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BBeaeHue

» [eHeTuKa (rpey. genetikos OTHOCAWMMCA K MPOMCXOXKAEHUIO) — HayKa O
Hacn1eACTBEHHOCTU U U3BMEHUYMBOCTU OpraHM3MOB. [lpeaMeT u MeToapl
reHeTUKM. NMpeameTom nsydeHuns FeHeTUKM SBASAIOTCA ABa CBOMCTBA
OpraHM3MoB — HaCNeACTBEHHOCTb U M3MEHYMBOCTb.

» HacnencTBeHHOCTb — CBOMCTBO OPraHM3MOB NepelaBaTh CAeAyoLEMY
MOKONIEHMIO NPUCYLLME AAHHOMY OPraHM3My 0COBEHHOCTU CTAaHOB/IEHMA B XO/1€
OHTOreHe3a onpejeNieHHbIX YepT CTPOEHMA U TUMA OBMEHA BELLLECTB.

» M3MEHUYMBOCTb — CMOCOBHOCTb OPraHU3MOB NPUOGpPETaTb HOBbIE NMPU3HAKM.ITO
NMPMBOAUT K Pa3HOO6Pa3MI0 CBOMCTB M MPU3HAKOB Y 0COGEN pa3/IMYHOM CTENEHM
po/cTBa. M3MeHeHUs heHoTUNa MOryT 6biTb CBA3aHbl JIMGO C BUSAHMEM CpPe/bl
Ha 3KCMNPECCUI0 FrEHOB, IM60 C M3MEHEHUAMM CAMOI0 FrEHETUYECKOTO
martepuana.

» 3aboneBaHMe — 3TO COCTOSAHME OPraHU3Ma, BblparK€HHOE B HApYLIEHMM €ro
HOPMa/IbHOM KU3HEEATE/IbHOCTH, NPOAOC/IKMTENBHOCTU KU3HU U EFO
CNOCO6HOCTM NoAAEPKMBATb CBOM FOMEOCTA3.




McTopnAa pa3BUTUA FTEHETUKMU

» WcTopua reHeTUKM Kak HayKM Havanacbh ¢ pabot ['peropa MeHgena (1822-
1884), KoTOpbIM B 60-X rogax NpoBea CMCTEMATUYECKUE M MHOTOYMCIEHHbIE
OMbITbl HAZ, FOPOXOM, YCTAHOBM/I PAJ, 3aKOHOMEPHOCTEN HAaCNEeACTBEHHOCTH,
BrepBble BbiCKasaa npeanonoxeHua 06 opraHmMsaumm HacnegCTBEHHOMO
mMatepuana. MpaBnbHbIM BbIGOP 06BbEKTA MCCNEA0BAHUA, M3YYaEMbIX
NPU3HAKOB, a TaK)e Hay4yHaA ygada no3so/iMan eMy copMyampoBaTb TpU
3aKOHa: 3aKOH egMHO06pasnAa rmMépuaoB NepBOro NOKOJIEHUA.
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pa3paboTKa MM r’MBpMA0I0rM4ecKoro MeTola Mccae0BaHmSA ab AaBb ()Aabd () aaBb (@azbb @
HacneAcTBeHHOCTU. I, MeHaenb no npaBy CUMTAETCA OCHOBaTE/IEM HayKM ) ) | |
reHeTUKM. Takoe CBOMCTBO, KaK JUCKPETHOCTb Hac/1eCTBEHHOCTH )
BbIpayXaeTCsA B TOM, YTO OTZAE/IbHO B3SiTbl€ CBOMCTBA OpraHM3ma M MpM3HaKM Sorems oo )

pPa3BUBAIOTCA MOA KOHTpOJ‘IeM FeHOB - Hac/IeICTBEHHbIX (DaKTOPOB, KOTOPbIE B
MpoLIeCcCe C/IMSAHUA FraMeT M 06pa30BaHUM 3UrOTbl HE PACTBOPAIOTCA U HE
CMELLMBAIOTCA, a B NpoLiecce hopMMPOBaHMA HOBbIX FAMET Hac/leyoTCS

He3aBMCMMO JpYr OT Apyra.

