


[NonynauyuoHHaa reHeTUKa - pasgern 3BOSTIOLUMOHHON
Ononormmn, NoCcBALWEHHbIU U3Y4YEeHUIO N3MEHEHUS
4yacToOTbl annenemn.

* [Tonynauusa — rpynna ocoben ogHOro Buaa, XXmMBYLLMX Ha OQHOM
Te%pmopmm N peanbHO UM NoTeHUManbHO CKpeLLMBatoLWMXCA Mexay
coooun.

* [lonynaunoHHas reHeTuka nonynaunn ckrnagbiBaeTcs ma:
- NlogcyeTt YacToThl BCTPEeYaeMOCTU B HEW pa3nUYHbIX anneneun

-1 104CHET YaCTOThbl BCTpEe4HaeMOCTU Pa3JIN4HbIX TEHOTUINOB

- OTCnexmBaHme 3MeHeHNN 3TUX NoKasaTenen, npomcxogsLiee npu
CMEHe NOKONeHuw

[eHooHA — BCe rameTbl , NPOM3BOAMMbIE BCEMU CMOCODOHbLIMM K
Pa3MHOXEHNI0 0COBAMM NONYNALMM 3@ OOHO MOKONEHME.

[lonsa rameT, HecyLwmnx onpeaerneHHbIv annenbs , B reHooHAe,
OTPa)KaeT YaCToTy BCTPEYaeMOCTM AaHHOIo annens B nonynsuymu.




[maBHas 3agada nonynsayuuoHHOM reHEeTUKN: BbISCHEHWE
3aKOHOMEPHOCTEN ANHAMMUKN FEHETUYECKOWN CTPYKTYPbI NONYNSLNN.

MeToandeckue nogxoabl (no
OyOunHuHYy):

1. BbIgCHEeHUue cTaTukm u
AONHAMUKN YaCTOT TEX UNnun
NHbIX anneneun

2. BbigcHeHue
reHOTUNMYEeCKOro coctansa
NPUPOAHbLIX FPYNMMPOBOK
ocoben

Yncrasa nuHmns — reHeTu4eckn ogHOpoaHOE NOTOMCTBO
OT OHOM CaMOONbINISAOLWENCS NN
camoonoaoTBopsitoLencs ocobu, nogesepratoLleecs
NCKYCCTBEHHOMY OTOOpY.

NHOpeaHasa nmHus -

BO3HMKAET BCNeAcTBME HEOOHOKPATHOrO
CKpelimBaHnsa NOTOMKOB C poauTensamMm nunm
OpaTbeB C cecTpamy,

bnarogapsi HeMy OHa CTaAHOBUTCS B 3HAYUTENBHOMN
cTeneHn roMO3uUroTHOMN.



OnpepneneHne 4acToT anneneu

e [eH CC-CKR-5
PACMNONOXeH Ha
XpOMOCOME 3,
koaupyet bernok C-
C-XeMOKWH-
peuenTop-5 (CCR5)

* XEMOKUHbI-
CUrHarnbHble
MOJIEKYIbI,
BCTPOEHHbIE
CHapyXu B
KNEeTQ4YHY0
MeMbpaHy KNneTok
MMMYHHOM
CUCTEMBI.

* CCR5 KopeuenTop K
wrtammam BAY-1.




UHacToTta BcTpedaemocT CCR5-delta3?2
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[eHeTn4YecKasa retTeporeHHOCTb NMPUPOAHbLIX NOMYNALNNA.
PaboTtbl C.C. YeTBepukona.

« Knaccunyeckas n banaHcoBasi MOAesb CTPYKTYPbl NPUPOAHBLIX
nonynaymm

* [Tlonumopdunam (P) nonynauun oueHnBatoT 4ONeu
NONMMMMOPJHbIX JTOKYCOB U3 BCEX UCCIeOOBaHHbIX.

*[€eTepo3nroTHoCTb (H) Nno 4aHHOMY NOKYCY onpenensarT Kak
OTHOLLEHWE YMcna reTepo3nroT K obLemy ymncny
nccriegoBaHHbIX 0coben nonynaymu.



3akoH Xapaun-BanHbepra

(MOKasbIBaET, YTO NPOUCXOAUT C ansfenem n c reHoTUNoM B
nageanbHOW nonynaummn)

Ycnosus:

1.

2.

Ocobwu ¢ nobbIM reHoTUNOM obrnagarT OAUMHAKOBOW YaCTOTON
BbKMBaHUSA N PENPOAYKTUBHBIM YCNEXOM — T.€. HE AENCTBYET OTOOP.

HoBble annenu He BO3HUKAKOT, UMEKLLIMECA HE NpeBpaLLaroTcs Apyr
B Apyra B peaysistate obpaTHbIX MyTaLUM.

