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[lpuctynaem K npeamerty:.
«MeauuumHcKkaa reHeTuka»

MELNLIMHCKAS

[EHETHKA




 MeduyuHckan 2eHemuka — Hayka,
onpeaensoLwas ponb reHeTUHeCKUX
dpakTopoB, a Takke cucrtemy mep
OWarHOCTUKK, NeveHus u npounakTukm
HacnedcmeeHHbIx 3abosieeaHull 4esoeeka

* MeguuuHCcKaa reHeTUKa u3yvaeT ponb
HacneACTBEHHOCTU U U3ME@HUYUBOCTU B
namousio2uu (m.e. pa3MuYHbIX
3abosregaHusx) Yemnoegeka




OcHoeHble 3a0avu MeQuYUHCKOU
2eHemukKku:

 A3yuyeHue HacneaACTBEHHO
o0ycnoBneHHbIX 3ad0oneBaHu u

CUHAPOMOB

* A3yueHue ponu
HacneACTBEHHbLIX U BHemHecpenosbp Y ¢
chakTOpPOB B BO3HUKHOBEHUM
3aboneBaHuU C reHeTU4YEeCKOU
npeAapacnonoXeHHOCTbIO



HacnedcmeeHHas namosio2us:

* MoHo2eHHbIe 601e3HU U CUHOPOMbI —
CBA3aHbl C MyTauMen KOHKPETHOro reHa unwu
XPOMOCOMbI (FreHHble U XPOMOCOMHbIEe
3aboneBaHun)

* MynbomudgakmopuanbHbie (NonueeHHbIe)

3aboneeaHus — onpeneneHHbIA TN
naTonoruu, BO3HMKawowWun B pesynbTaTe
CNOXHOIo B3aMMOAEeUCTBUA FTEHETUYECKUX U
BHelLLHecpenoBbiX hakTopoB



1. HacnedcmeeHHO 00ycnogneHHbLIe
3abosiegaHusi U CUHOPOMbI

BonesHs | wewscohememn
BunecoHa -

HAKOMNNEHWE —_—
MEILH B NEYEHH

Bone3Hb [layHa




2. BHewHecpenoBble (pakTopbl B BO3HUKHOBEHUU
HeHacneayeMmbIXx (MynbTUdakTopuanbHbiX)
3aboneBaHuu




MeToAabl B MeAULIMHCKOU
reHeTukKe:

* [lonynayuoHHO-CMamucmuy4yeckuu
* KnuHuko-2eHeanoau4yeckuu
 BnusHeyoebiu
* [eHemMuYyeckKko20 KapmupoeaHus



nOI'Iyl'lﬂLIMOHHO-CT&TMCTH‘IGCKHQ MEeTOAbI.

1. MeToabl yCTAaHOBNEHUSA 4aCTOT EHOB WU
reHOTUNOB B NONynauMu

o [eHbl: A U @ (UX YacToThl - P U q);
o FeHoTunbl: AA, Aa, aa (P2 2pq, 92

2. MeToabl nayvyeHMa U3IMEHEeHUU HacToT
reHoB U reHOTUNOB NOJA BNUAHUEM
nonynauyMoHHOU AUHAMUKA U (haKTOpPOB
BHELLUHEeW cpeabl



[Nonynauus:

/

renemuveckut ° Jxono2uveckul
nooxoa - nooxoo -
TepPpUTOPUanNbLHO * COBOKYNMHOCTbL O0COo0Oeu
obocobneHHasn rpynna, OoAHOro Buaa B
BHYTPU KOTOpPOU npeaenax ogHoro
ocyuwecTBNAETCA 6uoueHo3a, ceo609dHO
reHeTu4eCcKkun obmen cKkpewlugarowuxcs

Mexxay cooou u
Aalowux nnoaoBuUToe
NOTOMCTBO



[Monynauua — aKkonoro-reHeTu4eckas
cucrtema:

(Cunmemuyeckuu no0xo0)

lMNonynayuu - (nat. populas — HaceneHue) -
HaaopraHU3MeHHble BUOCUCTEMBI,
cocrosime n3 ocoben ogHoro Buaa,
obnapatouwme reHeTUIEeCKow
reTeporeHHOCTbLIO U CyLLlEeCTBYIOLUE NO
onpeneneHHbIM 3aKoHaM, OTNUYHbLIM OT
3aKOHOB CYyLLIeCTBOBaHUSA Buaa




Monynauuu
r ’ ol

Bonswue Maneie

( >4 mbic. yenoeex ) / \

Hdembi N3onamebi

(1,5 - 4 mbic. yenoeek) (do 1,5 meic. yen.)