» B xoae 3Tmx onbiTOB, 3aKOHOMEPHOCTb Hacs1ie40BaHMA NMPU3HAKOB

MCCNeaoBanCb Ha NPUMEPE LIEeJIOCTHOrO OpraHn3mMa. 3aKoHbl

HacNeACTBEHHOCTH, OTKpPbITble MeHaeNeM, CTaun OCHOBOM TEOPUMU F'EHa,

KOTOPOE CTasI0 BE/IMYAULLMM OTKPbITUEM B €CTECTBO3HAHUM XX BeKa. I/IMeHHo

gnaro,qapﬂ 3TOMY FreHeTMKA CTasla CTPEMUTENIBHO Pa3BMBAIOLLENCS OTPAC/IbO
MOJI0r UK

CooTHoleHue ru6pugoB BTOporo mokoenus: 9:3:3:1

B onbiax ¢ ropoxom MeHaens nosy4an Bo BTOpOM MOKOAEHM OUeHs
BObLLIOE KOMMUECTBO CEMAH, UTO MO3BOAMAO Ha MPAKTHKE MOAYLTh
Bu3Koe K TeopeTUeCKkoMy paciLienierue - 3:1.




MonynAumMA- COBOKYMHOCTb OPraHM3MOB OHOrO BMAA, ANUTE/IbHOE BpeMs
0BMTaKLLMX HA OJHOM TEPPUTOPUM U YACTUUHO MU MOJIHOCTBIO M30/IMPOBAHHbIX
OT 0COGEN APYrUX TAKUX e rpynn. ITOT TEPMUH MCMO/Ib3YEeTCA B Pa3/IMYHbIX
pa3genax 6uMonormm, 3K0N0rMm, Aemorpadmm, MeaULMHE U NCUXOMETPUKE.

[eH - anemMeHTapHaa eamMHMLa HaCNeACTBEHHOCTM, HaMMEHbLLMM HEeAeNMMbIM
3/IEMEHT HacNeACTBEHHOr0 MaTepuana, KOTOpbiM MOXET BbiTb NepeaaH OT
poaMTENEN NOTOMCTBY KaK LE/10€ 1 KOTOPbIM onpeaensieT npM3HakM, CBOMCTBA
NI PU3UONOrUYECKYIO (DYHKLMIO OpraHM3ma.

[@HOTMN — COBOKYMHOCTb FEHOB AaHHOro opraHuM3ma. 'eHoTun, B OTAMYME OT
NOHATUA reHodOHA, XapaKTepu3yeT 0cobb, a He BuA. B 6onee Y3KOM CMbICJ/ie
noJ reHOTMNOM MOHUMAKT KOMOMHALMIO anneneit rena MM JIOKyca 'y
KOHKPeTHOro opraHusma. lpouecc onpeaeneHuns reHoTMna HasbiBatoT
reHoTMNMpoBaHWEM. FeHOTMN BMecTe C haKTopaMM BHELLHEN cpeabl
onpeaensaeT GeHoTMN opraHusma. lpu 3ToM 0CobM C pasHbIMKU FEHOTHMNAMM
MOTYT MMETb OAMHAKOBbLIM (PEHOTMM, @ 0COBU C OAUHAKOBLIM FEHOTMMOM MOTYT
B pa3/IM4YHbIX YCNOBUAX OTIMYATLCA APYr OT Apyra.

DEeHOTMM- COBOKYMHOCTb XapakTEPUCTMK, NPUCYLLMX UHAMBUIY Ha
onpeAenéHHoM cTaanm passuTna. eHoTMn PopMUpyeTCA Ha OCHOBE
reHoTUNa, Npu y4actTmm psaa dakTopoB BHELLIHEN cpejbl. Y reTepo3muroTHbIX
OpraHM3mMoB B (peHOTHME NPOoABASIOTCS JOMUHAHTHBIE T'EHbI.



