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I1J1IAH:

1. IlonsiTHE «KM3MEHYUBOCTD)», €€ BU/bI.
2. HenacjaeacrBeHHasi UN3BMEHYMBOCTD.
3. HaciieancrBeHHasi N3BMEHYMBOCTD.
4. Oco0eHHOCTH YeJI0BeKa KaK 00beKTa
reHeTHYeCKHUX UCCJIeI0BAHUM
5. HacaeacTrBeHHBIE 3200/1€eBAaHUA U METOALI UX
TUATHOCTUKU
a) 'enHbIe 3a00/1eBaHNS U MX JHATHOCTHKA.
0) XpoMocoMHBIe 3200/ 1€ BAHUS U UX
AUATCHOCTHUKA.



Llenb: [lokazaTtb BO3MOXHOCTb
MCMONb30BaAHUA KIacCU4eCKmnx
3aKOHOB reHeTUKM AOns adHanusa
reHoTuna u doeHoTmna Nnonynsunm
yernoBeKa C Y4YeTOM ero
bunocounanbHON CYLLHOCTU U
BO3MOXXHOCTUN ONArHOCTUKU U
KOppeKLUMn BO3HUKAIOLLLETO
HEe300pPOBbA.



3HaYeHue HacneacTBeHHOCTU U

M3IMEH4YNBOCTU B 3BOJNTHOLLIUUA

* /IaMeH4YMBOCTb — pyHOaAMeHTarbHOE CBOUCTBO
KMBOro, CNoCOOHOCTL OPraHM3MOB K

OTKITOHEHUIO OT POANTENBCKUX (hOpM B
CTPOEHUN, PYHKLUMAX N OCOBEHHOCTSAX Pa3BUTUSA

B npouecce 3BONIOLUUN XKUBLIE OpraHn3Mbl NoA
BO3IENCTBMEM BHELLUHUX YCIIOBMWN Npunobpetanu
HOBbIE MPU3HAKKN, YTO ABUIOCb OCHOBOM
MHOroobpasunsi >XMBbIX OpPraHM3MOB Ha 3em/ie

TakuM o0bpa3oM, HacneaCTBEHHOCTb U
N3MEHYMBOCTb AMANEKTUYECKN B3aMMOCBS3aHbl



 bnaropapa HacneacTtBeHHocT Homo sapiens
KaK BU CoOXpaHsAeT CXOACTBO C APYrMMu
XUBbIMU OpraHU3MamMu HacensarLWnumMm
3eMnio.

bnarogaps M3MeH4YMBOCTU B reHopoHae
yesioBeuecTBa HaKonJeHo 6onbLuoe
KOJINYECTBO aJi/iesien no MHOMr'MM reHam B
pe3ysibTaTe NOCTOSAHHO uayLliero
MYTALlMOHHOIO rnpoLjecca




Knaccudunkauma nameH4YnBoCTHr

MoaundukaunoHHas TpaHcdopMaLMOHHasA

R vyrawomen

HeHacnencreseHHas




HeHacneaocrBeHHass USM@HYUBOCTDb

- PeHoTUNMYECKNE pa3Nnyna, BO3HMKaKOLWMe noa
BNUAHNEM YCIIOBUU cpeabl 0e3 NU3MEHEHUIN reHOoTUNa.
K. Harenun B 1884 r. Ha3Ban moandukaumamm —
MoandumkaumoHHasa U3MeH4YMNBOCTD.

- Bce nsmeHeHuna peHotuna MMeroT onpeneneHHble
rpaHuLbl — HOpMa peakuun. Y Kaxgoro opraHu3sma
HOpMa peakuun cBosi, 0bycrnoBrieHHast BCe e
reHOTUMOM.



MoaudumnkaumoHHass U3AMEeHYUBOCTb

JCTeneHb BbipaXeHHOCTU MmoaudukKaLmm
nponopLuMoHasibHa cuie U
Nnpoao/HKUTENIbHOCTU AencTBuNa hakTopa.

[IMoandpukayumm mMmeroT
npucnocobutenbHbIN XapaKTep.

OMoaundukaummn obnapaatoT pa3HOM CTerneHblo
CTOMKOCTU. MHOrne n3s moandukaumn
obpaTuMbl.

[IMoandpukaumm He nepenaroTcsa no
HacneacTBy U UMEKOT rPynnoBOU XapaKTtep.



InureHeTn4yeckass U3AMeHYNBOCTDb

(OHTOreHeTn4yeckasn)

Bo3pacTHble nameHeHns peHoTuna

3TO U3MEHEHUA FreHHOW aKTUBHOCTU, KOTOpbIe He
CBSi3aHbl C U3AMEHEHMUEM reHoTUna

NpuumHa:

1. HeakTnBHOE COCTOSAHME
reHOB.

2. JKCNpeccus reHos.







HacJieancrBeHHass n3MéHYUBOCTD

3TO U3MEHYUBOCTb, NMPU KOTOPOU NPOUCXOOUT
N3MEeHeHUue reHoTuna v 3TM N3MeHeHUs MoryT
nepenartbCs Mo HacneacTBy

Pa3nuyaloT cneayrowime suabl
HacneacrBeHHOUM U3MEHUYUBOCTM :

[IKoMbuHaTuBHan
0TpaHncchopMaLMOHHaSA

[IMyTauMOHHaA



KomOuHaTUBHAaa U3aMeH4YnBOCTbL — obecnevnBaeTcd
nepekoMmbuHaumen HacnegcTBEHHOro
maTepunana. B ocHoBe eé nexart cneaytowjme
MeXaHM3Mbl NepekomMounHaumm:

*KpoccmHrosep — 0bMeH y4aCcTkaMu roMOI0rM4YHbIX
XpomMocoM (npoda3za I menosa).

»He3aBncnMoe pacxoXxaeHme roMoIorMYHbIX
XpOMOCOM B aHada3e I meno3sa.

Pa3sHoobpa3ne rameT obyc/oBneHo He3aBUCUMbIM
noseaeHneM busaneHToB. OHO BbIpaXkaeTcs
cdopmynion 2 ", rae n — YNCo XpoOMOCOM B
ranaounaHoM Habope.

