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OT TEHETUKHU YEJOBEKA 1O TEHHOHN TEPAITUM —
IBOJIIOLMSA MMOHATUIA U TEPMUHOB, 3HAHUM U MTPAKTUK

I'eneTtnka — Hayka, U3y4aromiasi 3aKOHOMEPHO-
CTH U MEXaHM3MBI HACJCIOBAHUS U M3MCHUYHUBOCTHU
MIPU3HAKOB BCEX XUBBIX OPraHU3MOB. [ eHEeTHKa HA
COBPEMEHHOM 3Tale HACTOJBKO pacUIupuiia U yr-
JTyOWIIa Kpyr CBOMX UCCIIEOBAaHUH, YTO MHOT/IA CIIe-
[UATHCT, pabOTAOIINH B OTHOM U3 €€ HalpaBJICHHH,
HE BCer/a JIOCTATOYHO IITyOOKO 3HAKOM C TEPMHUHO-
JIOTUEH, TPUHATON NCCIIEAOBATENSIMH IPYTHX €€ 00-
nacreit [1].

B 3aBucuMocTH OT 0OBEKTOB M3YUYCHUS TeHE-
THKa KJIacCU(DUIMPYyeTCs Ha TCHETUKY YeIOBEeKa, re-
HETUKY >KUBOTHBIX, TCHETUKY MHKPOOPTAHU3MOB H
T.J. B 3aBUCUMOCTH OT YpOBHS UCCIIEJOBAaHUI — I10-
MYJISIIUOHHYI0 TEHETHKY, [TUTOTCHETUKY, OHOXHMH-
YECKYI0 T€HETHKY, MOJICKYIIIPHYIO TeHETHKY. B Ha-
CTOSIIIIEC BpPEeMsi TEHETHKA — OYEHb OBICTPO pa3BH-
Barolasics OWOJIOrMYecKass Hayka. B mocienHue
JECATUIICTUS PACKPBITH MOJICKYISIPHBIC MEXaHU3MBbI
pEIUTMKALMY, TPAHCKPUIILUUA U TPAHCISIUU, YCTa-
HOBJICHBl MEXAHH3MBbl PETYISIIIUN KCIPECCUH Te-
HOB U CTPYKTypa T'€Ha, OTKPBIT TeHETUYECKUN KO
1 MHOTOE Apyroe. OJHUM U3 BaKHEHITUX COOBITHI
SIBIISIETCS paciii(poBKa MMOCIIE0BAaTEILHOCTEH HY-
KIJICOTHIOB BCEX XPOMOCOM 4eloBeka. IHTeHCHBHO
pa3BHUBaeTCs HOBOE HAIPABICHHE B MOJCKYIIPHON
TCHETHKE — TeHHas WHKeHepus [2]. YUeHble Hay4dH-
JINCh MaHUIYTHPOBATh MOJICKYJIAMH HYKJICHHOBBIX
KHUCJIOT 1 KOHTPOJIHPOBATH TCHEI.

CtpeMuTeIpHOE PA3BUTHE TCHETHKH B TTOCIIE]-
HUE JIBa JECATUIICTUS HA3BIBAIOT HE MHAYE KaK pe-
Borortueit. Haunnas ¢ 1990-x romos, koria B mpak-
THUKY BOIITM HOBBIE METOJABI aMIutnduranuu (Ko-
MMUPOBAHUS YYaCTKOB XPOMOCOMBI B JIAOOPATOPHBIX
YCIIOBUSIX) W CEKBCHHPOBaHUsS (pacuuppoBKH)
JHK, kaxnplii roJ NPUHOCUT OOJbIIE OTKPHITHIA,
4eM OBLIIO CJISIIaHO 32 BCE MIPEIbIYIIUE TO/bI, HAYH-
Hasg ¢ Menpens. ['eHeTruka pa3BuUBaeTCs CTOJb CTpe-
MUTEIBHO, YTO YCIEAWTH 32 TeM, KaK U3MEHSIOTCS
HaIllk TIPEJCTaBIeHUS O (YHIAMEHTaJIbHBIX OCHO-
Bax KM3HU W HACJIEJCTBEHHOCTH, HE YCIIEBAIOT HE
TOJILKO IIMPOKas MyONInKa, HO M CIIEUAINCTHL. DTO
TTOPOYKTaET MACCY CIIYXOB U JOMBICIIOB O CTPAIITHBIX
MyTaHTaX, KOTOPBIX KOBApHBIC yYUCHEIC IMITaAMITYIOT