Bropon 3Tan pa3BUTUA FTEHETUKM

» Ha BTOpOM 3Tarne pa3BUTHA FTEHETUKU MPOUCXOAUT NEPEXOS K U3YUYEHMIO MEXAHM3MA
HacN1eACTBEHHOCTM Ha YPOBHE KJIeTOK - umMtoreHetuka. B 1902 - 1907 rr. yyeHbiMH
T. boBepH, Y. COTTOHOM M . BUNLCOHOM 6bl1a YCTaHOB/IEHA B3aMMOCBA3b MEXAY
3aKOHaMM HacnegoBaHUA MeHgenAa v pacnpegesieHMeM XpoOMOCOM B rnpouecce
MMTO3a U Meno3a. MccnenoBaHMA amepuKaHcKoro reHeTuka T. I'. MopraHa u ero
Konner, nposegeHHble B 1910-1911 rr. Ha Myxax gpo3oduiax, okasasm pellarllee
3Ha4YeHMe Ha NpoLecc pa3BUTUS 3TOM TeopuMn. B xoae 3Toro nccnenoBaHMs yYeHble
YCTaHOBM/IM, YTO FeHbl pacnonaralTca B XpOMOCOMaXx B JIMHEMHOM MOPAAKE M
06pas3yloT rpynnbl cuenaeHna. YMcno rpynn cuenieHmsa CooTBeTCTBYeT YMCay nap
FOMOJI0MMYHbIX XPOMOCOM. ['€Hbl OAHOM FPYNMbl CLENIEHMA CNOCOBHbI U3MEHUTD
KOMOMHaUMIO B XoZe npouecca Co3peBaHMA NOJIOBbIX KNETOK 61arogapa ABAEHUIO
KPOCCMHIroBepa, YTo ABNSETCA OCHOBOM OAHOM M3 (hOpM Hac/ieICTBEHHOM
M3MEHYMBOCTU OPraHM3MOB. Kpome 3TOro, Ha BTOPOM 3Tarne pa3BUTUA FrEHETUKMU
OblNIM YCTAHOB/IEHbI 3aKOHOMEPHOCTM HacNeA0BaHMA NPU3HAKOB, CBA3AHHbIX C
MOJIOM.




CoBpeMEHHbIU 3Tan PasBUTMUA FTEHETUKM

» TpeTun 3Tan pasBUTUA FEHETUKM CBA3AH C JOCTMKEHMUAMU MOIEKYIAPHOM
6uonorun. Ha aTom 3Tane B npouecce UsydeHMs ABJIEHUM KM3HM HA MOIEKYISIPHOM
YPOBHE LLUMPOKO UCMOJIb3YIOTCA METOAbI M NMPUHLMIMbI TOYHbIX HayK, TaKMX KaK
XUmmA, GusmKa, MaTteMaTmKa. [ pubbl, BUPYCbl M GaKTEpMM CTaNM 06BEKTaMM
FreHEeTUYECKUX UCCIeJ0BaHUK. B npouecce ulyyeHns B3aMMOOTHOLLIEHMA FEHOB U
(hepMeHTOB 6blna onpejesieHa Teopua «0AuH reH - OAnH PepMeHT», KoTopas 6biia
npeanoxeHa Ax. bugnom n 3. Tatymom B 1940 roay. CornacHo 3ToM TEOPUM,
KaXK/lblIM F€HOM KOHTPO/IMPYETCA CMHTE3 0fHOro hepmeHTa. B cBoto ouepesb,
(bepMEeHT ocyLLEeCTBAAET KOHTPO/Ib 32 OAHOM peaKkuMen 13 psaa BUOXMMMYECKMX
NPOLIECCOB, KOTOPbIE JIEXKAT B OCHOBE MPOAB/IEHWUA BHYTPEHHETO M/ BHELLHErO
Npu3HaKka opraHmsma. . ToMMMOo 3TOro, y4eHbIM YAanoCb HaMTU METOAbI NOJTyYEHMS
MyTaLMM MCKyCCTBeHHbIM NyTEM, C MOMOLLbIO KOTOPbIX Gbl/IN CO3/aHb
COBEPLLUEHHbIE COpPTa PacTeHMU M BblBEEHbI HOBbIE LITAMMbI MMKPOOPraHU3MOB -
NpOAYLEHTOB aMMHOKMC/IOT M aHTMBUMOTMKOB. B cOBpeMEHHOM reHeTUKE NOSBUIOCH
HOBOE HarpaBJieHUE - FeHHas UHXeHepuA.

