N NpeaHaKonneHHoro B nonynaumm
reHEeTNYeCcKoro rpysa; adpdeKkT 4ENCTBUTENBHO HENpeacKasyeMm, U Jaxe B
3aBUCUMOCTU OT MUHMMAIIbHOro pa3mepa rnonynsaunm B KOMNpPeccum
N3MEHYMBOCTb MOTOMKOB MOXET KaK MOBbICUTLCS, Tak 1, HA0OOOPOT, MOHN3UTLCH
QPDEKT NOJIOXKEHUA — nameHeHne paboTbl reHa rnpu ero nepemMeLleHmnm
(TpaHcnokaumn) B MIHOE reHETUYECKOE OKPYXXEHME, YTO KaK NpaBuIio CBA3aHO C
aKTUBHOCTbLIO MOBTOPSIOLLNXCA NocrenoBaTernibHOCTEN B rEHOME

QPPEKT POOOHAYHAJIbHUKA (adhdekT ocHoBaTensa )— founder effect —
BNMMSIHWE poaoHa4vanbHMKa, KOTOPOE He ncye3aeT He3aBUCUMO OT MOrTOLLEHNS
OPYrMMU KPOBSIMU U yOANEeHHOCTU B POAOCIOBHOW; BO3MOXHO CBSI3aH C
XU3HeaeaTenbHOCTb T3, cCNOCOBHbBIX pa3dMHOXAaTbCA U NoaaepXnuBaTb YMCNO
KON B reHoMe, Ansi Yero 4oCTaToOYHO «3apa3vuTb» UM MOrofioBbE OAUH pas U
MNOTOM Y>X€ HEBO3MOXHO OT HEro n3baBuTbCS, B OTIINYME OT CTPYKTYPHOIO reHa



ODDEKT INOPJIIbIWKA BYTbBIIKHU

Tamunel cywectBytoT B UHOMK yxXe HEeCKONbKO ThicsY NeT. Cpean reHeTUKOB OHU
N3BECTHbI TEM, YTO Y HUX MPUHATO KEHUTLCSA Ha CBOUX ABOKPOAHLIX OpaTbsix U
cecTpax. He n3BeCTHO HACKOMNbLKO AaBHO OHW 3TUM 3aHUMAKTCA, HO 4OCTAaTOYHO
OaBHO, YTODObI 3TO HaHecno oTnevyaTok Ha ux AHK.

OTnevyaToK HECKOSbKO NapoaoKcanbHbI - ecnn 'y Apyrnx nogen 5-8 netanbHbIX
MYyTaLUW Ha FEHOM, TO Y TaMUJIOB - MPaKTU4eCKN HoMb! Kak e Tak?

[eno B ToM, 4TO B1IM3KOPOACTBEHHbIE CKPELLMBAHNA BbIBOAAT HA MOBEPXHOCTb
9Tu aedpeKkTHble KOonun 1 yaoansoT nx n3 reHodoHga nonynaumn. Begb NOTOMOK,
NOSTy4YMBLUMIN ABe AeeKTHbIE KONUM YMUPAET nnn DoseeT, a 3Ha4YuT He nepenaet
X garnblue No HacrneacTBy (Kak aTo genaeT NoTOMOK Yy KOTOPOro Nuulb ogHa
nedekTHasa konust). Ecnn Takom npouecc "BbisBNeHns" gedekTHbIX Konun naet
OOCTaTOYHO OOSIr0 U Nonynaunsa 3aMKHyTa OT NPUTOKA HOBbIX AedIEeKTHbIX KOMnu
N3BHE, TO Yepes3 Kakoe-TO BPeEMSI OHa NOYTU MNOSTHOCTLIO N3baBNsETCs OT ATUX
OeeKTHbIX KOMUA.


