TEHETUHECKUWE OCHOBDI
nonynAumMn YENOBEKA



AzepbaunpgxaHckum MegnunMHCKUN YHUBepPCUTET

kKachegpa MeanumHCKon OMONOrMU N reHETUKU
aoueHT AdnaTtyH lNonap ornbl A3nsoB
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* OCHOB8HbIEe XapakKmepucmukKu nonysisauuu
Hesi108€Ka

 Yacmoma anneneu. 3akoH Xapou-
BauHb6epea

* Mymauyuu

* llonynssuuoHHbIEe 8OJIHbI

* Usonssyuu

* [lpeugh 2ceHo8

* N'eHemuy4eckuu noaumMopusm
* f[leHemu4eckuu e2py3

e UuAniioiius



OcHoeHbIe xapakmepucmuku noynsyuu

Hesi106€eKa

* YenoBek, Kak Ouonorn4yeckass cucrema,
BXOAOALWMN B COCTaB Nonynsaumm
JPYHKLUMOHUNPYET B KOHKPETHOM OTpe3Ke
BpeMeHU U He UMeeT OTHOCUTESIbHYIO
CTaOMNbHOCTD.

* Monynauunsa npu 6naronpuUsTHbIX YCIIOBUAX
MOXeT CyLLeCTBOBaTb MOYTU YTO BEYHO.

* Y Hee O4YeHb XOpPOLWO pa3BUTbl peakuus
NPUCNOCOOSIEHHOCTU N cCaMoperynauma K
KOHKPEeTHbLIM YCITOBUAM cpeAabl.



* [eHoghoHO npeAacTaBrieH COBOKYMNHOCTbIO
annenen, oo6pasyroLwmnxX reHOTUnNbLI
OpraHM3moB AaHHOW NonynAauuun.

* B kaxxgon gpaHHoOM nonynsuMun cocTan
reHodpoHAA U3 NOKOMeHUA B NOKoneHue
MOXeT MOCTOSAHHO U3MEHSATbLCH.

* HoBble coYyeTaHUsi reHOB OOpa3yroT
VHUKaNbHble reHOTUNbI U (heHOTUNbI, OHU
noaBepraroTcAa AaBJIeHUIO.



eHogpOHO

* Monynauuna, reHopoHA, KOTOPbLIN HenpepbIBHO
MeHAeTCA U3 NOKOoJSIeHUs B NOKoJieHue,
npetepneBaeT 3BOJNIIOLUOHHOE USMEHEHMe.

* CTaTU4HbIN reHOMPOHA OTpaxaeT omcymcmaeue
2eHemu4yecKoUu usMeH4Yusocmu cpeaun ocooeun
AAHHOro BUAa U OTCYTCTBME 3BOJTIIOLUOHHOIO
N3MEHEeHMUA.

* DakTopbl cpeabl NPoOoU3BOAALLUNX
HenpepbIBHbIN OTOOP N OH onpeaensaeT Kakue
reHbl OyayT nepepaHbl crneayroLwemy
NMOKOJIeHMIO.



* [eHOhOHA NPUPOAHBLIX NONYNAUUN
OTNUYaeT HacsiedcmeeHHoe pa3Hoobpa3ue
(reHeTn4yeckasn reTeporeHHOCTb, UIU
nonumopdpunim), reHeTu4eCKoe eAUHCTBO,
ANHaMn4yecKkoe paBHoBecue Oonm ocoden ¢

Pa3HbIMU TEHOTUTNMaAMM.

* HacneacrtBeHHoOe pa3HooOpa3ue
3aKkno4yaeTcsa B NpuUCyTcCTBUU B
reHopoHOe OAHOBPEMEHHO Pa3fINYHbIX
annenen otaernbHbIX FeHOB.



HacriedcmeeHHoOe pa3Hoobpa3ue

* lepBUYHO OHO co3paeTcA MyTaUUOHHbLIM
npoLeccoMm.

* MyTtauuun, 6yay4m obbI4YHO peLecCUBHbIMU
N He BNUAA Ha (peHOTUMNbI FreTepo3nUroTHbIX
OpraHM3mMoB, COXPaHAKTCA B reHodoHAaax
nonynsuunm B CKPbITOM OT €CTeCTBEHHOrO
oTbopa COCTOAHUM.

* HakannuBascb, OHM 0Opa3yroT pe3epB
HacneaocrBeHHOU U3MEeHUYUBOCTM.



HacnedocmeeHHOe pa3Hoobpa3ue

* bnarogaps KOMOMHATUBHOU U3MEH4YMBOCTMU
3TOT pe3epB UCNOSb3yeTCA AN CO34aHuA B
KaXXOAOM TMNMOKONMEeHUU HOBbIX KOMOMHaUUWU
annenemu.

* O6bem Takoro pesepBa orpomeH.Tak, npw
CKpeLiMBaHNN OpPraHuU3mMoB,
pasnuyarowmxca no 7000 siokycam,
Ka)xOblU U3 KOmMopbIXx ripeodcmassieH
decsimbIO assiesiiMmu, Koiu4yecmaeo

eapuaHmos 2eHomurmnoe docmuaaem
101000.



leHemu4yeckoe eQUHCMEBO

* [eHemu4Yeckoe eQuUHCME0 NONYNALUN
obycnaBnmBaeTcA O0CTAaTOYHbIM YPOBHEM
NaHMUKCUMN.

* B ycnoBusix cnyvyamHoro nogoopa
cKpewmBawowmnxca ocodbem NCTOYHUKOM
anneneun gnsa reHOTUNoOB OPraHU3MoB
nocrieaoBaTesibHbIX MOKOJSIEHUN SAABNSEeTCA
BeCb reHooHA nonynsaunn.

* [eHeTU4YecKoe eAMHCTBO NpoABNSAeTCH 6
2eHemu4yeckou peasnu3auyuu nonynsayuu
npu usMeHeHUU ycsioeuu cyujecmeoeaHus,

YyTO OOycrnaBnMBaeT BblXXuBaHne BUOOB.



HacnedcmeeHHOe pa3HooObpa3ue

* HacnedcmeeHHOe pa3Hoobpa3ue B
nonynAauMax CBA3aHO C HafiIM4Yuem B
reHedboHAe pa3fIMYHbIX annerien ogHUX n
TeX XXe reHoB, KoTopble hopmMupyrotTcs B
pe3ynbmame Mymauuu e ripedesiax JIOKyca.

* B rameToreHe3e MNoOnoOBbIe KNEeTKU Nony4aroT
TONbLKO OAUH U3 3TUX anneneu.

* CoOoTBEeTCTBEHHO B YerioBeYeCKUuXx
nonynsAaunax XoTs U BCTPe4aroTCS
deHOTUNNYECKN ONIN3KMe ocoodu,
reHOTUNM4YeCKU OHN HENMOBTOPUMBbI.



lNokazamenu cmpyKkmypbi nonyaayuu

* Kak nepBas HagopraHnameHHas
ononorn4yeckaa cucrtema, nonynauus
obnapaeTt onpeneneHHOU CTPYKTYPOU U
CBOUCTBaMM.

* CTPYKTYypy nonynauum oTpaxarotT Takme ee
nokKasaresnu, KaK YucsieHHocmb U
pacrnipedesieHue ocobeu e npocmpaHcmeae,
COOMHoOuWweHue 2pyrm rno rnoJsiy u eospacmy,
ux mopghbosiocuyeckue, noeedeHyeckKue n
Apyrue oco6eHHOCTMU.



YucnneHHocmb

* YucneHHocmsb - 3TO obLLee KONM4ecTBO
ocobeun B nonynauuu.

* JTa BeJIMYMNHA XapaKTepu3yeTcs LUMPOKUM
ANana3oHOM U3MEHUYMBOCTU, OAHAKO OHa He
MoO)Kem 6bImb HUXXe HEKOMOPbIX rpeoesios.

* MMHUManbHas YNCNEeHHOCTb NonynAuun
yerioBeKka Koneonetca B npegenax 200-1500
ocoben.



YucnneHHocmb

* JIroOble cnyyYyanHble NpUYnHbI (NoXap,
HaBoAHeHue, 3acyxa, OOunbHbIe
CHeronaabl, CUJIbHbI€ MOPO3bl U T. A4.) MOTyT
COKpPaTUTb ee HAaCTONbKO, YTO OCTaBLUMecs
0CoOu He CMOryT BCTpe4YaTbCA U OCTaBUTb
NOTOMCTBO.