Y yenoseka n =23, n pa3Hoobpa3ne rameT
cooTBeTcTBYeT 2 %3, unun 8388608



% CouyeTaHue reHoB Npu CJZIMSSTHUUN raMeT
(onnopgorBopeHune)

<AnbTepHaTUBHDbIXA CrJ1TaUuCUHI. Ha BTOpOoM
3Tane 3KCcnpeccum reHoB 3yKapuorT. lNocne
vyAasieHUs1 UHTPOHOB 3K30Hbl CLUMBAIOTCH He

Nno NOpPSIAKY, YTO NMPUMBOANUT K USMEHEHUIO
nHdpopmauum B MPHK.



HacneancrBeHHast UBME@HYUBOCTDb

e TpaHCc

DOPMaUMNOHHAA USMEHUYNBOCTb

TpaHcdopMaLumn — 3TO NEPEHOC reHETUYECKOro MaTepuana
OT OZIHOrO OpraHM3ma K Apyromy. Mayyanu Ha npuMepe

BMPYCOB.

TpaHcaykumus — 3to nepeHoc AHK 13 oaHou KneTkn (aoHopa)
B Apyryto (peumnueHT) C nomoLlbio bakTepunodara.
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bapoapa MakKiaunHTOK
(CIIIA)

Hobenesckas npemus
1983 roga 3a oTKpbITUE
MOOUIBbHbIX 3NEMEHTOB
reHoma.

ABneHune nepemelleHnd
nnasmMmug HasBaHo €elo
TPaHCNO3ULNEN.

[1Tna3ammngbl — HebonbLUKe
aBTOHOMHbIE KONbLEBbLIE
mosnekynbl JHK B
bakTepunanbHON KIeTKe.



* F-nunn HeobxoanMbl
KNeTke-goHOopY Ans
obecneyeHnsa KOHTaKTa
Mexay Hen u
PELMIMNEHTOM.

* [10 KOHBIOraLMOHHOMY

TOHHEN NPOUCXOANT
nepenada JHK.




MyTaunoHHasA USMEHUYNBOCTb — ee
Pe3yribTaTOM ABJIAeTCA MyTalus

MyTauunu- aTo cTonkue, CNOHTaHHbIE
N3MeHeHNA reHoTuna.

MyTareHb! — (PpaKTOPpbI, Bbi3blBaloOLMe MyTaLMMm

Knaccndukauyus

dusnuyeckune XuMmnueckue

PaanoakKTUBHbIE

U3nyvyeHusd.a —
Nyun,, y-nyum u T.
A.




XMnyeckue MmyrtareHbl

Ecau xumnuyeckoe coeqnunenue pearupyer ¢ JIHK, To
VI Hero mpakTuyecku He cymecrsyer 11K,

80% mMyTareHoB sIBJISIeTCHA KAHIEPOreHAMH

K xuM. MmyTareHam OTHOCATCH: NPOAYKTHI

npomMplnuieHHOro npousBoacTBa: CO,, NO, BbIxnonHbIE
rasbl, CBUHEL, pacTBOpPUTENU, NPOAYKTbl CUHTETUYECKOrO
Kaydyka, popManbaerna, nectuuuabl, repbuumasi,
VMHCEKTULMAbI, NIEKapCTBEHHbIE Mpenaparhbl.



buo/iornyecKue MyTareHbl

[l Bupychbl BeTpsiHoii ocnbl, rpunmna, repueca,
aparura, CapkomMbl Payca — BbI3bIBAIOT I'¢HHbIE
MYTAallUH , XPOMOCOMHBIE adeppanuu, a TAKKe
MOPAKAIOT penapaTuBHbIE CUCTEMBbI.
HemaroreHHbie BUPYCHI HTPAKOT POJIb B
reHeTU4eCKUX PEKOMOUHAIIUSAX.

DB&KHI/IHI)I MOI'YT BbI3BATb I'CHHBIC U
XPOMOCOMHBIC MyTAallUHd MOCJIC BAKIIMHAIINN.

UTokCHHBI TeJIbMHHTOB, IPOCTEHINNX, TPHOOB MOI'yT
YCHJIMBATh MYTAIIMOHHBIN npouecc. Oco0eHHo
ONACHBI TOKCUHBI IJIECHEBbIX 'PUOOB.



Kiaaccupukanum MyTanum:

[ITo xapakTepy BO3HUKHOBEHHS — CIIOHTAHHBIE,
MHIYIHPOBAHHDIE

[I1o Joxkaau3aluu B OPraHu3Me — reHepaTHBHbIE,
COMATHYECKHE

[ITo Joxkaau3anuu B KJIETKe — siIePHbIE,
MU TOIIA3MATHYECKHE

[I1o mposiBJIEHNIO — JOMHHAHTHBIE, PelleCCHBHBIE

[ITo ypoBHIO H3MEHEHHSI FTeHOTHIA — FeHHbIE,
XPOMOCOMHBIE, FTeHOMHbIE



I eHHBIC MyTAllMH

ITO N3MEHEHHUA HYKJIECOTHAHOMI MOCJIeI0BaATEIbHOCTH
reHa.

MyTaunn CO CABUI'OM PaAMKH CYUTbIBAHUS.

AeJiellMu, BCTABKH, TYOJIUKAIMHU
MyTanuu 0e3 cABUra pAMKH CYUTHIBAHUS : TPAH3ULUHA (A
Ha I, T ua II), rpancBepcuu (A Ha T, I na I1), unBepcumu.

P deKT reHHbIX MYTAIUH:

Muccenc — u3MeHsIe€TCA NMOJUIENTH/, T.K. H3MEHSIEeTCH
CMBICJI KOJI0HA.