http://en.wikipedia.org/wiki/Tamil_people

ODODEKT POOOHAHAIIBHUKA

B 17 Beke ummurpaHTbl 3 EBponsl (Monnanansa, daHuns, Nepmanus) npubsinm
B KOxHyto Adppuky (coBpemeHHasa FOAP). Cpeaun HuX BbInn HOCUTENN reHOoB
nopdupumn (MArko TekyLlee ayToOCOMHO- JOMUHAHTHOE 3aboneBaHne), xopeu
[eHTMHITOHa (ayTOCOMHO- JOMMHAHTHasa 6onesHb C NO3AHMM Ha4vanom),
CEMEVHOIOo Mnosimno3a ToICTON KULLKX (ayTOCOMHO-peLeccMBHasi 00nesHb).
CeMbu nmmurpaHToB 6binu 6onbwmnmu (6onee 10 geten), NO3ITOMY YMCIO
nuy ¢ aTumm 6onesHamm B FOAP Tenepb BO MHOIo pa3s Bhille, YeM B
[lonnaHann n JaHnu. PogocnoeHas nuy ¢ ayTOCOMHO-40MUHAHTHBLIMU
BonesHsaMU npocnexmnsaeTca 40 04HOro bpaka UMMUIPaHTOB, a reH
NMNoNpoTenHo3a Ao bpata u cecTpbl, NPUbbLIBLWIKX B 1652 . B TENEPELLHION
FOAP. OHun, nx oetn n BHykn nmenun 6osbLlimMe cemMbu, YTO U cnocobCcTBOBANO
YBENUYEHUIO YaCTOTbl 3TOIM0 PeLLeCCUBHOrIO reHa.



http://www.medbiol.ru/medbiol/har/004b71bd.htm
http://www.medbiol.ru/medbiol/slov_sverd/00007cc9.htm
http://www.medbiol.ru/medbiol/slov_sverd/00007cc9.htm
http://www.medbiol.ru/medbiol/har/00497d13.htm
http://www.medbiol.ru/medbiol/01122001/medgen/x000dd97.htm
http://www.medbiol.ru/medbiol/01122001/medgen/x000dd97.htm

Kutanckuin nmmurpaHT, npuodsis B KOXxHY0 Adpuky, nmen 7
XeH. OH cTpagan ayToOCOMHO-OOMWUHAHTHbIM
3aboneBaHneM - gucrniasnen Koctem n 3ybos ,
Bbi3blBaloLLEW NOMHYO rnotepto 3yodos Kk 20 rogam. OH
nepenan atot reH 70 n3 356 npocneXxXeHHbIX NOTOMKOB B
cnenoyrowmx 4 noKoneHnax.

B wraTte lNeHcunoBaHna (CLUA) xuByT nsonnpoBaHHO
amuLin (nepeceneHubl N3 EBponel), nepeexaswine Tyna B
18 B. B 60-x ronpax Hawero Beka B UX NoceneHunm
obOHapyxeHbl 82 4yernioBeka ¢ ayTOCOMHO- PeELIECCUBHOM
B6ornes3Hbto ( Kap/MKoBOCTL € 6 nansuamu ), Bce 3Tu noaun
ABNAKTCA NOTOMKaMW O4HOWN CYMpPY>XeCKOoW napbi.



http://www.medbiol.ru/medbiol/01122001/medgen/x0055190.htm
http://www.medbiol.ru/medbiol/01122001/medgen/x00008a3.htm
http://www.medbiol.ru/medbiol/eclin/001387ed.htm
http://www.medbiol.ru/medbiol/eclin/001387ed.htm

KapnukoBocTb (runodunsapHbi HaHU3M)

Bennackec Kapnue

[MnodonsapHbIN HaHM3M (KaprIMKOBOCTb) — 3TO 3adepXKa pocTa N on3n4ecKoro
pa3BnUTUSA, Bbl3BaHHAA He4OCTaTOYHbIM KOSIMYECTBOM COMATOTPOMHOIO ropmMoHa
(CTT, ropmoH pocTta) B opraHmame. JTo Ype3Bbl4anHO peakoe 3aboreBaHue:

MO pa3HbIM AaHHbLIM, OHO BCTpeyvaeTcd y 1-4 yenosek 13 10000. MNpnyem manbymnku
boneroT B ABa pa3a valle, YeM OEBOYKM.

KapnukoBbiM cuntaetcs pocT HMxe 130 cM Yy MyXUnNH N HKe 120 CM Y XKEHLLMH.