* PoxxpaemMoCTb NnepecTtaHeT NOKpbIBaTb
€CTeCTBEeHHYHI yOblifb, U OCTaBLUMECS OCOOMU
B Te4YeHUe CpaBHUTENTbHO KOPOTKOro
BPEeMEeHU BbIMPYT.



llonnoeass cmpykmypa

* [lonnoeass cmpykmypa oTpaxaeT
onpepnerieHHOe COOTHOLUEHUEe MYXCKUX U
XXeHCKUX ocobeUn B nonynsauuu.

[eHeTU4YeCKUN MexXaHU3M onpeaerieHus nona
obecney4yunBaeT pacLienreHue NOTOMCTBA
Nno nosny B COOTHoweHuu 1:1.

B cuny pa3HoM XXM3HeCnoCOOHOCTU MYXCKUX
N XKEHCKUX 0cobeun 3To nepBUYHOE
COOTHOLLEeHMe NOoJIoB NpPU oNnoAO0TBOPEHUN
4acToO 3aMeTHO OTNNYaEeTCA OT BTOPUYHOIO Y
yenoBeKa n memMm 6osiee om mpemu4Ho:20,
XapakKkmepHOo20 OJisl MoJs10803peJsibix ocobedl.



CoomHouweHue nosios Jeeoyku | Manb4yuku

llepeu4yHoOe (3ucoma)

Bmopu4yHoe(npu poxodeHue)
Y

Tpembu4yHoe
Hemckuu eo3pacm

18 nem

50

57

67

87

100 nem u 6osee

v,

100
e,

v,
v,
v,
v,

103
v,




llosnoeass cmpykmypa

B nonynaunax yenoBeKa nepBnU4Hoe
COOTHOLUEeHUe NosioB (COOTHOLLUEHUEe 3UroT)
coctaBndaer 100 npeBouyek Ha 125
Manb4UMKOB, BTOPUYHOE COOTHOLLUEHUE
nonoB (COOTHOLUEHUEe NPU poxaeHue)
coctaBnsieT 100 neBoyek Ha 106 ManbL4YNKOB;
TPeTbUYHOE COOTHOLLUEHMEe: B OEeTCKOM
Bo3pacte - 100/ 103, k 18 roaam 100/100,

K 50 rogam—100 XeHLWKMH Ha 95 MyX4uH,

a K87 ropam COOTHOLUEeHue no nony
ctaHoButca 2:1 (100 / 50), 6onee 100 net —
5:1 (100 / 21).




Hacmoma 2eHo8, 2eHOMuUMos8

* B ocHOBe reHeTU4eCKON N3MEHYUBOCTHU
nonynsauumn nexart 3aKOHOMEepPHOCTU
HacnegoBaHUA NPU3HAKOB, onpeaensemMble
MeXaHU3MOM pacnpenerieHus XpoMOCOM U 2eHO08
8 Meuo3e U cJly4aUuHbIM coYyemaHuem 2amem npu
0ors1000meopeHuU.

* U3BeCTHO, 4YTO BCe NpUpoaHbIe Nonynsuun
reTeporeHHbl, OHU HaCbIWEeHbl MyTaunUsaAMMN.

* [leHemu4yeckasi 2emepo2eHHOCMb nobon
nonynsauum npu oTCyTCTBUM AaBJIEHUSA BHELWWHUX
dakTOpOB AOMKHA ObITb HEU3MEHHOMWU,
HaxoAUTbLCA B onpeaerieHHOM paBHOBECUM.



Hacmoma 2eHo8, 2eHOMUMNO8

* MpeanonoXxum, 4TOo B NONyNALUN YNCIIO
cbopM, rOMO3UTOTHbIX MO Pa3HbIM annensam
onHoro reHa (AA n aa),oQUHaKoOBO.

* Ecnv ocobn — HocuTenu AaHHbIX anneneuv
(pA+ga) — paBHOBEPOATHO CBOOOAHO
CKpeLlumBaroTCAa ApPYyr ¢ Apyrom (maHMuUKcus),
TO BO3MOXHbI crieayroLwme KoMmomHauuum:

(PA + qa)x(pA + qa) = p’AA + 2 pq Aa + qg° aa



Hacmombi 2eHo8, 2eHomurios

‘Cpeau 3urotr 4yacrtota reHotuna AA MOXHO
nokKasbiBaTb KaK p2, reHotuna Aa - 2 pq, reHoTuna
aa — q.

flockonbko nonynsauua Yyenoseka pyHKUMOHUPYET

KaK CJ1OXXKHasA retepo3nrotHasd cuctema, toraa
COBOKYINHOCTDb BCéEX annenen CoCTaBMT:

p+tq =1
‘PacnpeneneHme reHoTunoB cpeaun 3UroT
NoKa3sbIBalOT POPMYIIOM :

p2+2pq+q2=1



Hacmombi 2eHo8, 2eHomuroes

‘Takum obGpas3om, B nonynsauum Bce rameTbl ocodeun ¢
reHotunom AA, NofioBMHA rameT y ocoben Aa
ABNAIOTCA HOcUuTenamu annena A. Torga yactota
annensa A B HOBbIX NOKONIEHUAX COCTaBWT:
A=p2+(1/2) 2 pq =p2 +pq.
‘qactoTa BCTpE4YaemMoCTU AOMMHAHTHOro annens
OAHHOro reHa onpegenseTca Kak p , 4acTtoTa
anbTepHATUBHOrO annens TOro e reHa MoxeTt ObITb
0003Ha4YeHa Kak (.

Y3BEeCTHO,4YTO B reTepo3nroTHbIX NoNynsALusax
reHeTM4yeckoe paBHoBecHe BblpaxaeTcs Kak p +q = 1.

‘Orcroga p=1-g ug=1-p.



Hacmombi 2eHo8, 2eHomurios

* AHanorn4yHo, B nonynsauun BCce rameThbl
ocobeun ¢ reHOTUNOM aa, NoNMTI0OBUHA rameT y
ocobeun Aa ABNAIOTCA HOCUTENAMM annens
a. Torga yactota annens a B HOBbIX
NOKOJNIeHUSAX COCTaBWUT:

a=(1/2) 2 pq + q* = pq + q?

* N3BeCTHO,4YTO B reTepo3nUroTHbIX
nonynaunax reHeTu4eckoe paBHoBecue
BblpaXaeTca Kak p +q=1.

. OTcmp,a p 1-q mq=1-p. Aicxopnna ns

P 4 e -y .. --- - fr— A - A ] P — e



Hacmombi 2eHo8, 2eHomuros

0,25AA

0,25Aa




Hacmombi 2eHo8, 2eHomurios

* Undpbl noka3biBaloT, YTO B AAHHOM
NMOKOMEeHUU B Nonynauum oyayT BO3HUKATb
romo3urotbl AA n aa ¢ yactorom 0,25, a
retepo3urotbl Aa — ¢ yactotom 0,50.

* HacToTa rameT C peuecCUBHbLIM annenem a
coctaBuT 0,5 (0,25 ot romo3urot aa + 0,25 ot
retepo3urot Aa).

* YacTtoTta rameT ¢ 4OMUHAHTHbLIM annenem A
coctaBuT 0,5 (0,25 ot romosuror AA + 0,25
OT retepo3uroT Aa).



Hacmombi 2eHo8, 2eHomurios

* JTO COOTHOLLEHue COXpPaHUTCAH BO BCeEX
cneayroumx nokKkosfieHnsAX, eCrqin He 6yp,eT
HAapPyLweHO KaKUM-1IM0O BHELLUHUM
daBJieHUueM.

* B noaaBnswowem OoOnbLUMHCTBE Criy4yaeB
B NONYyNALUUMN BCTpeYaeTcs pa3Hoe YUCIo
romo3urotr AA v aa.

* Pa3bepem npumep, Korga 4yacTtoTta annerieu
AAHHOro reHa B nonynsuuu oyaet 0,7a,

0,3A:



Hacmombi 2eHo8, 2eHomuroes

Camubl

CamMkum

0,3A 0,09AA

0,7a 0,21Aa




Hacmombil 2eHo8, 2eHOMurnoes

B notomcTtBe Ha 100 3urot 6ygeTt 9 romosuror
AA, 49 romo3urot aa n 42 retepo3nroTbl Aa.

B cneayrowem NoKoneHUn raMmeTbl C
annenem A 6yayTt Bo3HUKaTb ¢ yactotou 0,3
(0,09 ot romo3urot AA + 0,21 OT reTepo3uroT
Aa).