CamMmuccenc — moJIMIENTHI He U3MEHAETCH
HoHceHc — mosiBJIsIeTCSI CTON-KOA0H, 00pa3yeTrcs
OCKOJIOUHbBIN 0€JI0K



XPOMOCOMHbIEe MyTaLUUn=
XPOMOCOMHbIe abeppaLnm

3TO U3MEHEHMUA , CBA3aHHbIe C HapyLUeHneM
CTPYKTYpPbl XpOMOCOM

[densaTca Ha BHYTPUXPOMOCOMHbDIE W
MEeXXXPOMOCOMHbIE

BHYTpUXpOMOCOMHbIe abeppauun:
|\eneyus — yrpata 4aCTu XpoMOCOMbI

lIAynnukauua — yaBoeHue yyactka XpoMOCOMbI

IMHBepcua — NOBOPOT yyacTKa XpoMocoMbl Ha 180°



XPOMOCOMHbIe MyTaL K-
BHYTPUXPOMOCOMHbIE abeppaLnm

NHBepcum 6bIBalOT ABYX BUAOB:
NepuueHTpUueckasi- 3aTparmBaer
LleHTpoMepy

MNapaueHTpuueckas - npoucxoauTt B O4AHOM
nJieye u He 3aTparuBaeT LeHTpoMepy
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MeXXXPOMOCOMHbIE MyTaLuu-
TPAHC/IOKaUum

NepeHOC yyacTKa o4HOM XpOMOCOMbI Ha ApYryto-
HeroMosIormyHyro. Pasnmyaror:

PeuunpokHbie - B3aMMHbIK 06MeH CMMMeTPUUYHbIMU
y4yaCTKaMM MeXxxay ABYMS HEroMoJIorMyHbIMMU
XpOMOCOMaMM

HepeunnpokHbie — HeB3auMHbIX 06MeH (MHcepuus)
oTAenuBLIMNUCA bparMeHT NpUMKpenisieTcs K
HeromMoJsiIormuyHon xpomocome (HECMMMETPUYUHbIN
obmeH)

Pob6epTCOHOBCKME — CZIMSIHUE ABYX aKPOLEHTPUYECKUX
XpPOMOCOM B 06/1aCTH LeHTPOMEpPbl KaK FrOMOJIOrMYHbIX
TaK U HEroMoJ1I0rM4YHbIX.



XPOMOCOMHblIE MyTaL MK
MeXXXpOMOCOMHbIE MyTaluU- TPAHC/IOKaLluu

TpaHcnokayus (1):1 — HeB3anmMmHas
(HCcepuunsa), 2 — B3anMmHasa (peunnpokHas)
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Po6epTCcOHOBCKaA TPaHC/IOKaLUNA




[ eHOMHbIe MyTaLuK
CBsi3aHbl C HapyLwleHueM Yncsia XpoMoCOM.

Pa3nvyaloT ABa BuAa: NoJiMrJiongma u aHeyrnjiongaumsa

NMonunaonausa — U3SMeHeHUe Yymcsia XpoMoCcoMm
KpaTHoe ransiongHomy 3n, 4n. Y pacteHum
BCTpeYaeTCA 4acTo, a Y XXUBOTHbIX U YefioBeKa —
OuYeHb peaKo U ABNSIETCA JieTa/IbHOU MyTaLMeMn.

NMpUYMHON NONUMJIONANM Y YesiOBEKA MOXKET ObITb
3HAOMMTO3 — yABOEHHUEe XPOMOCOM C nocneayrowmm
aAeneHvueM HeHTpoMmep, HO 6e3 pacxoxxaeHus
XpPOMOCOM. ITO HabnrofaeTcss B COMaTUYECKUX
K/1IeTKaxX nocrsie BoO3AenUcrema MmyrtareHos. Moxker
npuUBecCTU K MO3auLU3My.



[ eHOMHbIE MyTaLUn

AHeynnouausa unum reteporsiongmsa — U3MeHeHue
Yyucsia XxpoMOCOM HEeKpaTHoOe rarnJionaHomy.
Pa3nunyaror:

MoHocoMuio — (2n -1);

Tpucommio — (2n + 1),

NMonucomuio — (2n +2, 3...)

Hynnancomms — oTCyTCTBUE Napbl FOMOJIOrMYHbIX
XpoMOCOM (OAHO3HAYHO JieTallb)

MexaHn3M BO3HUKHOBEHUSI FrEHOMHbIX MYTaLlUK
CBsi3aH C HapyLweHueM HOpPMaJibHOro
pacxo)XXaeHuss XxpoMocoM BO BpeMs MENo3a, B
pe3ysnbTaTte yero o6pasyrorca aHoMasibHble
ramMeTbl, NocJsie onJ1IoA0TBOPEHUS KOTOPbIX
BO3HMKAIOT reteponjionaHbie 3uroTbl.



OcCo00eHHOCTH YeJI0BEeKA KaK 00beKTAa
reHeTUYEeCKHUX UCCJICA0BAHUM:

=Y 4e/1oBEKa HE MOXKeET 6bITb UCKYCCTBEHHOro
CKpewuBaHuAa B CMny ero 6unocoumasibHOCTH;

- HU3Kas NJ1I0QOBUTOCTD;
- peakas CMeHa NoKoJIeHUH;

- HaJinume B reHoMme 60/1bLWIOro Yncnaa rpynn
cuenseHus;

- BbICOKas cTeneHb PeHOTUNUYECKOro
nonmMmopdpusma.

3T 0C06€HHOCTU He A4Aa0T BO3MOXXHOCTb MPUMEHSATb
Ha yenoBeke rmbpunaonornueckun Mmerton
nccreaoBaHMA.



HacnencrseHHbIe 3a60s1eBaHUSA

3T0 3abonesaHus, aTMoNOornueckum pakTopom
KOTOPbIX ABNASAIOTCA MyTauuu. B 3aBucmmoctm
OT TUNAa MyTauuu 6onesHn AensaTCca Ha reHHble
N XPOMOCOMHDbIE.

NMpuynHOM reHHbIX 3a6051eBaHUN ABNSAIOTCSA
reHHble MyTaLuMm.

MoHoreHHble 3abosieBaHus 06ycnoB/iEHDI
MyTauueun ogHoro reHa. OHM HacnepyroTcsa NO
3akoHaM MeHpgens.

