[eHeanornyeckuun meron

ObL1 npenoked B 1883r. @. I'anbroHOM. OH OCHOBAaH HA
IMNOCTPOCHHUH POAOC/IOBHBIX U ITPOC/ICKUBAHUN B PAAY
IMOKOJICHUH Tepeaadyu onpeaeJeHHOro Npu3HaKka. Tor
MCECTOA OTHOCHUTCHA K HauooJiee YHUBCPCAJIBHBIM MECTOAAM
reHeTUKHU YeioBeKka. OH HIHPOKO ITPUMCHACTCH IJIA
pelieHUus TeOPeTHYECKUX U MPUKJIATHBIX MPo0dieM.

1) AnA ycTaHOBNEHUA HacneaACcTBEHHOro Xxapakrepa Nnpu3Haka;

2) npu onpeaeneHnn Tuna HacnegoBaHUA U NEHETPAHTHOCTU reHa;
3) npu aHanu3e cuensfieHUs reHoB U KapTUPOBaAHNN XPOMOCOM;

4) npn N3y4eHMN MHTEHCUBHOCTU MYTaLMOHHOIO Nnpouecca;

5) npu pacwmncgppoBKke MeXaHU3MOB B3aMMOAENCTBUA FeHOB;

6) npn MeanKo-reHeTU4EeCKOM KOHCYNETUPOBaHUM.



[eHeanornyeckuun meton

* [eHeanormsa B LULMPOKOM CMbICIe CnoBa -
poaocnoBHagq. [ eHeanornmyecknm metoq - MeToq
POOOCIIOBHbIX, T.€. NPOoCnexXmneaHne 6onesHu
(MK NpusHaka) B ceMbe UNu poay € ykasaHUem
TUMNa POACTBEHHbIX CBA3EU MeXay YieHamu
POOOCIIOBHOMN.

B MeanumHckon reHeTuke 3ToT MeTo
Ha3bIBAETCH KITMHUKO-reHeariorm4eckmm,
NOCKOIbKY peYvb UOET O HabntoaeHun
naToriorM4eckmnx Npu3HakoB C NOMOLLbHO
NPUEMOB KITMHUYECKOro obcrnenoBaHus.



CocmaerieHue pooocrioeHoU

« Cbop cBeaeHUn o0 poaoCnoBHOWM HAYNMHAETCA C
KOHCYIbTUpYytouierocs nnuv ¢ npobaHga (6orsHOW
NN HOCUTENb N3y4YaeMoro rnpuaHaka).

« [leTn ogHOW poanTENBLCKOW Napbl Ha3biBalOTCH
cnocamm (bpatbst n cectpbl). CEMbEN B Y3KOM
CMbICJ1e Ha3bIBalOT CYMPYXXECKY napy u nx
OeTen, HO nHorga n bonee LWNPOKNN Kpyr
KPOBHbIX POACTBEHHMKOB, XOTS B NOCNEAHEM
clfyyae nydlle ucnofib3oBaTb TEPMUH pof.



CocmaerieHue pooocrioeHoU

« Cbop reHeTn4eckon MHopMaLIUM NMPOBOANTCS
nyTeM onpoca, aHKETUPOBaHUA, NMNYHOIO
obcnegoBaHua ceMbun. B pogocnoBHYO BHOCAT
cBefleHns O Bblknabillax, aboprax,
MEPTBOPOXAEHHbIX, becnnogHbIx Opakax n ap.

* OObLIYHO poaocrioBHAa cobupaeTcst N0 OgHOMY
NI NO HECKOMbKMM Mpu3Hakam ¢ MakCcumMarbHO
BO3MOXHbIM OXBaTOM BCEX KPOBHbIX
POACTBEHHUKOB MO BOCXOAALLEMY, HUCXOOALLEMY
N BOKOBbIM HarnpaBrieHUsIM.



CocmaerieHue pooocrioeHoU

« CocTaBneHne poaocnoBHOW COMpPoBOXaatoT
KpaTKOW 3annCbio O KaXkaoM YneHe
POOOCIIOBHOW C TOYHOWU XapaKTEPUCTUKON ero
POACTBa NO OTHOLUEHUIO K npobaHay (nereHaa
POAOCIOBHON).

