OCHOBHbIE NOHATUSA
reHeTUKU

3aKOHOMEPHOCTU
HacnegoBaHUS
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OCHOBHbI€ MOHATUA TEHETUKU

HacneaocTBeHHOCTb — CBOWCTBO OPraHM3MOB COXPaHSATb
reHeTU4YeCcKyo MHopMaLmIo, AETEPMUHUPYIOLLYIO MPU3HAKMN,
OCOOEHHOCTU Pa3BUTUSA U XKN3HEeOeATEeNnbHOCTb MOTOMKOB.
HacnencTBeHHOCTb 3akpennsaeT NpuU3HaKkn, XxapakTepHble ans
BMAa.

e HacnegoBaHMe — crnocob nepegayvn HacnegCTBEHHOM
MHOpMaLUM OT OAHOIO NOKOMNEHUS K ApYyromy.

* AI3MEHYNBOCTb — CBOWCTBO OPraHM3MOB U3MEHATb NPU3HAKM,
Mony-4YeHHble OT poauTenen, Unu npuobpertartb HOBbLIE B
npoLecce NHAUBNAY-anNbHOIo PasBUTUA.



B3anmoagencreume reHoB

e [eHOTUN — 3TO CUCTEMA B3aUMOAENCTBYHOLLUX anneneu.

9T B3aMMOOTHOLLEHUS MOTI'yT ObITb npegcraBlii€eHbl B BUAE
B3aMMOOENCTBUS anrerbHbIX U HeannenbHbIX reHOB.

OanH reH MoXeT ObITb NpeacTaBneH AByMs (Yawle) nnm 6onbLunm
4yucrnom annenemn (MHoXeCcTBEeHHble annenu), Ho B AUNIOUAHOM
opraHu3mMe CoOepXXMTCS TONbKO ABa annens ogHoro reHa.

e PeHOTUN — COBOKYMHOCTb BCEX NPU3HAKOB, CBOUCTB,
OCODEHHOCTEN Pa3BUTUA U XKNIHEOEATENBHOCTU OpraHmn3ama. 910
pes3ynbeTraTt peanusaymm reHotTuna B KOHKPETHbIX YCNOBUSX
cpenbl.
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B3anmoaemcreme reHosB

AnNnnernbHbIX
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HEroMmonorrmdHele 2poMOCcOrbBI

HeannenbHbie
reHbl — reHbl,
KOTOpble
pPacrosioXeHbl B
pPas3HbIX NOKycax
rOMONOMNMMYHbIX
XpOMOCOM MK B
HeroMmonormyHbIX
XpoMoOcoMax.



B3anmoaencreue annenbHbIX FreEHOB

BSaVIMO.EI,eyICTBVIe annesnbHbIX FEHOB — 3TO B3auMOOeENCTBUNE MeXay annesiaMm oaHOro N Toro Xe reHa.
B3anmopgencreue ocywecTBndeTcd no Tuny: nosiHoro A0MmMHMNMpPoOBaHMA, HENMOJIHOro AOMUHNPOBAHUA,
cBepxgoMnHMpoBaHnA, KOOOMUHNPOBAHUA.

* NMonHoe QOMMHUPOBAHME — JOMUHAHTHbIN annenb NONHOCTLI0 NOAABMSIET PELIECCUBHBIN;
NPosiBNEeHMEe LOMUHAHTHOIO annens He 3aB1UCUT OT NPUCYTCTBUS B FEHOTUNE OPYroro annens;
reTepo3nroTbl U FOMO3UTOTbl PEHOTUMNYECKN HE OTNIMYAKOTCS (KENTbI LBET rOPOLUVMH AOMUHUPYET Haa
3eneHblM, Kapue rnasa — Haf ronyobimu).

e HenonHoe AOMUWHNPOBaHUEe — ,D,OMMHaHTUbIVI annersnb He NOJIHOCTbIO NoAaBlidAeT peLl,eCCI/IBHbIIZ, ay
retTepo3nroT (bOpMI/IpyeTCFI MPOMEXYTOHHbIN C*)eHOTI/II'I (pO3OBbIe LBETKN HOYHOWN KpaCaBI/ILI,bI).

