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HCTOPUSA OTKPHITUSA MYTAIIMA U TEHA: ®OPMHUPOBAHUE
KJIOYEBBIX IOHATUNA MEJIUIIMHCKOM TEHETUKHA

AKymanazaposa LI.P., Tawkenrckuii rocynapcTBeHHBIIH MEUIIMHCKAN

YHUBCPCUTCT

Annomayun. B pabome npedocmasnen uUCMOPUKO-HAYUHBIL — AHAIU3
dopmuposanus Kio4esblX HNOHAMUL MEOUYUHCKOU 2eHeMmUKU — «2eH» U
«mymayusy. Ilpocnesicusaemes 36010Yuss MUX MEPMUHOE OM YMO3PUMETbHBIX
npeocmaesneHuti 0 OUCKpemHvlx Hacreocmeennvix ¢axkmopax (I. Menoenv) u
cKaukooopasuou Hacreocmeennou usmenuusocmu (X. oe dpuz) 00 cospemenHvix
MONEKVIISPHO-OUON02UHECKUX onpedeieHul. Bvidenenbl uemulpe 0CHOBHLIX dMana:
MEHOENeBCKULl, XPOMOCOMHbBIU, MOJEKYIAPHbIL U 2eHoMHbll. [lokazana poib
pabom B. Hoeanncena, T.X. Mopeana, I'. Ménnepa, O. Deepu, /[c. Yomcona u @.
Kpuxa, a maxoce Jl. Ilonunea ¢ mpancghopmayuu 63215008 HA Npupooy 2eHa u
mymayuu. QOcoboe 6HUMaHUe YOensiemcs MeOUYUHCKOMY 3HAYEHUI0 3IMux
OMKpLIMULL, OM NOHUMAHUS MOJIEKVISIPHO20 NAMO2eHe3d HACAe0CHBEHHbIX
bonesnell 00 pazeumus MOJEKYIAPHOU OUACHOCMUKU, MAP2emHOU mepanuu u
2EHOMHOU MEOUYUHDL.

Knrwouesvie cnosa: cen, mymayus, MeOUYUHCKASL 2eHEMUKd, UCMOPUs
2eHEeMUKU, HACAeOCMBEeHHble (AaKmopsl, XPOMOCOMHASL Meopus, MOJEKYIAPHAL
eenemuxa, /[HK, mymaecenes, ecenomHas meouyura
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Abstract: This paper presents a historical and scientific analysis of the
formation of the key concepts in medical genetics — “gene” and “mutation.” It
traces the evolution of these terms from speculative notions of discrete hereditary
factors (G. Mendel) and abrupt hereditary variation (H. de Vries) to modern
molecular and biological definitions. Four main stages are identified: Mendelian,
chromosomal, molecular, and genomic. The study highlights the contributions of
W. Johannsen, T.H. Morgan, H. Muller, O. Avery, J. Watson and F. Crick, as well
as L. Pauling, in transforming the understanding of the gene and mutation.
Particular attention is paid to the medical significance of these discoveries — from
elucidating the molecular pathogenesis of hereditary diseases to the development
of molecular diagnostics, targeted therapy, and genomic medicine.
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BBenenue. IloHATHA «TeH» W «MyTalMs» SBISIOTCA KpacyroJibHbBIMU
KaMHSIMH COBPEMEHHOM MEIUIIMHCKON T€HETHUKHU, OINPENCIAsl KaK TEOPETUUYECKUE
OCHOBBI HACJICICTBEHHOM MAaTOJOTUM, TaK M MOPAKTUYECKUE TMOAXOIbl K
JIMarHocTuke u Tepanuu. OJHAKO MyTh K MX COBPEMEHHOMY MOJICKYJISIPHOMY
MOHWMAHUIO ObUT OJITUM M TEPHUCTBIM, OTpakasi dBOJIOLMIO HAYYHOW MBICIH OT
YMO3PUTEIBHBIX THUIOTE3 OO TOYHBIX OKCIEPUMEHTAIBHBIX IOKA3aTEIbCTB.
Uctopust (opmupoBaHus 3THX KIIOUYEBBIX TEPMUHOB TIPENCTaBIsACT CcOOOM

JpaMaTUYEeCKUi MPOLECC CMEHbl MNapaaurM, B KOTOPOM aOCTpaKTHbIE
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NPEACTABICHUSI O «HACJIECACTBEHHBIX 3aJaTKax» TpaHCHOPMHUPOBAIUCH B
KOHKpeTHOE 3HaHue o cTpykrype JHK u npupoae reHOMHBIX BapHALIHiA.