[lameTbl ¢ annenem a o6yayT BO3HUKATb
onAaTb-Taku ¢ Yyacrtorou 0,7 (0,49 ot
romo3uroT aa + 0,27 ot retepo3uroT Aa).

Kak n B nepBomM npumepe, 6e3 BHELLHEro
AaBNeHNA 3TO COOTHOLUEHUe COXpPaHUTCAH B
KaXaowu nocnenyrowen reHepauuu.




3akoH Xapdu-BauHbepea

 YpaBHeHUa A =p2+ (1/2) 2 pg=p2+pg w
a=(1/2) 2 pqg + g2 = pq + g2, a TaKxe
A=p2-p(1-p)=p2+p-p2=pn
a=q(1-q)*+q>=q-q*+q*=q
CYMMapHO OoTpaxalT 3akoHa Xapau-
BauHOepra.

« @opmyna Xapoun — BanHOepra nossonsert
paccYnTbiBaTb OTHOCUTENbHYHO YaCTOTy
reHoTunoB U beHOTUNOB B Nonynauuum.



3akoH Xapou-BauHb6epeza

 @opmyna Xapan—BauHbepra npurogHa
NMUWb ANA npeaenbHO YrNPOLWeHHOW
cutyauuun, onsa ngearibHoOoM 0eCKOHeYHOo
oonbLon NonynsAunmn U Npm OTCYTCTBUN
AaBJIeHUA Kakux-nmodo chakTtopos.

 3BeCTHO, Ha YacToTy (peHOoTUNa oKa3biBaeT
BNUsSIHNE He TONMbKO YacToTa AaHHOro
annens, HO U Takue ero CBOMCTBAa, KakK
AOMMWHAHTHOCTb, PeLeCCUBHOCTD,
NEeHeTPaHTHOCTb N 3KCNPEeCCUBHOCTD.



3akoH Xapdu-BauHbepea

Mpn aHanu3e NpUPOAHLIX NONYNALUN
HeoOxoaAuMO pa3nnyaTtb NMOHATUA:

yacToTa reHa - KorimyecTBeHHoe
COOTHOLUEeHUe annerneun oaHoro Kakoro-nmoo
FIoKyca

4aCTOTa NreHoTunmna - KoJfim4eCrBeHHoOe
COOTHOWEeHVe Pa3HbIX TeHOTUNOB

yacTtoTta peHOoTMNA - KONIM4eCTBEHHOE
COOTHOLIEeHMe pa3HbiX PeHOTUNOB



- MyTauuu — BHe3anHble CKa4ykoooOpa3Hble
CTONKUE U3MEHEeHUSA B CTPYKTYype reHoTUNA.

 Mymauuu - QuckpemHbie U3MeHeHUSs
HacsiedcmeeHHocmu, 8 ripupoae
CMMOHMaHHbI, Mymauuu riepedaromcsi no
Hacsiedcmaeay, acmpedaromcsi 00cmamoYyHo
peoKo u mo2ym 6bimb pa3siudHbIX MUroa.

* B 3aBUCMMOCTU OT TOro Kakou NpuU3HaK
NOMoOXeH B OCHOBY, Ha CerogHsAWHNN AeHb
cyLleCcTBYEeT HECKONTbKO CUCTEM
Knaccudpukaumm mytaumm.



* JlroOble MyTauum HapyLwarT HoOpMasibHY
cbaslaHcuposaHHOCMb 2eHomMuna u
¢gpeHomura, NO3TOMY OHU ABNAKOTCA (YaLye
BCero) BpeAHbIMU ANS OpraHM3Ma u He
MOryT ObITb Cpa3y noaaepxaHbl OTOOPOM.

B reTepo3nrotTHoOM xxe CoCcTtodHUnN BpeaHble
MYyTalMUUN HE MNMPOABIIAIOTCH

* EcTecTBEeHHbIN OTOOpP BHa4vane
onaronpuAaTCTBYEeT HE FTOMO3UIrOTHbLIM
cdhopmam, HeCyLLUUM MYTaHTHbIU NPU3HAK, a
retepo3mrotam, CKpbiBalOLWMNM 3TOT NPU3HAK
OT AencTBus oToopa.



* Opend reHoB - Korga uameHeHUs 4acToThbl
reHoB B nonynsaunax ObIBaloOT CriyYanHbIMU
N He 3aBUCAT OT eCTeCTBEHHOro otoopa.

* Cny4yauHbin gpend reHoB unu adbdexT
Cowroasisia Pauma MOXeT CNYXUTb BaXXHbIM
MeXaHN3MOM 3BONMOLUNOHHbLIX USMEHEeHUU B
HeOONbLINX UNN N30JIMPOBAHHbIX
nonynauyusax.

* B HebonbLWwoON nonynsauum MoryT ObITb
npeacraBrieHbl HE BCe reHbl, TUNWYHbIE ANA
AaHHOro BMaa.



* Cny4yauHble cOObITUA, Hanpumep
npexaespemMmeHHas rmdbenb ocobu, ObiBLUEN
eAVNHCTBEeHHbIM obnapgarenemM Kakoro-to
annens, npuBeayT K MCHE3HOBEHUIO AAHHOIO
annensa n3 nonynauumu.

 Ecnu paHHbIU annenb BCTpeyaeTcAa B
nonynsauuu n3 1 000 000 ocoben c yactoTom,
ckaxem, 1% (1.e. g = 0,01), To um byayr
obnapatb 10 000 ocoben, a B nonynauum uns 100
ocobeu 3TOT annenb byaetr npucyTcTBOBaTb
TONIbKO Y OA4HON O0COOM, TaK YTO BEPOATHOCTDb
ero yTpartbl Maniou nonynsauveu ropasno Bbille.



* Cny4vyanHbiun gpeud reHoB, Kak NoKa3sbiBaeT
CaMo ero Ha3sBaHue, Hernpeackasyem.

* Hebonbluyro nonynsaunio OH MOXeT
NpUBECTU K rmbenun, a MoXxeT caenaTtb ee
Aaxke nyJiwle apanTMpoBaHHOU K AaHHON
cpeae Unuv yCUnutb ee ANBepreHuuro ot
poaAuTenbCKON nonynsauum.

* Opend reHOB CUMTAIOT CYLLECTBEHHbIM
dakTopoM B BOSHUKHOBEHUN HOBbIX BUAOB
B OCTPOBHbIX U APYrUX penpoayKTUBHO
N30NIMPOBAHHbIX NONYNALUAX.



 C apencdom reHoB CBA3aHO SiBrieHUe,
n3BecTHOe Nnoa Ha3BaHueM npuHUuMna
OCHoOBaTerns.

* OHO COCTOUT B TOM, YTO NPU OTAENEHUN OT
poaNTENbCKOU Nonynauun HedonbLION ee
4yacTu nocriegHAs MOXeT Clly4YanHO OKa3aTbCH
He BMOJSIHe TUNMMYHOM NO CBOEMYy anriefibHOMY
cocCTaBY ANA poANTEeNbCKOU nonynsauuu.

* HekoTopble annenun mMoryT B HeuU
OTCYTCTBOBAaTb, a Apyrme okasaTbCHl
npeAcTaBNeHHbIMMA C HEMPONOpUUOHANbLHO
BbICOKOW YaCTOTOM.



* [locTOAHHOE cKpelwBaHUue BHYTpU
TakoOu NepBUYHON nonynsaummu npuBeaeT K
co3paHuio reHodpoHaa, oTnmMyaroLwerocs no
yacTtoTam arnrnerien ot reHochoHaga ncxoaHoOuU
poaAuTenbCKON nonynsauum.

* Opend reHOB OObLIYHO CHUXAaET
reHeTU4YeCKy U3MEHYUBOCTb B NONyNALUM,
rmaBHbIM Obpa3omMm B pe3ynbraTe yTpaThbl
TeX anrnerien, KoTopble BCTPe4YarTCsA penko.



Lpeug ceHoe

* nutenbHoOe cKpelwmBaHue ocoben BHYTpHU
Masiom nonynsiuMv ymeHbLaeT A0S0
reTepo3uroT U ysenvynmBaeT OO0 FOMO3UrOT.

[Mpumepbl delicmeusi NpuHyuna ocHoeamersi
ObINiN BbIABMEHbI NPU N3Y4YEeHUN HeOOoNbLUUX

nonynsauun, oopasosaHHbix B CLLUA
PeNnUrmo3HbIMMN CeKTamMmn, SIMUrpupoBaBLUUMMU
n3 N'epmaHuum B XVIll Beke.