MonureHHble 3abonesaHnsa uMeroT 60nee
C/ZI0X>XKHOe HacieqoBaHMe U OHU 3aBUCAT OT
HeCKOJIbKUX reHoB.



eHHble 3a601eBaHUA

Pa3nnyaloT cneayrowme Buabl MOHOMeHHbIX
3aboneBaHun:

[JAYTOCOMHO - AOMMUHAHTHbIE

[JAYTOCOMHO - peLieCCMBHbIe
[JCuensieHHble C NOoJIOM - AOMUHAHTHbIE
[CuenJieHHble C NOJZIOM - peLieCCUBHbIe

[IMuToXoHApUaJsibHble

[OMynbTuUdaKkTOprasbHbie



eHHble 3a601eBaHuA

NMpuMmepbl reHHbIX 3a601eBaHUM:
AyTOCOMHO — AOMMHaAHTHbIE 3aboneBaHus (AA, Aa)
CunapoMm MopdaHa

3aboneBaHus
coeAUHUTEJIbHOM
TKAHM C
BOBJIEYEHUEM
CKeJNleTHO —
MbILLEYHOU U
cepaeyHo —
COCYAUCTOMN CUCTEM,
a TaK)Xe natoJsiormeu
rnas




eHHble 3a60/1eBaHuA

AyTOCOMHO — AOMMHAHTHbIE 3a60/1eBaHun

CuvHapomMm dnepca -[laHnoca

MneppacTaXXMMOCTb KOXXU
'MnepnoaBMXXHOCTb CyCTaBOB




eHHble 3a60n1eBaHus

AyTOCOMHO-peLleccMBHble 3aboneBaHuns

1- nMrMeHTHasA
KcepoaepMa

2 — aTakcusa —
PacCTpPOMNCTBO
KoopAuHaUumn
ABWXXEHUU

3 — cuHapoMm bnyMma
— KpacHas
NnArMeHTaums Ha
nvuye, CKNIOHHOCTb K
OHKOJIOrMYeCKuUM
3aboneBaHusM,
YMCTBEHHas
OTCTaNOCTb




eHHble 3a601eBaHus

X — cuenneHHoe AOMMHAHTHOE HacneaoBaHue C
HEenoJIHOM NEeHEeTPaAHTHOCTbIO.

CuHgpom dabpu (anddysHas aHrnokeparomaCuHgpom dabpu
(andbdpysHaa aHrmokepaTtoma TysfioBuLLa, HacneacTBeHHbIN




eHHble 3a601eBaHuA

X — cuenJieHHoOe peLeccCMBHOe HacieaoBaHue

Muoancrtpodpus [ilolleHHa  Muopucrpocdus Bekkepa

ATpodunueckue
npoyecchl
pa3BMBarOTCA BO BCEX
opraHax

[MpnbnnanTensHo

c 15 ner
[MposiBngaeTca ¢ 3-5 net HauYnHaer

Yactota 3 : 100000 NPOSIBNATHCS U e
Yactota 1 : 20 000




leHHbLIe 3a00oneBaHus

MuTtoxoHApuMasibHble 3aboneBaHusn -
BO3HUKAIOT B CBfi3u C MyTauusMum B
mutoxoHapuvanobHon AHK (mTAHK). A3BeCTHbLI
aABe OCHOBHbIE rpynnbil MyTaLUuy,
BO3HUKarowmux B MTAHK:

1)MyTauum, CBfi3aHHbIE C aeneunsamm
¢pparmMmeHTOB MONIEKY/bl;

2) TOUKOBbIE MyTaLUM.

HacneposaHune MUTOXOHAPUMAJIbHbIX 60s1e3HEN
npoucxoauT No0 MaTepUHCKOMU JIMHUNU. B ocHoBe
3TUX 3aboneBaHum NeXUT HapyLwieHue
3HepreTnuyeckoro obMeHa B KJ1ieTkax.



leHHbLIe 3a00oneBaHus

MynbTucdakTopuanbHbie 3abonesaHuns —

3TO 3aboneBaHus C HacneaCTBEHHOM
npeapacnosioXKeHHocTolo. NMpuunMHOn X aBnaroTCA
MyTaLuM, HO MNposiBJZieHWe 3aBUCUT OT aKTopoB
BHELLHEeM cpeabl.

K TaKuM 3aboneBaHnsM OTHOCHATCS:
runeprtoHnyeckas 6one3Hb, fA3BeHHble 60se3HM
WEeNyAOUYHO-KMIUEYHOro  TPaKTa, MLieMuyeckKas
6one3Hb cepaua M T.A.



MeToAabl AMArHOCTUKMU
reHHbIX 3a6os1eBaHuM

1. BuoxmMmmyeckme Metoabl NO3BOJIAIOT BbiIABUTb
HacneacreeHHble 3aboneBaHuns, cBi3aHHbIE C
HapyweHueM obMeHa BelwlecTB
NMpumepbl 3a601€BaHUI, Bbi3BaHHbIX HapyLLEeHUeM
Pa3J/IMuHbIX BUAOB O6MeHa:

YrnesogHoro obmeHa:
FanakTo3eMusa, MyKonosimcaxapmaosbl.

O6mMeHa nunuaos: cPUHroNMNMAO3bl.

O6bMeHa aMMHOKUCNOT: (PeHUJIKETOHYPHUS,
TUPO3UHO3, AJIKANTOHYPUSA, aNibOMHU3M.
HapyweHuns obMeHa BewecTB OTHOCATCA K FreHHbIM
3aboneBaHusAM.



MeToabl AMArHOCTUKMN
reHHbIX 3abonieBaHnN

2. leHeanornyeckumn MeTog-— ato
YyCTaHOBJIEHUE reHeas1IorM4eckmnx
3aKOHOMEpPHOCTEMN.

No3Bonser:

1. YCTaHOBUTDb HacneaCTBEHHbIN XapaKTep
npu3Haka.

2. YCTAaHOBUTb TUN Hac/eaoBaHUA.

3. YCTaHOBUTb 3UroTHOCTb NpobaHaa u ero
POACTBEHHUKOB.

4. OnpeaenuTb NeHETPAHTHOCTb.
5.BbISSICHUTb NPOrHo3 Az NOTOMCTBA.



[eHeanornyeckum merton

» OnupaeTcs Ha reHearnoruio — yyeHue o
POAOCIIOBHbIX.

» CyTb — cocTaBrieHue poaocrioBHOU U €€ aHanus.
» MeTop npepnoxeH ®@. NanstoHoM B 1865 ropy.