Ha nporsokennn Oonbineit wactu XIX Beka B OMOJIOTHH TOCIIOACTBOBAJIH
MPEACTABICHUSI O CIUTHOM HACIEACTBEHHOCTH, NPEANOJaraBliue MpoCToe
CMEIIICHUE TPU3HAKOB POJIMTENEH B MOTOMCTBE. BBIXOJ 3a paMKu 3TOM J1OTMBbI
noTpedoBal METOAOJOTMYECKOI0 MpPOphIBa, KOTOPbIA ObuT coBeplueH ['peropom
Mengenem [1]. Ero pabotel, omyOnukoBaHHble B 1866 romy, BHEpBBIC
IPOJIEMOHCTPUPOBAIN JUCKPETHBIA XapaKTep HACIEIOBaHUS, BBEISA IOHSATUE O
MaTepHaNbHBIX «(PakTopax» (BMOCIEICTBUN HAa3BAHHBIX F€HAMH), MEPEIAIOIINXCS
U3 MOKOJIEHUS B MOKOJIEHHE 0e3 cMmelleHus. IMEHHO MEHIEeNeBCKasl KOHIIEIUS
JVCKPETHBIX HACJIEACTBEHHBIX E€IMHMI] CO3JaJla JIOTUYECKOE IIPOCTPAHCTBO, B
KOTOPOM TMOHATHE MyTallUM KaK BHE3AIHOI'0, YCTOWYMBOTO M3MEHEHUSI UMEHHO
ATOM €TMHULIBI MOTJIO OBITh OCO3HAHO U (POPMATTU30BAHO.

[TapagoKkCc UCTOPUU T'€HETUKH 3aKIFOYAETCS B TOM, YTO 3HAUEHUE OTKPBITHIA
Menzens He ObUIO OLIEHEHO COBpeMEeHHUKaMH. [loTpeboBanoch MouTH 4YeThIpe
NECATUIIETUS 3a0BEHMSI, MPEKIE YEM HAYyYHOE COOOIIECTBO «IEPEOTKPHLIOY» €ro
3akoHbl B 1900 romy. DTOT BpeMEHHOW pa3pbiB ObLI OOYCIOBJIEH HE IPOCTO
HEBHMMATEJIbHOCTBIO, a OTCYTCTBMEM B Ouonoruum koHma XIX  Beka
COOTBETCTBYIOILIETO KOHIIENTYaJbHOTO amnmapara M LHUTOJIOTHYECKUX JIaHHBIX,
KOTOpbIE TO3BOJWIM OBl CBSI3aTh aOCTpakTHBIE «(aKTOPBD C MaTepUATbHBIMU
CTPYKTypamu KieTKH. JIuib mocie «nepeoTKpbiTus» ycunusmu ['yro ge ®pusa,
Kapna Koppeaca u DOpuxa ¢on Uepmaka Hauaaoch CTPEMUTEIHHOE

dbopMupoBaHUE TE€HETUKHM KaK CaMOCTOATENbHOW Hayku [2]. B pamkax sToro
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mpoliecca MOHATUS T'eHa U MyTallid OOpesu CBOE MEpPBOHAYAIBHOE, €IIe JIaJIeKoe
OT COBEPILIECHCTBA, HO YK€ OINEPaAllMOHAJILHOE ONIPEACIICHUE.

Hear  wucciaenoBanust. IIpoaHanm3upoBaTh  MUCTOPUYECKHE  ITAIIb
bopMHUpOBaHUS TMOHATUN «T€H» U «MYyTaIUs», a TAKKE ONMPEJCIUTh UX 3HAUCHHE
JUISL CTAHOBJICHUS U PA3BUTHS MEAUIIMHCKON T€HETUKHU.