« [1na HarnggHocTu (Mnu npu nyonukaumn)
POOOCIIOBHYO n3obpaxatoT rpadpudeckn. nsa
9TOro 0ObIYHO NOMNbL3YTCA CTaHOAPTHLIMU
CUMBOaMW.
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Ecnun pogocnoBHaga o4eHb

obLUMpHasn, TO pasHble P
MOKOMEHUA pacrnonaralTcs He oS
ropu3oHTarnbHbIMU pagamu, a 4
KOHLIEHTPUYECKUMM. e

(n3 H.IM.bouykos, NeHeTuka Yenoseka, 1978)



[ eHeasiocuyeckuU aHasnu3s

 [lepBas 3agada npu aHanmse
POAOCIIOBHOM - YCTAHOBIEHUE
HacnNeaCcTBEHHOMO XapakTtepa npuaHaka.
Ecnn B pogocnoBHOW BCTpeYaeTcs OAnH U
TOT e npusHak (Mnu 6onesHb) HECKOSbKO
pa3, TO MOXXHO NPEANONOXNTb O ero
HacneacTBEHHOW npupoae.

« OOHaKo crnepnyerT, npexae BCEro,
MCKIIOYNTb BO3MOXXHOCTb (DEHOKOMUM.



[ eHeasiocuyeckuU aHasnu3s

* Hanpumep, ecnu natoreHHbIN dakTop
OencTBOBaJl Ha XXEeHLNHY BO BpeMS BCEX
bepeMeHHOCTEN, TO Y TAKOW KEHLLUMHbI MOTYT
POAUNTBLCA HECKOSIBbKO AEeTEN C OQUHAKOBbLIMU
BPOXOEHHLIMW NOPOKaMMN.

« [lpyron npumep: oOHN N Te Xe
npodeccnoHanbHble BPeaHOCTU UM BHELLHUE
doakTopbl MOryT Bbl3blBaTb CXOAHbIE
3aboneBaHusa y YrieHOB OHON CEMBM.



[ eHeasiocuyeckuU aHasnu3s

* [locne Toro Kak 6yoeTt obHapyxeH
Hac/1e0CcMmeeHHbIU Xxapakmep npu3sHaka
(bornesHn), HeobxoanMo YyCTaHOBUTL murl
Hac/ieooeaHus.

« [1na aTOro ncnonb3yrTcAa NPUHLUMBI
reHeT4ecKoro aHanmsa v pasnuyHble
cTaTUcTU4eckme MetToabl 0bpaboTKu
NAaHHbIX HE U3 0OAHOU, a U3 MHOIMNX
POOOCIIOBHbIX.




[ns onpegeneHnsa Tuna HacnegoBaHWUA Npu3Haka
POAOCIOBHYHO aHANM3NPYIOT, y4UTbIBas CrieayoLme
MOMEHTbI:

1) BCTpevaeTcs nm nsyyHaembi Npm3HaKk BO BCEX
NOKOMEHUAX U MHOTUE NN YNeHbl PO4OCIIOBHOM
obnagatoT UM;

2) OOMHaKoBa N ero YyacrtoTa y nuuy obomx nonos
Ny NUL, KaKoro nosa oH BCTpeyaeTcs 4valle;

3) nuuam Kakoro noria nepeaaeTtca npusHak ot
6onbHOro oTua 1 6ONbHOW MaTepw;

4) eCTb NN B pOAOCIIOBHOU CEMbW, B KOTOPLIX Y

0b0ounX 300POBbLIX poaAnNTENEN poxaarnuch
borbHbIEe AETU, UNN Y 060OUX BOSTBHbIX

poauTenen poxaganucb 300poBble OETU,;

5) Kakasl YyacTb NOTOMCTBA MMEET HaCrieayeMbIN
NPU3HaK B ceMbsax, rae 6oneH oanH mn3a
poauTenen.