Nonynauua:

¢hopma cywecmeoeaHus euda

Mp6uc, unu
CHexHbll 6apc —

J1IeMeHmapHas eduHUUa 3eosoyuy  eronumames

cemelicmea

Kowla4bux

Apean obumanus —

eduHuUya 6uomMoHUMOpUHaa 20pHbIe Maccugs!

LlenmpansHou

eduHuya ynpaeneHus, mo ecmb eQUHUYya
3Kcnnyamayuu, oxpaHbl U nogdaesieHuUs

A3uu



FeHeTUUYECKaARA CTRPYKTYpa Nonynauun
onpedenemcs:

- UCXOAHbLIM COOTHOLLUEHUEM anneneu reHoB

- @CTeCTBEHHbLIM OTOOpPOM
- AUHAMU4YECKUMU IBONOLUOHHBLIMU (hakTOopamu

u eknovYaem e cebs:
AnnenogoHad - COBOKYNHOCTL ansienien s nonynauuu

CrpykTtypa annenocorpa: Py + ¢, =1
(pal+Qa2+ra3: 1)

I"eHoOHA — reHeTudeckuii NOTEHLMATT — COBOKYNHOCTb
BCEX reHOTUMOB B NONyNALMA:

IDAA2 + Zpcha + q'aar2 =4




HUodeanbHas nonynsauus -

« DecCKoOHe4YHO OonbLlas NO YUCNEHHOCTMU,
KOTOpasA XapaKkTepu3yeTca:

NONHOU NaHMUKCUen
OTCYTCTBUEM MyTaLuUKn
OTCYTCTBUEM €CTeCTBeHHOro orbopa

lMaHmMmukcusn - cny4YauHoe, HUYeM He o2paHuUYeHHOoe
CKpewueaHue eHympu nonynayuu Ha ocnoee
cny4auHo20 eblbopa napmHepa jr' R S

‘.J . -




B nonynayusx YyenoeekKa:

MHorue npusHaku — NONMUreHHbI f":~¥:’ TS

BNUAHUEM (PaKTOpPOB BHELUHEWN _.
cpeabl *

OTtcyTcTBYeT NaHMuUKcUaA
(6paku accopraTUBHbLI)

Hepeako npoucxogur
¢dopmupoBaHue U3ONATOB

Bo3amoxxeH UHOpUAUHT



B 1908 r.:

» MaremaTux U3 Kembpuaoxa Noadpu Xapav
ccbopMmynupoBan NOHATUE NAaHMUKCUK U co3nan
MamemMamu4ecKyro Modesib reHeTU4eCKON
CTPYKTYPbl NAHMUKTUYECKOW NONynaLuu

- Hemeukuit Bpau U3 LLITytrapta Bunbrenom

BanHbepr cosnan modens cmpykmypbi
2eHooHAa B NaHMUKTUYECKOW NONYNALMK

 Xapav n BannGepr o6 bACHUNKM NpUuHUUN
NOCTOAHCTBA YaCTOThbl reHa B NONynALUUN, Ha
KOTOPYIO HEe AGUCTBYIOT BO3MYyLjalouiue
chaxTophb!



3akoH Xapau-BanHbepra —
OCHOBHOMW 3aKOH NonynAauMoHHOU
reHeTUKuU:

* B udeanbHOU naHMUKmMu4eckou nonynsayuu
yacmomsl anneneu 2eHO8 U 2eHOMuInos
Haxo0sMmcs 8 pagHO8eCUU U He U3MEeHSIIOMCH

e pady nokonexHuu
(p+q)* = p* + 2pq +¢°
(pA+qa)2 = p 2AA T 2qua-"qzaa
p+q = 1 (100%)
p? + 2pq +q?= 1 (100%)



P9

YacToTa annenda A = p

YacToTa annend a = Q

P9

p+q-=1
AA = p?
Aa = 2pq
aa = g?

p? +2pq+q?=(p+q)?=1



0,6

0,4

HYacTtoTa annenevu u reHoTunos

0,6 0,4
0,36 0,24
0,24 0,16

AA = 0,36 = 36%

Aa = 0,48 = 48%

aa=0,16 = 16%



TO4YHbIE YCNOBUA BbINONHEHURA
3akoHa Xapau-BaunnOGepra:

* BbeckoHe4yHO bonbluMe pazmMmepbl
nonynsauuu

 [lonHas naHMUKCUA

* OrcyrcrBue hakTopoB 3BONOLIUN
(Apencpa reHoB, ecTeCTBEHHOro oTbopa

nT.A.)



