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BBEOLEHUE

O leHeTuka YyernoBeka 1 Takne dyHaaMeHTanbHble AUCLUMNINHBI, Kak aHaToMUS, dU3nNonorus,
BUoxnmmns, CoCTaBNAOT OCHOBY COBPEMEHHOM MeanLMHbl. MecTo reHeTukn cpeamn bruonorn4yecknx
HayK 1 0CODbIN MHTEPEC K HEW ONPEeAensAlTCsa TEM, YTO OHa U3y4aeT OCHOBHbIE CBOMCTBA OPraHM3MOB,
a UMEeHHO HacneaCcTBEHHOCTb U U3BMEHYNBOCTb.

1 HacneaocTtBeHHOCTb M UISMEHUYMBOCTDL Y YeSioBEKA ABMAKOTCA NpeaMeToM N3yYyeHUst reHeTUKN YernoBeka
Ha BCEX YPOBHAX €ro opraHm3aunm: MorekynspHoMm, KIeTo4HOM, opraHM3MeHHOM, NoNynsauMOHHOM.
[ eHeTHKa YenoBeka CBOMMM ycnexamMmu B 3Ha4YNTENbLHOU Mepe obsi3aHa MeaANLMHCKON rEHETUKE -
HayKe, u3y4aroLlieun pornb HacrneacTBeHHOCTM B NaTosiornm Yyenoseka. [NpuknagHom pasgen
MeOULIMHCKOW rEHETUKMN - 3TO KNUHMNYECKas reHeTUKa, KoTopas UCNOSb3yeT AOCTMXKEHUA MeANLMHCKON
FEHETUKN, TEHETUKM YENOBEKA N OOLLIEN FTEHETUKN B PELLEHUN KITMHNYECKNX NPOBIieM, BO3HUKAKOLLUX Y
nogen.

1 leHeTuka npegcTaBnsieT cobon ogHy U3 Hamborsiee CroXHbIX AUCLUUNITMH COBPEMEHHOTO
eCcTecTBO3HaHUA. UTobbl pazobpaTtbcs B HEW riyboKO, paCCMOTPUM OCHOBHbIE 3Tarbl Pa3BUTUS
rEHETUKN, BUObl FEHETUKN, OOCTUXKEHUA FrEHETUKN B COBPEMEHHOW MeanLVHE U T.4,.



VicTopua pasButug
ré H' TR /PO Hayka, n3ydaroas 3akoHOMEPHOCTH

HacneaCcTBEHHOCTU U UBMEHYMBOCTU, a Takke obecne4ymBatoLLne nx
brnonornvyeckme MmexaHu3mbil.

[lepBbIt HAYYHbIW Lar B U3yYeHUN HAacneacTBEHHOCTH Bbin caernax
aBCTPUMNCKNM MOHaxoMm [peropom MeHaernem, KOTopbiv B 1866 T.
onyonukoBan ctaTtbto «OnbITbl HAA PacTUTENBHBLIMU TMBpMaaAMIN Y,
3ar10XXNBLLUYH OCHOBbI COBPEMEHHOM rEHETUKM.

[1o oTkpbITKM MeHaensa npnsHaBanacb TEOPUSI Tak Ha3bIBAEMOW CITUTHOM
HacneacTBeHHOCTN. CyTb 3TOM TEOPUN COCTOSANA B TOM, YTO MpwU
OMMOAOTBOPEHNN MYXCKOE M XXEHCKOE «Havano» nepeMeLlmnBarnmcb, «kak
KpacKu B CTakaHe BoAbl», AaBad Ha4yano HoBoMy opraHnamy. MeHgenob
nokasars, YTO HacneacTBEeHHbIe 3a4aTKn He CMELLUMBAKOTCS, a
nepenarTcs OT poanuTerien NoToMKam B BUAE OANCKPETHbIX
(060COBNEHHLIX) eANHUL,. OTU eANHNLbI, NPpeacTaBreHHble y ocoben
napamu (annensimn), octaroTcsl ANCKPETHBIMU 1 NepeaatoTcs
nocreayoLmnmM NOKOSNTIEHUAM B MY>XCKUX U XKEHCKUX raMeTax, Kaxkaas u3s
KOTOPbLIX COAEPXKUT MO OOAHOU eanHunLE U3 Kaxxaomn napbl. B 1909 T.
aaTtckun 6botaHuk-cenekunonep B. MoraHceH Ha3Ban ux «reHamu», a B