AyTOCOMHO-AOMWHAHTHLIN TUMN HAacne4oBaHUS
XapakTepusyeTtca cnegyrowmmmm npusHakamm:

1) OONbHbIE B KAXXOOM MOKOSIEHNU;
2) bornbHOM pebeHOoK Yy DONbHbIX poauTenen;

3) 6onetoT B paBHOW CTEMEHUN MYXXUYUHbI U
XXEHLMNHBbI;

4) nposiBrneHne npusHaka (bonesHn) HabnogaeTcs
No BepTUKanu 1 nNo ropusoHTanu;

5) BepoAaTHOCTb HacnenosaHua 100 % (ecnu xoT4
Obl 0 AMH poauTernb roMO3UroTeH), 75 % (ecnu
oba pogutens retrepo3uroTHel) n 50 % (ecnu
OOWH pPoaUTENb reTEPO3NTOTEH).



PopocnoBHas ¢ ayTOCOMHO-AOMUHAHTHbLIM TUMOM
HacnenoBaHUsA

(v3 http://med.claw.ru)



AyTOCOMHO-PELIECCMBHBIN TUM HACNea0BaHUS
XapakTepun3yeTcsa CrneayoLwumMmm npn3Hakamm:

1) OONbHbIE HE B KaXXOOM MOKOSIEHNU;

2) borbHON pebeHOoK (roMo3mroTa) poXaaeTca y 300p0BbIX
poguTenemn (reTeposnror);

3) bonetoT B paBHOW CTENMEHN MYXXUUHbI N XXEHLLMHDI;

4) nposiBrieHne npusHaka (bonesHun) HabnogaeTcs no
ropusoHTanu;

5) BEPOATHOCTb HacriegoBaHusa 25 % (ecnu oba pogutens
retepo3unrotHbl), 50 % (ecnn oanH poanTernb
reTepo3nroTeH, a BTOPOW rOMO3UrOTEH NO PELIECCUBHOMY
npusHaky) n 100 % (ecnu oba poanTens peueccmnBHbIe

rOMO3UroThl).



PopocnoBHasi ¢ ayTOCOMHO-PELECCUBHbBIM TUMOM
HacnegoBaHUS

(v3 http://med.claw.ru)



X-cuenneHHbIN peLecCcmMBHbIN TUMN HacegoBaHUS
XapakTepusyeTtca cnegyrowmmmm npusHakamm:

1) BOrbHbIE NOSABMAIOTCA HE B KaXXOOM MOKOSEHWUN;

2) 6orbHOW pebeHOK poXxaaeTca y 300P0OBbIX
poanTenewn;

3) 6oneT NPENMYLLLECTBEHHO MY>XYUHbI;

4) nposiBrneHne npusHaka (bonesHn) HabnogaeTcs
NPEUMYLLIECTBEHHO MO rOPU30HTanNw;

5) BepOATHOCTb HacneaosaHua — y 25 % Bcex
neten, B Tom vncne y 50 % manb4mkos;

6) 300pOBbIE MY>X4YNHbI HE NepeaarT DONE3HMN.



PogocnoBHas ¢ X-cuenneHHbIM peLecCMBHBIM TUMOM
HacnenoBaHUsA

i 2

(v3 http://med.claw.ru)



X-cuenneHHbI AOMUHAHTHbIW TUN HacnegoBaHUS

* CXOO€eH C ayTOCOMHO-AOMUHAHTHbIM, 3a
NCKMIOYEHMEM TOro, YTO MyXXYMHa nepenaeTt 3ToT

NPU3HaK TOSNIbKO OoYepsaAM (CbIHOBbSA MOslyvaroT
OT OTuUa Y-XpoMOocoMmy)



PogocrnoBHasa ¢ X-cuenneHHbIM JOMUHAHTHbLIM TUMOM

HacnenoBaHUA
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[onaHapuyeckn TN HacnegoBaHUA XapakTepusyeTcs
crneaoyrowmmm npmsHakamMmu:

1) 60onbHbIE BO BCEX NMOKOJIEHNSAX;
2) 6onetoT TONbKO MY>XYUHbI;

3) y 6onbHOro otua 60sibHbLI BCE €ro ChbiIHOBbLS;

4) BepoATHOCTb HacnegosaHuda y manednkos 100 %.



PoaocnoBHas c roriaHapmn4eckmM T1Mnom HacriegoBaHu4d

(13 http://med.claw.ru)



BbnnsHeuoBbLIN MeTOA

* METOoA N3yYeHUs reHeTUYEeCKnX
3aKOHOMepHOCTen Ha bnnsHeyax. BriepBble OH
6b1n npeanoxeH ®. ManstoHom (1875r).