B wTtate lNMeHcunbBaHusa (CLUA) XnByT n3onmpoBaHHO amuLuv (nepecesieHubl 13
EBponbl), nepeexaswue Tyaa B 18 B. B 60-x rogax Hawero Beka B UX rnocerieHmm
oOHapyXeHbl 82 YerioBeka ¢ ayTOCOMHO- peLeCCUBHON DOSE3HbIO
(kapIMKOBOCTL C 6 nansuamu), Bce 3TU Ngu ABnsTCA NOTOMKaMN O4HOM
Cyrnpy>Xeckou napsbl.

KapnukoBocTb JlapoHa (cuHgpom peaucteHTHOCTU K CTI)

bonesHb xapakTepHa onsa geten, poanBLLUNXCS OT BrIM3KOPOACTBEHHbLIX BPaAKOB;
HacregoBaHME ayTOCOMHO-peLecCUBHOE; 3aepXKKa pocTa B NOCTHATalIbHOM
nepmoge n HU3KOPOCOCTb Y B3POCHbIX; AMCMPONoOpLMn Nnuua u Yepena,;
BblcOKuM ypoBeHb CTI B geTckom BospacTte; H13kuin yposeHb NOP-I; nouTu
BCcerga 3HaunTenbHoe cHukeHne yposHa CTI -cBA3biBaloLerodenka; nevyeHume
COMaTOTPONMUHOM Mano3PdPEKTUBHO;

atnonorua: 1.y 2 n3 9 6onbHbIX BbISBUIN KpyrHble aerneuun B reHe CTT;

2. ODHapyXnnun 3aMmeHy ogHOM aMUHOKUCIOTbI B TOPMOHCBSA3bIBaOWEM JOMEHE
peuenTtopa CTI; 3.u3BecTHO 3 cryyasi, Korga BblnageHne HECKOSTbKNX
aMUHOKMCIIOT B FOPMOHCBSI3bIBalOLLEM AOMEHE Oblno 06yCroBreHo
BO3BpPaTHbIMU HOHCEHC-MYyTaunsamu reHa peuentopa CTIl; 4.apyron aedekr
BbISiBIIEH Yy 36 13 37 60mnbHLIX U3 OKBagopa: 3To myTtauuns 180-ro kogoHa B 6-M
9K30He reHa peuentopa CTI, npmBogsias kK HapyweHuto cnnancuHra MPHK
peuenTopa 1 K BbliMageHUto 8 aMUHOKUCIIOT U3 TOPMOHCBSA3bIBAOLErO JOMEHA;
5. onucaH 60NbLHON, Yy KOTOPOro UMENUCb ABE aMUHOKUCIIOTHbIE 3aMEHbI BO
BHYTPUKNeTo4HOM gomeHe peuentopa CTI.



http://www.medbiol.ru/medbiol/01122001/medgen/x00008a3.htm
http://www.medbiol.ru/medbiol/eclin/001387ed.htm

Pykun BonbHoro bpaxmgaktunuen
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[na OpaxngakTunnm xapakTepHo yKOpodeHne nanbLeB
pasnu4yHon cteneHn. OHO MOXET BbITb CBA3AHO C
OTCYTCTBMEM OTAESNbHbIX panaHr nanbues, Mo € Ux
yKopodeHneM. HapylueHne oyHKUUM nanbLes nNpu
BpaxugakTunum Hesenuko. Ata aecdopmaums PasnnyHble popmbl
nepenaerca no HacrneacTey. Tun HacnegoBaHUA OpaxnpakTunum
ayTOCOMHO-OOMUHAHTHbBIW, T.€. eCnn OQuH U3 poautenen

cTpagaet 3TuMm 3aboneBaHMeEM N UMEET OAUH

OOMUWHaHTHbLIN reH bpaxmaaktunum, a aopyrov poautens —

3[00pOB, TO BEPOATHOCTb 3abosfieBaHUSI MOTOMKOB

cocTtaBnsieT 50%.