B HeKOTOpbLIX N3 3TUX CEKT Opaku
3aKNM4YariMcb NOYTU UCKITHOYUTESNTbHO MexXAay
UX YneHamm.




* B Taknx cnyvyaax vacmoma psida asinesiel e
HUX cUJIbHO omJiu4aemcsi OT YaCTOTbl 3TUX
annenen B nonynauusax Kkak PPl Tak u

CLUA.

* Hanpumep, nyyeHHasa odLWMHa AaHKepoB —
pPenmrmo3Hon cekTbl, 00OCHOBaBLLUEUCH B
[MleHCcnnbBaHuUKn, coctosina npumepHo 3 100
CeMeWu; 8 cmoJib Masiou nonynsayuu OOJIKeH
6151 Npoucxooumsb opelch 2eHos.

* OnpeoeneHne rpynn KpoBu Aano
cnepyloLwime pe3ynbrarhbl:



[Nonynauua YacToTa rpynnbi A

NMonynauus
[lMleHCUNbBaHUU 42%,

NMonynauuna OPI'

[Monynauua gaHKepoB 60%



« Bce nonynauuu nrogen noaMMopdPrHbI No
rpynnam KpoBU, HO Y KaXXaou nonynsaumm
4acTOTbl BCTpe4YaemMoCTu OyayT pa3HbIMMW.

B LiBeunun yacto BcTpevaercsa rpynna O.

 Cpeou nHaenueB NOSTHOCTbIO OTCYTCTBYET
rpynna B.

* Monumopdpun3mM BO3HUK paHblLLEe
BO3HUMKHOBEHMUSA YenoBe4yeckoro BMaa, a
3HA4MT, YXKe nNpenokK yerioBeka umen pasHble
rpynnbl KPOBMW.



* TN OaHHble, NO-BUANMOMY, OTPaXKakoT
pe3ynbraTbl Apenda reHoB,
npoucxopsiiero B ManbiX Nonynsauusx.

 Opend reHOB MOXET BECTU K YMEHbLUEHUIO
N3MEeHYUBOCTU B npenenax Toun Ui UHOU
nonynsauun, HO OH MOXeT TaKXe yBerIM4nTb
N3MEeHYNBOCTb B npepenax suaa B LesioM.

* B HeGoOnbLLUKNX N30JTIMPOBAHHbLIX NMONYINALUUNAX
MOTYT BO3HUKaAaTb HETUTNMMNYHbIC OJ1A
OCHOBHOM nonynAaumMm npm3Hakm, KOTopbie B
cnyydae NSMEeHEeHUA cpeabl MOTryT COo34aBaThb
CeJieKTUBHOE NpenmMmyLliecCTBO.



 ECTb CBA3b MeXAay rpynnamMuv KpoBu
3aboneBaHUSAMM.

* O rpynna. PeBMaTn3M penok, HO Ai3Ba
xXenypka n 12-nepCTHON KULLKW,
BCTpe4vyaeTcd B Nonynauusx yaie, ecriivi OHU
HaxoAunNuUcb Oonroe BpemMs B U30ONALUMN.

 Hanpumep, abopureHbl, HAENLbI -
KopeHHOe HacerneHune ABcTpanuun. Y HUX
MMeJ1 MeCTO eCTeCTBEHHbIN OTOOp, NPUYMHA
ero — nipekumMoHHble 3aboneBaHnsAa —
xonepa, Tyoepkynes, cuchmnuc.



'’eHemu4eckuu nosiuMopPuU3M

flonnmopdpHbLIM NPNU3HAKOM Ha3bIBaKOT
MeHaeneeBCKUU (MOHOreHHbINU) NPU3HakK, Nno
KOTOpPOMY B NONYNALUN NPUCYTCTBYHOT KakK
MUHUMYM ABa beHOTUNA (MMHMMYM AOBa annens),
NPUYEM HN OOUH U3 HUX He BCTpeyaeTcs C
yactotoun meHee 1%.

OTN ABa peHOTUNA (reHOTUNa) HaxoasTCA B
COCTOSIHUM ANUTESIbHOIro paBHOBECHSI.

‘HacnenocTtBeHHbIN nonuMopduam co3gaeTcs
MyTauMaMm U KOMOMHATUBHOU U3MEHYU- BOCTbHO.

‘4acTo B nonynsaunsax npucyTcTByeT OonbLle ABYX
anneneu no 4aHHOMY JTIOKYyCYy U, COOTBETCTBEHHO,
6onee yem aBa cheHoTUNA.



'eHemu4eckuu nosiuUMopPPU3IM

 AnbTepHaTUBHOE NONMMOPMPU3IMY ABIIEHUE -
cylwiecTBOBaHUe peaKnxX reHeTu4eckux
BapuUaHTOB, NPUCYTCTBYHOLWMUX B NONYyNALUN
c yactotoun meHee 1%.

* MepBbIN NonNMMOPGPHLIN NPU3HaK (cucrtema
rpynn Kpoeu ABO) Obi15n oTKpbIT B 1900 r-
aBCTPUUCKUM Yy4YeHbIM K. JlaHawTenHepom .

B 1955 rogy Ha npumepe rantornobuHa
(cbiBOpOTOYHOroO 6enkKa, cBA3biBakoOLLEro
remMorrioouH) Obin BbIAABMIEH CaMbIN MPOCTOM
BapuvaHT nonmmMmopdunima - norimMmopdhusm
Oenkos.



'’eHemu4eckuu nosiuMopPuU3M

* K HacTosiLleMy BpeMeHM OnMcaHo MHOXeCTBO
TakKuX NoNIMMOpPPHbLIX NPU3HAKOB Yy YerioBeKa:

* CbIBOPOTOYHbIE OEenKu: uepyrnoniasmMmuH: 2
annensa - CP3, CPC, a TaKkxe bornee peakmu
annenb aBcTpanoHerpoupnoB - CP4.

* rantornoouH - 3 annenga - HplS Hp1P* Hp2*

°* UMMYHOITIOOUMHBI - 4 annena u o4eHb CNOoXHas
cuctema Ooree peokux annenemn.

* [loBEepXHOCTHbIE AHTUIreHbl APUTPOLNTOB (rpynnbl
KpoBu): ABO -4 annens: Ai, A2, B, 0, cekpeuus
ABH -2 annens, aHtureH Kenn - 2 annens - K, K,
aHTureH Jlbouc - 2 annens - Lea, Leb, aHTUreH
pe3yc - CNOXHbIN KOMMJIEKC annernen.



'’eHemu4eckuu nosiuMoppu3mM

« Pasznunyarot HacsiedcmeeHHbIU U
adanmayuoHHbIU MOJIUMOPOU3M.
HacneacrtBeHHbIM nonnmopdu3mM co3gaeTcs
MyTauMasMM U KOMOUHaTUBHOW
N3MEH4YNBOCTbLIO.

 AgantTauMoHHbIU nonnmopdpunsm odbycnos-
JIeH TeM, YTO eCTeCTBEHHbIN OTOOp
onaronpuAaTcTBYeT pa3HbIM reHOTMNAaM
n3-3a pasHoobpa3usa ycrioBuu cpenbl.



'’eHemu4eckuu nosiuMoppu3mM

+ Yennoeeyecmey ceoucmeeH ebICOKUU
ypOB8€eHb Hacsie0CmMeeHHO20 pa3Hoobpa3usi.
Kpome MHOrouuMcneHHbiX BapuaHTOB
oTAesNIbHbIX OeNKOB, MPOCTbLIX MPU3HAKOB,
NPAMO OTpaXaloLWUX reHeTUYeCKYyHo
KOHCTUTYLMIO OpraHn3ma, noam
OTNUYalOTCA APYr OT ApYyra LBETOM KOXMU,
rnas n Bosoc, popMoun Hoca " yLUHOU
PaKOBUHbI, PUCYHKOM 3nunaepmMaribHbIX
rpredHen Ha nopgyLwie4vykax nanbues U
APYr’MMUN CIOXHbIMU NMPU3HaKaMM.



'’eHemu4eckuu nosiuMoppu3mM

* Y nopgen He coenadarom 2pynrbkI KposU No
cucTtemMam 3pUTpPoLNTaApPHbIX aHTUIEeHOB
pe3yc (Rh), ABO v ppyrum.

 U3BecTHO Oornee 130 BapnaHTOB
remornoobuHa, Ho nuwb 4 oOHapyXnBarTCA
B HECKONbKUX NMONyNALUUAX B BbICOKOU
KOHUeHTpauueun: HbS - Tponnyeckasn
Adpuka, CpeanzemHomopbe, HbC -
3anagHaa Adpuka, HbD -Uupuna, HBE -
Tponu4yeckass u cyobTponun4yeckasl 30Hbl
IOro-BoctouHoun Asum.