* METO Oa€eT BO3MOXXHOCTb onpeaenuTb Bknag
(COOTHOCUTESBbHYIO POSib) FEHETUYECKUX
(HacrneancTBeHHbIX) U CpeaoBbIX PakToOpoB
(knnumart, nuTaHne, odbydyeHue, BocnutTaHue n ap.)
B pa3BUTUN KOHKPETHbLIX NPU3HAKOB UM
3aboneBaHun y YeroBeka.



BbnnsHeuoBbLIN MeTOA

[Mpn ncnonb3oBaHMn GNM3HELIOBOro Metoaa
NPOBOAUTCS CPaBHEHMUE:

1) MOHO3UIOTHbIX (OQHOANLIEBBIX)
onnsHeuos Mb ¢ An3nroTHbIMIK
(pasHoauueBbIMK) 6rin3Heuamm - [b;

2) NapTHEPOB B MOHO3UMOTHbIX Napax Mexay
cobown;

3) AaHHbIX aHann3a 6nM3HeLoBOW BbIDOPKM
c obLen nonynsauuen.



OpnHosaunueBble bnmn3Heubl

« OOpasyroTca n3 oaHoU
3UroThbl, pasgenuBlLLEnNCS
Ha cTaaun apoodbrieHns Ha
ose (nnu bonee) yactu. C
reHETUYECKOU TOYKU
3PEHNSA OHU NOEHTUYHBI,
T.e. obnagatoT
OJVNHaKOBbIMU
reHoTunamu (B s4epHOM
reHome).

¢ MOHO3UroTHbIE DNKM3HEeLUbI
Bcerga ogHoro nona.




OagHosinueBble bmn3HeLbl

B 3aBucnMmMmocCTu ot
TOro, HACKOIbKO
PaHO NPOU30LLSIO
oeneHne anua, y
OOHOULIEBBIX
ONM3HeUoB MOXeET
ObITb OOQHAa NnaueHTa
NN y KaXxgoro cBos,
OAWH
aAMHUOTUYECKUN
Ny3blpb HA ABOUX
NN Y KaXX4oro CBOW.

(v3 http://www.babyplan.ru)




Cpoclumecs «cnamckmey bnmsHeubl HaHr u
OHr baHkepbl

Y Hux 6bina obLasa nevyeHb N Ux cesidbiBana Hebornbluasa nepemblvka B
obnacTu rpyaHon KneTku



Cunamckue 6nmsHeubl

« [onrvne rogbl BbiCTynanu
B CLLUA Ha woy ypoaos,
YTO NMO3BOSUNIIO BpaTbsaM
pasboratetb. OHM
npunobpenu cebe
HECKOSbKO JOMOB,
0063aBennucb NPUCNYroun
N... XXeHaMu, KOTOpbIMU
BbICTYNWUNU ABE CEeCTpbl
(Capa n Agenauvpa).
Camoe yanBuTensHoe,
YUYNTbIBas
obcToaTenbCTBa, YaHr
ctan otuom 10 geten, a
OHr — 11.







,U,I/I3I/II'OTHbIe 6]'II/I3HeLI,bI
(ABYySNLOBbIE, OBOVHN)

* pasBMBaAKOTCHA B TOM
cnydae, ecnu
OHOBPEMEHHO OBe
ANLIEKNETKU
(nonmoBynaAums)
OnsI040TBOPEHLI ABYMS
cnepmarosongamu.
EcTecTBeHHO,
ON3UTOTHbIE bnunaHeubl
NMELIOT pasfnyHble
reHoTunbl. OHU CXOOHbI
mMexay cobomn He boree,
yem b6paTbs U cecTpbl, T.K.
nmeroT okono 50%
NOEHTUYHbIX FTEHOB.




Ob6wasa Yactota poXxaeHust brin3HeL 0B COCTaBMNSAET MPUMEPHO
1%, 13 HMX okono 1/3 npnxoanTca Ha MOHO3UTOTHbIX
6nn3HeloB. MN3BECTHO, YTO YNCNO POXAEHUA MOHO3UTOTHbIX
6rnM3HeL OB CXOQHO B pasHbiX NONYnsUUsIX, B TO BPEMS KaK Ans
OV3UTOTHBIX 3Ta undpa CyLLEeCTBEHHO pasnnyaeTcs.