B CBOMX JIa0OpaTOpHsX, TOTJa KaK IMOpa3HTEIbHBIE
OTKPBITHUSI HOBBIX METO/IOB IUArHOCTUKU U JICUCHUS
TeHETUYECKUX 3a00JICBaHUI, BKIIIOUAs paK, OCTAKOT-
Cs He3aMEUCHHBIMU WM HenmoHSThIMU [3]. Bo3uu-
KJia HEOOXOJMMOCTh TOYHOTO OOBSICHCHUS TEPMH-
HOB U MOHSTUH OTpaciell TeHeTUKU B 3aBUCUMOCTHU
OT X (yHKIUH, 33124 U BOZMOXXHOCTEH, 4TO U CTa-
JI0 TEJNBI0 TAaHHON paboTHlI.

Pesyabrartsl u o0cyxkaeHue

['eneTnka yenoBeka — HayKa O 3aKOHOMEPHO-
CTSIX HACJEICTBEHHOCTH W M3MEHUMBOCTH NpPHU3HA-
KOB B NOMYISILUAX Jrofei. OHa u3ydaeT 0coOeHHO-
CTHU HACJICIOBAaHUS HOPMAJIbHBIX U MaTOJIOTMYECKUX
MIPU3HAKOB, & TAKXKe 3aBUCUMOCTH 3a00J€BaHUI OT
TCHETHYECKOM TPEeApacloIoKeHHOCTH | (aKTo-
poB cpensl. ['eHeTHKa YeIoBeKka — O/lHa U3 BaKHEM-
[IMX HAYyYHBIX OCHOB COBpEMEHHON MeauIuHbI. OHa
Oasupyercs Ha 3aKOHAX KJIACCHYECKOW TEHEeTHKH,
HMEIOIINX YHUBEPCAIBHOE 3HAYEHUE. J[oCTHXKEHMS
SKCHEPUMEHTAILHOW U TEOPETUYECKOW TEeHETHKU
HallUIM IIHPOKOE MPUMEHEHUE B TUAarHOCTUKE, MPO-
(hmnakTHKe W JEUYSHUH HACJIEICTBEHHBIX 3a00IieBa-
HUi [2].

OCHOBBI aHTpPONOTeHETHKH 310U B XIX B.
aHnmiicknii yaeHeli @. ['anpron. OH BBen reHea-
JIOTUYECKH, OMU3HEIOBBIH, NepMaTonn(uyecKuit
METOJIbI McclieioBaHus uyeaoBeka. Metoasl ©. ['ajb-
TOHA JI0 TEMEPEUTHET0 BpEMEHH UCIIONb3YIOT B KPU-
MUHAQJIMCTHKE, METMKO-T€HETHYECKUX KOHCYIbTallU-
SIX ¥ CyIeOHO-MEUITMHCKOM dKeriepTm3e [4].

MenuHCKasi TeHETHKA, KOTOpast SIBJISETCS CO-
CTaBHOM 4YacCThIO AHTPOIONCHETUKbI, MU3y4aeT Ha-
CJIEICTBEHHOCTh U U3MEHYMBOCTb YEJIOBEKA C TOUKU
3pEHHUs ATONOIUH, & TAKXKE 3HAYCHUE BIIMSHUS Ha-
CIIEZICTBEHHOCTH U (DaKTOPOB OKPYIKAIOIIEH Cpebl
Ha pa3BUTHE HACIIEJICTBEHHBIX 3a00JIEBaHUIA.

