[ eHeTnkKa yenoBseka

[ eHeanornyecknn u
brnnsHeuoBbI MeTOAbI



» B
[ eHeTnKa yenoBseka

m B 1929 r. coBeTCKMIM reHeTuK,
HeBponaTonor C.H.[JaBuaeHko
opraHu3oBan nepByto B MUpe
MEONKO-TEHETUYECKYIO
KoHcynbTauuto. OH nepBbIM B
MUpPE NnocTaBuIl BOMNPOC O
HeobXoAMMOCTU COCTaBNEHUS
KaTariora reHoB YerioBeKa,
cdopmynupoBsarn NoOHATUE O
eHETUYECKON reTeporeHHOCTu
HacneacTBEHHbIX OOe3HeEN
YyeroBeka.
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MeToabl N3y4eHUa reHeTUKU
yeroBeka

¢ 1. KnnHuko-reHeanornyeckmm mertop, (cocrtaBneHue
POOOCNOBHbIX, Npeanoxun B1865 r. ®.lansToH).

¢ 2. bnnsHeuoBbIn MmeToa (Npeanoxun B 1875 r. ®.'anbTOH).

¢ 3. Jepmatornucgpunyeckun metopn (npeanoxmn B 1892 r. .
[@nbLTOH).

¢ 4. NMNonynaunoHHO cTaTUucTn4yeckum mertoa (npegnoxunm B 1908 r.
[ Xapau n B.BanHbepr).

¢ 5. UntoreHeTtnueckuun metopq (npeanoxunun B 1956 r. [1.Tuno n A.
IleBuH).

¢ 6. Buoxnummnyecknm mertoa.
¢ 7. MoneKkynsipHO-reHeTU4eCKUn MmeTtop,



[ eHeanorm4eckmni

MeTon

[1lpocnexmneaHue nepenayun
npmn3Haka cpean poacTBEHHUKOB
OOJIbHOIO B HECKONbKUX MOKOJIEHNAX



OCHOBHbIE 3agauun

= YCTaHOBNEHWEe HacneacTBEHHOro xapakrtepa 6onesHu
= YCTaHOBMEeHWe Tuna HacnegoBaHusa 6onesHu

= OnpegeneHune Kpyra nuu, HY>XXOaoLLNXCs B
nccrnegoBaHUNAX, ANs BbiABNEHUSA reTePO3NTrOTHOTO
HOCUTENbLCTBA MYTAHTHOIO reHa

s YCTaAHOBEHME reTeporeHHOCTU HaceaCTBEHHbIX
bonesHen

= l/icnonb3oBaHue B MeOUKO-TeHETUYECKMX KOHCYNbTaunax
m YCTAHOBIEHME NEHETPAHTHOCTU

= KaptupoBaHue XxpomMocom

s OueHKa NHTEHCMBHOCTU NPABIEHNA rEHOB

= /I3ydeHne B3anmogencTBus reHoB
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OCHOBHbIE 3Tanbl
s COop cBegeHun o cemMbe.

x CocTtaBneHne pogocnoBHOW
s [ eHeanormdyeckmm n reHeTn4ecKknm aHanms
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COop AaHHbIX HAYMHAETCA C
npodaHaa - YenoBekKa,
POOOCIOBHY KOTOPOro
HY>XHO COCTaBuUTb. bpaTtba un
cecTpa ero HasblBalTC4H
cunocsol.

[1ns cocTaBneHus
POAOCNOBHOW NPUMEHSIOT
YCIOBHble 0003HaYEHNSA U
aenaoT rpaduyeckue
N300paxxeHus



*HacnegoBaHue
*AyTOCOMHO-OOMWHAHTHOE

*AyTOCOMHO-peLieccuBHoe
«X-cuenneHHoe JOMUHAHTHOE
«X-cuensieHHoe peLeccuBHOE

*Y-cuenneHHoe
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AYTOCOMHO-OOMWHAHTHbLIN TUM
HacnegoBaHusa (AL)
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s bonesHb BcTeyaeTcs B KaXKgoM MOKOSEHMN POOCITOBHOWN.

s CooTHoweHne BonbHbIX ManbYMKOB U JEBOYEK PaBHOE.

s BeposaTtHocTb poxaeHus bonbHoro pebeHka, ecnu 6oneH oanH n3
poauTtenen, pasHa 50%.

s  MoryT ObITb NPONYCKM B NOKONEHNAX U3-3a Marion 3KCMPEeCCMBHOCTM
N HA3KOW MEHETPAHTHOCTU USTN HanM4ns annctatm4eckoro reHa
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Munkpocomus

= CuHapom nepBom XxabepHou T
ayru.

= KnunHuyeckue npusHaku:
OAHOCTOPOHHSAA aHOManug
YLWHOWN PaKOBUHbI U
rmnonsia3ms HUXKHEN YernocTu,
aHoManuu rnas; nuo
aCMMMETPUYHO, HapyLlueHne
npuKyca.