® IOTAIlbI
TEHEANIOIM'MYECKOIO
AHATN3A:

—

] C60p AaHHbIX O Bcex
poACcTBEHHUKax o6crneayemMoro;

[1 NocTpoenue ponocnosHoOM;

—

] AHanu3 pogocnoBHOM U
BbIBOAbI




CocTaBrnieHne poaoCriOBHbIX CXeM

1. HaunHaeTcs ¢ npobaHpa.

2. Cnbcebl (poaHble)— aetun
OQHOM poaAUTENbCKOM Napbl.
PacnonararTcsa B nopsgke
poOXAeHUsa cneBa HanpagBo.

3. YUneHbl poaoOCrIOBHOMU
pacnornararoTcs CTpPoro no
NOKOJSIEHNAM B OAMUH pALA.

4. NokoneHua ob6o03HavYaroTCA
puMckummn umdppamm cneBa
OT POAOCIIOBHON CBEpPXY
BHU3.

5. Apabcknmum uudpamm
HyMepyeTcsi MOTOMCTBO
OAHOro nokKosieHus (oavH
psaa) cneBa Hanpaso.

O -XEeHLMHa O- -- -D -BHeOpa4yHasn

} 3n0poBbe CBA3b
D -MyX4uHa @ -cubcebi
On; -npobaHp, ﬁ-ﬁ C% -MOHO3UIOTHbIE

6n1u13HeLb!

-0/ HEU3BECTEH
-ON3UrOTHbIE
6nn3Heub!
A -BbIKMAbILL DIO -6ecnnoaHbIn
— 6pak
l -MeanLMHCKU a6opT D’TO -BHeGpayHoe
H MOTOMCTBO
* -MEpPTBOPOXAEHHbIN
- . -60NbHbIE
D_O -6pax l] O -reTepo3uroTHbIe
: E @ -HOCUTEeNun peuec-
CUBHOrO reHa
m -KPOBHOPOACTBEHHbIN EII OI -NN4HO obcne-
Gpak . - [OBaHHblE

-NMOBTOPHbLIN 6pak Z @ -ymepLume

NMpaBuna coctaBneHus
pOOOCNTOBHOM

CumMmBOnbI, UCNOSb3yeMbie Npu
COCTaBlIeHUN POAOCIIOBHOM




III

IV




[MnaH aHanu3a poaoocnoBHOMU eoo

1. Hacneayetcsa nu 3abonesaHue (CMOTPUM MO POAOCITIOBHON). oo

2. [lokasbiBaeM cuenfeHne ¢ nosiom:

2.1. Tonangpuyeckoe HacnegosaHue (y-cuenneHHoe). 3abonesaHue
nepenaeTcsa OT OTua K CblHY. boneT TONbLKO Mans4YmKu.

2.2. X-CLUEeNneHHoe:

2.2.1. X-cuenneHHoe goMnHaHTHoe. OT 60MnbHbIX XXEHLINH poXaatoTcs
OonbHbIE CbIHOBBSA N A0YKN. OT BONBbHbLIX MY>XXYMH TONLKO OOYKMW.
HacnepnoBaHune B KaXkKOoOM MOKOMEHUN.

2.2.2. X-cuenneHHoe peueccusHoe. [MaBHbIM 06pa3om 60MeT MY>XUNHbI
(remnauroTbl). Habniogaetcs npockanb3biBaHWE NOKONIEHWUMN.
BeposaTHocTb 3aboneBaHns Bo3pacTaeT B ONM3KOPOACTBEHHbIX Dpakax.

3. AyTOCOMHOEe HacrnegoBaHue:

3.1. AyTocomMHOo-goMuHaHTHoe. OT BONbHbIX poXxaarTca OonbHbIE, a OT
300poBbIX — 3aopoBblie (co 100% neHeTpaHTHOCTLIO). bes
NpocKanb3biBaHUA NOKorieHnn. C HenomnHou NeHETPaHTHOCTbLIO: Hapsay
C poxgeHnem B6onbHbIX OT BOMNbHLIX BCTPEYaETCA poxaeHne 60nbHbIX
OT 300POBbIX 1 HAOOOPOT.

3.3. AyToCOMHO-peLeccmBHOe. HacnenoBaHue He B KaXX40OM NMOKOSIEHNN.
OT 300poBbLIX poauTenen poxaarTcs bonbHble AeTw.

4. MntoxoHapuanbHoe HacrnegoBaHue. HacneayoTca 3abonesaHus
obmeHa BelecTB Yepes anuekneTky. OT O0MNbHbIX XKEHLLUWH poXaarTcs
OornbHblE CbIHOBbA U A04YKU. Manbvnku ganblue 3aboneBaHus He
nepenator.




AHanuns 6anskopoacTBeHHbIX 6pakoB e0oo

Mepou poacTrBa CynpyroB npu 6J1H3K0p0L[CTBeHH0M§:.

Opake siBiaserca Kod@puuueHT uHOpuauHra (F) -
dhopmyaa Panra:

F=(1/2) " 1 N - CyMMAa CTYIIeHeH nepeaadyu 1o
000UM POAUTEIAM

P11 — pyCK maTOJIOrMY€CKOI0 reHa, T.€. POXKICHUA
00JILHOI0 pedeHKa. Y KaXKIA0ro yesioBeKka 4 maroji. reHa

&’TQ 1] | 0

P — JeTaJdbHBIN DKBUBAJICHT
— Y KaKA0ro 4yesoBexa 3 JieT. reHa

Pan=1/2*3F =3/2F*100%
‘?
* |OO0mui puck ajs noromctsa =Pm + Pa + 5%

n=4;




3. baiM3HewoBbIU MeTo[ | :::

I1o3BoJIsIeT BBISIBUTH MYJIbTH(PAKTOPHUAIBHBIE
3200/1eBaHMA T.€. 00JIE3HU C HACJICICTBCHHOU
npeapacnojaoxkeHHocrbw0. H+E=1

P®opmysaa Koasuuarepa bian3HenmoBbIN MeTOX — aeT
BO3MOKHOCTh YCTAHOBUTH POJIb
reHOTHUIIA U (PAKTOPOB Cpeabl B
BO3HUKHOBEHHUM 3200/ 1€ BaAaHUSA