MeauuuHckasi TeHETUKA U3y4aeT Pojib HacHed-
CTBEHHOCTH B TNAaTOJIOTMU YEJIOBEKa, 3aKOHOMEp-
HOCTHM HAcCJIeJJOBaHUs, 3THUOJIOTHIO, IAaTOI€HE3 Ha-
CIIC/ICTBEHHBIX O0JIe3HEel, pa3padarbiBacT METOIbI
JUAarHOCTHKH, JICYEHUs M NMPOQUIAKTHKH Hacie.-
CTBEHHOH MAaTOJIOTHH, BKJIIOYast OOJIE3HU C HAcJe/l-

© [IMCKVYH PII., CABULIKAS E.A., IMJIEBCKAS A.A., KIIMMYVYK 1.H.

248 ISSN 2219-3782. ®akTopu ekcriepymeHTanbHOI eBostoLii opraHiamis. 2016. Tom 18



OT reHeTukM YenoBeka 10 FeHHOV Tepanum — 3BOJIIOLMS NMOHATUA U TEPMUHOB, 3HAHWIA U MPAKTUK

CTBEHHOM MPEAPaCONOKEHHOCTHI0. METUITUHCKYIO
TCHETHKY KaK OTICNBbHBINA Kypc MPENoaloT KINHU-
YECKUM OPIMHATOPAM BCEX CIEIHAILHOCTEH B BEIC-
UX Y9eOHBIX METUITMHCKUX 3aBEICHUSX.

MenuiuHCKasi TeHETHKA pelraeT Bce mpooiie-
MBI MEIUIIMHCKOM TMPaKTUKH, Kacaroluecs TeHe-
THYECKUX BOMPOCOB. OTpacisiMu MEIUIUHCKON
ICHETHUKHU SBISIOTCS KIMHUYECKas IeHEeTHUKa, MO-
JICKYJISIpHAs TCHETHKA, OMOXUMHYECKas TeHETH-
Ka, IIUTOTCHETHKA, UMMYHOTCHETHKA, OHKOTCHETH-
Ka, (papMaKOTCHETHKA, 'CHETUKA Pa3BHUTHUs, IOITY-
JIALIMOHHAs FeHEeTHKa. BaKHEeWIIUM MpakTUYE€CKUM
ACTMIEKTOM SIBIISIETCS MEIUKO-T€HETUYECKOE KOHCYIIb-
TUPOBaHHUE, HAIMPABICHHOEC HA IIPEIOTBPAIICHUE
POXJICHUS JIETSH C HACJICICTBCHHBIMH 3a00JICBAHU-
s [5, 6].

MeauiuHcKass TeHETHKAa KakK OTpacib MEIu-
LMHBI, HUCIHONB3Yysl COBPEMEHHBIC METOABI HCCIe-
JIOBaHUsl, MO3BOJISICT YCTAHOBHTD, SIBIISICTCS JIM Ha-
CJICJICTBEHHBIM ITaTOJOTHUYSCKUN TPHU3HAK, THIIBI
HacJie/loBaHusl OOJIe3HeW 4YesOBeKa, MPUYHHBI BO3-
HUKHOBCHUsI HACJICJCTBCHHBIX 3a00JICBaHMIA, pa-
CIPOCTPAHEHUS WX B MOMYJISALUAX JIFOJCH, crienupu-
YECKHUE MPOLECChl Ha KJICTOYHOM U MOJICKYJISIPHOM
YPOBHSIX, 3UTOTHOCTh, TCHETUUYECKUN PUCK B CIIydyae
XPOMOCOMHBIX 0OJIe3HEH, a TaKIKe YCTAaHOBUTH OKO-
HYATEJIbHBIN JUATHO3.

