TEHETUKA BCHOY:
B MeToAax, 3agavax,
3afaHUAX.

LIEJIb: noaroToBkKa
K XKU3HWA!

Yuyutennb omonorum
Nonrononosa H.M.



[ eHeTnKa- Hayka o
HacneacTBEHHOCTU U

N3IMEHHYNBOCTU

e HacneaocTBeHHOCTb
* A3M@HYNBOCTb
e [eHOTMN

* 7 OT Kaknx dpaktopoB 3aBUCUT
peanun3auna HacnegcTBeHHOU
MHopMaL K

e PeHOTUN



Benukun cpegu BeriMkux... - nepBbIn
reHeTUK

perop MeHgenb
(1828-1884) —

YcTaHoBUn, YTO Nepenaya
HacneaCcTBEHHbIX
NPU3HAKOB NOTOMCTBY
onpegensercd
HEe3aBUCUMbIMU U
HecMellunBatoLLUMNCS
HacneacTBEHHbIMU
3agaTkamMmu - pakTopamu,
KOTOpPble NO3Xe nony4ymnu
Ha3BaHWE reHoB.




OueHka 3acnyr dopmanbHasi reHeTUKa
MeHpens: - MepeoTKpbITUE 3aKOHOB

- 1900 roa —
«Memod aemopa u cnocob
ebipaxamb ceou pesynomamepi -~ MPU3HAHUE NMpUoOpUTETa
e ghopMysiax 3acrnyxusarom yuyeHoro MeHaens:
8HUMaHUSI U OOJKHbI 6bIMb
dasnibwe pa3pabomaHbi»

U.®.lLimanbrayseH

«MeHpgenb onepeagun sBpemsa. OH
caenan ToT eAUHCTBEHHbIU U
CaMbIin rMaBHbIN LWWAr B HayKe —
NMOHAN YBUAOEHHOE.

3710 ObIN Wwar B 6eccmepTme.
UMeHHO OH co3aan oCHOBY Ans
ObICTPOro pa3BUTUA NFEHETUKU B
Halwle BpemMs»

H.B.TumocpeeB-PecoBckun, 1965




3acnyru LMeHaena - OCHOBOMNOJSIOXHUKA
TEHETUKMUA (8.02.1865)

1. MeTtoa rmdbpnaonorn4yecKknm

2. [lopbop poauTenbCKux nap no npmusHakam
doeHbl) N aHann3 HacnegoBaHUs 3a4aTKoOB

3. 3aKoHOMepPHOCTW HacregoBaHus (3 3aKoHa)

4. [lpaBunNo YNCTOTbl raMeT

5. TlporHo3npoBaHne pesyrbrata CKpeLlBaHUS

6. MaTtemaTnyeckasa obpaboTka pesynsraToB

(Teopus BEPOATHOCTH)

T.0. PaspaboTaH nepBbIN Hay4YHbIN NPOEKT C

mMaTemaTuyeckon obpaboTkomn pesynbrata
(CTaTVICTVI‘-IeCKVIVI MeToA, OCHOBAaHHbIN Ha Teopuun
BEpPOATHOCTMH)



OCHOBHbI€ MOHATUA NTEHETUKW:

* [eH

* Jlokyc

« Annenn A —Xentas; a- 3eneHasd
 AA ; aa- romo3uroTa

* Aa- reteposurota

o DeHOoTUMNbI XXENTbIU; 3erNeHbIN

* [eHoTMNbI AA(OoMm.) aa(peu.)

e [amMeTbl A a

P F,



CMBOIJIbl N SHAKUA

* P — pogutenu

* )XeHCKasi 0co0b

* MYyXCKasi 0cobb

* CKpellnBaHue

* F- rmbpuapbl

e A —0JOMWUHAHTHbLIN reH
* A- peleccuBHbIN reH
 AA, aa - roMO3UrOThl
* Aa - reTepo3nroThl



3agayum no reHeTuke. TUN.bI:

A. TMBPUOONOIMNMYECKUN METOL.
1. 3akoHbl MeHpgens (1, 2, 3)
2. Bsanmopgencrteue reHos
- anneribHble reHbl
- HeanrnesbHbIE MeHbl
3. [NpnsHaku, cuenneHHble C Nonom

4. 3apayuun c ucnosrib3oBaHUEM reHeTUYeCcKoro

KOoda.
5. TEHEANOMMYECKUA METO[;:
1. CocTaBneHme poaocnoBHOM
2. AHann3 pogoCcnoBHOW NO anropuTmy.
B. UUTOFrEHETUYECKUN METO/.
1. AHanu3 npeagnoXXeHHoOM Kapnorpammbl (Hopma).
2. AHanu3 BapmMaHTOB Kapuorpamm (MyTtaumm).