Martepuaasl u Meroabl. Hacrosimee wuccienoBanue Oasupyercs Ha
MPUMEHEHUU HCTOPUKO-HAYYHOIO METOJAA, BKJIIOYAIONIETO PETPOCHEKTUBHBIN
aHaIM3 M CHUCTEMATHU3alMI0 NMEPBUYHBIX HAYYHBIX MyOJIMKalLMid, MOHOTpapuil u
KOHIIENTYalIbHBIX 0030pOB, ONPECIIUBIINX CTAHOBJIEHUE MEIULIUHCKON T€HETUKU
KaK CaMOCTOATEIIbHOM JUCHMUIUIMHBL. MeTomonornueckass OCHOBa padOThI
IPEANnojgaraeT COMOCTaBICHUE XPOHOJOTMH SMIMUPUYECKHX  OTKPBITHH C
IBOJIFOLIMEN TEOPETUYECKOTO arlrapaTa HayKH.

B kauectBe sMnupuueckoil 0a3bl ObLIIM OTOOpaHbI TPYAbl KIIFOUEBBIX QUTYD
B HWCTOPUU TE€HETHKH, OXBaThIBaromue mnepuoa ¢ koHua XIX po cepeamunl XX
Beka. B wacTHOCTH, neTanbHOMY pa3dopy MOJIBEprHYTHl paboThl Xyro ne dpuza
(Hugo de Vries), B KOTOpBIX BHEpPBBbIE ObLI MNPEAJIONKEH U KOHIENTYalTbHO
00OCHOBaH TEPMUH «MYTallMs» B paMKax ero mytaruoHHou teopuu (1901-1903
IT.) [3, 4]. AHanu3 JOMOJIHEH u3ydyeHueM nyonukanuii Bunbrensma Moranncena
(Wilhelm Johannsen), BBealiero B Hay4Hblii 000pOT (pyHIaMEHTaIbHOE MOHITHE
«reny, a Takke U@ hepeHITMPOBABIIETO TEPMUHBI «KTEHOTHI» U «peHotum» (1909
r.) [5]. 3HauuTeNbHBIM MAacCHB MPOAHATU3UPOBAHHBIX MATEPUATIOB COCTABIISIIOT
DKCIIEpUMEHTaIbHBIE HccaenaoBanus rpynmbl Tomaca Xanta Moprana (Thomas

Hunt Morgan) u ero corpyauukoB (A. CrépreBant, K. bpumxkec, I'. Ménnep) Ha
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MojienbHOM 00bekTe Drosophila melanogaster, nmo3BosuBIime chopMyaupoBaTh 1
MOATBEPIUTH XPOMOCOMHYIO TEOPHIO HACJIEACTBEHHOCTH [6, 7].

Kpome TOro, B paboTe UCHOIB30BaHBl HCTOPHUUECKHE HCTOYHHKH,
Kacarollldecsl Mepexo/la TeHETUKH Ha MOJIEKYJSIPHBI ypOBEHb OpraHH3allHH.
[IpoaHanu3upoBaHbl KIIIOUEBbIE MMyOJIHMKALMU, OMUCHIBAIOLIIME SKCIIEPUMEHTHI IO
UICHTU(PUKALIMK HOCHUTENSI TE€HETUYECKOW HH(pOpMaluK (3KCIEPUMEHT OBEpH,
MakJleoma u MakKaptu, 1944 1.) [8], a Takxke kinaccuyeckas pabdora Jlkeitmca
Yorcona u ®psncuca Kpuxa (James Watson, Francis Crick) 1953 roma mo
ctpykrypHoi moxenn JHK [9], paccMarpuBaeMas B HEpa3pbIBHOU CBSI3U C
PEHTTEHOCTPYKTYPHBIMU  JTaHHBIMH, TOJy4eHHbIMU Pozamunn  @paHKIMH
(Rosalind Franklin) u Mopucom VYunkunacom (Maurice Wilkins) [10].
JlomoTHUTENBHO paccMaTpuBaIuch paHHue padotsl ['epmana Mémnepa (Hermann
Muller) mo wuHayKuMM MyTalMil pPEHTreHOBCKUM u3inydyenueMm (1927 r.) kak
MOBOPOTHBIA MOMEHT B TIOHUMAHUM TIPUPOJIbI MyTAITMOHHOTO Tiporecca [11].