= uvn HacnepoBaHua: All

= [lonynaunmoHHasa YyacToTa
Hen3BeCTHa
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CuHapom PobuHoBa

= Bnepsble onncaH B 1969 r.

s  KnnHnyeckue npusHakm:
HeoObI4HOE CTPOEHME nnua,
YyMEpEHHas KapriMkoBOCTb,
rmnonnas3mus nonosBbIX
opraHoB, Makpouedanus,
3NUKaHT,

m  KOPOTKWUIN HOC, BpaxmnaakTunums,
BbIBUX beapa, aHoMmanum
pebep.

= Tun HacnepoBsaHuda — Al

= [lonynsuyuoHHas yacTtoTa
Heun3BecCTHa




[lonngakTunug

KnuHnyeckue npusHaku:
CyLLIeCTBYeT [iBa BapuaHTa:

T™]MN A, Npy KOTOPOM
OOMOSTHUTENBLHbIN naney
doyHKUMoHaneH, u Tun B,
Korga OOononHUTENbHLIN naney
HedopasBuUT U NpeacTaBnsaeT
CcODOW KOXHbIN BbIPOCT.

Tun HacnepoBaHusa: Al

NonynauuoHHan yacToTa —
oT 1:3000 oo 1:650



" S
[Topdupua (Bamnmpunsm)

m "..YUYeHble BbISICHUIN, YTO BaMNUPU3M — 3TO TsKeNoe, odeHb peakoe 3abonesaHne —
nopcpunpus, KOTopas U HaroHsNa cyeBepHbIM CTpax Ha 4oOpPOoNOPSAA0YHbIX rpaXKaaH
cpegHeBekoBown EBporibl.

= Bnepsble 06 3Ton bonesnun 3assun goktop Jim Unnuc B 1963 r.

»  C HayyHOM TOYKM 3peHus: nopdnpua aBnseTca HacnencTBeHHbIM 3aboneBaHmeM,
BO3HMKaKOLLMM YacTo B Cliydae uHuecTa (KpoOBOCMELLEHUS Mexay 6nmnakumm
poLCcTBEHHUKaMMK, a B BocTtouHoM EBpone Takoe BeCcbMa 4acTo NPakTUKyeTcs).

= Boobuie-to, cnyvyaes nopdpupnn n3BeCTHO HEMHOrO. B Halum gHW Takmx 605IbHbIX
Bcero okono 70 4yenoBek BO BCeM Mupe. VIx opraHn3amMbl He B COCTOAHUN
CaMOCTOSATESNbHO BblpabaTtbiBaTb KpacHbIE TemnbLa KPOBU.

= Jliogun, cTpagatowme nopmpmren He BLIHOCAT AHEBHOIO CBETA, T.K. B TKAHAX NX
OpraHM3MoB HapyLUeH NMUIMEHTHbIM OBMeH, 1 NoL BO34EeNCTBUEM COMHLA NpoucxoanT
pacnag remorriobuHa, KOTopbIn NpeBpaLlaeTcs YyTb Jin HE B KUCNOTY U pasbeaaet
KOXY (KOXXa DONbHOro CUITbHO TEMHEET N B KOHEYHOM UTOre THUET U flonaeTcs).
[MpeBpaTuTb "BamMnumpa" B HOpMaribHOro YenoBeka MOXHO C MOMOLLbI XMMUOTEpPannu
N YacTbIX NepennBaHnim KPOBW.

Tun HacnepoBaHusa: All. NonynsunoHHasa YyacTtoTta Hem3BeCTHa (No
HekoTopbiM AaHHbIM 1 : 200 000)
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AYyTOCOMHO-PeLEeCCUBHbIN TUM
HacnegoBaHusa (AP)

s DbornbHOM pebeHoK poXxaaeTca y KNMMHNYECKU 300POBbIX poAUTENEN.
s bonetoT cnbcekl, T.e. bpaTba 1 cecTpa.

» O6a nona nopaxarTcsa 0gMHaKOBO.

= Yalle BCTpeyaeTcs nNpu KPOBHO-POACTBEHHbLIX Bpakax.

s Ecnu 6onbHbl 06a cynpyra, To Bce AeTn 0yayT OOSIbHbIMM.
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PeHnNKeToHypus

.  PeHunketoHypusa — O6onesHb
aMWHOKMUCNOTHOro obmeHa. OnncaHa B
1934 . A. ®enundrom. lNaTonormna cesa3aHa ¢
He4OCTaTOYHOCTbIO NEeYeHOYHOro dhepmeHTa
deHnnanaHnHrnapokcunasbl, YTo HapyLuaeT
npespaLleHne deHunanaHmHa B TUPO3WH
(HapywaeTtcsa popmMmpoBaHNE MUENMHOBbIX
obonoyek Bokpyr akcoHos LIHC).

