3aKOHOMEPHOCTMU
HacneaACTBeHHOCTM:
OCHOBbI FrEHETUKMU
YyesioBeKa U XXUBbIX
OpraHUM3MoB

Kak NpuU3HakM nepenaroTca NoTOMKaM:
OT NreHOB 00 PEeHOTUMA.




[ToueMy reHeTUKa
cTasia oaoHOM

N3 KN4YeBbiX HAYK
6unonoruu

OT onblTOB MeHaenga Ha ropoxe

0O COBPEMEHHOW OMNATHOCTUKMN:
reHeTMKa o6bACHAET HacegoBaHMe,
HacnegcTBeHHble 6oNe3Hu, cenexkumnto
N BMOTEXHOMNOIMK, CBA3bIBAA MPU3HAKU
C paboTom XpOMOCOM KN Mornekyn OJHK.




HacneaocrBeHHbIN

MaTepuana U YPOBHM
opraHu3auum npmsHaka

INHK Kak ocHoBa

HHK XpaHWUT HacneaCTBEHHYHO
MHPOPMALIMIO M 330a€ET NOPALOOK
cHTe3a PHK n 6enkoB. UIMeHHO 2TU

MOEKY/1bl OMNpPenensatoT, Kakme FreHoTUn u peHoTMN
MNPU3HAKM MOMYT MPOSABUTLCA [eHOTUM — 3TO HaboP HaceaCTBEHHbIX
y OpraHmsma. BapMaHTOB OpPraHM3Ma, a eHoTUM —

MX BHEWHEE N CI)yHI-(LI,l/IOHaJ'IbHOG

HTo Takoe reH npoasneHmne. OOMH U TOT XXe reHOTUM

feH — yyacTok OHK, HecyLwmm MOXXET JaBaTb Pa3HbIN GEHOTUM B Pa3HbIX
MHDOPMaLMIO O MPU3HaKe Yepes YOl SR
CNHTE3 KOH erTHOl;I PHK mnnun 6enka. YpPOBHU NposIBNEHUNA NPU3HaKa
Pa3Hble reHbl MOryT paboTaTb B PAa3HbIX B BB YETES HE TombLE
KMEeTKaxX M Ha pPa3HbIX 3Tarnax pa3BUTUS.
Ha YPOBHE reHa, HO 1 Yepes paboTty
XpPOMOCOMHbI Ha6Op YenoBeKa KMNETOK, TKAHEW N LLIeNOro opraHmama.
[To3TOMY HacneaocTBeHHad nporpamMmma
Y yenoBekKa 46 XpOMOCOM, N UTOTOBbIM OBNMK HE COBMagaroT
OObeaAMNHEHHbIX B 23 Napbl. M3 HKUX 22 MOJTHOCTbHO.

Napbl — ayTOCOMbI, @ O4Ha napa
onpegendaer Nnon m npeacraBneHa XX
mnnm XY.



OT 1HK K npu3sHakKy

CxeMa NoKa3blBaEeT, KakK Hac/1eacTBeHHad l/IHCI)OpMaLI,l/IS:I pPearim3yeTcd Hepe3 CUMHTES3 oenka u pa6OTy KITETKW.



Tnbl AOMMHUPOBaHUSA B HacnegoBaHUM
NPU3HaKoOB

B Cxema nposiBneHus

Y pa3HbIX MPU3HAKOB anenv B3aMMoaeNCTBYOT
Mo-pPa3HOMY: MHOIrOa OOMH MaCKMPYeT Opyron,
MHorga NpoaBnatoTca 06a, a MHOrOa BO3HUKaET
MPOMEXYTOUHbIN BapUaHT.

Hamnbonee pas3nmyatoTcsd nosHoe

OOMUHUPOBaAHWNE N KOOOMUHUPOBAHUE,;
HernoJsiIHoe OOMUHUNPOBaAHME N MHOXECTBEHHble
annenn paclumpsatoT pa3Hoobpasne peHOoTUMOB.