OduunansHoOM gaTon poxaeHUsa reHeTukn cuntaroT 1900 rog. Torga Obinm onybnmkoBaHbl AaHHbIe . ae ®pusa, K.
KoppeHca n K.Ydepmaka, nepeoTKpbIBLLUNX 3aKOHOMEPHOCTU HacregoBaHUS NPU3HaKoB, ycTaHoBIEeHHbIe [.MeHaernem.
[lepBbie gecaTnneTna 20-ro Beka okasanmcb NoaoTBOPHLIMU B Pa3BUTUM OCHOBHbIX MOSIOXEHU N HAanpaBreHui
reHEeTUKU. bbIo chopmMmynmMpoBaHo NpeacTaBneHne 0 MyTauusax, NONynAUUaxX U YACTbIX NIMHUAX OPraHN3MOB,
XPOMOCOMHas Teopus HacrneacTBeHHOCTU, OTKPbLIT 3aKOH FOMONOrMYeCckmUx paaoB, NosflyYyeHbl AaHHble O
BO3HMKHOBEHNW HACNeACTBEHHbIX UBMEHEHNI NOA AENCTBUEM PEHTIEHOBCKMX Nyyen, bblna HavaTa pa3paboTka OCHOB
reHEeTUKM Nonynsuum opraHM3mMosB.

B 1953 rogy B MexayHapoaHOM Hay4YHOM XXypHarne bbina HanevataHa ctatbsl bnonoros [kenmca YoTcoHa u
®dpeHcuca Kpuka o CTpoeHnn 4e3oKCcupnbdoHyknenHosom kncnotbl — [HK.

Ctpyktypa AHK okasanacb coBepLleHHO HEOOLIYHOW: €€ MOMEKYSbl UMEIOT OFPOMHYIO MO MOSIEKYNSAPHBIM MacLTabam
OJINHY N COCTOAT N3 ABYX HUTEN, CNINIETEHHBIX MeXAy cobon B ABOMHYIO cnvparnb. KaXayto N3 HUTEN MOXHO CpaBHUTL C
OSTMHHOW HUTBIO ByC. Y 6enkoB "bycnHamun" ABRATCA aMUHOKUCIIOThI ABaguaTth pasnuyHblix Tunos. Y [JHK — Bcero
yeTblpe Tuna "dbycuH", n 30ByTCA OHWN HyKNneoTnagamu. "bycunbl" aByx HUTen asonHom cnupanu AHK ceaszaHbl mexay
cobon u ctporo apyr apyry coorsetctBytoT. B 1IHK HanpoTuB HykneoTnaa ageHnHa HaxoamTtca TUMWH, HanpoTuB
LMTO3MHA — ryaHuH. [py Takom NocTpoeHun ABOMHOW Cnuparnm Kaxgas 13 Lernen cogepXuT cBegeHns 0 CTPOEHUN
apyron. 3Hasi CTpoeHne ogHOW Lenu, Bcerga MOXXHO BOCCTaHOBUTL APYryto.

[Mony4atoTcs ABe ABOMHbLIE CNUPann — TOYHbIE KONUN NX NMPeaLLIEeCTBEHHNLbI. OTO CBOMCTBO TOYHO KONMMPOBaTb Ccebs
UMEET KITI0YEBOE 3HAYEHNE AN XXN3HU Ha 3emMne.



MeTtoabl nccnenoBaHus
[eHeTnka n meguumHa

[ B reHeTuke OCHOBHbLIM METO0OM UCCeO0BaHNSA ABMNSAETCA reHETUYECKUIN aHanns, KOTOPbIN NPOBOAUTCA HA BCEX
YPOBHSIX OpraHmM3aLum XXMBOro (0T MOJSIEKYSIPHOIo 40 NonynaunMoHHOro). B 3aBUMCMMOCTM OT Lienu nccregoBaHus
"BMOOU3MEHSETCA" B YACTHbIE METOAbI - TMOPUAONOrMYECKNIA, NONYNSALUMOHHBLIN, MYTaLNOHHGIN,
PEKOMBOUHALMOHHBIW, LMTOFEHETUYECKNIA U OP.