=  KnnMHunyeckune npru3aHaku: noBbiLLIEHHAS
BO30yANMOCTb 1 TOHYC MbILL,, TPEMOP,
aNuNenTUdOpMHbIE NpUNaaKn, «MbILLMHBINY
3anax, yMCTBEHHasi OTCTanoCTb, CH/XKEHNE
obpasoBaHus menaHnHa. PaHHAA
npodunakTmka n ne4yeHue —
NCKyCCTBEHHas AneTa.

= Tvun HacnepoBaHus: AP
NMonynsaunoHHas yactota - 1: 10000
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X — cuensfieHHbI JOMUWUHAHTHbIU

TMN HacnegoBaHusa (X-1)

Ecnn oteu 6oneH — 6oneloT Bce Ao4Yepun, BCE CbIHOBbSI 30POBbI.
Ecnn 6oneH oguH U3 poantenen — bonetoT AeTu.

Y 300pOBbLIX poauTenen Bce AeTU 300pOBbIe

MaTb 60nbHa — BEpPOATHOCTbL 6OMEe3HU y AeTen He3aBUCUMO OT nona
— 50%

BonbHbIX XXEHWMH B 2 pa3a bonblie, YemM BOMNbHbLIX MY>XYMH




CnHapom KodhpuHa-Toypu

= CuHgpom BnepBble onucaH B 1966 T.

s KnnHun4yeckune npmnsHaku: aHTUMOHIONOWUAHLIN pa3pes rnas, rmnepTenopusm,
NyKoBuLEobpasHbIM HOC, HU3KU POCT, KOHYCOBUAHbIE NanbLbl , OTKPbITbIN
POT, NonHble rydbl, KBagpaTHbIW 1106, MaccuBHbIM NOAO0POAOK, KUeBUOHas
rpygHas KrneTtka, CKonumos, ymcTBeHHaa otctanoctb (1Q Huxke 50).

= TN HacnepoBaHUA: X-CLENMEHHbIN JOMUHUPYIOLLUIA.

= [MonynsiuMoHHasA YacToTa — HEM3BECTHA (KITMHMKA Y MY>XYUH SIPKO
BblpaXXeHa, Y KeHLWH Yallie cTepTas)
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X — cUenneHHbIN peuecCuUBHbIN
TMN HacnegosaHua (X-P)

s [EMU3NTOTHOCTb Y MYX4YUH

= 3abonesaloT NPENMYLLECTBEHHO MY>XUYMHbI

= CbIH HMKOrga He Hacnenyet 3aboneBaHne oTua

s Ecnu npobaHpg eHuWmHa, To ee oTel 06a3aTtensHO DoreH.

s [eTepo3nroTtHaa HocuUTesrbHULA — MaTb NepegaeT MyTaHTHbIN reH
NoNoBMHE A0YEPEN U CbIHOBEMN.
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HacnegoBaHne remodunun
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SN
Y — cuenneHHbIN TUn
HacnegoBaHUSA

s [OnaHgpuyecknn Tnn HacnegoBaHUS
s [lepenaya TOnbKO NO MYXCKOW NMUHUN



= [nneptpuxos

= VIXTNO3- 3abonesaHne
KOXW. PblIObs Yyelly4




brnn3HeyLoBbIN

MeTon
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VicnonbayeTtca:

=« [1na onpegeneHna COOTHOCUTENBLHOM POnun
HacnegcTBeHHOCTU U cpedbl B oopMMUpoBaHnMK
NPU3HaKOB

a [119 BbisIBNEHUA HAacnNeacTBEHHOCTH NPU3HaKa
s N4 onpeagernieHnda neHeTpaHTHOCTN U 3KCINPECCUBHOCTH

s [1Nna oueHKN adpPEKTUBHOCTU OENUCTBUSA NEKAPCTBEHHbIX
npenapaTtoB, 00y4YeHUda, BOCNUTAHUSI.



= [1BOVHM BCTpevatoTcsa 1/84
HOBOPOXAEHHbIX, 1/3 N3 HNUX —
MOHO3UroTHbIe (04HOANLOBbIE —
6nun3Heubl), ocTarnbHble - AU3UTOTHbIE
(OBYSNLIOBbIE — OBOUHALLIKW).

s CXoaHble Npu3HaKkn y 0rim3HeLoB
Ha3bIBAlOTCA — KOHKOPAAHTHbIMU



KoadodpmumneHT HacneaCcTBEHHOCTN:

MB - 0B

= * o
H= <o me 100%
s E=100-H

s E — BnusHue cpeabl

s H— koapdunumeHT HacnegyemocTu
s C — KOHKOpOAHTHOCTb

»  MbB — MOHO3UroTHbLIE BNKN3HELbI

s [b — ansnrotHbie 6rn3HeLbl

m EcnuH=70% un Bbilwe — npnsHak HacrneaCcTBEHHbLIN
m  H=40-70% - nmeloT porb N HacneacTBEHHOCTb U cpeaa
s H = meHbwe 40% - B OCHOBHOM MMEIOT MECTO (haKTopbl cpeabl



" SEEE——
Bonpochb!?