Mamemamuyeckoe o060cHOBaHUe 3aKOHa
Xapou-BauHbepza:

 YacToTbl reHoB: p —MacToTa JOMUHAaHTHOro annens A
( — YacToTa peLeccnBHOro annend a

Ons nByxannenbHON CUCTEMBI: p+g = 1(100%)
P: Aa x Aa
G: Aa Aa
F.: 1AA+2Aa+laa, T.€.
p* +2pq +q°
p2 +2pg +g2=1(100%)

p =p*+ 72 2pa




B naHMukmuyveckou nonynayuu:

AAxAA = AA
*2 (AA xAa) = 2AA + 2Aa
*2 (AA x aa) =2 Aa
*2 (Aa x Aa) =2AA+4Aa+2aa
*2 (Aa x aa) = 2Aa + 2aa
aaxaa = aa
(* - ¢ yyemom peyunpokHbIx cKkpeuwusaHull)

umoeao: =5AA + 10Aa + 5aa, m.e.
AA + 2 Aa + aa

Bbis00d: coomHoOweHuUe 20MO- U 2emepo3uzom e
naHMUKmMu4eckou nonynayuu He usMeHsemcs



CooTHoweHue TUNoB 6pakoB B
nonynauumn Nnpmu NaHMUKCUMN:

p? 2pq |9

p? p* 2p%q  |p?g?

2pq 2p3q 4p2q? |2pgs

q° p2q®  |2pg® g

(p+q)*=1 - 6uHOM HbloTOHA
B CTEeNEeHW N




Yacmomebi eeHomunoe AA, Aa u aa
e cnegdyoujemM NoKoNeHuUU:

AA = pi+2p°q+p?q® = p*(p?+2pq+q?) = p
Aa = 2p°q+4p*q*+2pq° = 2pq(p*+2pq+q?) = 2pq

aa = p%q*+2pq*+q* = q*(p?+2pq+q?) = g°



3akoH Xapaun-BawnbGepra:

* MaHMUKCHaA nonynauMa 6onbLoro
pa3mepa npu OTCYyTCTBUU BbIPaXEHHOro
AaBNeHUA Murpauuu, mytauumm u
€CTeCTBEHHOro otoopa HaxoauUTCcA B
COCTOAHUU reHeTUYECKOro paBHOBeCHUA,

T.€. B TaKOM NONynsLUM YacTOThbI FreHOB U
reHOTUNOB OCTAKOTCA HEU3MEHHbLIMU U3
NOKOJIEHUA B NOKONeHUue




[lpumeHeHune 3akoHa Xapaou-BanHbOepra:

A=a=50% A=90%, a=10% A=99%. a=1%



[ lpumep pelleHnsa 3agav:

3agada 1. Onpegenurte reHETUYECKYHO CTPYKTYPY nonynsauum no
peueccuBHOMy reHy anbbuHusma, ecnum nuua ¢ npusHakamu
anbbuHuama Bctpevatotca y 1 us 40 000 obcnenoBaHHbIX.

PeweHune: NeHeTu4eckas CTpyktypa nonynaummn BKNOYaeT B cebs
nokasarenu p, d, p?, 2pd, g2

g? = 1:40 000, Toraa nocne U3BNeYeHUA KOPHSK

g = 1:200

p+q = 1 (no 3akoHy Xapau-BauHbepra), cnenoBaTtenkHo,
p = 1-1/200 = 199/200

p? = (199/200)% = 39601/40000

2pq = 2 x1/200 x 199/200 = 398/40000

[MpoBepsiem: p?+2pg+q? = 1;

1/40000 + 398/40000 + 39601/40000 = 40000/40000 =1



[lpumep pelleHna 3agau.

3anava 2. Cpeau HaceneHus EBponkl runepxonecrepuHeMus
(ayTOCOMHO-OOMUHAHTHOE HacnenosaHue) Bctpevaetca y 2 us 1000
HOBOPOXAEHHbLIX. OnpeaenuTe reHeTUYECKY0 CTPYKTYPY nonynaumu
No 3TOMYy NPU3HaKy

PeweHune;

AyTOCOMHO-A0OMUHAHTHOE 3aboneBaHnemM CBA3aHO C annenem A,
4acTOTYy KOTOpPOro B nonynauuu obosHavaloT p, a 3abonesaHue dyaer
NpoABNATLCA B reHoTMNax AA n Aa, 4acTtoThbl KOTOPbIX COCTaBAT P2 U
2pQ COOTBETCTBEHHO, T.e. p? + 2pq = 2/1000, oTkyna

g% = 1-2/1000 = 998/1000;

g =0,99
p=1-g=0,01
p? = 0,0001

2pq = 0,0198 ~ 0,02

PS. U3-3a oKpyaneHus 3Had4eHuUl (om q u Oasnee) obwas
cymma 30ecb Moxxem He cocmaesisime poeHo 100%



[lpumep pelueHna 3agav

3apava 3. B MpnaHaun cpeau 747 obcnenosaHHbIX rpynna kposu M
Obina obHapyxeHa y 233, MN — 385 u N — 129 yenoBek. Onpegenure
4YacTOThl annenen u reHoTUNOB B 3TOU NONYNALUKA NO 3TOMY NPUIHAKY.