'eHemu4eckuu nosiuUMopPPU3IM

* BapunabenbHOCTbL pacnpocTpaHeHUs
anneneu B nonynauusax nwaen 3aBUCUT OT
AEUCTBUA 3NTeMEeHTapPHbIX 3BONMIOLMNOHHbIX
dakTopoOB.

* ATUMUN 3BONTIOUNOHHbLIMU (PaKTOpPaMK
ABNSAKTCA MyTauMOHHbLIU Npouecc U
eCTeCTBEeHHbIN OTOOp, a TaKxe Apend reHoB
(reHeTUKO-aBTOMaTUYECKUX NPOLIECCOB),
nonynsauuoHHble BOJSIHbI , U30NALUN U
Murpaumm ocobemu.



'eHemu4yeckuu nosrumMopgu3m

* MexnonynsauMOHHbIM Pa3nNnNYnaM B
KOHLUEHTpauum onpeneneHHbIX anneneun
cnocobcTByeT ctTabunusunpyrowasa chopma
eCcTeCTBEeHHOro otoopa.

* B ocHOBe CTOMKOro coxpaHeHus B
nonynauuu nogenm ogHOBpPeMeHHO
HeCKONbKUX anrnerneu oaHOro reHa nexur,
KaK npaBuno, ombéop e rnosib3y
2emepo3uz2om, KOTOpbIN BeAeT K
COCTOSIHUIO 6anaHCUPOBaHHOrIoO
nonumopdgusma.



'eHemu4eckuu nosiuMopgu3m

* [eHemuy4ecKuu nNoaUMoOpPGU3M LLNPOKO
pacnpocTpaHeH U NeXUT B OCHOBe
HacrneacTBeHHOU npeapacnonoXeHHOCTHU K
3aboneBaHUAM.

* OpHako 0orne3Hu HacneacTBEHHbIX
npeapacnofoXXeHun NpoABIAIOTCA NULLb
npv B3aMmoaencTBMU NreHOB U cpeabl.

* TeyeHne 6one3Hen MOXeT ObITb
pa3HooOpa3Ho. Yem 6osibwwe so3delicmeaue
gpakmopoe cpedbl, meM b6osbLie Uy
60s1bHbLIX C NPeopPacrnosIoKeHHOCMbHIO K
3abosiesaHuro.



'eHemu4eckuu nosiuMopPPuU3IM

* NMonureHHble OONe3HN HacneacTBeHHOro
NPOUCXOXOEHUA — ABMAIOTCA TakKUMU
Oone3HAMUN, KOTOPbIe BO3HUKAIOT NPWU
AEeUCTBUUN MHOIUX (pakTopoB
(MynbmugakmopuasibHbie) U B pe3yrbraTte
B3aMMoaencTBMA MHOIMMX reHoB.

* YCTaHOBUTbL AMarHo3 B TaKOM clriy4Yae OYeHb
CJTIOXHO, T.K. AeNCTBYeT MHOIro pakTopoB, U
nosiBNsieTcsA HOBOE KayeCcTBO Npw
B3anMoaencTBmmn (pakTopos.



'eHemu4yeckuu nosrumMopu3m

* lLnpoknn nonnmopdunim nomoraet
nonynsauuu npucnocadbnuBaTtbCcs K
yCIIOBUAM cpeAbl.

* Y 300poebix sirodel Hem ripomusopeYyusi
Me)xady cpedou u 2eHomuriom, ecsiu
803HUKaem 3mo ripomusope4yue -
rnposiesisiromcsi 6os1e3HU Hacs1Ie0CMaB8eHHO020
rnpeopacriosioXXKeHusl.

* JlloOble knaccudunkaumm 6onesHen
BKTHOYAKOT rpynny nogoOHbIX 3aboneBaHUN.



'eHemu4eckuu 2pys3

* [eHemu4eckul 2py3 - COBOKYNHOCTb BpeAHbIX
reHHbIX U XPOMOCOMHbIX MyTauuu B nonynsauuu
OpPraHM3mMoB; YMEHbLUeHUe NPUCcrnocooIeHHOCTHU
nonynsuuun, Bbi3aBaHHOe BpeAHbIMU reHamMu
(He3TUMUHUpPOBaHHLIMU peueccusamu).

* OueHMBaeTCA KaK OTHOLWIEeHNe pa3HUUbl Mexay
cdhakTMyeckoun cpeaHen NPUCNOocoONeHHOCTbIO
nonynsauMm u HanbonbLuien
NPUCNOCOONeHHOCTLH0 OOQHOro N3 reHOTUNoOB,
MMerLWmnxXcs B Nonynaumn, K HamnbonbLwen
NMPUCNOCOOSIEHHOCTM.

* KoHuenuuna reHeTUYECKOro rpysa npeanoxeHa [x.
XonaevHom B 1937 r.



'eHemu4yeckuu 2py3

 HacneacrBeHHOe pa3HoOOOpa3ne CHUXaeT
peanbHY NPUCNOCOb6IeHHOCTb NONyNALUN
nwoaen. bpems reHeTn4yeckoro rpysa
yenoBeyecTBa MOXHO OLEeHUTb, BBeOA
NOHATUE JiemaJsibHbIX 3KeueasieHmos.

YUncno nx B nepecyerte Ha camemy
kKoneonercsa ot 1,5 oo 2,5 unmn or 3 o 5 Ha
3uaomy.

KonuyectBO 3TUX anneneun B reHoTune
KaXxgoro yenoBeka, o CcyMmMapHoOMY
BpeaAHOMY OeNCTBUK0 dKeUB8aJ/IeHMHO
delicmeuro 3—95 peueccusHbIX asnsnesedu.



'eHemu4yeckuu 2py3

* JTK annenu, npusoasiLime B roMO3NMroTHOM
COCTOSIHUM K cMepmu uHdueudyma do
HacmyrsieHusi pernpoodyKkmueHo20
eo3pacma, OeNCTBYIOT CeNieKTUBHO.

* Mpu HanNU4YMM HebGNaronpPUATHLIX annerien n
MX coyeTaHUn NPUMepPHO NOSTIOBMHA 3UrOT,
o0pa3yrLUXCH B KaXXA0M NMOKOSIEHUMN
noaen, B OMonorm4ecKkom nnaHe HeECOCTOS
-TenbHa.

* Takme 3uUroTbl He y4acTBYIOT B nepegaye
reHOB cregylowemMy NOKOJIeHUIO.



'eHemu4eckuu 2pys3

* Okoso 15% 3a4ambix op2aHU3Mo8 2ubHem 00
po)KOeHusi, 3% - npu po)xoeHuu, 2%-
HernocpeocmeeHHO rocJsie POXXOeHUusl, 3% -
yMupaem, He ocmuzaHye roJsioeol 3pesiocmu,
20% - He ecmynarom 8 bpak, 10% - 6pakoe
6e30emHsi.

* HeGnaronpusaTHbIe NnocneacTBUSA
reHeTU4YeCKoOro rpysa B Buge peueccuBHbIX
anneneun, eCnv OHM He NPUBOAAT K rmMoenu
opraHu3ama, NposiBrAOTCA B CHMXXEHUU psaaa
BaXHbIX NoKa3aTesien COCTOAHUA UHOUBNANYMA,
B YaCTHOCTMU ero YMCTBEHHbIX CNOCOOHOCTEMN.



'eHemu4yeckuu 2py3

* UccnepoBaHusA, npoBeAeHHbIe Ha

nonynsunmn apadoB B N3paune, ona kotopoun
XapaKTepHa BbICOKasi YacToTa
onunskopoacTBeHHbIX 6pakoB (34% mexay
ABOOpPOAHbLIMU U 4% mexay ABaxAbl
ABOOPOAHbLIMU cCMOCaMM), NnoKa3arim CHUXeHue
YMCTBEHHbLIX CTOCOOHOCTEMN y AeTen OT TaKux
OpakoB.

CoumanbHag CyLLHOCTb YenoBeKa He cBfi3aHa C
reHeTu4yeckon nHdopmaumen, HaKonfeHHon B
Xxo4e 3BOMIOUMU, HO B KaXXO0M NMOKONEeHUun
yerioBe4yecTBO TEPSAET YaCTb CBOUX YJIEHOB MU3-
3a UX TeHEeTU4YEeCKON HEeCOCTOATENMbHOCTM.