ﬂ
l;

Typ Sisgarmanna Delonmac]a Kirmsara
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aHOMalibHas

c¢opma
3puTpoLUTOB

BnepHasn,
rMNoXpomMHas
KneTKa

bonesHb Kynn, n3asectHasa BO BCEM MUpPE KaK «Cpean3eMHOMOPCKas aHeMUA» UNu
«bonbLaga TanacceMusi» ABMAETCHA HacneaCcTBEHHON OOPMON reMOSTUTUYECKOU
aHeMuun, NpoTeKaeT TSXKeno — KPOBETBOPHAs cMCTeMa NaLMEHTOB HE B COCTOSHUM
noagepXuBatb OOCTATOUHbIN AN YOOBNETBOPUTESIbHOIMO KavyecTBa XXU3HWN YPOBEHb
OCHOBHOrO Oenka-nepeHocYnka Kucnopoga B opraHmamMe — remornobuHa.
3aborneBaHne CTaHOBUTCS OYEBUOHLIM B TEYEHUE NEPBLIX 6 MecsAUEB XU3HU. Ecnn
He neuYntb, CMepTb 0ObIYHO HACTynaeT B TEYEHME HECKOSbKUX NET.
[MpoMeXyToUYHblE U Nnerkme oopMbl TariaccemMmmn NpoTeKkaroT nervye n obbI4YHO He
TpebyloT NnepennBaHn NpenapaTtoB KPOBW.



Tanaccemua — 3abosieBaHme KXHbIX 1 0COBEHHO NMPUMOpPCKMX cTpaH. Camo
Ha3BaHME NpomncxoguT oT rpedveckoro «thalassay, B nepesoge — Mope.
PacnpepgerneHue reHa TanacceMmm cBs3aHo rnaBHbiM 06pa3om ¢ MecTamu, rae
paHee 6bina pacnpocTpaHeHa Mansapusd, a Takke rge pacnpocTpaHeHsl
6rIM3KOpPOaACTBEHHbIE DpaKM.

Haunbornee pacnpocTtpaHeHa Tanaccemua B ctpaHax CpeansemHomMmopbs, KOro-
Bocto4uHon Asun, Adpukn, B Iugun. B Tannum B HEKOTOPLIX panoHax
(Hanpumep, B CapanHumn) oo 30% xutenen aBnarTCs reHeTUYEeCKUMIN
HocuTensamu reHa b-tanaccemun. K ctpaHam, rge Hepeaoko BCTpeyaeTcs
Tanaccemud, oTHocATcsa Takke VcnaHng, MNoptyranus, KOrocnaeus, PyMbiHUS.

Ha Tepputopumn oeiBuero CCCP Tanaccemus Hanbonee pacrnpocTpaHeHa B
AzepbangxaHe (0o 7-10% HaceneHna oTaenbHbIX HU3MEHHbIX PanoOHOB
pecnybsrimkn), HECKOSTbKO MeHbLUe — B ['py3nn, ApmeHuun, Ha CeBepHOM
KaBkase (ocobeHHo B [larecTtaHe), B pecnybnukax CpegHen Asun. B
HEKOTOPbIX KuLWnakax TagkuknctaHa u YsbeknctaHa oo 15% HaceneHus
SIBNSAIOTCA HOCUTENSIMWN reHa Tanaccemun. B EBponenckon yactmn Poccum
TanaccemMusi BCTPeYaeTcs, XOTsl U O4EHb peako, B [ToBormxbe,
NpeMMyLLECTBEHHO Cpeaun TaTtap N PYyCCKUX.



B nocnegHue roabl BCreacTteMe MurpaumMmn HaceneHns TarnaccemMmsa crana
Yyalle BbISIBMATLCA B paHee HETUNUYHbBIX AN Hee panoHax. bonbluas
TanaccemMuns ABfigeTCcA roMO3UroTHOW. Y PYCCKUX «CKPbITOE» HOCUTESNbCTBO
reHa b-tanaccemuu, He NposiBNsAOLLEecs BHeLWHe, nMmeeT mecto y 1%
HacerneHus. 3a 20 net npoBeaeHUsa nporpamMmmbl «f€eHOM YyenoBeka» Ha
CapanHumn gonsi CEMeEN, B KOTOPbIX eCTb AETU, DONbHbIE DeTa-TanaccemMmen,
yMeHbLunacs B 20 pas.