* KO.CI,OMVIHVIpOBaHVIe — ABa JOMWUHAHTHbIX ariJierna 0gHOro reHa rpo-ABnAd0TCA B CbeHOTl/II'Ie
HE3aBUCUMO Opyr OT Apyra (Opl'aHl/I3M Cc reHoTunowm IA IB onpegensaeT cMHTe3 4BYyX BUAOB aHTUTEeHOB An

* CBepxaoMUHUPOBaHNE — Yy reTepo3unroT NPU3HaK BblpaXXeH CUITbHEE, YEM Y TOMO3UIOT; AOMUHAHTHbLIW
annersnb B reTepo3MroTHOM COCTOSIHUM UMEET Bonee cunbHoe NposiBfeHne, Yem B roMO3NroTHOM
(reTepo3ncHasa cuna).
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Btopon 3akoH MeHaena —
3dKOH pacuieriJyieHus
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Ill 3akoH MeHpoensa —
3aKOH He3aBMUCUMMOro pacLiensrieHus
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OdbopmMmneHve 3aaad No reHeTuke.
CviMmBOnNbI, NPUHATDbIE B Nr’EHETUKEe.

XXeHcKkum opraHmnsm d My>kckon opraHmsm
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YcnoBua MeHOENNPOBaAHUA

LinTonorrnyeckne ocHoBbl 3akoHOB Menaensa 6a3npytoTcs Ha NpoLeccax
rameToreHesa n onyiogoTBOPEHUS.

3akoHbl MeHaens BbINOMHATCA NPY onpeaeneHHbIX YCITOBUSIX.
YcnoBusi MeHAeNnMpoBaHUA NPU3HAKOB:

* MOHOI€HHOE HacrneaoBaHUE;

* MONTHOE AOMUHMNPOBAHME;

e PABHOBEPOATHOE 0Opa3oBaHNE BCEX FAMET;

e PABHOBEPOATHAA BCTPEYa BCEX raMeT Npu OnrnoaoTBOPEHUN;

e paBHOBEPOATHAs BbXKMBAEMOCTb BCEX 3UTOT;

e OTCYTCTBME NEeTanbHbIX MyTaLUWUN;

e OTCYTCTBUE B3aMMOOENCTBUI MeXOY HeanmnenbHbIMU reHamu (npu
NoNUIrMbpmnaHOM CKpeLLMBaHUN);

* NOSIHas NEHETPAHTHOCTb FEHa;

* Bbipa)KeHHasi CTOMKas 3KCNPECCUBHOCTb reHa.



B3anmMoaencteue HeanmnernbHbIX reHOB

 KomnnemeHTapHOCTb — TUM B3aUMOAENCTBUSA, NPU KOTOPOM [Ba HeanmnenbHbIX reHa, 06bI4HO
OOMUHAHTHbIX, HaXo4s1Cb O4HOBPEMEHHO B reHOTUNe, NPUBOAAT K POPMUPOBAHMIO HOBOIO NPOSIBIIEHNS
npu3Haka. Y yenoseka a9 06pa3oBaHnsi HEKOTOPbIX NPU3HAKOB HEOOXOAUMO KOMMNIIEMEHTAPHOE
B3aMMOoNOoNHsLee AeNcTBUe reHoB (hopMupoBaHne HOpManbHOro Criyxa, CUHTE3 reMornobuHa).

e Anuctas — T1MN B3aMMOAENCTBMIS, NPU KOTOPOM HabnogaeTcs nogasneHne 0encTBusa ogHoOro reHa
OpYruM, HeannenbHbIM eMy. [logaBnawoLWnn reH HasblBaeTCH ANMCTaTUYECKUM reHOM (FeHOM
CYpeccopoM U MHIMBUTOPOM), a NogaBnsemMbl — rmnocTaTtnyeckum. Pasnuyarot anucrtas 5
AOMWHAHTHbIN (JOMMHAHTHbLIN annenb OJHOro reHa NoAaBNsET NPOsIBIEHNE AOMUHAHTHbLIX annenen

OPYroro reHa) n peueccuBHbIN (PELIECCUBHBLIN annenb NogaBnsaeT NposBleHne JOMUHAHTHbLIX annenem
OPYroro reHa TOfNbKO B rOMO3UIOTHOM COCTOSIHUN).