[lepBbIn 3aKoH MeHpens
- 3aKOH eanHOOOpPa3ua rMopmnaos
NnepBOro NOKOMEeHUS.

3anaua 1.

YcnoBue: OTey — npaBLa, y KOTOPOro npeaku
ObISIN TONMMLKO NPaBOPYKUMMU, XKEHUTCSH Ha
NIeBOPYKOM XeHwuHe. NpaBwa — AOMMHAHTHbLIN
TUN HacrnenoBaHUA.

3adaHue: KakoBa BepOATHOCTb POXAEHUA OeTew
— neswen? O0bLACHUTE OTBeT.

Kakne 3aKOHOMepHOCTU, 3aKOHbI, KaTeropum
reHeTUKN Bbl npumeHanu npu peweHnn?



PJAAxiaa

npasLia nesLia

A a
(ravers)
N4

F

npaBLUK

NMoHATMA: MOHOrMOPUOHOE CKpeLlMBaHMUE, rOMO3UroTa,
reteposuroTa, raMeTbl, AOMUHAHTHbIW NPU3HAK, PELECCUBHbIN
NPU3HaK, annernbHbIE reHbI



3apaya 2. AHanusupyLlee ckpelmBaHue (BapmnaHT 1).
KakoB reHOTUN OTUA, €CIN Y MaTepu - HopMarnbHOE 3peHune,
HO BCe geTu cTpagatoT mmonunen. Mmonns (6rm3opykocTb) —

OOMUHAHTHbLIN @YyTOCOMHbLIN NPU3HaK

O |3 9 P O/XX X g;aa
ol OTBeT:
X As As Bce noTtomMcTBO
eanHoobpasHo —

brnn3opykue getu,

3HA4YUT, HEN3BECTHbIU
reHoTun otua - AA.

P AA x aa




BTopoun 3akoH MeHaens — 3akoH
paclierniieHns. 3agava 4.

P 0 Aa x JAa

npasLwa npasLwa
G ¢ A 2
TA O AA A a
a Aa aa
F AA Aa Aa aasa
npasLua. npaslla. npaslla neswa

3 - 1 (nodeHotuny)

NMoHAaTUA: peweTtka lNeHHeTa, reHoTUN, dbeHoTUn,



3anaHuA:

1. OnpegennTe BapuaHTbl 300P0OBbSA AETEN, POAUBLUMNXCAH B
ceMbe, rae oba poguTtenst UMEKT MOoBbILLEHHOE
cogepXkaHume xonectepuHa B nnasme KpoBW.

P Aa x Aa
[eHOTUNbI: 1 AA: 2Aa : 1aa
deHotTunbl: 1 AA:2Aa : 1aa

OTBeT: BEPOATHOCTb poxXaeHust aeten ¢ tsxkenoim ATCK —
25%:; c noBbILLEHHBIM coaepxaHnem xonectepuHa — 50%;
C HOpMaribHbIM cogepXaHnem — 25%.

2. Onpegenute BEPOATHOCTb POXKAEHUSA OETEN C AAHHOM
aHoMarnmemn n CTereHb ee BbIPaXXeHHOCTN B CEMbE, ECINU
N3BECTHO, YTO OAUH N3 poauTenen cTpanarn
aTepocKnepo3om, MMer KCaHTOMbl Ha CKnepe rnasHoro
abroka, gpyron Obin n3 Hebnaronony4Hom rno
rmnepxonecTepuHEMnUnN CEMbMN.



Tpetun 3akoH .MeHaens -

* [pun ckpelmBaHum ocoben, oTnUYaKrLLKXCA Mo
OBYyM 1 bonee anstepHaTUBHbLIM NPU3HaKaMm B
NepBOM MOKONEHMN UMEET MECTO SIBMEHME

HE3SABUCUMOIO KOMBUHUPOBAHWUA, B

NTOre KOTOPOro Ao4YepHue ocobu byayr
OTNUYHLIMU NO PEHOTUNY OT POAUTENBCKUX.

[Mpn peweHnn 3TUX 3aga4y cocTaBIIsSINTE
peweTKy [NeHHeTa!

3anaua 7.