O [mbpugonornyecknuin MeToq No3BOSsSET YCTAHOBUTL 3aKOHOMEPHOCTU HacneaoBaHNs OTAENbHbIX NPU3HAKOB U
CBOMCTB OpraHu3mMa nytem npoBeaeHus cepumn NpamMbIX U BO3BPATHLIX CKpeLLMBaHUN B pAe NOKONIEHNN.
3aKOHOMEPHOCTU HacriegoBaHUS NPU3HAKOB 1 CBOUCTB Y YeNoBeKa yCTaHaBNMBaOT, UCMONb3ys reHeanornyecknm
METOZ (aHann3 pogoCnoBHbIX). 3aKOHbI HAcnegoBaHUA NMPU3HaKa B Nonynaunsax onpeaensaioT ¢ MOMOLLbH
nonynsauMoHHOro Metoaa, Unu nonynaunoHHOro aHanmaa.

d UwnTtoreHetnyeckmnn metod, 06beauHUBLLNK MPUHLMMNBI LLUTONOMMYECKOro U reHeTUYECKOro aHanmsaa, NPUMEHSIOT Np
N3y4eHUN 3aKOHOMEPHOCTEN MaTepuaribHON NPEeeMCTBEHHOCTU B MOKONEHUAX OTAESIbHbIX KNEeTOK N OpraH1U3MoB U

"aHaToMUN" maTepuanbHbIX HOCUTEeNnen HacneacTBeHHOCTM.
D eHOreHeTn4eCKNm aHa/in3 rno3BONAET U3YyYHaTb AENCTBUE NT'EHA U NMPOABNAEHUA TEeHOB B UHANBUNAYA/TbBHOM

Pa3BUTUM OpraHn3ma. [Ana aToro UCNoNb3yoT TaKUE NPUEMBbI, KaK Nepecaaka reHeTUYECKN Pas3INYHbIX TKaHEN,
K/IETOYHbIX A4EeP NN OTAENbHbIX TEHOB U3 OAHOM KNETKM B APYrYHO, a TaKXKe uccnesoBaHMe Tak XMmep -
3KCNEPUMEHTANBHO NONYYEHHbIX MHOTOKNETOYHbIX OPraHM3MOB, COCTOAILLUX U3 TEHETUYECKM PA3/IMYHbIX KNETOK,
MCXOAHO NPUHAANEXKALLUMX Pa3HbIM MHAUBUAYYMAM.

L MyTauMOoHHbIN M peKOMBUHALMOHHbIM aHaNU3 UCMO/b3YIOT NPU U3YYEHUN TOHKOW OpraHn3aumnm u GyHKLUK
reHeTUYeCcKoro matepuana, CTPyKTypbl pas3nmynbix AHK, nx uameHeHnmn, mexaHnamos GyHKLMOHUPOBAHUA U
obmeHa reHamu Npu cKpewmBaHUn. MHTEHCUBHO Pa3BMBAETCA METOA MOIEKY/IAPHOro reHeTUYECKOro aHanun3a.