CxemaTumyeckas cpaBHUTESIbBHAA OLUEHKA IO oripege/ieHNAIAM reHeTn4eCKnx T1rioB
5 HacC/1eoOBAHUA.



MepBbiK 3aKOH MeHAaena: eanHoo6bpasue

rmopuaos Fl

CkpewmBaHUue poauTtenemn

Ecnun cKpecTuTb ABe rOMO3UTroThl,
pasnuyatoLmecs No ogHoOMYy MPU3Haky,
KaXKOblM poanTenb obpasyeT ogunH TUM
raMeT. [103ToMy BCe MOTOMKW MepBOro
MOKOTIEHMSA NOyYatoT OANHAKOBYIO
KOMOUMHaLMIO annenemn.

3HauyeHue pe3ynbTraTa

EonHoo6pa3ne rmbpmaoB MoKas3ano,
YTO HacieacTBeHHbIe PaKTopPbI
nepenarTca Kak OUCKPETHbIe
eadNHMLbl, @ HE CMELLMBAOTCH
6ecrnopago4YHo. TO CTasio OOHUM

13 MepPBbIX JOKA3aATENbCTB
3aKOHOMEPHOCTM HacnegoBaHUS.

EAnHbIN deHoTUn F1

[P MONHOM OOMUHUPOBaHUW TMBPUAbI
MepPBOro MOKONEeHMa BbIraoaT
OOWNHAKOBO, MOTOMY UYTO OOMUHAHTHbIN
annenb NPoaABNAETCS YryKe

B reTepo3unrote 1 onpenenaeTt BHEeLLHNM
MPU3HaK.

YcnoBue AencTBUSA 3aKOHa

3aKOH crnpaBeannB

a9 MOHOTMBPUMOHOIO CKpeLlmBaHMa,
KOrda paccMaTpuBatloT OOAMH NMPU3HaK

M OTCYTCTBYIOT OC/TOXKHSAOLLME PaKTOPHI,
TaKMe Kak HenosiHoe OOMUHUMPOBaHMe
NN CLEeNNeHne reHoB.




MoHOormé6puaHoe cKkpelwmBaHuUe: reHOoTUnNbLI
U GeHOTUMNbI NOKOJIEHUU

CxeMa NnokKasbIBaeT, KakK N3 egnHoobpasng Fl
BO3HUMKAET pacluenneHme B F2.

Bo BTOPOM MOKOJIEHNIN TTOABJTAKOTCH Pa3HbIE
reHOTUurbl U dDeHOTl/II_IbI, YTO rnoarBep>xXaaet
paculeriyieHne HacJieaCrBeHHOro Marepmalia
N COXPaHEHNE anneneu Y NMOTOMKOB.

Krnaccumyeckasa cxema I\/IOHOI'I/I6,0M,EHOI'O CKpewnBaAHWL ripn rnoJiHomM 4oOMUWHWPOBAHUU.



PeweTKa NeHHeTa: HarNAAHbIU pacyeT
HacnenoBaHUSA

FaMeTbl Ha Kpadax YeTbipe BO3MOXXHbIX OT dopMynbl
Tabnuubl KOMGUMHaUun K BEPOATHOCTM

B pewéTke lNeHHeTa annenu [lepeceyeHMe ramMeT A 1 a OaeT Tabnuua nepeBoanT abCTPAKTHYIO
OOHOIro poanTesnga 3arnnmcbliBaroT kKneTkn AA, Aa, Aa 1 aa. Takad 3aMNnCb CKpeLlnBaHmMA

CBEPXY, APYroro — csieBa. 3atem 3aMmMcCb MOMOTraeT BbICTPO B KOHKPETHbIE BEPOATHOCTU
KaXXAYHO KNETKY 3aMoJIHAOT 3aMEeTUTb, YTO A Ba BapUMaHTa MOTOMCTBA. YUEHUKY Cpa3y BUOHO,
MO COYETaHUIO raMeT, YTOObI OKa3blBalOTCH reTepO3nUTrOTHbIMMU, no4yeMy COOTHOLLUEHWME TEHOTUIMOB
yBUAETb BCE€ BO3MOXKHbIE TEHOTUTDbI a JBa — rOMO3UTOTHbIMW, U NNETKO paBHO 1:2:1, a peHoTMNoB — 3.1
NOTOMCTBa NPV CKpeLLMBaHUKM Aa X noOcymMTaTb MX YaCTOThI. NpPW NONHOM OOMUHUPOBaAHUMN.

