[l1nHamMmmnka reHoB
nonynaunm



[Tonynsymsa — COBOKYNHOCTb 0coben oaHOro BMaa,
ONUTENbHOE BpeMa obutatoLmx Ha ogHON
TEPPUTOPUN N HACTUYHO UIN MOSTHOCTbIO
N30NMNPOBAHHbLIX OT APYrnX rpynnm




MykoBucLNO03 (KUCTO3HbIN Ppmnbpo3)

CucTemMHOe HacneacTBeHHoe 3aboneBaHmne C TSXKENbIMU HapyLLIEHUSIMU
byHKUMIN OpraHoOB AbIXaHuWS.

ObycroBrneHHOe MyTauuen reHa TpaHcMeMbpaHHOro perynsitopa
MYyKOBUCLMAO3a (reH CFTR, ANMMHHOE Nfievo 7 XpOMOCOMbI (HacneayeTcs no

ayTOCOMHO-peLleccuBHoOMY TUNY)

Résidus

c I - glucidiques
1 )

MaTb-
HoCcUTEnNbHULA

Oreu-
HocuTenb

TN TpaHcMeMbpaHHbIN
cellulaire peryﬂgTop MYKOBI/ICLI,VI,D,03a;
oo o oK, YMACTBYIOLI B
TpaHCnopTe MOHOB Xropa

yepe3 MeMbpaHy KneTku




UacTtoTa BbigBNeHnda 3aboneBaHus

* OT 1 cny4yas Ha 500 6onbHbIX (Amish, wtaTt Orano, CLUA) go 1
cny4dada Ha 90000 4yenosek (laBanckme ocTtpoBa).

« Cpeau npeacraBUTENEN eBPONEOUOHON pachl, NPOXUBAOLLMNX
Ha AdpMKaHCKOM KOHTUHEHTe: 1 cny4Yamn Ha 1600—2000 4YenoBek.

« Cpeau npeacraBUTeNieEn HErpounaHoOM pachl, NPOXUBAKOLLMX B
CLWA: 1 cny4an Ha 17000 4YenoBek

* Y KOPEHHbIX XXutenen AQpukm — YpesBbl4anHO peako.



3akoH Xapaun-BanHobepra

Ecnu y ocoben MmoryT BCTpedaTbCH YeTbipe cneayoume KoMmomHaumm saTnx
annenen: XX, xx, XxXun Xx, a p U g - HactoTa BCTPEYaeMOCTH
NHONBNAOYYMOB C annensamm X n X COOTBETCTBEHHO, TO

p°+2pg+q°=1

roe p?> — YactoTta BCTPe4aemMocTn MHANMBUOYYMOB € annenamm XX,
2pg — C annensamMmm Xx unu xX,

g> — c annenamm xx.

OTU YacToThl 6y,El,yT OCTaBaTbCA NOCTOAHHBLIMU U3 NOKOJ1EHNA B NMOKOJIEHUE,
HE3aBUCUMO OT UAMEHEHUA KOJTMHeCTBa NHONBUAYYMOB U OT TOTO,

HaCKOJTbKO BENUKN (U1 Mansbl) p U g (Npy cobntogeHnmn HEKOTOPbIX
YCIOBUN)



YcnoBus BbINOJTHeHUA 3aKoHa Xapau-
BanHbOepra:

*fonynauna 6eckoHeYHo Benunka (Unm 4ocTaTtovHo
BENNKA);

*OTCYTCTBYET MYTaLMOHHLIN MPOLECC;

*OTCYTCTBYET AaBrieHne otbopa (0cobu ¢ pasHbIMM
reHoTMnamum oaNHaKoBO NIOJOBUTbI N XXNU3HECTOCOOHHLI);

*nonynAauns I/I3OJ'II/IpOBaHa OT APYIrmx I'IOI'IyJ'IFILI,I/II/I N B HEU

nMme o '
B ngeansbHou nonyndaumnn 4HacCTtoThbl

BCTpe4HaeMOCTU reHoTmroB N YaCTOThbl

BCTPEHaAEMOCTH annenen reHoB U3 NOKONIEHNA B
novoanauimie WLe mMmadawnTea

- A )



Bunorenobm

BAVUHBEPI
l'oadpu Xaponp Wilhelm Weinberg
XAPOU
Godfrey Harold Hardy, Hemeukmit Bpadt3deP8bnbluyio yactHyto
1877-1947 npakTuky. NMomMor NosiBUTbLCA Ha CBET

AHIMUUCKNU MaTemaTuK, pognncs
B KpaHnn, rpadoctBo Cyppent. CbiH
yunTtena pucosaHuda. N3yyvan
MaTemMaTunky B KeMOpuaKCKom v
OkcdropackomM YHUBEPCUTETE.