Ecau H = 0,7 , To npu3HaK Hacaeayercs

H Ecau H < 0,3 , To npu3HaK 3aBUCUT OT CpPebl “

H - xo>pPpunment

HAaCJCACTBCHHOCTH

Ecan 0.4<H <0.6 . To npu3HaK (32001eBaHue
OTHOCHUTCH K MYJIbTH(HAKTOPUAIbHBIM




briusHeuosbiu memoo

briusHeuyamu Ha3blBatOT OQHOBPEMEHHO poamBLumnxca aeten. OHu ObiBaOT
MOHO3U20MHbIMU (OQHOSNLEBLIMU) N OU3U20MHbLIMU (Pa3HOANLEBLIMN).
MOHO3UIroTHbIE ONM3HELLI Pa3BMBAKOTCH U3 OQHOM 3UTOThl, KOTOpAasi Ha cTagun
apobrneHus pasgenunack Ha gse (mnn bonee) yacten. Noatomy Takne drnmsHewbl
reHeTU4YeCckn NOeHTUYHbI 1 BCerga ogHoro nona.



briusHeyosbiti Memoo oo
( X X N J

MOHO3UroTHLIE BINNM3HELbI XapaKTepPU3yHTCs
OONbLLUOW CTENeHbo CXOACTBa
(KOHKOPOaHMHOCMbLH) MO MHOTUM
NpU3HaKam.

1o Tem npn3sHakam, KoTopble
KOHTPONUPYIOTCA reHaMmu, CXo4CcTBO
coxpaHseTcs Oo rrnyboKom CTapocTu.



briusHeuosbiu memoo eoes
KoHkopaaHTHOCTb, % : : o
MNpusHaku MoHO3UroTHble | uanroTHble o
Onu3Heubl onusHeubl
HopmanbHble
"pynna kposu (ABO) 100 46
LiBeT rnas 99,5 28
LiBeT BONOC 97 23
[NaTonorn4yeckune
KoconanocTtb 32 5
"3asa4yba ryba" 33 5
BpoHxuanbHas actma 19 4.8
Kopb 98 94
Tybepkynes 37 15
anunencus 67 3
LLInsohpeHus 70 13

Mo BceM npuBegeHHbLIM NPU3HaKaM KOHKOPAAHTHOCTb Y MOHO3UIMOTHbIX BNM3HEeLOBbIX
3HAYMTENBLHO BbILWE, YEM Y AN3UTOTHBIX, O4HAKO OHa He ABNsieTcsa abcontoTHoM. Kak
NpaBuno, AMCKOPAAHTHOCTb OAHOSANLEBBLIX BNM3HELLOB BO3HUKAET B pe3ynbrarte
HapyLleHWn BHYTPUYTPOOHOIo pasBmuTns 04HOMO N3 HUX UK Nog BIIMSSHUEM BHELLHEN
cpenbl, ecnn oHa bbina pasHowu.



4. NonynauNOHHO-
CTaTUCTUUYECKMU MeToA

JJ1s M3y4YeHus monyJasiiui UCIoJIb3yeTCs
HONYJISIHOHHO—CTATUCTHYECKUA METO/I, B OCHOBE
KOTOPOIO JICKHUT 3aK0H Xapau-BaynoOepra

CyTb 3aK0HA:
«IIpu onpeneseHHBIX YCJIOBHSX CYMMA 4aCTOT ajljiesien
B NONMYJISIIUAX 0CTAETCS HEU3MEHHOM 1 paBHa 1

p+tq=1, (p+q)?=1 p-4acToTa IOMHHAHTHBIX

, , ajljiejier A
P°"AA +2pqAa+qaa=1 - yacrora pemeccMBHBIX
l'ameTs |A a aﬂﬂeﬂeﬁ a

A AA Aa

a Aa aa




3akoH Xapau - BanHbepra

YciioBuda 1€eUCTBUSA 3aKOHA:

< Heorpanu4eHHO 00/1b1Ias1 OMYJISILAS.

«» CB000HOE CKpelIuBaHUeE (IAHMEKCHSI).

< OTcyTcTBHE MyTallMil U APYrUX (pAKTOPOB
AMHAMUKHU (M30JI1HUs, Apeid reHos,
NONYJSAIMOHHbIE BOJIHBI).



XpoMOCOMHbIe 3aboneBaHus

'pynna HacneacTtBeHHbIX 60ne3Hen,
NPUYNHON KOTOPDbIX ABJISAIFOTCA XPOMOCOMHbIE
U reHOMHbIe MyTaLumn

B cnyyae nosivnsionavM BO3HUKAKOT 3HaUYUTEJIbHbIE
HapyLweHus pa3BuTusa aM6puoHa, 4YTo 06bIYHO
CONpoOBOXAAETCA CNOHTAHHbIM BbIKMAbILLEM HA PaHHUX
cTaausix SMbpuoreHesa.

Yalle BCcTpeyaloTcss XpoOMOCOMHbIEe 3aboneBaHus,
CBfi3aHHbIe C aHeyIrJIouauen.

3TN MyTauum CBAAI3aHbl C HENpPaBWJ1IbHbIM
pacxo)XxaeHneM romMosiorMyHbIX XpoMoCoOM BO BpeMs

MeMno3a.



XpoMOCOMHbIe 3aboneBaHus

NMpuMepbl XpOMOCOMHbDbIX 3a601€eBaHUN,
06yCJ/10BJ/IEHHbIX HapyLUeHMEM YUC/1a aYTOCOM:

CvHapoM [layHa
YactoTta 1:650 XX,M ,Tpucomus 21, 47(+21)
CHMXeHue XU3HecnocobHocTu




XpoMOCOMHbIe 3aboneBaHus

CuvnpgpomMm 3aBappaca 1:7000 )X X>M 4:1
Tpucomua 18 47 (+18) NMNpoaomKUTenbHOCTDb
YXU3HU 2-3 Mecsala

CvHapowm lMaTay
1:6000)K:M 1:1 Tpucomua 13 47( +13 ) 95%
yMUpaeT B NepBbin roa




XpoMOCOMHbIe 3abosieBaHus

Cunapom Bapkanu = Tpucomus - 8

OTKJI0OHEHMS B CTPOECHHUH JIUIA, IOPOKHU OIIOPHO-
ABUIaTEeJIbHOU CUCTEMbI, MOYE€BOM CHCTEMBI U T. .