[eH — 3BoNKOLNA onpeaesnieHUsN:

- T'eH (unctpoH) (1992) — oparmeHT [JHK, yyacTeytoLimm
B 06pa3oBaHMn noNMNEenTUAHON Lenu;

B €ro COCTaB BXOAAT TaKXe y4aCTKU, pacrosioXXeHHble
nepen KogmpyroLlen nocrnenoBaTenbHOCTLIO U Nocne
Hee (NnuaepHasa n KoHUeBasi 0brnacTm), a Takxke
NHCEPLMOHHbIE NOCNeaoBaTENIbHOCTU (MHTPOHbI).

e

- eH — dpparmeHT AHK, accounnpoBaHHbLIN
(cBAiI3aHHbIN) C perynAaTopHbIMU Vi
nocrie[oBaTeNIbHOCTAMM, COOTBETCTBYHOLLMN ‘%\
onpeneneHHoON eAuHULE TPAHCKPUMLIUK U
BbIMOMHAOLWWUN onpeaeneHHble PYyHKLUUN
(2000)



" e H - 3BONOLUMA NpeacTaBneHus

1. TEH - nocnenoBarenbHocTb HykneorunoB HK, kotopou
MOXET ObITb NpunucaHa onpegeneHHaa PyHKUNA B
opraHname (1988).

'eH - CTpyKTYypHasa, PyHKUMOHANIbHO Hegenumaa eauHuua
A, npegcTtasnsatowas cobon ydyactok monekynbsl [HK
(pexxe PHK), kogupyoLmin CUMHTE3 0OgHOW MaKpOMOIEKYbl
(nonmnentugos, TPHK nnéo pPHK).

2. T'EH (uncTtpoH) — pparmenT OHK, yyacTByOWNKN B
oOpa3oBaHMU NoNUNEeNTUAHOU LENnu;

a TakKxe y4acTKW, pacnosfioXeHHble nepen koaupytoLlen
nocrnenoBaTenbHOCTLIO U MNOcne Hee (nuaepHas w
KOHLUeBasi obrnacTtu),

a TaKXXe MHCepUMOHHbIe nocrneaoBaTeNibHOCTHU
(MHTPOHDI) (1992).




[ eH - onpegeneHns

3. leH - gppacmeHsm [IHK, accoumnpoBaHHbIU C
perynaTopHbIMU NocreaoBaTesribHOCTAMM,
COOTBETCTBYIOLWMN onpedesieHHOU eQuHuUue
mpaHCKpUnuuu v ebIrnoJIHIWUU
pa3nudHbie pyHkuuu (1997).

4. eH - coeokynHocmb ceameHmos [AHK,
KOTOpble eMecme cocmasJsisirom
aKcnpeccupyemyro eamHuuy,

obycnoBnvBarLLYO obpa3oBaHue
negm_:buqecxoro PYHKLUOHANLHOrO
KTa — nnmbo monekynsl PHK, nnbo

I'IOJ'II/II'IeI'ITI/I,EI,a (2012).




CuenneHHoe HacneaooBaHue U
KpOoCCOBepHble eANHULbI

Genetic Distance

L
~

Physical Distance

1Mb

A a
8 : 1cM

Genetic Distance

If observed only in 1

A a A a out of every 100 Meioses
1
B b b B 8= 7pg =1cM
Then:
Genetic Distance between A& B
is1cM




3ANA4HA 15.

« Knaccunyeckas remounua M OansTOHM3M HacnegyrTcs
KaK peLeccuBHbIE NPU3HAKN, cuUenfieHHble ¢ X-
Xpomocomon. PacctodgHne mexay reHamu onpeneneHo B
9,8 MopraHmasl.

« 1. [JeBywika, OTel KOTOpPOW CTpadaeT OgHOBPEMEHHO
reMouInen n gansToHU3MOM, a MaTb 340PpOBa U
npoucxoguT n3 6riaronosny4yHom rno aTumM npmsHakam CeMbM,
BbIXOAUT 3aMYyX 3a 300p0oBOro myxudumHy. Onpegenute
BEPOATHLIE PEHOTUNLI AETEN OT 3TOro bpaka.

e 2. XeHWuHa, MaTb KOTOPOWN CTpadana AansToHU3MoM, a
oTeL, remounmen, BCTynaeT B bpak C My>X4MHOWN,
cTpagawwmm odbonmm 3adbonesanmamn. Onpegennte
BEPOATHOCTb POXAEHUS OETEN B 3TON CEMbE C 0bENMMU
aHoOManuamm,



FameTbl: XHP_50% |Y = 50%

XeHck. IMyXcK.