3500 mnageHuam, B T.4. 120 napam Orin3HeLoB.
Ha ocHoBaHuUn HabnoaeHun u

nepeoTKpbITbIX 3akoHOB MeHaensa npuilen K
BbIBOAY, YTO NMPeapacnonoXeHHOCTb K
poxaeHuto [13 6rnn3HeloB nepegaeTcs no

LINY/AIIAANNA/NATIN/



PacyeTt 4yacToT reHOB U reHOTUMOB,
eCJ1M He BCe reHOTUnbl MOXXHO BblOennUTb

doeHOoTUNNYECKN
UacTtoTta BcTpedaemocTu reHa OKY (T.e. yacTtoTa BCTpeYaeMOCTH
annena-myTtaHTa) B HEKOW nonynauum coctaengdeT q = 0,006.

YacToTa BcTpeyaeMocTy HopMarnbHOro annenss= .....?
p=1-0,006=0,994.

Kak HauTun 4YacToTbl reHOTMUMNOB (O0nA Noaen ¢ AaHHbIM
reHoTUNOM), He CTpadatoLmMx YMCTBEHHOWN OTCTANOCTbIO B
pesynerate OKY?



CDaKTOpr, BIINAKOLWNE HAa HaCTOTbl TEHOB

* €CTECTBEHHbIN OTHOP,

* MyTUPOBaHME,

* CryYanHbIN Opend reHos,
* MUrpaLMnS




Opend reHoB

YacToTta pacnpeneneHusa reHoB MOXXET MEHATBLCA N3 MOKOSTIEHNS B
NoKosieHne n3-3a criydanHbIX coobITUN

[Tpnmep: «OYyTbINTOYHOE ropPrbILLKO» (BEPOATHO, YENIOBEK Yepes
Hero npotwuen)




Buktop MakkbocuK

« OOMH U3 NMOHEepPOoB MeaNLIMHCKOWN
reHeTuKu

«OcHoBaTernb N NPe3naeHT
(1988-91) MexxgyHapoaHou
opraHmsaunm No N3y4YeHuio
reHomMa 4yerioseka (Human Genome
Organisation, HUGO)

*Cpeamn N3BeCTHbIX nccnegoBaHum
— U3YyYEHUNE KaprmiMKoBOCTU Y
amMmuLuen

1922-2008



IJPPEKT oCcCHOBaTens

%&8@%5‘&3—%%&&!1( %lz)o)s BO3HUKHOBEHME HOBOM

nonynsumnm, NPONCXOASLLIEN BCEro OT HECKOIbKNX 0CObEN.

CekTa amuien-meHHOHNTOoB (Amish
Mennonite, witaTt NeHcunbBanuga, CLLUA)

* [lonynaunoHHbIN N30N4AT B cepeanHe 60-X
HacymnTbiBan 8000 yen.

* [To4yTn BCe NPON3OLLIIN OT TPEX CYNPYXKECKNX § &
nap, npnobbiBwnx B CLUA go 1770r. SN

« XapakTepHa BblCOKasi YacToTa reHa,
BbI3bIBaOLLIErO 0CODYI0 dhopmy
KapsINKOBOCTM C NonuaakTunmen (B n3ondare
MEHHOHWUTOB - 55 crny4yaeB JaHHOW
aHoManuu, B ocTtasibHOW Mea. nuTtepartype -
He Oonee 50 crny4aes;

* B rpynnax MEHHOHUTOB, XUBYLLUX B OAPYrmnxX
panoHax CLUA v BegyLmx Ha4yano ot gpyrux

IVNSNTINIZF7NTS AT MSLIASANAASSATIMIACY 1N I\RI_IOY\\I'\IIQI_IO




ACCOPTATUBHOCTb

Hecny4YanHbI Noabop cynpyXeckux rnap no ,
NCUXONOrMYEeCKNM (B HaLem crny4vae) NnpusHaKiy j -

ITrogy moryT BblIOUpaTh
NapTHEPOB CO CXO4HbIMU

XapaKILPNCTIKaMM:

* BO3pacT
* TENOCIIOXEHNE

« obpasoBaHue

* YPOBEHb J0X010B
* BEpOUCnoBegaHme




NMccnepnoBaHue cxoacTtBa

CYNnpyroB No OLeHKam

NMUYHOCTHLIX CBROUCTR
Bbibopka akcrnepnMeHTanbHOro nccrieaoBaHms BKMoYaeT 135
CYNpPYXXecKux rnap, BCTynuBLLUNX B Bpak B nepuo ¢ 1965 no 2010 .