* [Monumepua — Tnn B3anMMOOENCTBUSA HeannenbHbIX reHOoB, Koraa npu dopMnpoBaHnUn NpuaHaka BaXKHO
KONIMYEeCTBO AOMUHAHTHbLIX FEHOB, BIIUSOLWMX HA CTENEHDb €ro BblpaXXeHHOCTU. ['eHbl 0603Ha4aloTCs
OOVHaKoBbIMU BykBamMu (LnMd)poBoe 0603Ha4YeHne C HXKHUM MHOEKCOM), YTODObI NOOYEPKHYTh
ofHoHanpasneHHocTb nx aencteusa Al, A2, ..., A10. Y yerioBeka o Tuny normmMepun HacnegyrTcs
AUrMeHTaUns KoXun (4em bonblue JOMUHAHTHBIX annenen, Tem 6onblue obpasyeTcs MenaHuHa n Tem
MHTEHCUBHEE OKpacKa KOXMK), a Takke 60MNbLUMHCTBO KONMYECTBEHHbLIX MPU3HAKOB, KOTOPLIE MOXHO
N3MEPUTb U NoacunTaThb (BEC, POCT, apTepunanbHoOe OaBrieHme).
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IHomnmmepua
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dopma 4Yepena(BnmaHMe Ha BbICOTY
poCTa)



NMIENOTPOIMNUA — Bo3aelicTBUE O4HOTO reHa
Ha NPOsiBNEHNEe HECKOMbKUX MPU3HAaKOB.

o NpnsHak A \

o NpusHak B=/ 1 reH - 1 xpoMmocomMa
o NpunsHak C
(MHO>XecTBeHHOe Aencreue reHa)

o ANIb6MHOCHI — peLyecCUBHbIN reH,
MCK/TIOYarLWNM BbipaboTKy nNMUrMeHTa
MesilaHuHa — 6esibif UBeT WwepcTuy,
KpacHbiIe rsasa.



[ eHeanorn4yecknm meton
(MeToa cocTaBneHna PoAOCOBHbIX)

[eHeanornyeckur metop, (MeTon cocTaBlieHUst POAOCITOBHbIX)
NO3BONSAET NpocneanTb HacneaoBaHMe NPU3HakoB (HOpMaribHbIX
UNKW NaToONOrn4ecknx) B psay NOKONEHUN C yKasaHnem
POACTBEHHbIX CBA3EN MEXAY YneHamu pogoCrOBHOMN.

BkritoyaeT B cebsa nBa atana:

e COCTaBlieHne PpoaOCNOBHOWU HA OCHOBaHUN CBEAEHUN,
Nony4vYeHHbIX OT NpobaHaa, ¢ UCNONbL30BaHMEM CNEeLNaribHbIX
cumBorioB (06o3HavyeHus KOcTa);

e aHaNn3 PpoAOCNOBHOM (OnpeaeneHne Tuna HacrnegoBaHus,
reHOTUMOB BCEX YNEHOB POJOCNOBHOMN, MPOrHO3MpoBaHUe
NPOSABNEHUA NPU3HaKa y NOTOMKOB).
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DparMeHT poA0CI0BHOIO APEBa CEMbH
YenoBHbie 0003HAYEHNS:
O ~ KEHILMHA
D ~ MyK4HHA
~ Opak
~ JIETH O1HOro Opaka

. . = [IPOABJICHHC HCCICAYCMOTO
[MPH3HAKA — CPOCLUAACA MOUKA VX4



*5. Y-CuEenJMeHHbLIN TUN
(ronanppunuyeckum T™n)
HacsienoBaHUA XapaKrTepu3yeTca
cneayroLlLmMMm NPpU3HaKaMm:

* bonbHLIE BO BCeX MOKOJIEHUAX,
* bonerwT TONLKO MYI>XK4HYMNHbI,

*y bonbHOro orua 6osnbHBLI BCEe
€ero CbiHOBbA;

°* BEPOATHOCTb HacsnenoBaHuUA
100% y Mmanb4YmMKOB.



lonangpuyiyeckun Tvn (Y)
HacrneagoBaHUSA

B O

[NepepaeTca no
MY>XCKOWN NTUHUN

©e3 nponycka
NnoKoneHumn

MNpumep v
yernoBeka:
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PaKOBUHbI




CuenfieHHoe C MoJsiIoMm

HacnegoBaHue — 2 (peLecCcuBHOE)