Aa.



BTopou 3aKOH MeHaena
U pacLuensieHume
NPM3HaKoOB

NoaBneHUe pacliensieHUsa

Ecnv B mepBOM MOKONEHUM CKPbITbIN
PeLLeCCMBHbIV annenb He MPoaBUICY,
TO BO BTOPOM MOKO/TIEHUM OH MOXXET CHOBa

BCTPETUTHCA B Mape M AaTb HOBbIU reHoTUn U peHoTUN
PeHOTMN. Tak BO3HMKAET paclueniexHmne PaclienneHne HabntogaeTcs He TOMbKO
NPU3HAKOB.

Mo BHELWHNM TMPUN3HaKaM,
HO N MO reHoTUMaM. 2To NnoarTBepPXXOAET,

YTO HacneOCcTBEHHbIN MaTepwmarn

reHa pPacxoOaTcs B pa3Hble NosloBble 1 Nepenaétcs 6e3 CMelLMBaHUS
KNeTKN. Kaxkabl MOTOMOK Moy4YaeT TONbKO

OOWH annenb OT KaXKgoro poguteng,
MO3TOMY KOMBUHALMM Y MOTOMCTBA
pPa3nnyatoTCy.

PaspeneHue anneneu

CBfa3b C MEMO3OM

[eHeTnYecKasd OCHOBA 3aKOHa —
PacxoXaoeHne roMoOTOrMYHbIX XPOMOCOM
B Meno3e. MIMeHHO 3To obecrnedmBaeT
cny4YyamHoe pacnpeneneHue annenemn

N 06bACHAET 3aKOHOMEPHOCTb MOABEHUS
Pa3HbIX TEHOTUMOB.



OAnrmépuaHoe cKpelwmBaHUe U He3aBUCUMoe
HacnepoBaHUue

B F2 npu AaBb x AaBb

He3aBrcMMOe pacxoxaeHue annenem OByx

reHOB CO30a&T YeTblpe deHoTUNmnYeckme 7
rPynMbl, €CNU reHbl HE cLeneHbl -

M He HapyLLatoT pacrnpeneneHmne B Menose.

CoOTHOLLUEHME 9:3:3.1 — K/TaCcCUNYECKNN MPU3HAK

He3aBUCMMOIo Hac/egoBaHMa ABYX Nap 3
annenem Npv oUrnépuUaHOM CKpeLLMBaHUMN.

1-i doeHoTUN 2-i cheHoTMN 3-in cheHoTUN 4-in cheHoTUN

10 Krnaccuyeckas cxema AnrnbpugHoro ckpelinBaHms AaBb x AaBb rno MeHaesro.
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TpeTun 3aKoH MeHAaena n ero orpaHMYeHuUs

He3zaBucmMmoe HacnenoBaHue

Ecnn reHbl HAXoOaTCA B Pa3HbIX
XPOMOCOMaXx, aJineni pPacxooaTcs B raMeThbl
He3aBMCKMMO Opyr OT gpyra. [losaTomMy
COYeTaHUSA MPU3HAKOB Y MOTOMKOB
BO3HWMKAOT B HOBbIX, 3apaHee He 3adaHHbIX
KOMOUWHaLUEAX.

Korpa 3akoH He pa6oTaeTt

[Mon 6/IM3KOM PACMONMOXKEHUN TEeHOB

B OHOM XPOMOCOME OHM Yallle nepenatoTcy
BMecTe. Takoe cuernseHne HapylLuaeT
OXXMOaeMoe He3aBMCKMMoe pacnpeneneHume
N YMeHbLLaeT pa3Hoobpasme reHOTUMNoB
NOTOMCTBaA.