Cxema uccrie0ogaHUs: 8 KaXxaon CeMbe, y4acCTBYIOLLEN B
nccriegosaHmn, oboum cyrnpyram npeabsasnsanca Habop onpoCHUKOB.

OT pecnoHaeHTa TpeboBanock ABaxabl, creaysi pasHbIM
MHCTPYKUMAM, 3anoNHNTb 4 onpocHUKa. [lepBbin pa3 npeabsaBnanach
CTaHOapTHas MHCTPYKUUSA — OLEeHUTL NpegnaraemMble YTBepPXXOeHUS.
BTopou pa3 pecnoHOEHT 3anofHANM Te e ONMPOCHUKU 3a CBOLO XXEHY
(Myxa): «Kak Bawl myx (Balua xxeHa) orBevan(a) Obl, 3anosfiHas 3Tn

OMPOCHUKMW.

Eropoea M.C., lNapwukosa O.B. CxoacTBO cynpyroB No camooLeHKaM 1 B3aMMHbIM OLleHKaM SIMYHOCTHLIX CBOUCTB //
[Mcuxonornyeckue nccrnenoBaHna: NEKTPOH. Hayd. XXypH. 2010. N 3(11).



MeToauku

1. OnpocHuK AnseHka ansa AnarHoCTUKM aKCTpaBepcuun-
MHTPOBEPCUN N HEBPOTU3MA

2. OnpocHuk YCK, HanpaBreHHbI Ha AMarHoCTUKY
MHTEPHarIbHOCTN-3KCTEPHANbHOCTU N MO3BOMSIOLLNNA OLIEHUTD,
Kpome obLLero nokasarens, 6 bonee 4YacTHbIX
3. OnpocHUK anga onpeneneHns ypoBHA Makmuasennmama.
4. LLlkana noucka oLwyLieHun,

B pa3Hbix paboTtax obHapyXMBaeTCca CXOACTBO CyrnpyroB MMEHHO NO

YACTHbIM XapaKTepucTmkam NIMYHOCTHOM cdepbl (npexae Bcero, no
LLIKanam rnomcka owlyLieHun)



YepTbl NINYHOCTH XeHa o cebe - XeHa 0 myxe
MyX O cebe -

MY>K O )KEHe

HeBpoTn3m ,19 ,07

O6Lwas NHTePHaNbHOCTb ,19 ,23

NHTepHanbHOCTbL B 061acTn AOCTMXKEHNI 13 ,06

HTepHanbHOCTL B 06nacT Heyaad ,26 31

NHTepHaNbHOCTb B CEMENHbIX OTHOLLEHUSX ,23 21

NHTepHaNbEHOCTL B NPON3BOACTBEHHbIX

OTHOLUEHUNAX ,23 ,16

NHTepHanbHOCTL B 061aCTK 300POBbA ,19 25

Ll Ikana makunasennnama ,19 ,25

O6uwas WwkKana noncka owyLieHnm ,28 ,19 Koad.
[Tonck npuknoyveHun (TAS) ,25 —-,04 KoppenaLmUm
[Tonck HOBK3HbI (ES) ,24 —,06 CnunpmeHa

136eraHne HoOBOro ,22 .04



BbiBOoAbLI

« Cynpyru CKNnoHHbI NepeoLeHmnBaTh CXOACTBO APYr C
OPYrom no FIMYHOCTHBIM YepTam

*B3anMHble OLIEHKM CYynpyroB (BoCnpusaTue cynpyramm
NTMYHOCTHbIX YepT APYr Apyra) NoxXoXu 3Ha4YnNTEeNbHO
MEHbLLE, YEM CaMOOLIEHKMN.

*ObHapyxeHa accopTaTUBHOCTb (HECITY4YaNHOCTb
nonbopa bpayHoro napTHepa) no HEBPOTU3MY, NATH
nokasaTtensam MHTepHanbHOCTU, OBLLEN OLEHKE
MaKmnaBennmama u Tpem nokasaTensam LiKarbl noucka

OLLYLLIEHUW.
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