[MonaratoT, 4TO MHOronsIoAne reHeTn4ecku obycnoBreHo.
OpHako aTo crnpaBeasiMBo NULLb AN AN3UTOTHBLIX ONU3HELoB.
dakTopbl, BNUSAKOLLNE HA YaCTOTy poXxaeHus 6bnn3HeLoB, B
HacTosiLlee BpeMs Mano u3y4veHbl. ECTb AaHHbIE,
nokasblBatoLlMe, YTO BEPOSATHOCTb POXAEHUSA OU3UTOTHBIX
OGn13HeL OB NOBLILLAETCA C YBENNYEHMEM BO3pacTa maTtepu, a
TakK ke NopsiaKkoBOro Homepa poxaeHusi. Bnmanue Bospacrta
MaTepu 0ObACHAETCH, BEPOATHO, NOBLILLEHNEM YPOBHS
roHaJoTPONUHA, YTO NPMBOAMUT K yYaLLEHUIO NOMNOBYISALIUN.
MMetloTcs TakKe AaHHbIe O CHUKEHUN YacTOThl POXKAEHUS
ONU3HELIOB NOYTU BO BCEX MHOYCTPUAnbHbIX CTPaHax.



N =

Bbrnn3HeuoBbIM METO BKMIOYaAET B CcedS

ANarHOCTUKY 3UTOTHOCTH on N3HELOB.

MCMONb3YTCA creayoLwme MeToabl A
ee YyCTaHOBIEeHUS:

[TonMCMMNTOMHbIN,
MMMYHOreHeTu4eCckuu,
TpaHcnnaHTauMOHHbIN
NHK - anarHocTumku



brnn3HeuoBbIN MeTOO

e IIpoueHT cxoaCcTBA OJIM3HELIOB 110 H3y4YaeMOMY
MPU3HAKY HA3bIBAETCH KOHKOPJIAHTHOCTHIO, a
MPOIEHT PA3JIUYMSA - TUCKOPAAHTHOCTHIO. IIpn
CONMOCTABJEHNH MOHO3UTOTHBIX M IU3UTOTHBIX
OJIM3HE OB ONpeaeJasalT KOAGPUIHUEHT MaAPpHOH
KOHKOPJAAHTHOCTH, YKA3bIBAKOIIUHA HA T0JI10
0JIM3HENOBBIX AP, B KOTOPbIX M3yYaeMbId
NPU3HAK NMPOABUJICH Y 000MX MAPTHEPOB. JTOT
KO3(PULHEHT BBIPAKACTCH B NPOLEHTAX UJIU B
TOJISIX eIMHULBI U onpeaeasiercsd mo gpopmysie: K =
C/ C+], rae C — 4yMCj10 KOHKOPAAHTHBIX map, 1 —
YHCJI0 TUCKOPAAHTHBIX MAap.



brnn3HeuoBbIN MeTOO

e Ecau 3HaUeHHEe KOAP(PUIIHMCHTA KOHKOPAAHTHOCTH
MPUMEPHO OJU3KO0 Y MOHO3UTOTHBIX U TU3UTOTHBIX
OJIM3HEI0B, CYMTAIOT, YTO Pa3BUTHE NPHU3HAKA
onpeaesasieTcs IIaBHbLIM 00pa30M HereHeTHYeCKUMM
(pakTopamu, T.e. YCJTOBUAMHU CPeEabl.

e Eciu B pa3BUTHM M3y4aeMOI0 MPU3HAKA YYACTBYIOT KaK
reHeTH4YeCKHe, TAK U HereHeTH4YecKue (paKTopbl, TO y
MOHO3HMTIOTHBIX OJIM3HELOB HAOIIONAKOTCS OIpeaeIeHHbIe
BHyTpUnapHbie pasauuus. [lpu 3Tom pasauuust MesKkay
MOHO- U TU3UTOTHBIMH OJIM3HEIIAMH 110 CTEeIeHH
KOHKOPJAAHTHOCTH OyAyT yMeHbINATHCHA. B 3TOM ciy4dae
CUMTAIOT, YTO K PAa3BUTHIO PU3HAKA UMeeTC s
HACJIe[ICTBEHHAA NMPeAPACIIO0I0KEHHOCTb.