PesyabTaTrbl m oOcy:kaenue. [IpoBeneHHbINH aHaIW3 MO3BOJUI BBIJACIUTD
YEThIpE MOCIEI0BATEIbHBIX ATaNa B (POPMUPOBAHUU MOHATUN «TE€H» U «MYTALUS»,
KOKIbI M3 KOTOPBIX XapaKTEpPU3yeTCSd KAueCTBEHHBIM W3MEHEHUEM YpPOBHS
MOHUMAaHUs HACJIEeICTBEHHOCTH.

1. Menoenesckuii u nocmmenodenesckuti sman (XIX — nauano XX 6s.):
Gdopmanuzayua nousmuil. VICXOMHOW TOUYKOW SBWJIOCH NPHU3HAHUE JAWCKPETHOCTU
HACJIEJICTBEHHBIX (PaKTOPOB, BhITeKarolee M3 3akoHOB I'. Mennens [1]. OxHako
BIIOTh a0 1900 roma ot (dakTophl oOcCTaBaluMCh Cyryoo aOcTpaKkTHOM
MaTeMaTUYeCKOM BeIMYMHON 0e3 MaTephalibHOro cyoOcTpara. Pemarommii ciBur

npousoiien ¢ padoramu X. ne @puza. Habmomas 3a momynasiusiMu OCJIMHHHUKA
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(Oenothera lamarckiana), ne ®pu3 3apukcupoBang BHE3AMHOE MOSIBICHUE HOBBIX
dbopm, coxpasstoumxcss B moToMcTBe. OH HMHTEpPIPETHPOBAT 3TO  Kak
CKaukooOpa3HOe W3MEHEHHE HACIEICTBEHHOTO MaTephajia W BBEI TEPMHH
«MmyTanus» (oT JiaT. mutatio — wu3MmeHeHue, nepemena) [3]. XoTs KOHKpETHBIC
MEXaHU3Mbl MyTaIlMil y OCJTMHHUKA BIIOCICACTBUU OBLIN MEPECMOTPEHBI, 3acIyTa
ne @puza COCTOUT B TOM, YTO OH MPOTHUBOMOCTABUII MYTAIIHOHHYIO H3MEHUYNBOCTh
OpoCThIM  UIyKTyanusaM (MoAMQUKALUSIM) W TOCTaBWJI MYTallMM B LEHTP
ABOJIIOIIMOHHOTO TIpouecca [4].

[Toutu ogHOoBpemMeHHO ¢ 3TUM B. Moranncen, 0600111ast onbITH 110 0TOOPY B
YUCTBIX JIMHUAX (Pacosid, TPHUIIET K BBIBOJAY O HEOOXOIUMOCTH HYETKOTO
pasrpaHUYCHHS] HACIEJACTBEHHOTO 3a7aTKa W €r0 BHEIIHETO TPOSBICHUS.
[Ipennoxennsrii uMm B 1909 romy TepMMH «reH» (OT Tped. genos — poj,
MIPOUCXOKJICHNE) 3aMEHIIT aMOP(hHBIC TIOHATHS «ITAHTEHBI» WU «HACIICICTBCHHBIE
dbakTopel», TMNpUIAB UM CTPOTOCTb U  HE3aBHUCHUMOCTh OT KOHKPETHBIX
(bU3HMOIOrHYeCKUX TuroTe3 [5].

2. Oman xpomocomnoti meopuu Hacieocmeennocmu (1910-1930-e ee.):
nokamuzayus u JjaunetHocms., CHEAYIONUM IIIaroM CcTajo oOpeTeHHne TeHOM
MaTepuaibHbIX KoopauHaT. Paborel mikonsl T.X. Moprana Ha apo3oduiie
MO3BOJIMIIA JTIOKa3aTh, YTO TCHBI JIOKAJIM30BaHBI B XPOMOCOMaXxX M PacIlOJIOKEHBI B
JuHEHHOM Topsike [6]. MyTtanus nepectaia ObITh TPOCTO OMUCAHUEM U3MEHCHHUS
NpU3HaKa — OHa CTaja MapKepPOM ITOBPEXKACHHUS WM U3MCHCHHS KOHKPETHOTO
JOKyca B XpoMocome, 4To mo3Boiwio A. CTEPTEBaHTY MOCTPOUTH IE€PBbHIC