OCHOBHOM 3ajaueii MEIHMIIMHCKOM T€HETHKH
SIBIISIETCSl N3yYEHUE HACIIEJCTBEHHBIX 3a00JIeBaHUN
Y CHHJIPOMOB, POJIM HACJIEJICTBEHHOCTH M OKPYKak0-
e cpefpl B BOBHUKHOBEHUW OOJIE3HEH YelloBeKa
C HACJEICTBEHHON TIPEAPaCIIONOKEHHOCTEIO0, YTO
JIaeT BO3MOXKHOCTH YCIICIITHO TIAHUPOBATh U TIPOBO-
TUTH TPO(UIAKTHKY 3a001eBaHuH [4].

Pa3znenoM MeaUIMHCKONM TE€HETHKH SIBIISIETCS
KIIMHUYecKass reHetuka. OHa M3y4yaeT XPOMOCOM-
Hbl€ W TCHHbIE MYTAI[MH, KOTOpPHIC BBI3HIBAIOT Ha-
CJIEZICTBEHHYIO TAaTOJOTHIO, BBISBISIET YCIOBHS HUX
BO3HUKHOBEHWSI, JACWCTBHE, OMOXUMHUYECKYIO CYIII-
HOCTh, TIPOSIBIICHWE Ha KJIETOYHOM W OpPTraHHOM
YPOBHSIX.

KnuHnueckas reHeTHKa HCCIIeqyeT BOIPOCHI
MaToreHe3a, KIMHUKYU, JUArHOCTUKH, MPOQUIaKTH-
KU 1 JICYECHHS HACJIENCTBEHHBIX 3a00I€BaHUN.

Biarogaps 1ocTuxeHUsIM MEIUIIMHCKOM U KJTH-
HAYECKOHM TeHEeTHKH B HAIlle BPEMS THATHOCTHPYIOT
3HAYUTEJbHOE KOJMYECTBO HACJIEACTBEHHOM I1aTo-
JIOTHH ¥ CaMO€ TJIABHOE — MPEAOTBPAIIIAIOT €€.

Knuangeckas TeHeTHKA — OTpaciib MEIUIIUHEI,
KOTOpasi OBICTPO pa3BUBaeTCs. M3ydeHue ee OCHOB
JIAaBHO BOIIJIO B yUeOHBIC TIAHBI MEAWIIMHCKHX BY-
30B, OJTHAKO JI0 MOCJICAHETO BPEMEHH 3TOT KypC UH-
Tanmu Ha Kadenpax pasmuaroro npodmis [6]. Co-

IJJacCHO Y4YeOHOMY IUTaHy Ui CTYACHTOB ME/H-
IMHCKUX (akyiapTeToB ¢ 1996 roma xnmHWYeCKas
TeHEeTHKa U3ydaeTcs Ha V Kypce IMOcie MPOXOXkKIe-
HUs (paKkynbTeTcKkux muciuiuivH. [Ipenmonaraercs,
YTO K 3TOMY BPEMEHH CTYIIEHTHI JOCTaTOYHO TIOJTHO
OpPUEHTHPOBAHBI B TATOJOTHH IEAHATPHYECKOTO U
TEpareBTHYECKOTO MpoduiIel U BIaIeloT OCHOBAMHU
reHeTuKd. OHAKO 3HAHUS Bpauel M0 KIMHUYECKOM
TeHETHKE eIlle OCTAIOTCS MHHUMAJIbHBIMH, OHH HE
TTO3BOJISIIOT OTHOCHUTH HACJE/CTBEHHBIE 3a00ieBa-
HUS K JUQPepeHITHaTbHO-TUATHOCTHYECKUM KPH-
TEpUSM TPY YTOYHEHUH CIOKHOTO AWarHo3a. Y Bpa-
4eii erie He COPMHUPOBATIOCH IIOHUMAHUS TOTO, YTO
HaCJIeJICTBEHHbIE 3a00JIEBaHMS y B3POCIBIX BCTpPE-
YaroTCs Yalle, 4eM y JIeTel, 1 9eM spue BBIPaKCHbI
MpU3HAKU AucMopdorene3a y mpodaHmaa ¢ Hacle-
CTBEHHOM MaTOJIOTHUEH, TEM paHbIIlEe B MPOIECCE OH-
TOTeHe3a MO)KHO YCTAaHOBHTH AMArHO3 dTOW TaTOJI0-
ruu [7].