» [eHHaAa MHXXeHepusa - 3TO CMCTeMa NPUEMOB, KOTOpble JakoT BO3MOXKHOCTb
C034aBaTb UCKYCCTBEHHbIE TEHETNYECKNE CUCTEMDI.



HacneanctBeHHble 3a00/1€BaHUA

» Bce HacneacTBEHHblE 6ONE3HU AENATCA HA YeTbipe Fpynmnbl:

» -reHHble (MOHOreHHble - B OCHOBE MaTo/10rMmM oZ4Ha napa ansiesbHbIX
reHoB);

» -XPOMOCOMHbIE;
» -60/1€3HM C HAC/NIeJCTBEHHbIM NPEPaCro/IOKEHMEM (MOJUFEHHbIE);

» -MUTOXOHApPUAJIbHbIE.




XpOMOCOMHble 3ab60/1eBaHMA

» CuHapom anbda-TanaceMmMmM U YMCTBEHHOM OTCTAJIOCTU, TaKKe U3BECTHbIM KaK
cnHapoM ATR-X (aHrn. X-linked alpha-thalassemia/mental retardation syndrome,
Alpha-thalassemia mental retardation syndrome (ATRX), ATR-X syndrome) —
FreHEeTUYECKUM CUHAPOM, BKOYAIOLWMIA B CEBA YMCTBEHHYHO OTCTA/IOCTb, asibda-
TanacCemMMmio, HapyLleHUA cKkeneta, AMCMOPMHbIE YepTbl LA U ayTU3M.

» Cunapom Matay (Tprcommsa 13) — reHeTUYeCKoe 3a60/1eBaHMe YenoBeKa, KOTopoe
XapaKTepm3yeTcsi BOSHUKHOBEHUEM FEHOMHOM MyTaLMKM, @ UMEHHO TPUCOMMEN NO
13- xpoMmocome. Tprcomma 13 Bnepsble onmMcaHa dpa3MycomM baptonmHom B 1657
rogy. XpOMOCOMHY0 Npupoay 3a6os1ieBaHMA BbliiBMA AoKTop Knayc Matay B 1960
roay. 3abosieBaHue Ha3BaHO B ero Yyectb. CMHApoMm lNaTay TaKKe 6bln onmMcaH ans
NJIEMEH C OCTPOBOB THUXOro oKeaHa.

» CuHapom Matay (TpMcomMma 13) — reHeTMYecKoe 3abosieBaHMe YeloBEKa, KOTopoe
XapaKTepm3yeTcsi BOSHMKHOBEHMEM FEHOMHOM MyTaLMKU, @ UMEHHO TPUCOMMEN NO
13- xpoMmocome. Tprcomma 13 Bnepsble onmMcaHa dpa3MycomM baptonmHom B 1657
rogy. XpOMOCOMHYI0 npupoay 3aboseBaHnA BbiiBUA aoKTop Knayc lMNaTtay B 1960
rogy. 3aboneBaHMe Ha3BaHO B ero 4yectb. CMHAPOM [aTay TaKKe Oblan onucaH ANs
NJIEMEH C OCTPOBOB TMXOro oKeaHa.