T€HETUYECKUE KapThl [7].
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[IpyHIMOMANBHO BaXXHBIM BKJIAJIOM 3TOTO IEepuoAa I MEIUIMHCKOW
FEHETUKU  CTajl0  JKCHEPUMEHTAJIbHOE  JI0KA3aTEJIbCTBO  MHIYLMPOBAHHOIO
mytarenesa. I'. Mémnep B 1927 rogy nmokasai, 4To BO3/I€UCTBHE PEHTI€HOBCKUMU
Jy4aMHd MHOTOKPAaTHO YBEJIWYMBAET YacCTOTY BO3HHUKHOBEHHUS JICTAJIbHBIX U
BUJIUMBIX MyTauui y apo3oduisl [11]. DTO OTKpbITHE BHEPBBIE YCTAaHOBHWJIO
MPUYUHHO-CJICACTBEHHYIO CBSI3b  MeXAy (akTOpOM BHEUIHEW Ccpenbl U
HACJIEICTBEHHBIMU U3MEHEHUSMH, YTO CTAJI0 OCHOBOW PaAMallMOHHON I'€HETUKU U
MOHMMAHUSI XUMUYECKOTO KaHIIepOoreHesa.

3. Oman wmonexynapuou pedykyuu (1940-1960-e 22.): om ¢ynkyuu x
cmpykmype. lIlepexoq K MOJIEKYJISIPHOMY YPOBHIO KapAWHAJIBHO HW3MEHUII
comepkanre oboux TepmuHOB. Wnentudukamus JIHK kak BemiectBa
HacnenacTBeHHOcTH O. OBepu U  coaBTopamu (1944) [8] um mocnemyromiee
yCTaHOBJIEHHE JIBOMHOM criupanu YorcoHoM u Kpukom (1953) [9] nmo3Bosunu nath
(bU3UKO-XMMHUYECKOE OMpeeNieHUe: TeH — ATO YHUKAJIbHAS MOCIEA0BATEIbHOCTh
HykieotuoB JIHK, komupyromas nepBUUHYH) CTPYKTYpPY HOJMUIIENTHIA WA
¢dbyukiuonansHoit PHK. CootBercTBeHHO, MyTainus Oblla peaylupoBaHa [0
U3MEHEHHUSI B TIOCJIEIOBATEILHOCTH HYKJICOTHIOB (3aMeHa TMapbhl OCHOBAHUH,
BCTaBKa, JieJielus Win nepectpoiika yuyactka JJHK).

DTOT J3Tanm MMeEN pellarolee 3HadyeHue Uil MeauruHbl. [losBuioch
MOHMMAHUE  MOJICKYJSIPHOTO  TAaTOTeHe3a  HACJICACTBCHHBIX  OOJe3HEH.
Knaccuueckum npumepom ctana padota JI. Ilomunra (1949), nmokasaBmias, 4To
CEPIIOBU/IHO-KJIETOYHAS aHEMHS SIBIISICTCA «MOJICKYJIAPHON OOJE3HBIO» —
CJICJICTBMEM 3aMEHBI BCETO OJHON aMHUHOKHCJIOTHI B TEMOTJIOOMHE U3-3a MYTallMHU B