My>X4nHbI nony4arT CBOK X
XPOMOCOMY OT MaTepu

r 7 N R\ ,R
OTubl NnepegatoT cBOO X XY .'” U XX
XPOMOCOMY TOJIbKO J0YeEPAM
Y XeHWmnH deHoTun A XY
HabsgaeTca TONBKO Npu r /L\S( XY L
FOMO3UIOTHOCTU MO MYTaHTHOMY XY . ’ X X
annerno

deHoTUN HabnwgaeTca y —— _ ‘
MY>XUMH MNpU Hann4um |
MYTaHTHOro anneng ; . ()
[MpaBuno aytcangepos — 112 XXY 12 X x' XY x°x'
KMNHUYECKM 3[00POBbIE XEeHLWNHbI 1/2 XY 12 X' X'
paccMaTpuBaroTCa Kak

roMO3UroTbl MO HOPMarnbHOMY
annento 7 MyShared



CuenneHHoe C Mnoriom

MaTtepn nepenaroT cBoro X "
Y =1 3

XPOMOCOMY C MYyTaHTHbIM X .

annernem n go4epsam, u

CbiHOBbSAM daughters ,

HacnegosaHmne — 2 (AOMUHAHTHOE)

d |
MyTaHTHYH X XpOMOCOMY = XX deq o
OTUbI MepefaroT TOMbKO X Y__‘ - X X
LoYepsam I
CTaHpgapTHOEe npaBusnio 1/4 X°x° éaffected)
ayTcanAepoB ANSKEHWWH B  1/4 X X° normal)
ceMbsax ¢ X-cLernneHHbIM 1/4 X Y (affected)
3abornesaHunem. Aytcangepbl- /4 X°Y (normal)
MY>XUYUHBI FEMU3UTOTHbI U
BCerga o4eBunaHO, Kakou XP = QoMuHaHmMHbIG MymaHmHbIL annesns

BapumaHT HaxoamTca Ha ero X XY = peyeccusHbIli HopMasbHbIU annesb

XPOMOCOME .



bian3HeImoBbLIA

AnuexkneTka CnepmaTtosoua

\I/ nNoaoTBOPEHUe \I'/— OmoAOTBopeHuh/

2n e 3uroTa e-—- 3urorta —e
3apoabiw %—- 3apoabiw @

BnunsHeubl pasHosnuesble

Bnu3sHeubl oaHosiMLUEBbIEe
(reHeTU4YEeCKM MaeHTUYHbIe)




BnnsHeuoBLIA MeTon

OcHoBaH Ha u3yyeHun  O6/IM3HeLoB, nNpwu
CpaBHEHUN KOTOPbIX MOXXHO CyAUTb O BJ/IUAHUU
cpeabl W HacsieaCcTBeHHOro dakrtopa Ha
pa3Butne TOro wWin MWHOINo rnpu3Haka. 3Ta
MeToauKa Nno3BosideT ¢ Hanbosibllen TOYHOCTbIO
BbIACHUTb Hac/eacTBEHHYIO
npeapacriosiookeHHOCTb K TeM WU UHbIM
3abos/ieBaHUSAM W/IM OCOOBEHHOCTAM opraHuima,
MHPEKLMOHHbIM W/ ONnyXxosieBbiIM ©60/1e3HAM,
YCTaHOBUTb xapakrep HOpMaJ/IbHOW n
HapyLUe HHOW OeATesIbHOCTMW.



Koadpdpuupment XonbuuHrepa

% OB (M3) - % PB (J13)

100 - % PB (J13)

Oxpyskaroiasi cpeja

- A.'.‘-' 210



Koasp@MULIMeHT HacreAcTBEHHOECTIN
XorbLnHrepa (H)

~0OnpegensieT reHeTNYECKYIO ACJIID B
obLieM pasBUTUI OpraHmMaMa.

«[Npnn H = 1,0 may4vyaembiy noKasatTesb
NOJIHOCTbIO 3aBUCUT OT reHoTumna,

«[pn H > 0,7 Aon8 reHeETUYECKNX
BJIMAHNIN O4Y€Hb BblcoKa (/0% w
6onee) n 1Mwb HebonbLLAaa 4YacTtb
NPUXOAUNTCH Ha CPEeaOBbLIE BAUAHWS.