47, Xy (+8)



XPOMOCOMHBIE 3200/1€BaAHUSI

CMHAPOM YMCTBEHHOMW OTCTAJIOCTU C JIOMKOM X -
XpOMOCOMOM

Cunapom Mapruna-beiia

Haunbonee yacro Bcrpevatowascsa coopMma YyMCTBEHHOM
oTcTanoctu. NMonynaumoHHasa yacrota 1 : 2000 -1 : 5000

BOosIbHbIX MaJZIbYMUKOB B 2-3 pa3a 6osblue, YeM fAeBOYeK.
Manbumukum 6oneroT TAXKenee.



XpoMOCOMHbIe 3aboneBaHus

CMHApPOM «KOLLa4Yybero Kpuka»




MeToabl AMArHOCTUKMN
XpPOMOCOMHbIX 3a6osieBaHUN

4. LiluToreHeTuyeckum meroa
Mo3BosifieT NpoaHa/IM3npoBaTb XpOMOCOMHbIN Habop
YeioBEeKad.

YCTAaHOBUTb CTPYKTYPHbIE€ 0CO6€HHOCTU OTAENbHbIX
XPOMOCOM.

BbiSsBUTb HapYyLUEHUSA YuCJia U CTPOEHUA XPOMOCOM.
MeToA OCHOBAaH Ha MUKPOCKONMUYECKOM UccrneaoBaHum

XPOMOCOM C UCMOJIb30BaHMEM pa3J/IM4HbIX CNOoCco60B
OKpalLLUBaHMA.



5. LluTOreHeTu4eckum Mmetopq

th

Ona onpepeneHuvs
Pa3/INYHbIX FEHOMHbIX U
XPOMOCOMHbDIX HapYyLUeHUHn
MCNOJ1b3YIOTCS pa3J/inyHble
CNoco6bl MX OKPACKM.
CaMbIM NPOCTbIM CNOCO6GOM
OKpPaCKM SIB/ISIETCS
PYTUHHas OKpacKa, KoTopas
AAET BO3MOXXHOCTb
BbISIBUTb HapyLleHMsl Yncna
XPpOMOCOM.



LinToreHeTu4yeckmn meton

KX XX XX KX XX

KK KK XX KK XK KK XX
KKK KK XE XK KK
AR XX X X

2—5 MJI BEHO3HONH KpOBU Kapuorun

-

dDorTorpacdpupoparue

2

OkpauiBaHue

PacnpeneseHue kjieTok Ha Z—Lj

NpcaMETHOM CTCKIIE

OTtaeneHue 3puTpoOLIMTOB NyTEM packanbIBaHUsI
i i; = = ——
- o ~
T "
ﬁ JlooaBineHue {}
cpeabl =3
’ B drkcauMs KiaeTok
JIECHKOLIMTOB
@' £, F
HukyOauus JAoGasnenne i Otﬂeﬂeﬂl’le r——3> I'MnoToHuUu3aLms
B TeueHHe 3 nHeit KOJIXMIIMHA JIEHKOLIMTOB COJIEBBIM PacTBOPOM

npu 37 °C

MeTtoguka npuroToBJIieHNA UMTOreHeTU4YeCKUX npenapatos I'IyTéM
KynbTUBUPOBaAHUA NIeUKOLUMTOB




LinToreHeTu4ecKum Mmetop

JKcnpecc-AMarHoCTukKa onpeaneneHus
noJiIoBOro xpomMmatuHa: X-XpoMaTuH U Y-
XpoMaTHuH (3Be3a04YKa Ha TeMHOM (poHe).
X-XpoMaTUH npeacrasnsier coboun
MHaKTUBUPOBAHHYIO OA4HY M3 ABYX X-
XPOMOCOM.

B HoOpMe Yy MY>X4MH oaHa X-XpOMOCOMa
BCceraa siBNSieTC aKTUBHOM.

Y >KeHLUMH ogHa U3 ABYX X-XPpOMOCOM
HaxXoAMTCA B HEAKTUBHOM COCTOSIHUM B BUAe
X- nonoBoro xpomatuHa (Tenoua bappa).
Onpepenutb KOJIMYECTBO X-XPOMOCOM MOXXHO
nyTéM CYMMMPOBaHUA KOJZIMUECTBA

Teney bappa + 1.




XPOMOCOMHOE OIpeaeIeHHe

moJia
CHHIPOM g 1/700
XXy
KiaiingeabTepa CTepHJIeH QA8 L
X0 cuHapom TepHepa Q 1/2700
CTepUJIbHA KEeHIMH
o 5% g 1/20000
e cTepujen | POXKICHUH
XY cunapom Moppuca ? 1/100000u
CTePUJIbHA | POKIACHUH
XXX TpUucoMus X Q 1/500
bepTHIIbHA KEeHIIUH

OCHOBHBIE aHOMAJINH ACTEPMHUHAINNA 110JIa Y Y€/I0BCKA,
CBA3AHHLIC C MOJIOBBIMH XPOMOCOMAMMH




HacaexoBanue cunapoma TepHepa-
IHlepemeBckoro(X0)

bosibHble C cMHAPOMOM TepHepa-llepelueBCKOro
noJiyyaroT eAMHCTBEHHYI0 XpOMOCOMY Jinb0o oT
oTua, 1mbo ot MmaTepm.

BbISSICHUJ10Cb, YTO B X XpOMOCOMe YyeJsioBeKa
PacnoJiodXKeH reH, noAsepraroLLMncs
POAUTENbCKOMY MMNPUHTUHIY (6/10KkMpOBKa) n
onpeaensirowimm oco6eHHOCTU NoBeAeHUs n
YPOBEHb UHTEeJIJ1IeKTa.