Hayka o warepuaipHBIX OCHOBaxX Hacle-
CTBEHHOCTHM HAa3bIBACTCSl LUTOreHeTukou. Llurore-
HETHKa YelloBeka [8] 3aHmMaeTcs M3yICHHEM Xpo-
MOCOM YeJIOBeKa — MX YHCla, pa3Mepa, CTPYKTYpPbI
Ha BCEX YPOBHSX UX OpPraHU3aluy (MUKPOCKOIHYEC-
CKOM, CyOMUKPOCKOITHYECKOM, MOJICKYIISIPHOM ).

Bo3HukHOBEHHE MHOTHX 3a00JIE€BaHUM, U ITO
HECOMHEHHO, OOBSICHICTCS IOBPEKIACHHBIMU TI'€-
Hamu. Ywcio 3Tux 3a00IeBaHUI OCTOSHHO TIOTIO-
JTHSETCS TI0 MEpe TOTO, KaK MCCIECTYIOTCS pa3iind-
HBIE CHHIPOMBI. ITOMY CIIOCOOCTBYIOT COBPEMCH-
HbIC TEXHOJIOTUH, KOTOPBIC IT03BOJISIOT BBISIBUTH
BCEC HOBBIC CIydad, paHee OOBSICHSIEMBIC HACIEH-
CTBEHHOCTHI0. Cpasy BCIIOMHUHAETCSI TEHETUYECKas
MPenpacioIoKeHHOCTh K paky [9]. OtcyrcrBue
reHa Wi ero jgedexT (HempaBHiIbHAsE TPAHCIISLIU )
MOYXET TPUBOJUTh K BO3HUKHOBCHHUIO MYTallWH,
MPOSIBJISIIOIIUXCS «CHHIIPOMaMK», TO €CTh K MHO-
JKECTBCHHBIM MYTallUsIM, KOTOPBIC BBI3BIBAIOT HE
OJIHO, @ HECKOJIBKO KJIMHMYECKHUX IposiBiieHui. He-
KOTOpbIC MyTaluu 00iaatoT OoJjiee BPEIHBIM JCH-
CTBHUEM, YE€M OCTAJIbHBIC: OJIHU JICTATbHBI HA PAHHUX
CTaIusIX, APyTUe HApyIIal0T HOPMAJbHOE Pa3BUTHE
Ha OoJiee TMO3HUX, a TPETbU TPOSIBIISIOTCS TOCIE
myOepTaTHOTO MIEPUOoJia U JIaXe B 3pEioM BO3pacte.
Henp3st urHopupoBarh TOT (akT, YTO MOBPEKICHUE
TCHOB NIPUBECT K U3MECHEHUSIM, Ha KOTOPBIC BIIUSCT
OKpYyKaloliasi cpeja B IUPOKOM CMBICIIE CJIOBa (TH-
1IeBbIe MPOAYKTHI). [luTanue, Kak v mpUpoja, A0J-
JKHO YYHTHIBATHCS, OCOOCHHO TaM, TJIe OHO MOXXET
KOMITCHCUPOBATh KPallHE TSKEIIbIC IO CIIECTBUSI 110~
BPEXKIICHUS TCHOB,

KiaccuueckuMy IUTOTEHETUYECKHUMH METO-
JlaMH PEIaTCsl OCHOBHBIC 00IIeONOIOTHYECKIE U

ISSN 2219-3782. akTopu ekcriepumeHTaibHOI eBosoLii oprariamis. 2016. Tom 18 249



MuckyH P.M., CaBnukas E.A., Jlunesckas A.A., Knumuyk U.H.