3. BaimzHeuoOoBbLIM MeTon

ITo3BoJ/isieT BBIABUTH MYy/JIbTH(aKTOpHA/IbHbIE
3a00/1eBaHUA T.e. 00/Ie3HHU C Hac/IeJICTBeHHO
npeapacno/iokeHHocrsw. H+E=1

dopmysna KonsijuHrepa biiH3HeLlOBBIH MeTOo/ — AaeT
BO3MOKHOCTH YCTAaHOBHTE P OJIb
reHoTHria 1 (paKkToOpoB cpeabl B
BO3HHKHOBEHHH 3a00/1eBaHHUA

Ecou H = 0,7, 1O
DHM3HaAK Hac/ieqyeTcs

H - ko3 PpuimeHr
HacJ/1e[J]CTBEHHOCTH

C - KOHKOP/IaHTHOCTh Eciu H < 0,3 , To npHU3HaAK

3dBHCHT OT Cpeabl



Tabauya 10
Hacnemyemocts (B 70/151X eqMHMIIBI) HEKOTOPBIX IIPM3HAKOB YeJI0BeKa

ITpnsHak Haciienyemocts
Temnociioxenne 0,81
Bec 0,78
PocT B 110J10)KeHM CUIs 0,76
IQ o bune (koad dpurinenT nHTeIIIEKTA) 0,68
BepOaspHbIe criocoOHOCTH 0,68
Opdorpadmueckme criocodHOCTN 0,53
CKOPOCTB IOCTYKMBaHWS HOTOV 0,50
CriocoOHOCTY K MCTOPUM U JIUTepaType 0,45
CriocoOHOCTY K ecTeCTBeHHbIM HayKaM 0,34
Apudmeriaeckme criocoOHOCTH 0,12




MopenposaHme HaceCTBeHHBIX D0J1e3HEN

Tabauya 11

3abos1eBanus YeJI0BEK | KPOJIMK | Kpbica | coDaka | KOIIKa

AnpOvHM3M o} + 3 + +

Atakcud + +

OIMIeTICus + + +

OrcyTcTBue 3y00B + +

Karapakra + + + +

[lnabet . +

[1yxora + * +
+ +

bpaxumakrmmig




MeToa aepmaTornuduku

MeTtoq aepmaTtornndukm oCHoBaH Ha U3yYeHUU MHONBUAOYaANbHbIX
OCODEHHOCTEN KOXHbIX PUCYHKOB (NanuUnnapHbIX y30PpOB):

* NanbueB PYK — AaKTUNOCKoONuS,
* TafiloHen — narnbMoOCKoNnus,
* CTYNHEWN HOr — NMaHTOCKOMMUSI.

« MeTog nepmaTtornmdukm Ncnonb3yeTcs B MegNKO-reHETUYECKOM
KOHCYNbTUPOBaHUM (3KCNpecc-MeToA, 419 AUarHOCTUKM
HEKOTOPbIX XPOMOCOMHbIX 6one3Hen — cnHapom [ayHa),
npuMeHsieTca Ana onpeaeneHns 3aMroTHoCTM 6n1MsHeLoB,
naeHTuuKaumm nM4YHOCTU, onpeaeneHns oTLoBCTBA
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ANroputm peLleHUs esso
reHeTMYeCKMX 3agau o8

¢ 1. lNpoyTnte ycnosue sagayu

¢ 2. BBegute 6ykBeHHOE 0603Ha4YeHNe JOMUHAHTHOrO U
peLecCUBHOTNO NMPU3HAKOB.

® 3, CoCTaBbTe CXemMy NepBoro CKpeLLMBaHns 1 3anuiinTe
reHOT UMbl 1 PEHOTUMLI POANTENLCKNX 0CO6EA.

® 4 3anuwunte raMeTbl, KOTOPbIE 06pa3yTCs y poauTeneil.
® 5. Onpeaenute reHoTUMbl U heHOT UMbl MOTOMCT Ba

® 6, CoCTaBkTe CXeMY BTOPOrO CKpeLLyBaHus.

® 7. OnpefenuTe ramMeThl, KOTOpble JaeT Kaxaast 0cobb.

® 8. CocTaBbTe peLLeTKy NeHHeTa 0 onpeadenuTe reHoTunbI 1
(peHOoTUNbI NOTOMCTBa.