brnn3HeuoBbIN MeTOO

e Jlisl KOJIMYECTBEHHOM OLEHKH POJIM HACJIEACTBEHHOCTH U CPeAbl B
Pa3sBUTHM TOT0 WM MHOTO MPU3HAKA 00BIYHO UCIOJIb3YETCH
KOI(pPUIMEHT HACIEAYEMOCTH, BBIYUCIAEMbI 10 hopmyJie
XoJbHMHIEpa:

H = KMB(%) - KIIB(%) /100%-KJIB(%)

 rae H - kod¢pduument naciaenyemoctu, KMb - KOHKOPpAaHTHOCTH
MOHO3UTOTHBIX OyiM3Hen 0B, K/Ib - KOHKOPAAHTHOCTH AM3UTOTHBIX
Osmm3HenoB. Eciim pe3yabTar pacuetroB 1o popmylie XoabIUHIepa
NPUOJIHKACTCH K eJUHULE, TO OCHOBHAA POJib B PAa3BUTHH NPU3HAKA
NPUHAJIEKUT HACTEACTBEHHOCTH, U HA000POT, YeM OJIMKe pe3ybTaT
K HYJII0, TeM 00JIblIe POJIb CPeA0BbIX (PAKTOPOB.



Hanpumep:

* IPynnbl KPOBU Y YerioBeka NOSIHOCTbIO
OOyCrioBNeHbl FrEHOTUNOM N HE N3MEHSIIOTCA Mo
BNnUaHnem cpeabl. KooppuumneHT
Hacneayemoctu paBeH 100%.

* [1o HEKOTOPLIM MOPMOSNIOrMYECKNM MPU3HaKaM
(dpopme Hoca, bpoBen, ryd u ywen, UBETY rnas,
BOJS1OC U KOXXM) MOHO3UIOTHbIE Brnmn3HeLubl
KOHKopaaHTHbI B 97-100%, a An3nroTHble B
3aBMCUMOCTU OT npuaHaka - B 70-20% crny4yaes.



Hanpumep:

» KoHkopagaHTHOCTE Mb no
3aboneBaemMocTu W30 peHNEN paBHa
/0%, ay[b-13%. Torga: H=(70-13):
(100-13) = 0,65, unn 65%. B paHHOM
cry4vae npeobnagatoT reHeTn4yeckme
doakTophbl, HO CYLLLECTBEHHYIO POnb UrparoT
N YyCINoBUA Cpeabl.



 C noMoub0 OJIM3HE0BOT0 METOAA ObLIO
BbISIBJICHO 3HAYCHHE T'€HOTUIIA U Cpe/bl B
maToreHe3e MHOIuX HH(pEeKIMOHHBIX
Oosie3nei. Tak, nmpu 3a00/1eBAaHUM KOPBIO H
KOKJIIOIIEM Beayllee 3HAYeHUe UMEI0T
HHPEeKINOHHbIEe (PaKTOPLI, a [IPHU
Ty0OepKyJIe3HOM MHPEKIMH — CYIIEeCTBEHHOE
BJIMSIHME OKA3bIBAET I€HOTHIL.
UccaenoBanusi, NpOBOAMMbBbIE HA OJIM3HeEAX,
IIOMOI'YT OTBETHTh HA TAKHE BONIPOCHI KaK:
BJIMSIHME HACJIEACTBEHHBIX U CPEIOBbIX
(haKTOPOB HA MPOAOJIKHUTEIbHOCTH )KU3HU
4eJI0BEeKA, PAa3BUTHE OAPEHHOCTH,
YYBCTBHUTEJIbHOCTD K JIEKAPCTBEHHBIM
npenaparam M ap.



IIpuzHaku

KonkopaanTHoOCTb, %

Mb b
I'pynna kposu (ABO) 100,0 46,0
IIBeT BoOJIOC 97,0 23,0
IBeT ri1a3 99,5 28,0
IHanunasipabie y30pbl 92,0 40,0
HInzodpenus 67,0 12,1
Caxapmnblii 1uader 84,0 37,0
Kocoganoctnb 45,5 18,2
TyOepkyJe3 66,7 23,0
Kopb 97,4 95,7
bponxuajgbHast actMa 19,0 4,8