He npouncxoanTt murpauum ocoben HX B nNonynsauuto, HA U3
nonynaunm.

[Monynsaymsa 6ecKOHEYHO BENnMKa (He yYnUThLIBaKOTCA OLLUNOKM BbIOOPKM
N crnyyYanHble aPdEKThI).

Ocobu B nonynsuumn ckpewmnsarTca criydanHbiM 0bpasom.



3akoH Xapaun-BanHbepra

CBoucTBa nageanbHOM Nonynauun:

1.

2.

UacTtoTa annenem He MeHsaeTCH
N3 NOKOJIeHNA B NOKONeHume

[locrne oaHOro nokoneHusd
ClyYanHOro ckpelimBaHus
4aCTOTbl FEHOTUNOB MOXHO
npegckasaTtb MCXoO4 U3
NCXOOHbIX YaCTOT anneneu
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YactoTaannenda A=0,7,a =
0,3

e AnuekneTka +
cnepmatosoung = (A x A)
0,7*0,7 =0,49

* AnuekneTka +
cnepmartosouna = (A x a) unu
(axA)0,7%0,3 unn 0,3*0,7 =
0,21

e AnuekneTka +
cnepmarto3ong = (axa)
0,3*0,3=0,09

T.0.4acTOTbl FreHOTUNOB
coctaBdaT1 0,49+ 0,42 +0,09=1

YacTtoTta annenen s
reHodpoHae HOBOIO
MOKONEeHNa COCTaBUT:

PZ+2pg+qg’=1



CnencTtBus 3akoHa Xapan-BanHbepra:

Ecnun yacToTbl annenen He MeHAKTCA U3 NOKOSIEHMS B NMOKOSIEHNE, U
YaCTOTbl TEHOTUMNOB MOX>XHO MNpencKa3atb, OTTaJIKUBaAaACb OT HaCTOT

anneneu, To NoNynauna HaxoanTcd B cocToaHun PaB8HOB8ECUA

Xapou-BauHbepea.

2. [ oOMMHaAHTHbIE NPU3HAKN HE 0BsI3aTENbHO BCTPEYAIOTCA Yalle B
nocrneayroLwmx NOKONeHMSsIX.

3. B nonynaunn MOXeT nogaepxXmBartbCqd reHeTn4eckad MSMeH4YMBOCTb




MHaenubl XaBacynawu

Tepesa Mapkoy 1 e€ konnern obHapyxunm
nonynsaumio, rae HET paBHoBeCUsa Xapau-
BanHbepra.
122 nccneayemblx: 2 nokyca HLA-A n HLA-B,
KoaupyroLwmx 6enku, y4acTeyoLmne B
MEXaHn3Me pacno3HaBaHUSA MMMYHHOW
CUCTEMOWN CBOUX U YYXKUX BELLLECTB.
NHoenubl xaBacynam: n3dbITOK reTeposnroT
B0O3MOXXHbIe NPUYNHbI:
1. Ocobu, retepo3nroTHble no HLA-A 1 HLA-B
BbDKMBAKOT Yalle
2. BctynneHune B 6paku He crny4yanHbim
obpasowm, T.e. BbIbop napTHepa OTANYHOIo
no fiokycam MHC.
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3akoH Xapaun-BanHbepra n MHOXECTBEHHbIE
annenu

* ABO: 6 reHOTUNOB, 4 peHOoTUNa
*p+g+r=1
* 3HaAs YacTOThbl rPYNN KPOBU MOXHO paccymMTaTb YacToThbl

PAM* +2pr™i + g1B® + 2gr1®i + 2 pgl*l® + rii

R R R R R e

*[locne onpepnersieHnd 4YacTtoT annenen MoXHo BbIMUCITUTb
YaCTOTbl TreHOTUMNOB B MOMyJndaunn.



[TpumeHeHmne 3akoHa Xapan-BanHbepra:

OueHKa YacToTbl FeTEPO3UroT B NONYNALMK, Kak ocoben —
HOCUTENEN.
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q-1 090807060504 030201 0



CDaKTOpr ANHAMUKUN TEHETUHECKOIO
COCTaBa nonyraumn

1.  MyTauuoHHbLIN Npouecc

2. [pewnd reHos

3. WN3onauus

4. MexnonyrnaunoHHbIe MUrpaunm
5. [HewnctBune otbopa



OTbop

EcTecTBeHHbIN OTOOP — rMaBHbIN daKkTop, cCMeLlatoLLn YacTOThl
anneneun B 0onbLUKMX NoNynaunsx.

EcTecTBEHHbIN OTOOP — pa3nuMune BbXMBAEMOCTU UK
PenpPoOayKTUBHOIO ycnexa ocoben.