PeweHue;

Ecnu rpynnel KPOBU «BbIPa3UTb» Yepes YacToThbl UX FTEHOTUMNOB, TO
nonyuum: p? = 233/747; 2pq = 385/747 n q* = 129/747

[anee paccyxgaem: rameTbl ¢ annenem M ns reHotuna MM cocrtasar
100%; n3 reHotuna NN — 100% G6yayt ¢ annenem N;

a u3 retepo3urotel MN nonosuHa rameT OyayT HeCcTu annens M,
nonosuHa — annenb N.

Toraoa B uenom Yactorta annensa M (p) = p? + %2 2pq
annena N (q) =92 + %2 2 pg, 1N B YACNOBOM
BblpaxeHuu: p = 233/747 + 2 (385/747) = 0,312+0,257=0,569 (~ 0,57)
q =129/747 + 2 (385/747) = 0,173+0,257=0,43



[ lpumep pelleHna 3agav

3agada. YactoTa TaKenoro ayTocoMHO-peLEeCcCUBHOro 3abonesanus, npu
KOTOpPbIX 6OMNbHbIE (TOMO3UrOThI MO PELECCUBHOMY annento) nornbatoT B
OEeTCKOM BO3pacTe, He OCTaBfsid NOTOMCTBA, COCTaBMNseT B Nonynsauum 2 Ha
10 000 HaceneHus. Cuntasa, 4YTO B CpedHEM ONUTENBLHOCTL PENPOAYKTUBHOIO
NOKOSIEHUA cocTaBnseT 35 JieT, paccuntanTte, Yepes Kakom NPoMeXKYyTOK
YyacToTa annend, OTBETCTBEHHOrO 3a NaToNorm, YMEHbLUUTCA BOBOE.

PelueHne.

N3 ycnoBus cneanyeT, 4Tto g% = 2/10000, Toroa

g =1,414/100 = 0,014,

B sTom nokoneHun Bce reHoTunbl (P2, 2pg, g%) NnpeacTaBrieHbl, HO yXKe B
cneayollee (Mo ycnoBuio) nonaayT TOMbKO P?, 2pg, U ONsiTb peLeCCUBHbIE
rOMO3uroTbl OyayT SNIMMUHUPOBAaHbLI U T.4., @ YacToTa KaXgoro reHotuna B
crnenyroLemM rnoKOSIEHUN COCTaBUT [0NS ero «Bkraga» ot ooLen cyMmbl

«BKMNagoB», T.e. p?/(p%+ 2pq) u 2pg/(p?+2pq); Npu4em M3 NocreaHero
MOMNMOBWUHY ( COCTaABUT TONbKO %2 3TON BEJTUYMHBI.



[lpoOoskeHue

[Mocne matemaTnyecknx npeobpasoBaHnn, HEODXOAMMBIX ANA NPUBEAEHUS
9TUX MHOIOYMEHOB K «(», NOMy4Yaem:

p*+2pq = p(p+2q) = p [(1-9)*+2q ] = p(1 - g), TorAa

YacTtoTa retepo3uroT B criegytoLem rnokoneHmn coctasut 2pg/ p(l - q) =
20/(1 - q) , a YacToTa peLeccuUBHOro annens — nosIoBMHY 3TOW BESTMYUHBI, HO
Npv 3TOM, B OTSIM4ME OT (y, 9TO ByaeT yxe qg,. Y Takum obpasom ¢ kaxabiMm
HOBbIM MOKOJSIEHMEM YacToTa PeLEeCCUBHOIO NeTanbHOro ansnens q B 9Tou
nonynaummn dyaeT N3MeHATbLCA (YMeHbLIATbLCS);

Obwwasa popmyna okaxetcs: g, = d, /(1 + nqy), r4e N — YUCNo NOKOSIEHNN.
BosBpaluasch K 3agade, ecnum YyacTtoTa g, OOJDKHA YMEeHbLUUTLCH BOBOE, TO
Jdo/ d,= 2, T.€. 4y / qg:(1 + nQy); T.€.

1+ ng, = 2, unu

ng, = 2-1 =1,

n= 1/q,

A Tak Kak Mbl BbicHUTanu paHee, 41o g, = 0,014, To

Yncrno nokoneHnn n = 1/0,014 = 1000:14 = 71

Ecnn kaxkgoe nokoneHne — 35 neT, To yepes (35x71) = 2485 net 4YacToTa
OAaHHOro PELECCUBHOrO JfleTanbHOro annens yMeHbLUNTCA BABOE