KpoccuHroeep Kak UCKJlo4YeHue

OBMeH yYyacTKaMu MexX<ay roMoormyHbiMm
XPOMOCOMaMUM MOXKET Pa3pbliBaThb
cuenneHme n cosfaBaTb PEKOMBUHAHTHbIE
rameTbl. IMEHHO NO3TOMY MHOIrAa
NoABNAOTCA COYeTaHUA NMPU3HAKOB,
OTCYTCTBOBaBLUME Yy poaunTenem.

OcHoOBa KapTupoBaHus

YacToTa KPOCCUHIOBEpa OTPaXKaeT
PacCCTOAHME MeXay reHaMu: YeM OHa
BblLLe, TeM AaliblUe OHW PaCroOnOXKeHbl.
STOT NMPUHLMM UCMOMb3YIOT

015 MOCTPOEHUSA FreHEeTUYECKMX KapT
XPOMOCOM.
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Meno3 KaK oCHOBa pacxXoXXaeHuda anneneu

[TocnepoBaTeIbHOCTb COObITUM B MENO3e OObACHAET YMEeHbLUEHNE |—|a6opa XPOMOCOM N MNnodBJieHNe HOBbIX COYEeTaHUM annenen.



CuenneHue reHoB U poJib KPOCCUHIroBepa

CuenjieHHble reHbl

[eHbl, PaCnoIOXKeHHbIe B O4HOMN
XPOMOCOMEe, Yallle nepenatoTcy
COBMECTHO, YEM MO OTAENbHOCTU. ITO
NPUBOOUT K NpeocbnagaHuio
POAUNTENBbCKMX COYETaHWNM MPU3HAKOB
N OTKSTOHEHUIO OT HE3AaBUCKMMOTIO
HacnegoBaHMA.

PeKOMBGUHaAHTHbIE BapPUaHTDbI

KpoccmHroBep pa3pbliBaeT cLUenieHmne

M CO30AET HOBblE KOMOUMHALUMM annenew.
Takne raMeTbl Ha3blBatOT
PEKOMOUHAHTHbLIMU, MOCKOSIbKY OHU HECYT
coYeTaHud, OTCYTCTBOBaBLUME B MCXOOHbIX
XPOMOCOMax poaunTenen.

3HayYeHue paccTosasHUusA

UeM 6mKe reHbl Apyr K Apyry, TeM pexke
MeXay HUMUK MPOonCxogmT o6MeH
ydacTkaMu. No3ToMy yacToTa
PEKOMOUHALIMN CIYXUT yOOOHOW Mepom
PACCTOAHUSA N MOMOraeT onpenenaTb
MNOPSOO0OK rEHOB B XPOMOCOME,

13



HacnepoBsaHue, cuenJieHHoe C NoJioM

B X-cuenneHHoe Y-cuensieHHoe

Takme NpuU3HakM onpenenaoTCa NooOXXeHMeM

reHa B NMOJ/1I0BbIX XpoMocoMax. g X-

cuervieHHbIX peueCCMBHDbIX BApMMaHTOB

OCODBEHHO Ba)XHa retTepPoO3nroTHOCTb XEeHLWWNH-

HOCUTEJIbHWL.

X-cLenmeHHble NMPEPN3HaAKWM Halle TNMPOABJTAKOTCH

Y MY>KUUMH, a Y-CUeMeHHble MMEIOT CTPOro

MVY>XXCKYIO TMHUNIO Nepenayn. 2TO OTpaXkaeT

pasnnyme B Habope MoOBbIX XPOMOCOM.