XHD — 45 1% XHD XHD XHD \Y 3nopos
- 22,5% - 22,5%

th — 4519, |XHD th th \ femochunus

’ n

-22,5% -22,5% AanbTOHU3M

XHd — 499 |XxHD XHd XHd \ JanbToHN3M
- 2,45% - 2,45%

XhD — 499 |XHD XhD XhD \Y l'emodunus
- 2,45% - 2,45%

OTBeT: BeposaTHOCTb poXXaeHUs1 MaribinKoB ¢ reModounmen m
AansToHU3MoM — 22,5%; ¢ remodounuen — 2,45%; ¢
AansToHn3Mom — 2,45%; 300poBbIX — 22,5%.




b. leHeanornyeckun mertopn (cocrtaBrieHne
pPOOOCIIOBHOU HAa OCHOBaHUM nereHAabl)

Jogu

370p0BbIIt MyX4iHa [[]  BonbHoit myxuua -
340p0Bas XeHLMHA O bonbHas XeHwmHa .
300p0BOE N0 0 BonbHOM HEU3BECTHOrO ‘
HEM3BECTHOro nona nona

Mpo6axg MyXyuHa .
P4

JKeHLUHa—HOCUTEND @
peLeccuBHOro 3abonesaHus,

d.1972 CLIENSIEHHOr0 C X-XpOMOCOMOiA

YmepLune noau ',

d. 4 months
OTHOWeEHuUs

bpak nnu
JNUTENbHbIA CO03

O

Pazsop WO
BNn3KopoACTBEHHbIE

MpuémHble feTu

[oHopcTBO
cnepmbl

[eTepo3nuroTHbIE NOAN
N0 ayTOCOMHbIM annensm

My>X4nHa — HOCUTENb
MYyKOBMCLMAO03

[lBa 300p0OBbIX CbiHA

BonbLlioe konuyecTeo
YenoBeK (KoNu4ecTBo

KoHcynsTupyemas )KeHuugl'O MepTBOPOXAEHHBIE g ’ss
neTH

24 weeks

HEN3BECTHO)

BHe6payHble unu
CNy4aiHble CBA3W

[+-O
[o4b, poxaéHHas I___|‘ Y O

B pesynbrare O

CNy4aiHom cBA3m ”

Buonoruyeckue !
POAUTENN HEU3BECTHBI lj

OTkas ot
poAUTENbCKMX Npas :| [

Cypporathas | =) (8
MaTb
&

300pOBbIe poauTenu
CO 3[0POBbIMU CbIHOM
W J0YepbIo

becnnopHbii 6pak
(npuynHa)

MoHO3UroTHbIE
(ogHOsMUEBLIE)
6nu13HeLbl

JloHOpCTBO
SANLEKNeTKN

o (1
[o]

A F508

B
&

ajte

A3oocnepMus

Camonpou3BonbHoe A A A

npepbiBaHue 6epemenHocTi Female Male
JKeHLMHa—HOoCUTENb

TpaHcnokauuu 14:21 45, XX,  (14:21)
TepMuHaums 6epeMeHHOCTH /‘
(nnog mMyxckoro nona) Male

3
Tput 60NbHbIE fO4EPU .

®
bepemeHHOCTb (Nepuog) i

24/4/02

besneTHbIit 6pak

070

bnusxeup!
(Heu3BeCTHO
OLHO- UNK
pasHoAnLEBbIe)

Bk

PasHosiLesbie
(IM3MroTHbIE) I:ﬁ
6nu3HeLbl

[loHopcTBO . ‘

CypporaTHo
ANLEKNETKOM 0



CoctaBneHue pogoCriOBHOU W
ariropuTm ee aHanusa

2. 3. 4.
CKonbKo KakoB Tun a) Aytocom- |llporHos gns
NOoKoneHnn |Hacneno- HbIW, UNNA aeten npodaHpa
B BaHUS 0) cuenneH c
pPoAOCJIOBHO NMnoJyiom
n?
Cuutaete no |1. Ecnn «b», [lo 3akoHam
BEpTUKanu AoMuHaH | 1o 3) ¢ X- MeHgens
THbIN unn 6) c Y- | (v BapraHTb)
2. XPOMOCOMOV
Peueccu
BHbIN




1. PogocnoBHass ¢ AOMUHaAHTHbLIM TUMOM
HacrieqoBaHUA WeCTUNanocTu

’

2

#

2
6 7

o

4

10

11

OO

12 13

Q

O

14 15 16



1.a. AYyTOCOMHO-AOMMWHAHTHbIU TUMN
HacnegoBaHUSA

I | 10 I

.

O

10 @ # O

1 3 4 5 6
.V mO®
e g I8 8y
‘ JKEHINUHA ¥ MYKIUHA O

340POBBI€ MKEeHIIIMHA U MYXUYHHE

C HEMIPDOCEHCOPHOM I'IyXO0TOi




B. LluToreHeTnyeckun mertopn —
coCTaBlieHue Kapuorpamubl

AHanus
KapunorpamMmmbil:

1. KonunyecTtBo
XPOMOCOM - ;

2. [Mon nauueHTa -
MY>KCKOW;

3. dopmyna

Kapunorpammbl 46 XY,

4. OueHka (+ unm -)