MoHoreHHble 3abo0s1eBaHMA

» /JlanbTOHW3M, LiBETOBaA C/AenoTa, — HaCleACTBEHHas, pexe NpMobpeTéHHas,
0COBEHHOCTb 3PEHUA YeJIOBEKA M NMPUMATOB, BblparKaloLLasacs B CHUKEHHOM
CMOCOBGHOCTU MJIM MOJIHOM HECMOCOBHOCTM BMAETb UM pa3indaTb BCe UK
HeKoTopble LiBeTa.

» CnuHanbHasa MbleyHasa atpodua (CMA; anra. spinal muscular atrophy, SMA) —
pa3HOPOAHasA rpynna Hac/ieACTBEHHbIX 3a601€BaHMM, NPOTEKAOLMX C
nopakeHnem / notepemn ApuratesibHbiX HEMPOHOB NEpPeHMX POroB CMMHHOIO
MO3ra.

Mup mazamMu naabTOHHUKA




MuTOXOHApPHa/IbHble 3a601€BaHUA

» bBonesHb MapKMHCOHa (CMHOHMMbI: MAMONATUYECKMI CUHAPOM NapKMHCOHM3MA,
ApoXKaTesibHbIM Napanny) — MeAJIEHHO NPOrpeccMpytollee XpoHMYeCKoe
HeMpoaereHepaTMBHOE HEBPOIOFMYECKOE 3a60/1eBaHME, XapaKTEPHOE AN inL,
cTapluen Bo3pacTHoM rpynnbl. OTHOCUTCA K lereHepaTMBHbIM 3a60/1€BaHUAM
3KCTpanMpamMMaHOM MOTOPHOM CUCTEMBI.

CMMIMNTOMBbBbI BOJIESHUN NMNAPKVHCOHA
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Cepaue yenoseka,

CTpagaKLyero runepronnen 3AopoBoe cepaue

[lonnreHHbie nau
MYJIbTU(aKTOpUasibHblE 3a00/1EBAHMA

CTeHKU Xenyao4koB cepaua
CTaHOBATCA TOHbLUE

» ['MnepToHM4Yeckas 60/1e3Hb - 3a60/iIeBaHUE CEPAEYHO-COCYANUCTOMN CUCTEMBI,
XapaKTepU3YyoLLMECH MOBbILLEHUEM apTEPUAJIbHOIO AaBieHua. MpoaBieHus
3aBUCAT OT NPEMMYLLECTBEHHOIO NMOPaXKEHMUS COCY0B MO3ra (r0J1I0BHbIE 6O,
rOJIOBOKPYKEHUE, pa3apaxKMTENbHOCTb), cepALa, NoYeK, rnasHoro JHa. bes
CMCTEMATMYECKOr O SIEYEHUS MOXKET NPMUBECTU K MHDAPKTY MMOKApAa,
cepAeyvyHoM HeoCTaTOYHOCTU, MHCYIbTY, HEDPOCK/IEPO3Y.

» BpoHxMasbHaA acTMa — XpOHMUYECKoe HeMHMEKLMOHHOE 3a60/1eBaHme
JblXaTesibHbIX NyTen. KnoyeBbiM 3BEHOM SBNAETCA BPOHXOCMA3M (CyXKeHne
NpocBeTa 6POHX0B), 06YC/I0BAEHHbIN CNEUMDUYECKMMM MMMYHOI0rMYECK) BPOHXHaNbHAS ACTHE
(CEHCMBMIM3AUMSA M anneprus) UM HecneumdpruyecKMMU MEXAHU3MaMM,
NPOSABAAOLMIACS NOBTOPAIOLWMMMUCA 3MU304aMM CBUCTALLMX XPUMOB,ObILLK

MPUCTYMOB YAyLIbA, YyBCTBA CTECHEHMSA B FPYAM M KalA. BpoHxmanbHas A m= " AQ :m
06CTPYKLMA 06paTMMa YaCTUYHO MM MOJIHOCTBIO, CMOHTAHHO MM MOA N\ L >j:::;ggu

CKonnerHblit B

B/IMAHNEM NIEHEHUA.