COOTBETCTBYIOIIEM r'eHe [12].
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4. I'enommnas opa (komey XX — nauano XXI 66.): eapuabervnocmv u
cnooichocms.  COBpPEeMEHHBIM  dTall, HAYaBIIMICA C BHEIPEHHUS TEXHOJIOTUH
CEKBEHUPOBAHMS, TMpPUBEI K JajbHEWIIeMy YCIOoXHEHUIO TmoHatuil. Craio
OUYEBMJIHO, YTO T€HOM YEJIOBEKAa COJCP>KUT HE TOJBKO T€Hbl, HO U OOIIHUPHBIC
pEeryJsSITOpHbIE 00JIACTH, MyTaIlUl B KOTOPBIX CTOJIb K€ 3HAUUMBI JIJIsl MaTOJOTUH
[13]. TlonsATHE MyTaluu YTOYHHJIOCH JO TEPMHHA «TCHETHYCCKUI BapHaHT» C
rpajanyed OT TAaTOTeHHBIX [0 J0OPOKAuYeCTBEHHBIX moauMopdusmMoB. B
MEJIUIIMHCKOM KOHTEKCTE€ pPEe3yJbTaTOM »SBOJIOIUU JTUX TMOHITHH  CTajlo
dbopMHpoBaHUE MOJICKYJISIPHON MenuiuHbl. [loHMMaHne MyTaluu KaKk M3MEHEHUS
HYKJICOTUJTHOM  TOCJIEOBATEIBHOCTH  TO3BOJIAET  CETOJHA  HE  TOJBKO
JIMarHOCTUPOBATh MOHOTEHHbIC 3a0oyieBaHUsI (MYKOBHUCIMA03, TeModuius,
muoauctpobun) Meromamu IIIIP u cexkBeHMpoBaHMS, HO W TIEPEXOJHUTHh K
TapreTHOU Tepanuu HACJICICTBEHHBIX OoJsie3Hen (Hanpumep,
dbepmeHTO3aMecTUTEIbHAS Tepanusi Mpu OoJie3HH [oIIe) W OHKOJOTUYECKUX
3a00J€BaHU, ACCOIIMHUPOBAHHBIX C COMATHYECKUMHU MYTalUsIMU (MHTHOUTOPHI
TUPO3WHKUHA3 MPH XPOHUYECKOM Muenoieiiko3de ¢ myranueir BCR-ABL) [14].
akuM o0pa3oMm, HCTOpus (QOPMUPOBAHUS TOHSATUH «TE€H» U  «MYyTaIus»
JIEMOHCTPUPYET MYTh OT CIHEKYJATHUBHOIO MPEICTABICHUS O HACIEICTBEHHBIX
YaCTHUIIAaX JI0 TOYHOTO ONEPUPOBAHUS MOJICKYJIIPHBIMU MEXaHU3MaMH, JICKAITUMU
B OCHOBE MMATOJIOTHYECKUX MPOLIECCOB YEIOBEKA.

BeiBoabl. Ha oCHOBaHMM TIPOBEAECHHOTO MCTOPUKO-HAYYHOIO aHAIM3a
bopMHUpOBaHUS KITIOYEBBIX TOHITHN MEIUIIMHCKOW TEHETUKH MPEICTaBISICTCS

BO3MOXXHBIM C(HOPMYJIUPOBATH CJICAYIOIINE 0000IIAIONINE MOJ0KCHUS:
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1. DBONIOLMOHHBIN XapakTep TEPMUHOJIOTUH. [[OHATHS «TE€H» U «MyTalus»
HE SBISIOTCS CTaTUYHBIMHU JIePUHUIMSAMHU, a TMPEIACTaBISAIOT COOOM pe3ynbTar
JUIATEIIBHOTO M MHOTOJTAITHOTO PA3BUTHSA HAYYHBIX MPEACTABICHUN O MPUPOJE
HACJIEICTBEHHOCTH. Nx CoZEpKaHUE [IPETEPIIENO Ka4eCTBEHHYO
TpaHcopMaIMIo: OT YMO3PUTEIBHBIX «HACIEICTBEHHBIX (akTopoB» I'. MeHnens
[1] 1 peHOMEHOTOTHUYECKOTO OMUCAHUS «CKAYKOOOpa3HOW M3MEHYMBOCTH» X. J€
®puza [3] 1m0 CTPOTUX  MOJIEKYJIAPHO-OMOJOTUYECKUX  OMpE/IeTCHUH,
0a3MPYIOIIMUXCA HAa CTPYKTYPE U PYHKIHUU HYKIEMHOBBIX KUCIIOT [9].