VIHTepec meauLHGI

d C pasBuUTUEM reHETUKN CTaNo BO3MOXHbIM NPUMEHEHME €€ METOA0B B
nccnegoBaHMM HEN3NEeYMMbIX paHee 6onesHen, natonorum n T.4. Yto
Ha4darno npueriekaTb HeMarsbll UHTEPEC CO CTOPOHBLI YYEHBIX, paboTaroLmnx
B obnactn meanunHbl. M3BECTHO HECKONMBKO ThICSAY FrEHETUYECKNX
3aboneBaHnK, KOTOpbIE NOYTM Ha 100% 3aBUCAT OT reHoTuna ocobm. K
Hanbonee cTpalluHbIM U3 HUX OTHOCATCS: KUCMNOTHbIN hnbpo3s
No4XKenyoo4HOM Xeresbl, PeHUITKETOHYPUS, ranakTo3eMusi, pasnuyHble
doopMbI KPETUHN3MA, reMOrrodbnHonaTnKn, a Takke cuHapombl [layHa,
TepHepa, KnanHdenstepa. Kpome Toro, CyLecTBYyOT 3aboneBaHus,
KOTOpPbIE 3aBUCAT 1 OT FEHOTUMNA, 1 OT Cpeabl: nwemmyeckas 6onesHso,
caxapHbln guabeT, peBMaTtonaHblie 3aboneBaHunsi, A3BeHHbIE DOE3HU
Xenyaoka v agBeHaguaTtunepcTHOM KALWKKU, MHOTME OHKOSTOrMYecKune
3aboneBaHus, WN3odpeHns n apyrmue 3aboneBaHns MCUXMUKN.

d WcTtopuyecku nHtepec MeamunHbl K reHeTuke doopmmpoBarcs
nepBOHa4yaribHO B CBA3U C HAbNogeHUAMI 3a HacrneayembiMum
natosiormndyecknmm (bonesHeHHbIMM) npusHakamun. Bo BTopon nonosuHe 19-
ro Beka aHrmmnckum omonor ®.anbToH BbIAENUN KaKk CaMOCTOATENbHbIN
NpeaMeET UccreaoBaHus «HacneaCcTBEHHOCTL YernoBekar». OH xe
npeanoXxun psg cneynanbHbIX METOOO0B rEeHETUYECKOro aHanuaa:



[eHeTunKka YyenoBeka

[ leHeTuka yenoBeka (human genetics) — 3TO OCODbIN pa3gesi reHETUKU, KOTOPbIN N3y4YaeT 0COBEHHOCTU
HacregoBaHUsA MPU3HAKOB Y YernoBeKa, HacrneaCcTBEHHbIE 3aboneBaHns (MeanuunHCcKasa reHeTrka),
FEHETMYECKYI0 CTPYKTYPY nonynaumin YenoBeka. I3 HanpasneHnin reHeTUKN YenoBeka Hanbornee
MHTEHCUBHO pPa3BMBalOTCH LUMTOreHETUKA, DMOXMMmMYeckas reHeTmka, UMMyHOreHeTuKka, reHeTuka
BbICLLEW HEPBHOW AEATENBbHOCTU, U3NoNormvyeckas reHeTumka.

1 [eHeTuKa YyenoBeka SBNSETCA TEOPETUYECKON OCHOBOW COBPEMEHHON MEANLNHBI U COBPEMEHHOIO
30paBooxpaHeHud. Ee nogpasaensioT Ha aHTPONOreHETUKY, U3yyaroLLyto 3aKOHOMEPHOCTH
HacneacTBEHHOCTU N NU3MEHYMBOCTU HOPMaJSibHbIX MPU3HAKOB YeroBe4YeCKoro opraHn3ma,

aemorpadomyeckyro reHeTuKy (reHeTuka HapodoHacesieHMa), aKonornyeckas reHeTuKy (yyeHue o
reHEeTUYEeCKMX acrnekTax B3anMOOTHOLLEHNI YenoBeKa C OKpYyXXatoLLen cpenomn) U reHeTUKy
MEOVLMHCKYI0, KOTOpasi U3ydaeT HacneacTBeHHbIe NnaTtonornm (6onesHu, oedekTsl, ypoacTesa v ap.).

d Hawnbonee BaxxHOWM 06M1aCTbiO FrEHETMKM YenoBeKa ABNAeTcsa MeguunHckas reHeTuka. MeguumnHekas
reHeTMKa NoMOoraeT NoHATb B3anMogencTame buonornyecknx n paktopos cpeabl B NaTonornm
yernoBeka. MIHorga ee paccMaTpuBatoT HE Kak pasaen reHeTUKN YeNOBeEKa, a Kak cCaMOCTOSITENbHYHO
obnacTtb 0OLEN FrEHETUKMN.