oOIereHeTHYecKre MpooIeMbl, TAKUE KaK U3yUCHHE
MPUPOABI U MEXaHU3Ma BO3HMKHOBEHHUS MyTalui,
HCCIieIOBaHUE 3aKOHOMEPHOCTEH IBOIIIOLIUH KapHO-
TUIA B XOJI¢ BUI000pa30BaHNUs, U3yUYCHUE KapUOTH-
MMUYECKON M3MEHYMBOCTH B TIOMYJISIUSX U €€ POJIH B
aJIanTalyy Ha oMY/ ISIIHOHHOM YPOBHE U T.1I.

Wrak, MeaMIIMHCKASI TCHETUKA CO BCEMU CBOHM-
MU OTPACISIMU — 3TO 00JIACTh MEAMIIUHBL.

CoBceM nHaYe OOCTOUT JICTIO C MOHSTHEM «I'e-
HETUYECKass MEIUIMHa». B oTHomeHWn ob6nactw,
KOTOPYFO OHA OXBAaThIBACT, OKOHYATEIHHOTO, YCTAHO-
BHBUIETOCS, OOIETIPUHSITOTO ONPEICICHUSI eILIE HET.
A umeronuecs onpesesieH!s] O4YeHb PacIlIbIBYaThIC,
a WHOTJIA OTKPOBEHHO 3aByasiipoBaHbl. OOBSCHSET-
Cs1 3TO TEM, YTO CAMH TPEACTABICHHS O TOM, KaK CO-
BpEMEHHBIE (PYHIaMEHTAIbHBIE JTOCTIDKESHUS Hay-
KM HM3MEHAT THICSYEIICTHUSIMI OPHEHTUPYEMYIO Ha
peanuu Oone3HEH MENUIMHY, TIOKa elle JajJeKH OT
TOTO, YTOOBI CUATATh WX OOIIECHPUHSATHIMHU, & TeHE-
TUYeCKasi MEAMIIMHA KaK TO, C YeT0 HAYHMHAIOTCS BCE
«MOJIEKYJISIPHBIE MPOIIECChI», — MIEPBOOCHOBA TaKO-
ro «Bcero». [loaTomy, Ha mpaBax BceoOIe mepBo-
OCHOBEI, €€ TIOTEHITHAJIbHAS 00JIACTh — BCS MEIUIIHU-
Ha [10].

CyTbh Takol BCEOOBEMIIEMOCTH, TIPH KaXKyIIIe-
Csl YaCTHOCTH, — B HCIIOJIb30BAHUN HCUYEPITBIBAIOIIICH
rH(OpPMAIIIH O HACIIECTBEHHOM arapare Kakoro
TAIUEeHTa JIJIsl TOTO, YTOOBI CTPOTO MHINBUIYATHHO
OTIpeNeNATh MPO(UITAKTHKY, 00pa3 )KU3HH, JISUCHHE,
WCXOJsl W3 TeX OCOOEHHOCTeH, KOTOphIE Hacles-
CTBEHHBIM ammapaT (B TOJHOM 0O0BeMe) KaKIoro
VHAMBHUIyYMa JIeJaeT U3 YelIOBeKa «BOOOIIE» CTPO-
T'0 KOHKPETHYIO JJHYHOCTh. A B HEAAJIEKOM OyIyIeM
(KOTOpOE WHTEHCHBHO TOTOBHUTCS YXKE CETONHS) —
«HCTIpaBIIeHUE» HACIIEICTBEHHOW WH(pOpMAINH Ta-
[IHeHTa, YTOOBI 00JIe3HN BOOOIIEe HE ObUTO. B pam-
Kax TEHeTHYEeCKOW METUITMHBI BBIAEIACTCS TeHHas
WJIM TeHETUYECKas Teparnusl.