[ eHeTnYecKnn BKag ocobu B OyayLme NoKorieHns HasbiBatoT
NPMCNOCcobMeHHOCTbIO (FEHOTUMbI C BbICOKOW 1 HU3KOW
NPUCrocobNEHHOCTbIO) — w.

W WAa’ Waa

AA’



OT60pP MO KONMMYECTBEHHBLIM
NPU3HaKaMm:

« HanpaBneHHbIN — OTOUpPatoTCH
NPM3HaKuy, YacTo npeacraendarowmne
KpanHne peHOoTUNmnYeckme
BapUaHTLI.

« CTabmnuanpyromm — otTonpatroTcs
0CObM C NPOMEXKYTOHYHBbIMU
3Ha4YEeHUSIMN NpuU3Haka.

* [IN3pynTUBHLIN — OTOOP NMPOTUB
NPOMEXYTOYHbIX QOEHOTUMOB.
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MyTauun

* YCcnoBus angd TOYHOCTU ornpegerieHnd 4aCctoTbl MyTareHesa.

1.  Annenb OomkKeH onpeaenaTtb YETKO pasnnynmMbiv dpeHoTun,

KOTOPbI NETrKo OTNIMYNTb OT BCEX (PEHOTUMOB, onpeaensieMblX
peLecCUBHbIMWN anmnensaMu.

2. [lpun3Hak gomKeH NonHOCTLI0 3KCNpeccupoBaTbCa Unm

NOSIBMATLCS, YTOObI MOXXHO ObINTO YCTAHOBUTL BCEX MYTAHTHbIX
ocoben.

3. HeB0O3MOXHOCTb BO3HUKHOBEHUA NOEHTUYHOIO dbeHoTUNa 3a

cyeT OeUCTBUSA HereHeTn4yeckmnx goakTopoB (XMMmnyeckme
myTareHsbl, N0).



MyTauun

CKopocCTb MyTareHesa onpeaensieTcst Kak oTHoLleHue
YymMcna HOBbIX MYTaHTHbIX annenemn K onpeaeneHHoMy
4yncny ramer.

[MnoTe3a NpeBOCX0ACTBA [ETEPO3UTOT:
npegnonaraeTcs, YTo oTbop NPOTMB peLeCcCUBHbBIX
rOMO31roT YpaBHOBELLMBAETCS OTOOPOM B MOSb3Y
reTepo3unror.

AxoHAponnasunga — 3To reHeTU4YeCcKkoe pacCTPOUCTBO,
Bbl3blBaloLLlee HapyLleHne pocTa KOCTeMN.

MyKOBI/ICLI,I/I,EI,O3 — NopaxxeHne 3K30KPNHHbIX >KEJl1E3.




Murpauum

* Murpaumm — nepemeLleHme ocoben n3 ogHom nonynsumn B
APYryto.

*p,=(1-m)p, + mp,, A€ m — CKOPOCTb MUrpaLunu (40ns
MUTPUPOBaBLUMX 0CcOoDen n3 nonynaumnm 1 B nonynauuio 2 B
OAaHHOM MOKOJ1EHUN).

* Murpauuto MOXXHO paccMaTpuBaTh Kak NOTOK FeHOB MeXAy
nonynAunsaMn, KOTopble HeKoraa obinu nai
NOTOM NnepecTanu ObiTb M30NTMPOBaHHbIM S EEEmam—"




[lpend reHoB (reHeTUKO-aBTOMaTUYECKNE
npoLiecchl)
» ObpaTHas 3aBUCMMOCTb CTerneHn dnykTyaumum nonynsaumoHHO-

reHeTN4eCKMX napamMeTpoB OT HNCITEHHOCTU nonyndaunin.

* BOrnHbI >KN3HU — rnpoxoxaeHune nonyndaumn npm CMeHe yCJ'IOBI/II7I
Yyepes nepnoibl MaKkCcMManbHON N MUHUMaribHOWU YNCNEHHOCTMN.

* O ekT ocHoBaTeNs N 3PPEKT OYThINTOYHOrO roprbILLKa.
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MHOpMAONHI

* UHOpUAWHI — 6rIN3KOPOACTBEHHOE CKPELLMBAHUE.

 MHOpeaHasa aenpeccust — 3TO CTENEHb CHMXKEHUS
npmncnocobneHHOCTN, Bbi3BaHHAA MUHOPUONHIOM.

* [MnoTesbl AOMWHNPOBaAHNA N CBEPXOOMWHUNPOBaAHUA.

* [1pn ckpewmBaHuUM 2-x MHOPEOHbIX FIMHUN NX NOTOMCTBO 4acTo
bornee XXn3HeCcnocobHO U HECET BaXXHble A1 CenekunoHepa

npu3Haku obounx poauTenewn, T.e. oHKM obnagatoT rMopuaHoun
CUNOMN.