2. WHTerpauus KIaCCMYECKOT0 M MOJEKYJISIPHOTO 3HaHUSA. Pemarommii
BKJaJ B COBPEMEHHOE IOHHMAaHUE TEeHETHYEeCKOM HH(GOpMallUM BHEC CHUHTE3
METOJI0JIOTHYECKUX TOJXO0/J0B KJIACCHUUECKON TEeHETUKU (THOpUI0I0TUYECKUN
aHaiM3, TIOCTPOCHHE XPOMOCOMHBIX KapT) H MOJEKYJISIpPHONH OHOJOTHH
(PEHTTeHOCTPYKTYPHBIN aHanu3, ouoxumudeckas uaeHtudukamus JTHK). Paboter
mkonbl T. X. Moprana [6] mo3BOJIMIM JIOKaJIM30BaTh aOCTPaKTHBIA TE€H B
MaTepHAIbHBIX CTPYKTYpax KJIETKHU — XpPOMOCOMax, TOT/a Kak paciiuppoBka
nBoiiHou cnimpanu JJHK [x. Yorconom u ®@. Kpukowm [9] HanonHuna 310 MoOHATHE
KOHKPETHBIM (PM3UKO-XUMHUYECKUM COJIEP>KaHNEM, YCTAHOBUB HEPA3PHIBHYIO CBSI3b
MEX]Iy TOCJIEI0BATEIHbHOCTRIO HYKJICOTHAOB M (DEHOTUMUYECKUM MPOSIBICHUEM
MPU3HAKA.

3. MeauuuHcKoe 3HaYeHNUE OTKPBITHS MPUPOAbl MyTanuid. OCO3HaHHE TOTO,
4TO MyTalus MIPEJICTABIISAECT coboit M3MEHEHNE HYKJICOTUIHON
nocnenosarenpHoctn  JIHK,  gBWIOCH  KITFOYEBBIM  3TAarioM B CTAHOBJICHUHU
MEIUIMHCKOW TE€HETUKM KaK KIMHUYECKOW JUCUUIUIMHBL. JTO OTKPBITHE

ITIO3BOJHIIO HCpCfITI/I 0T CHHAPOMOJIOTHYCCKOro OIIMCAaHHA HaCJ'IeIICTBeHHOI‘/’I
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MaTOJOTUH K MTOHUMAHUIO €€ 3THOJIOTHH U MAaTOreHe3a Ha MOJIEKYJISIPHOM YPOBHE.
OKCIIEpUMEHTAIBHOE  JOKa3aTEIbCTBO  MHAYLMPOBAHHOTO  MyTareHe3a [
Ménnepom [11] m koHHenus «MoJeKyIsipHbIX Oomnesnei» JI. Ilommara [12]
3I0KWIM  (PYyHIAMEHT JUIsi M3yYeHHUS KaK CIIOHTAaHHBIX HACJEJACTBEHHBIX
3a00J1eBaHUM, TaK M MATOJOTMYECKUX COCTOSHHI, CBSI3AHHBIX C MYTAareHHbIM
BO3/ciicTBUEM (DAaKTOPOB OKpyXkarolieil cpeabl (BKIOYas paguallUOHHBIA U
XUMHYECKUN KaHLEPOT€HE3).

4. Tpancmsiuust (yHIaMEHTaJIbHBIX 3HAHUUW B KIMHHYECKYIO MPAKTHUKY.
CoBpeMeHHbIE JOCTHKEHHUS B 00JIACTH TEHOMUKH U TEXHOJIOTHI CEKBEHUPOBAHMUSI,
SBJIIOIIUECS TIPSIMBIM CJIECTBUEM IOTYTOPABEKOBOM IBOJIIOIIMH MOHITHIA «T€H» U
«MyTalus», OTKPBIBAIOT OECHpPEleICHTHbIE BO3MOYKHOCTH I MPAKTUYECKOTO
31paBooxXpaHeHus. JIOCTUTHYThI ypOBEHb MOHUMAaHHUS CTPYKTYphl reHoma [13]
o0OecreynBaeT METOJO0JIOTMUECKYI0 ©0a3y JUisi BBICOKOTOYHOM MOJIEKYJSPHOM
JMArHOCTUKU HACTEACTBEHHBIX M OHKOJIOTHYECKUX 3a00JIeBaHUM, BHEAPEHUS
MpOrpaMM MPEAUKTUBHOIO TECTUPOBAHMS W MPEHATAJIbHOIO CKPUHHUHTA, & TaKkKe
JUIsL pa3pa0OTKU MPUHLMINHUAIBHO HOBBIX MOAXOAOB K TE€panuu, BKJIOYas T'€HHO-
WH)XCHEPHbIE KOHCTPYKIMM M TapreTHbIE IIpernaparbl, HaIlpaBICHHbIE Ha
KOPPEKIIUIO MOCTEACTBUM cieludUUecKuX TeHETUUECKUX HapyieHui [ 14].
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