Pe3ynbraroM JOCTHMKEHUN MOJEKYJISIPHOW re-
HETUKU, TEHHON W KJIETOYHOW MHKEHEPHUU MOCIe-
HUX JIET SBWJIOCH POXICHIE HOBOW 00NacTH MEIu-
LIMHCKOM HayK! — T€HHOM Tepanuy Kak BO3MOXXHOCTH
HCITIOJIB30BAaHU (bYHKHI/IOHaJIBHI)IX TCHOB B KQYC€CTBEC
JICKapCTBECHHBIX CPEACTB. T'ennas TCpanus ABJIACTCA
CpEJICTBOM TEpaIMy HACJIEJICTBEHHBIX 3a00JIeBaHHUI
HAa TEHHOM YpOBHE, T.€. Ha YPOBHE I'€HOMA U MOJie-
kyasl JIHK. Haubosbliee pacrnpocrpaHeHue B Ha-
CTOAICC BPpEMS MOJYUUIIN METOABI, OCHOBAHHLIC Ha
BBCIICHHUU B OPraHrU3M OOJLHOIO TEM HIJIH HHBIM CII0-
co0OM COOTBETCTBYIOIIMX T€HOB. B 3TOM BapuaHTte
TeHHas Tepanus pa3padaTbiBacT METOIbI KOPPEKIIUU
HACJICJICTBEHHBIX M MPHOOPETEHHBIX 3a00JICBaAHMIA,
a TaK)Ke BUPYCHBIX HMH(EKIMI Ha TCHETUYESCKOM

YPOBHE METOAAMH MOJICKYIISIPHON OMOJIOTHH U TeH-
HOUM WH)XCHEPHHU IyTEM BBEJICHUS B KIJIETKH IOJIHO-
LIEHHBIX (YHKIIMOHAILHO-aKTUBHBIX (TepareBTu4e-
CKMX) reHoB WM nocienoBarenbHoctedt JJHK, pe-
TYJUPYIOLINX aKTHBHOCTb T€HOB. | €HHYIO Teparuio
B COBPEMEHHOM €€ TIOHUMaHUH MOKHO OTPEaeIUTh
KaK COBOKYITHOCTh OMOMEIUIIMHCKUX TEXHOJOTHH,
OCHOBAHHBIX Ha BBEICHUU OOJBHOMY T'€HETHYECKO-
ro MaTepuaa: epeHoc TeHOB ex Vivo (IIPOBOIUTCS
OOBIYHO HA KJIETKaX KPOBH); in Situ (JIOKaJIbHas TeH-
Hasl Teparusi, HalpruMep BBEJCHUE B TPAXelo U OpPOH-
XM B Cllydyae MYKOBHCIIHJI03a HJIH B MacCy OIyXOJH
B Cllydae TepamnuM 3JI0Ka4eCTBEHHBIX HOBOOOpa30-
BaHUi1); in vivo (BBEJIEHNE TeHETHIYECKUX KOHCTPYK-
U HEMOCPECTBEHHO B dYMOpHOH). JleueOHbIi -
(beKT TeHHBIX TEPaneBTUYECKUX CPEACTB JIOCTHIA-
eTcsi B pesyibrare: 1) KOppeKTUPOBKH WM 3aMEHbI
ne(EeKTHOTO TeHa; 2) SKCTPaxpoMOCOMHOM dKCITpec-
CHH BBEICHHOTO TEPAIIeBTHUECKOTO T€HA; 3) IMo/IaB-
neHust GyHKINHA «OOTHLHOTOY» THOO0 CBEPXaKTHBHOTO
reHa (aHTHUCOHC-Tepanus) [2].

I'enernyeckas Tepanus SBISIETCS OJHUM U3 BE-
IyIUX HAMpaBIeHUH MOJEKYISIPHONH MEIUINHBL,
KOTOpas B OrpKkaiiiiee Bpemsi Oy/ieT OKa3bIBaTh 3Ha-
YUTEIHHOE BIHMSIHUE Ha 3I0POBhE UEIOBEYECTRA.