'eHemu4eckuu 2py3

* OoHUM N3 Hanbonee BaXxHbIX (paKkTopoB
3BOJTIIOLUN, NU3MEHSAIOLWLME HYaCTOThl
annenbHbIX FTeHOB B Nonynauusax nrogen,
ABJISIeTCH eCTeCTBEeHHbIN OTOOpP.

* Ero paBrneHue B 4eriloBe4eCKMxX nonynauusx
ocrnabeno HaCToNbKO, YTO OTOOp yTpaTUn
3Ha4YeHue Kak chaktop BnoooopasoBaHuA.

* OpgHako 3a eCTeCTBEHHbIM OTOOPOM
ocTanacb yHkyusi cmabunusayuu
2eHooHOo08 U noddepKaHUsl
HacsieOcmeeHHO20 pa3Hoobpa3us nonynsaunm
noaen.



'eHemu4yeckuu 2py3

* O pencTBMM Ha NONYNALMUIO YenoBeKa
cTabunusnpyrowen popmMmbl €CTECTBEHHOrO
oTbopa cBuaeTenbLCTBYET, HAaNpumep,
8bICOKasi IpeHamaJsibHasi CMepmHocmab
cpedu HeOOHOWEeHHbIX U nepeHoWeHHbIX
HOBOPOIXOEHHbIX.

 HanpaBneHue oTbopa B 3TOM crny4vae
onpenenseTcsa CHMXeHnem ooLen
XXN3HEeCnoCcoOHOCTU HOBOPOXAEHHbLIX.



'eHemu4yeckuu 2py3

* OTpuuartenbHoe gencreue otobopa no
OOHOMY JFIOKYCY UIIOCTpUpyeT
HacsiedoeaHue aHmu2eHo8 cucmemMabl pe3yc.

85% HaceneHunsa EBponbl UMeeT B
apuTpouuntax aHtureH Rh n obpaayert Rh-
rnoJsioXKumeJsibHyro rpynny, octanbHble 15%
HacerieHUA COCTaBnAKOT Rh -
oTpuuaTesibHble UHANBUAOYMbI.

CuHTe3 aHTUreHa Rh KOHTponupyeTcs
AOMMUHAHTHbIM annenem D, KOTOpbIN
nposBnseTcsa B romo3urorte (DD) n
reteposurote (Dd).



'eHemu4eckuu 2pys3

* NMoaTomy pe3yc-oTpuuaTteribHble nNOOU
ABIAIOTCA peLecCUBHbIMY FOMO3UroTamMmum
(dd).

* Ecnu, HanpumMmep, maTb pesyc-oTpuuaTerb-
HaA (dd), otey pe3yc-nonoxutenbHbin (DD
unu Dd), To npn 6epeMeHHOCTU pe3yc-
NONOXUTenbHbIM Nnoaom (Dd) apuTpouuThl
nnoga MoryT NPOHUKHYTb NP HapyLleHUw
nnaueHTbl B OpraHn3m matepu u
UMMYHU3UpPOBamMb €20.



'eHemu4yeckuu 2py3

* NMpu nocnepywoLwen (BTopou n 1.4.)
bepeMeHHOCTU pe3yC-NoNoXUTeNbHbIM
nnoaom (Dd) aHTupesyc-aHTUTenNa,
BbipaboTaBLuMecs B OpraHu3Me matepu BO
BpemMs nepBon 6epeMeHHOCTU, MPOHUKAIOT
yepe3 NraueHTy B OpraHu3m nnoga w
pa3pyLwaroT ero IpuTpounTbI
(apuTpobnacTos).

* Pa3BuBaeTcs remonuntnyeckasa oonesHb
HOBOPOXAEHHOro, BeaAywmMmMm CUMMNTOMOM
KOTOPOU ABNSAETCA TAXEenasa aHeMus.



'eHemu4yeckuu 2py3

* B HacTosWwee BpeMs ycnewwHO NPUMEeHSAIOTCS
pa3finyHble crnocoodbl DOpLOLI C ITOU
naTtoniormen: npumMmeHeHue npenaparta anti— D w
nepesiusaHue HOBOPOXAEHHOMY MIageHUy
pe3yc-ompuuamesibHOU Kpoau.

* B oTcyTcTBME MeOULIMHCKON NMOMOLLU HOBO
-POXAEHHbIN C TeMONINTUYECKOU OONe3HbIo
yacTo noruban.

* Co cMepTbIO reTepo3nUroTHbIX no annento Dd
OpraHM3mMoB U3 nonynsaunmn yaansietcs paBHoe
KONIM4eCcTBO AOMUHAHTHbLIX U peLeCCUBHbIX
annernbHbIX reHOB Nokyca Rh.



'eHemu4yeckuu 2py3

* Takoun HanpaBrieHHbIN MPOTUB reTepPo3nroT
OoTOOpP NPMBOAUT K YMEHbLUEHUIO YaCcTOTbl
bonee penkoro (peueccusHoz20, d) annens B
eBponencKkoun nonynsuuu.

* TeopeTuyecku B psaay m3 600 nokoneHun gons
peueccUuBHOro reHa MoxeT CHU3nTbcA ¢ 15%
no 1%, Ha 4To noTpedbyeTtcs okono 15000 ner.

* HecoBMmecTUMOCTbL MaTepu U Nnoaa
XapaKTepHa Takxe AJisi CUCTeMbl FPynn KpoBU
ABO, KkoTopasi, B OTnn4ue ot pe3yc-
UMMYHU3aUUU, MOKem CKa3lambCs YXKe Ha
nepeom pebéEHke.



'eHemu4yeckuu 2py3

* Ona cuctembl ABO cyLwecTBYOT U Apyrue
cerieKTuBHbIEe (PpaKTOpPbI: B HacToslee BpeMs
npoaeMOHCTPUpOBaHa accoumnauusa rpynn
KpoBu ABO ¢ 0MeHb MHOIrMMM 3aborneBaHNAMMN.

Jlnua c rpynnomn KpoBu A yaule 3abosieearom
pakom, Torga Kak nuua, nmerLiue rpynny
KpoBu 0, 60s1ee noodeep KeHbl sizee Xeslyoka u
deeHaduamurnepcmMHOU KUWKU; a PUCK
3aboneBaHnsa pesMamu3MOM CaMblU HU3KUWN
cpeau nuy rpynn 0.

IJTU ceneKkTUBHbIe (haKTopbl BIIUAIOT HA YaCcTOTYy
anneneun, onpenenaroLWnX rpynnbl KPOBW.



'eHemu4yeckuu 2py3

* Ocobou XKecTKOCTbIO BblaensaeTcsa oTtoop,
HanpaesieHHbIU rnpomue 2omMo3ua2om:
roMO3uUroTbl N0 MHOMMM peLeCCUBHbIM
ayTOCOMHbIM 3aboneBaHUAM OObLIYHO
3NIMMUHUNPYIOTCH, He JOCTUTHYB
penpoaAyKTUBHOIoO Bo3pacrTa.

* Tak, roMO3UroTbI NO anneno cepnoBMAHO
-KneTo4yHocTu aputpouuntoB (HbS/HbS)
YMUPAKOT OT CEepNnOBUAHOKIIETOYHON aHeEMUN
B JETCKOM Bo3pacTe.



'eHemu4yeckuu 2py3

* Kaxxgasa Takas cMepTb IIMMUHUPYET U3
nonynauum peueccuBHble annenu ogHoro
BUOA, YTO rnpusooum K cpasHUMeEsIbHO
6bICMPOMY CHUXXKEHU U3MeH4YUu80Ccmu no
COOTBETCTBYHOLLEMY JTOKYCY.

* Bo MHOrMx nonynauusax noageun 4yacrorTa
annenen aHomMmarsibHbIX reMmornoomMHoB
(Bkntovaa annenb HbS) He npeBbiwaeT 1%.

* OTO60pP NPOTUB rOMO3UroT OOYCroBeH
TaKXe NoBbILLEeHHOWU XKN3HEHHOU CUSIoN
reTepo3unroT (ss8sieHUe 2emepo3uca).



'eHemu4yeckuu 2py3

* OencrtBuio oTdboOpa, CHUXKaLEero B
reHocpoHAaxX HEKOTOPbLIX nonynsauuvn noaeun
KOHLUeHTpauuIo onpenerieHHbIX annenen, Moxer
NPOTUBOCTOATb KOHMPOMO60op, KOTOPbIU, HAOOOPOT,
noanepXuBaeT 4YacToOTy 3TUX anserien Ha
AOCTAaTO4YHO BbICOKOM YPOBHe.