1 4 YyebHasa reHeTnKa 4yes1ioBeKa, 0606LLeHMe Mo TUMNAM CLErn/1€HHOro
Hacs/ieoBAHUA




OCHOBHbI€ TUNbl HacnepoBaHUA U NPpUMepPbl NPU3HAKOB

Knaccmyeckume nenMepbl LLIKOJTbHOWM M1 OBLEN FEHETUKM

Tabnumua nokasbiBaeT, YTO OOMH

1 TOT YKe MPU3HAK MOXXET
HacnegoBaTbCA MO Pa3HbIM
MexaHM3MaM, a OANH MeXaHN3M —
OOBACHATb CPa3y HECKOIbKO PAa3HbIX
crydyaes.

TN HacnegoBaHMSA 3aBUCUT

OT B3aMMOOENCTBUSA alifieNen n MOXKET
CYLLECTBEHHO MEHATbL
PeHOTUMMHYECKOE PaCLLENMNEHME. DTO
OCOBEHHO 3aMETHO MNP CPaBHEHNI
KJ1TaCCUNYECKMX MeHOeTeBCKUMX

M HEMEHOENEBCKMX CITy4YaEeB.
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[eHHble, XPOMOCOMHbDbIE U FTEHOMHbIE MyTauuun

[eHHble MyTauuun

3MeHaoT NocieqoBaTelbHOCTb HYK/TeoTMA0B B Npedesiax OgHoro
reHa. Takme naMeHeHna MOoryT HapyLLaTb CUMHTE3 6enkKa

N CTAHOBUTbHCA MPUYMHOM HacNeaCTBEHHbIX 3ab60neBaHMM, BKOYaqa
MYKOBUCLIMO03.

XpPOMOCOMHbIE NepecTPOUKU

CB¢d3aHbl C MoTepen, yaBoeHMeM, MOBOPOTOM UM NEPEHOCOM
YYACTKOB XPOMOCOMbIl. OHM HapyLLaoT PpaboTy MHOMMX reHOB
Cpa3y M YacTo OTPaXKatoTCA Ha PaA3BUTUM OPraHM3Ma.

[eHOMHble MyTauum

MeHSaoT YMCO XPOMOCOM B Habope KNneTkum. K atom rpynne
OTHOCAT TPUCOMUU N MONTUCOMUU; MPUMEPOM CNYXKUT CUHOPOM
[1ayHa, CBA3aHHbINM C TNLUHEWN 21-11 XPOMOCOMOMW.

HapyweHue Kapuotumna

I3MeHeHMAa B Habope MoJIOBbIX XPOMOCOM MOTYT MPUBOANTb
K XapaKTepHbIM CMHOPOMaM, HanpmMmep Kapmotmny XXY npm cmHgpome

KnamHdenbrepa. 3To BAUAET Ha Pa3BUTUE U PEMPOAYKTUBHYIO GYHKLUIO.

16



BepoaATHOCTUN HacneaoBaHUA B ceMbe

BepodaTHOCTb MOMOraeT OLEHUTb PUCK
0719 rPynnbl MOTOMKOB, HO HE MO3BOMAET
3apaHee onpenenmTb Mcxoad a9 OgHoro
KOHKPETHOro pebéHka 6e3 y4yéTa
OOMNONMHUTENBbHbBIX GAaKTOPOB.

PacuéTbl MOKa3bIBAOT CTATUCTUYECKMI XapaKTep
HacnegoBaHMA: MPW PAa3HbIX CXeMax
CKPEeLLMBaHMA BO3MOXXHbl YETKME 00U, OOHAKO
OHW NPOABNAOTCA Ha 6OIbLLUOW BbIOOPKE,

a He B Ka)XOOM cfiy4ae.
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B BeposaTHoCTb, %

80

MeHgeneBcKkue cxeMbl M TUTMOBbIE pGCLIéTbI BepOFITHOCTeI;I B reHerTvKe




NMpaKTn4yeckKkoe 3HavYeHumne
3aKOHOB
HacneaCTBeHHOCTMU

MeaAULMHA

3aKOHbl HacneacTBEHHOCTUM MOMOratoT OLLeHUBATb
PUCK HaclegcTBeHHbIX 6one3Hen, o6baACHATb

ceMemnHble cryYyaun nepenadym npmsHaKkonB brnorexHonorum
1 BbICTPaMBaTb reHETUYECKOEe KOHCYbTUPOBaHME

. o [TOHMMaHWMe HacneaCTBEHHbIX MEXaHN3MOB
C Y4HETOM pPeaJibHbIX BEPOATHOCTEMN.