EcJu UMIPUHTUPOBAHHASA XPOMOCOMA MOJIyY€eHA OT
0TLIa, TO 3a00JIeBaHME MPOTEKAET B Jierkou hopme, a

€CJIM OT MAaTePH - B TSKeJI0U



HaciaegoBanue CHHIPOMA

el AN

Anpa OyKKaJIbLHOIO
AMUTEJUS YeJI0BEeKA

i €3 K-

M ms «x
ax m m\

55 §§ bb
aa B au

14

HS K8 Aw

16 17 18

KK XX XX
19 20 21

LY x

22 X

!

Kapuorpamma 00JIbHOT0
¢ cunapomom TepHepa
HlepemeBckoro




MUMNOPUHTUHT (r.Kpoys, 1960) -

MHaKTUBaLUunsa

MDcHOMEH HMINIPUHTHHI A

CyTh: anjienu, yHacJaeqO0BaHHbIE OT OTLA U
MAaTEpH, SKCIIPECCUPYIOTCS MO-PAZHOMY.




HacneposaHue 6onesHu
NPV OTCYTCTBUU POAUTENBCKOrO UMMNPUHTUHIA

FameTsbi

(MaTtb)

A a
Famersl | MoTtomcTBO
(oTeu)

A AA aA
|« @
NI

Q0OJI1Ie3Hn

Cny4ai OTLOBCKOro UMMNPUHTUHra
(MHakTMBaUMA reHa)

MameTsl
(maTb)
A a
Fametsl | NMotomcTBO
(oTeu)

A* | A*A @

NuakruBanma oqHou us3 X-
XPOMOCOM Y JKEHILHH.

posBIEHUEe

- @
h MoosasneHwu:

CuHapOM
TepHepa
ycuneH

I

CuHapom
TepHepa
ocnabneH




KNMHUKO-reHETUYECKNE XapaKTEPUCTUKN
6one3Hen reHoOMHOro MMMPUHTUHIA

CuHpapowm lNMpapepa-Bunnum —
Npn HaIMYUM OAHOPOAUTENTLCKON
ANCOMMU XPOMOCOMBI 15
MaTepPUHCKOro
npoucxoxxaeHus (konus).
Kapuotnn 46 XxpomMocoM.

NMpusHaku: 0 3-X NEeT -
MbILLEYHAs MMNOTOHUS,
NPUCTYMbI NETAPrnu,

| TPYAHOCTM BCKapM/IMBaHUW,
N30bITOYHBIN BEC, HU3KUM

POCT, onmropeHms.




KNMHUKO-reHETUYECKNE XapaKTEPUCTUKM
6one3Hen reHOMHOro UMMNPUHTUHIA

CvHApPOM SHrenbMaHa —
OIHOPOAUTESbCKaA
ANCOMUA XPOMOCOMbLI 15
NMeeT OTLLOBCKOe
npoucxoxxaeHue (konus).

Kapnotun 46 XpoMOCOM
[Ipn3Hakn: «CMHAPOM NUnua
CYACTNIMBOMN KYKANbI>», rpybas
3a/l1epXKKa NMCUXOMOTOPHOIO
pa3BUTUSA, Cyaoporn, HapyLleHne
KOOpAVHALMN ABMKEHUN,
KOCornasue.




MeToabl npeHaTanbHOW

ONaAlrHOCTUKIA
[lpoceunBarone Henpamble
(BO3pacT, BbIKMAbILWN, (HeI/IHBa3I/IOHHbIe)
MEPTBOPOXAEHHbIE,
HacneacTBeHHble 3aboneBaHmns, ¢
y>Xe oanH pebeHoK ¢
NaTosIOrMen, PEHTIEH, rlpFIMble

OTpaBfieHns N 1.4.)

(MHBA3MOHHLIE)



pazsuTeii nnog,
vMelowmiA okono

sssssssssss

[lpeHaTanbHaa AnarHocTuka

TR S N
AR 3

L.

pAMblE METOAbI

buoncus
IJIALEHTHI,
XOPHUOHA.

AMHHOILIEHTE3 —
AHAJIM3 KAPUOTHUIIA
IJ101a U
OMOXUMHYCCKHUM
aHaJInu3
AMHHOTHYECKOU
KHUAKOCTH (0-
(peTonpoTeun).
Kopaouenres -
KPOBb M3
IyNOBUHBI.



[lpeHaTanbHaga anarHocTuka

HElrpdmMble METOODbI

1. Y3V

2. VlccnenoBaHe MapKepHbIX
OMOpPUOHanNbHbIX DENKOB B CbIBOPOTKE
KpOBU MaTepMm.

- anbdra-deTonpoTenH
- XopuanbHbI TOHAOOTPOMMH
- cCBOOOOHbIN SCTPAaNOIT



6. MeToa nepmatornnuchukn

N3yuyeHMe nanunnapHbIX TIMHUU N KOXHbIX Y30POB
Ha nanbuax (AaKTUIIOCKONus), JfagoHsX
(manbmockonua) u cronax Hor ( NaHTOCKONUA)

Puc. 59. Ocrogrble munsi nanuarapusix y3opos nodyweyex nab-

l{ee pyx: 1 o 0]/20, 2 o nemﬂﬂ’ 3 i 3(16um0I{,' 4 o Ueﬂmp y30' Puc. 60. Cxema @paexcopHbix 60po30 u 21a6H020 NAOOHHO0ZO Yzaa
pa, 5 o 0eﬂbma (atd). B — Gonvwozo naavya, K — kocasn, II — nonepeinas

f'MnoTesa o TpéxannenbHOM onpeaeneHMn Tuna ysopa Ha nanbuax (l'ycesa U.C.)

HACJIEQAYEMOCTb NOKAJNMN3ALUUNA TEHOB
e [leTneBbIX y30poB -95,2% 3aBUTOK — B rpynne xpomocom D
e 3aBUTKOBbIX — 84,1% Adyra — E
e Oyr — 38,9% Metns - G




| lepmaTornudpmnyeckue oTnevyaTku




OTBeTUTb Ha BOMPOCHI:

o 1. Ha3zBaTb OCHOBHbIE MEeXaHU3MblI
KOMOMHaATUBHOW U3MEHYNBOCTW.
OxapakTtepunsoBaTb UX.

o 2. [lepeuncnntb MeToabl ANArHOCTUKU
reHHbIX 3aboneBaHun.




Cnacun6o 3a BHumaHue!