* NMpoBenéeHHble B CeBepHou MNpeuumn
obcrneaoBaHUA NokKasarnu, YTo 6onbHbIe
ceprnoBUOHO- KNNeTOYHOU aHeMuen
(2zemepo3uzomsbi ¢ 2ceHomunom HbS/HbA) 6oneloT

Mmansapueun B 13 pa3 pexe, YeM HOpMarnbHbIe nrau
(HBA/HBA).



'eHemu4yeckuu 2py3

* OTpuuaTenbHbIX OTOOP B OTHOLWEeHUn annena HbS
nepeKkpbIBaeTCA B 3TOM cnydae MOWHbLIM
rnoJsioxxumersibHbIM omb6opom 2emepo3u2o0m rno
annesnro HbS bnaropgaps BbICOKOW
XXU3HEeCcnocoOHOCTM nocneaHnxX B ovarax
TPONMUYECKON Manspuu.

* JTa NpUYUHA, AeNCTBYyKOLan yxe Ha
NPOTSXXEeHUN HECKOJSIbKUX CTOSIEeTUMN,
obycnoBnuBaeT omHocumesibHO HU3KYH
yacmomy 2emepo3uz2om no annesnro HbS cpeaun
ceBepoamMmepUuKaHCKux HerpoB (8-9%) B cpaBHeHuUuU
c acppukaHCKuMuU Herpamu (okono 20%).



'eHemu4yeckuu 2py3

* N'eHodoHA NONyNAUMM YenoBeKa ABNAETCH
pe3ynsLTaToM HanoXXeHUs1 MHOMOUYMNCIIEHHbIX U
pa3HOHarnpaBJieHHbIX BEKTOPOB OTOOpAa,
obecneymBaroLero CoOxpaHeHue B KaXxXaom
NMOKOJIEHUN CPaBHUTENbHO NMPUCNOCOOSIEHHbIX K
AaHHbIM YCIIOBUSIM reHOTUMNOB.

* C Te4ueHMemM BpeMeHMu BNnMaAHUe otoopa Ha
reHeTU4eCKyr CTPYKTYpy nonynsauum nogeun
CHUXXaeTcAaA B OCHOBHOM bOnarogapsa ycnexam
neyeo6Hou n npodmnakTmyeckon meguLUHbI, a
TaKXxe coumaribHO-3KOHOMUYECKUM
npeobpa3oBaHUSAM LUBUNUN3aLINN.



 Hanbonee cTtporoe onpenerneHue
MHOpMAWHra o3Ha4vyaetT oobLeguHeHue B
O4HOM OpraHu3ame anrnenen,uaeHTUYHbIX Nno
NMPOUCXOXOEHUID, TO €CTb ABNAIOLWNXCAH
HenaMeHeHHbIMM NOTOMKaMM1 O4HOIro U Toro
xe pparmenTa OHK.

* Onga aTtoro TpebyeTtca 4ToObLI annenb
CyLweCTBOBaBLUUM Y OAHOIO YerioBeka, obis
nepeaaH UM HECKOJIbKUM NMOTOMKaM, U
pa3Hbleé NOTOMKU, YHacrieaoBaBLUUX 3TOT
annenb, BCTynunu Obl B Opak gpyr ¢ Apyrom
N nepepanuv 3T anrnernim cBoemMy pebeHkKy.






 Torga y Hero B romo3urorte oyayr
o0beanHeHbl ABa annens «MAeHTUYHbIE No
NPOUCXOXAEHUNIO»

* CywiecTtByeT U NOHATUE «annenu,
noeHTU4YHbIe No cocTosAHUI» (identical by
state), nog KOTOpbIMU NOHMMAIOTCA annenu,
ObiBLIME M3HaA4YaribHO Pa3HbIMU, HO
npunoobpeTLiMe CXOACTBO Cly4YauHo B
pe3ynbrate MyTalMOHHOIro unu
PEKOMOUHaALMOHHOro NpPoLEeccoB.



‘bnn3koe noHMMaHue MHOpUANHra — 31O OpaKu
nogen, HaxoasaLWwmMxcsa B poacTtse.

11pun aTom HecriydauHbIU uH6pPUdUH2 (NOQWN 3HAKOT O
CBOEM poAacTBe) 3apaeTcH Tpaguumnamm
3aKrn4veHusa bpakoB, a csiyvyaliHbIl UH6pUdUH2
(nroan He 3HaAKOT O CBOEM pPOACTBe) BO3HMKaeT B
noobon nonynauum B cCUIy orpaHUYeHHoOro ymcna
npeakoB, HO NpuobpeTaeT cepbe3Hoe 3Ha4YeHue
TONbKO B MarsibiX NO pa3Mepy nonynsuusx.

NHOpMAMHI NPUBOOUT K CHUXKEHUIO FreHeTU -4eCKOoro
pa3HooOpa3us n ysennynBaeT BePOATHOCTb
NosiBfIeHNA MyTauuu B FOMO3UTOTHOM COCTOSIHUM
(reHeTUYECKUM rpy3 ayTOCOMHO-pPeLeCcCUBHbIX
oonesHen).



* TpeTbe NOHMMaHue MHOpUAUHra — 3To Mepa
noapasgernieHHOCTU Nonynsuum.

* 3TO NOHMMaHUe OCHOBAHO Ha agPhekme
BasniyHOa — B nonynauuu, nogpasgeneHHomn
Ha cyononynauumn, retTepo3uroTHOCTb
cyononynsaumm CHUXKaeTCA.

* YBennymBaeTcs roMO3UIrOTHOCTb, YTO U
ABIISIETCA yBerinYyeHneM nHopunaunHra
(00beanHeHne B roMo3nUroTe arnnenem,
MOEHTUYHbIX MO MPOUCXOXOEHUIO).



* B 3nmbabBe, BO4anu ot uuBUNIn3aunm
3aTepsHoO rsiemsi Badoma, KoTopoe nHaye
Ha3bIBalOT HAPOAOM CTpayca.

* [locnegHee Ha3BaHMe He NPOCTO
noaTu4vyeckKkas mertadopa: nmeet
reHeTn4yeckKoe HapyLleHne akKmpooakmuJsiusi,
KOTOpOe TaKXe U3BeCTHO, KaK «CUHOpPOM
KOIrTS omMapany.

* Y 60nbHOro cpacrarlTcs narblbl HA pyKax
WUIn HOrax.






* Y HecyacTHbIXx Bagoma 0ObI4YHO OTCYTCTBYIOT
TpU cpeaHnX nanbua Ha HWXKHUX
KOHEeYHOCTSIX, a 6onbLUON U MU3UHEL
ob0pa3yroT HeYTO Noxoxee Ha OyKBy V.

* QKTPOAAKTUIINA NPEeUMYLLECTBEHHO
ABISAETCA pe3ynbraToOM reHeTU4YeCKNX
MyTaLUM.

* CywecTBYIOT HEKOTOpPbIE Y4YeHble, KOTOpble
nornararoT, YTO TO, YTO OHa AoLuna A0 Hawunx
AHEW, CBNAETeNbLCTBYET O HEKOeU MNosb3e,
KOTOpOEe AOMKHO NMPUHOCUTb 3TO COCTOSAHME.



* Hanpumep, npegcrtaButenu nyieMeHn MoryT
B3O6MpaTbCA Ha aepeBbA, NOOAOOHO
obe3bsHaM.

 OgHako Hanbonee BepOATHOMU KaXXeTCH
rmnore3a 0 TOM, YTO NMPUYNHON
IKTPOOAKTUIINUN ABNAETCA
HEKOHTPONUpyeMbiN UHOPUAWUHT.

* CornacHo ycrasBy, 3a cObnogeHuemMm KoToporo
CTPOro cnepAaT ctapeUuluHbl, OHOLUN U
AEBYLUKN He MOryT BCTynaTb B OpakK HU C Kem,
KpoMe nuuy, NpuHaanexawmx K nieMeHu.



* B mupe BbICOKa YacTtota OpakoB mexay
ABOIOPOAHbLIMU U TPOOPOAHBLIMMU
poacTBeHHUKamn. MHOpunauHr yBennumnBaer
OO0 FOMO3UIroTHbIX 0CO0en, BbICOKa
BEPOATHOCTb TOro, YTO POAUTESNIN UMEIOT
cxXoAdHble annenu.