6poxxos

[lbixatenbHbie nyTH [lbixaTenbHble nyTu [bixaTenbHbie nyTH 6poHxo8
370p0BbIX 6POHX0B np¥ acTMe BO BPEMS NpyCyNa acTMbl




KakK ne4ymTtb HacneACTBEeHHbIe
3a60/1€BaHUNA M KaK C HUMU KUTb?

» PaHblle HacneACTBEHHbIE 3a60/1€BaHMA BbIIM HeEU3NeUMMbl. Cemyac 3To no-
NpeXXHEMY OCTaéTcA NPo6IEMOM ANA MHOMUX 3a60/1€BAHNM, HO AN HEKOTOPbIX
M3 HUX METO/bl IEYEHUA YiKe HanaeHbl. Hanpumep, 3To Kacaetcsa 60s1e3HeN,
CBA3aHHbIX C HapyLleHneM MeTabonmsma.llpn 60nbLMHCTBE HAaCNe4CTBEHHbIX
HapyLleHM1 0BMeEHa BELECTB OAUH (bepMeHT IMb6o BoobLe He
BblpabaTblBaeTCA OpraHM3MoM, /IM60 BblpabaTbiBaeTCcA B opMe, KOTopas He
paboTtaeT. Hanpumep, Nnpu OTCYTCTBUMU KaKOro-ambo depMeHTa B OpraHmM3me
MOTrYT HaKan/MBaTbCA TOKCUYHbIE BELLECTBA UM MOXKET HE CMHTE3UMPOBATbLCA
HE06X0AMMbIM MPOAYKT — KaK npu remoxpomartose 1 tmna.llpu 3Tom
3a60/1eBaHMM OpraHM3m MOroWaeT CAULKOM MHOIO Xesie3a M3 NULLM U He
MOYKET eCTeCTBEHHbIM 0O6Pa30oM U36aBMUTbLCA OT U30bITKA. ITO MOXKET NPMUBECTHU
K Ype3MEPHOMY HAKOMIEHMIO Kee3a B cepaue, NoaxKenyaouHom Kenese u
neyeHu.




Kak s MOry y3HaTb, YTO ABAAOCb HOCHUTENIEM
reHeTM4YecKoro 3abtosieBaHMA?

» Hawwm reHbl coaeprKat MHCTPYKLUM, KOTOPbIE COOGLLIAIOT OPraHU3My, KaK
NpaBu/IbHO PYHKLMOHMPOBaATb. [IpU U3MEHEHMM STUX MHCTPYKLMM Pa3BMUBAIOTCSA
pa3/IMyHble 3a60/1€BaHMA. BO MHOMMX C/Ty4asix CUMNTOMbI BriEpBble
NPOSABAAIOTCA B 3pE/IOM BO3pacTe, NMO3TOMY MHOTJa Mbl HE 3HAEM, YTO

ABNAEMCA HOCHUTENTAMU




3aKk/itoyeHme

» B pa6oTe 6bl/1la pacCMOTPEHA OYEHb MHTEPECHaA TEMA - FTEHETMKA U
HacneACTBEHHble 3a601eBaHMA. [eHeTUKa 3aHMMAET BaXKHOE MECTO B KM3HM
yenoBeKka. MMEHHO OHa 06bACHAET MEeXaHM3Mbl HAc/1e10BaHWUS NPU3HAKOB
YyesioBeEKa, KaK MaTo/IorMYeCcKkux, TaK M NONOXKUTENbHbIX.

» W3yuyuB HaceCTBEHHbIE 60/1€3HU, Mbl CAENANN CAEAYIOWMI BbIBOA: NPUYMHBI
Hac/IeACTBEHHbIX 60N1€3HEN - MyTaLMUU. [TPUYMHOM XPOMOCOMHbIX 6GONE3HEN
ABNIAETCA HAPYLUEHME YMUC/IA USIU CTPYKTYPbl XPOMOCOM. A NMPUYMHA FEHHbIX
60N1€3HEN - MyTALIMA FEHOB.