NEXXUT B OCHOBE aHaln3a reHoMa,
Pa3paboTKM TECT-CUCTEM N CO30aHUA HOBbIX
MOOX040B K MPOPUNAKTUKE U NEUYEHUIO
3aboneBaHuMI.

Cenekuus

B pactTeHneBoncrBe N XMBOTHOBOAOCTBE 3HAHWNH
O HacJieoBaHWMI MO3BOJIAKOT I'IOLI,6I/IpaTb
poOounTESTIbCKNE c|>opM bl, COHETATb HYy>XHbIE€
NPEN3HaKM M MNMosiydaTb COPTa N MNMopo4dbl

C 3aaHHbIMWN CBONCTBaAMMW.

OounarHoctumka

HHK-Mapkepbl 1 I'NLLP 0atoT BO3MOXXHOCTb
BblIABNATb HAaCNeOCTBEHHbIE BAPWMaHTbl ObICTPO
M TOYHO. TakMe MeTodbl OCOOEHHO BaXXHbi,
Korga BHeLUHWME MPU3HaKKM eLlle

He MPOoOABUMUCSD.



[eHeTuKa YyenoBekKa: orpaHUYeHuUsa n aTudecKume

He TONbKO reHbl

[ToM3HaKKM YenoBeka
dopMUpPYOTCA Noa BIMAHUNEM
reHOB W cpeabl O4HOBPEMEHHO.
[To3TOMY OaXKe ToYHaa cxeMa
HacnegoBaHMA He Bcerga
MO3BONAET NpeacKasaTb
MTOrOBbIM PEHOTUNM

6e3 OroBOpPOK.

KoHbuaeHUManbHOCTb AaHHbIX

NMHPopMaUMa O reHETUYECKOM
CTaTyCce OTHOCUTCH K 0COB0
YYBCTBUTESTbHbIM MEepPCOHaSIbHbIM
OaHHbIM. E€ XpaHeHMe

M nepegada TPebyoT CTPOrom
3alLNTbl, YTOObI M3BeXKaTb
ONCKPUMUWHAUNM M HapYLUEeHMS
npaB..

BOMpPOCHI

Jo6poBonibHOe cornacue

[eHeTnYecKoe TeCTUpPOBaHME
OOMYCTUMO TONTbKO

NP MHPOPMMNPOBAHHOM COr/lacum
yesiloBekKa. BaXkHO 3apaHee -
OOBACHUTb LLefib MCccrnegoBaHmg,
BO3MOXHble NMocneacTBus

N OrpaHNYeHna nHTepnpeTaunm
Pe3y/bTaToB.

OTBeTCTBEHHAA HTepnpeTauus

Pe3ynbraT Tecta 4OJI>KEH
OLLleHMBATb CMeLManncT, y4MTbiBad
BEPOATHOCTb, CEMENHbLIV aHAMHE3
M MeOUNLLIMHCKNIN KOHTEKCT.
HenpaBuWbHOE TONTKOBaHME
MOXET NPUBECTU K NMNLLIHEN

TpeBoOre UMM oLLNBOYHbIM

BbIBOOAM. 3
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HacnencrBeHHOCTD:
OT 3aKOHOB K peaJ/ibHbIM
NpU3HaKaM

3aKOHOMEPHOCTU HacNeaACTBEHHOCTM MOKa3blBAtOT, KaK anienu
nepenaroTca OoT poanTenem K MoTOMKaM M KaK MEeMO3 CO30aET
Pa3Hoobpa3me. 3T 3HaHNG OObACHAIOT 6O1E3HK, MOMOratoT

B MegunLumHe, cenekumm m bMoTexHoormm.