* Bo3pacTaeT n Konnu4yectBo OONbHbLIX
peuecCUBHbLIMU HacNeaACTBEHHbIMU
oonesHamu. UHOpMaUHr cnocoocTByeT
TaKXe Oorbllen KOHUEeHTpaunmn
onpeneneHHbIX FreHOB, YTO MOXeT
obecneuynTb Ny4wyr agantauuio.



NH6puduUHe

* B Opakax mexay reHeTU4eCKUMM
poACTBEHHMKaMU NOBbLILAETCH BEPOATHOCTb
NosIBfIeHUsA NOTOMCTBA C peLeCCUBHbIMU
NpPU3HakKamMu, YTO BaXKHO YYUTbIBaTbL Npu
reHeTU4eCKOM NPOrHo3npoBaHUN
HacnencTBEHHbIX Dore3Hen.

* [Ins onncaHus ypoBHA MHOPUAMHIra Ncnonb3yloT
NOHATNE KO3ghpuyueHma uH6puduHaa.

KoachdbuumeHT nHbpugunra (F) — ato
BEePOATHOCTb FOMO3UIrOTHOro NOTOMCTBA MO
KaKkoMy-rubo crny4yamHo BbiIOpaHHOMY
ayTOCOMHOMY J1OKYCY.




* OH paccuuTbiBaeTcs ANA Kaxaoro
nHOUBUOAUyMa Ha OCHOBE MeHAOerieBCKUX
3aKOHOMEpPHOCTEU C MOMOLLLIO POAOCIIOBHOMU
n namepsetca sennumHoun ot 0 go 1, orpaxas
cTerneHb reHeTU4eCcKoro cXxoAacTBa poaouTesneun.

* B KpynHbIX YeyioBe4YeCckKux nonynaumax
cooTHoweHuna Xapan-BanHobepra, Kak
npaBuIo, BbINOSTHAKTCA, B MaNO4YMNCIIeHHbIX
Xe nonynauusax, ogHu annenu, B TOM Yucne u
BpeAHble, CrlyYaHbIM Obpa3om MoOryT
Pa3MHOXUTbLCH, a Apyrue BoobLuie yTpaTUTbCA.



NH6puduH2

 Cneacteuem 3dchekra gpendcpa reHoB
aBnaeTca «3ddekT ocHoBaTensaA»— Koraa
HeOonbLwWasa rpynna nogen BbIXoauT U3
poaouTenbLCKOU nonynsauum n nepexoas B
HOBOE MeCTO, YHOCAT C COOOU Crny4YyanHyro

ANS poaANTEeNbCKON Nonynsilum BbIOOPKY.

B aTou rpynne ogHun annenu MoryT ObITb
BOOOLUe yTepsiHbl,a Apyrue - npeacraBrieHbl
y OonbLIMHCTBA Nonynsuuu.

A deKT ocHoBaTeNA NPoABNAeTCA B HeOObl
YaHOM pacnpeneneHMn HacneacTBEeHHbIX
Oorne3Hen B HEKOTOPbLIX NONynAauusX.




* B nonynauun amuwen B AMepuKke —
PenMrMo3HoOro n3onsdTta, nepBoHavYanbHO
coctosiBLuero npumepHo u3 200noceneHues,
C LUMPOKO MpaKkTUKoBaBLUMMUCS OpakamMu
Mexay 6uonornyecKUMu poacTBeHHUKaMMU.

* AdbdheKT ocHOBaTeNA XxapakrepusoBarcs
NoBbILWLEeHHON YaCcTOTOU HacneaACTBEHHbIX
3aboneBaHuUn — KNCTO3HOro hmbpo3a,
MbILLeYHOU ANCTPOohUn BepxHero nosica,
reMOnMMTUYECKON aHEeMUu, papa
NMCUXUYECKNX PAaCCTPOUCTB.



* [eH oA4HOro N3 TUNOB KapJfIMKOBOCTU
pacnpocTpaHeH cpean HUX ¢ yactotoun 7%,
B TO BpemMsl B cpeaHeMUPOBLIX NONYNALUAX
ero yacrtora coctasnset meHee 0,1%.

* MMocnepocTBemMm MHOpUMAMHIa Ha
nonynsauuMoHHOM YPOBHE MOXeT ObITb
3HaunTernbHOE NoBbILWeHWe A0S Naeu ¢
peaAKMMMN ayTOCOMHO-peLeCCUBHbIMMU
3aboneBaHUAMM.



* Ocobu c pa3HbIMM FreHOTUNaMMN OCTaBNAIOT
HeoOAWHaKoBOe KONm4yecTBO
XXU3HECNnoCOOHbIX MOTOMKOB U BHOCAT
HeoAMHAKOBbIN reHeTU4YeCKUN BKIaa B
creayroulee nokoneHue.

* B nonynauusax HapopooB, BeOayLinx
NPUMNTUBHOE HaTypasribHOe XO3AUCTBO
BbICOKa NoA4OBUTOCTb U AEeTCKas
CMEpPTHOCTb.

* Te Xe, KOMy yAanocCb BbIXUTb, 00NnagaroT
OTMEHHbIM 340POBbLEM.



* B nHaoycTpuanbHO pa3BUTbIX CTPaHax C
XOpPOLUO pa3BUTOU MeOULIMHOMWN,
pPOXOaeMOCTb U AeTCKasA CMEePTHOCTb OYEeHb
HU3Kue.

* OgHaKo npakTn4yecku Bce B3pocroe
HaceneHue cTpagaeT TEMU UJTN UHBIMM
Oorne3HsAMM ¢ HacneaACcTBeHHbIM
KOMMOHEHTOM.

* B atux nonynaunax otoop nposBnsaeT cedsn
B OCHOBHOM [0 pPOXAeHUusl, B Buge rmoenu
3MOPMOHOB Ha pa3HbIX 3Tanax pa3BUTUA.



* bpaku popmMUpyrOTCA HEe CnyYauHo.

* JlorMyHo NpeanonoXuTb, YTO YerioBek
noaoobupaet cebe napTHEpPa NO UHTepecam,
FINYHOCTHbIM Ka4yecTBaM, BHELLUHOCTU U He
oOpalwaeT BHUMaHUA Ha rpynny KpoBu u
Aapyrme ouoxmmMmmn4yeckme npusHaku.

* YMepeHHas nonoxuTtenbHas Koppenauus
CyrnpyroB oTMe4aeTcs no
aAHTPOMNMOMETPUYECKUM XapaKTepucTuKkam,
HeCKONbKO bonbLlwasa — no huanvyeckoun
npuBriekaTesibHOCTU U NO YPOBHIO
oOpa3oBaHuA.



* 1o NINYHOCTHbLIM XapaKTepnuCtnukam cxoancrtBeo
cynpyros HMxe, 4yem no JINHHOCTHbLIM
LeHHOCTAM.

* Hanbonbwan koppenauusa y cynpyros
HabnrogaeTcsa NO TaKUM YepTaMm, Kak
PeriIurmo3HOCTb, KOHCEepBaTU3M U
aBTOPUTAPHOCTD.

* Koppensauusa HabnropgaeTca Takke U No BO3pacTy
BCTynJieHUs B bpak.

* Jllogn ¢ NCUXNYeCKMMMN HapyLLeHNAMU OBOSIbHO
paHO BCTYNaKT B NepBbIN Opak no cpaBHEHUIO C
noabmMu, NCUXUYECKN 300POBbIMM.



CINACUBO 3A BHUMAHMWE!



	Slide 1
	Slide 2
	Обсуждаемые вопросы
	Основные характеристики поуляции человека
	Генофонд
	Генофонд
	Генофонд
	Наследственное разнообразие
	Наследственное разнообразие
	Генетическое единство
	Наследственное разнообразие
	Показатели структуры популяции
	Численность
	Численность
	Половая структура
	Slide 16
	Половая структура
	Частотa генов, генотипов
	Частота генов, генотипов
	Частоты генов, генотипов
	Частоты генов, генотипов
	Частоты генов, генотипов
	Частоты генов, генотипов
	Частоты генов, генотипов
	Частоты генов, генотипов
	Частоты генов, генотипов
	Частоты генов, генотипов
	Закон Харди-Вайнберга
	Закон Харди-Вайнберга
	Закон Харди-Вайнберга
	Мутации
	Мутации
	Дрейф генов
	Дрейф генов
	Дрейф генов
	Дрейф генов
	Дрейф генов
	Дрейф генов
	Дрейф генов
	Slide 40
	Дрейф генов
	Дрейф генов
	Дрейф генов
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический полиморфизм
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Генетический груз
	Инбридинг
	Slide 74
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Инбридинг
	Slide 92