Jlmss MHOTHX HacJeICTBEHHBIX 3a00JeBaHUIA
HUKaKHX JTOCTaTOYHO A((HEKTUBHBIX CIIOCOOOB Jie-
YEHHsI HE CYIIECTBYET, 1 BO MHOTOM JTO CBSI3aHO C
TPYAHOCTAMH TOJIyYEHHS U alpeCHON JOCTaBKH CO-
OTBETCTBYIOLIETO I'eHHoro npoaykra. [locne paspa-
OOTKH METOIOB MACHTH()HKAINH W KIOHWPOBAHHUS
HOPMAJIBHBIX BapUAHTOB Je()EKTHBIX TECHOB (4a-
cro B Buae k/IHK) Obutn mpeanpuHsTHl MOMBITKA
HCTIOJIb30BATh UX [T KOPPEKIMH TeHETUYECKHX Jie-
¢dexToB. lns neyeHus 3a0oneBaHUll Ha MOJICKYIISIP-
HOM YPOBHE NMPUMEHSIOTCS JIBa OCHOBHBIX TIO/IXO0/Ia:
TCHHas TEepalusl ex vivo U Ie€HHas TEpalus in vivo.
Kpowme Toro, pa3paboTansl BUpYCHBIE 1 HEBUPYCHBIC
CHCTEMBI JIOCTaBKU T€HOB, CrielIn(UIHBIC JIJTsI OTIpe-
neseHHbIX kinetok [11]. Crparernn reHHOM Tepanuu
MOYKHO Pa3JIeNInTh Ha 3 KPYIHBIX HATPABIICHHS:

— BOCITOJITHEHUE HEIOCTAIONIMX (PYHKIIUH KIIeT-
KH. DTO HalpaBlieHHe pa3padaThIBaeT METOJIBI, 00e-
CTICYMBAIONINE BOCIHOIHEHHE (YHKIUH, TOTEpsH-
HBIX KJIETKOH BCIIEZICTBHE BBHIKITIOUEHHS KAKOTO-TTHO0
TeHa WU OTCYTCTBHSA 3TOTO reHa. UToObI BBUICUNTH
Takhe KJIETKH, HY)KHO TOCTaBHTH T€H, CITOCOOHBIN
o0ecreunBaTh HEJOCTAIONIYIO (DYHKIIHIO;

— TIOAaBIIeHHE M30BITOYHBIX (DYHKITHHA KIETKH.
MeTonbl TaHHOTO HAIpaBIEHHUS TOJDKHBI OOecte-
YUTHh BO3BpAIllEHHE K HOPME KJIETOK C M30BITOYHOMN
(hyHKIIME BCieACTBHE OOIE3HM;
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OT reHeTukM YenoBeka 10 FeHHOV Tepanum — 3BOJIIOLMS NMOHATUA U TEPMUHOB, 3HAHWIA U MPAKTUK

— MoJU(HKAIHMsI TCHHO-TEPAIIeBTUYESCKOTO all-
napara xietkd. [lpenmonaraer ycuieHHe UMMYH-
HOTO OTBETa OpraHM3Ma Ha HEKelaTelbHBbIC SIBIIC-
HUS1, BEI3BaHHbBIE NH(EKINEH NI BOSHUKHOBEHUEM
oryxoJjieit. Moaudukarus Takke MOXKET 3aKJIH04aTh-
Csl BO BBEJICHHH HOBOW T€HETHUYECKOW MH(pOpMAaIuu
B KJICTKU-MHIICHH MUMMYHHOH CHUCTEMbI WM K€ B
KJIETKM CaMOW UMMYHHOM CHCTEMBI.

B mocneanue romsl BO3MOXKHOCTH U CYTh T'e-
HETHUYECKOW Teparuu mpeTepresan n3MeHEeHUS U T10-
JTY4YHIM 3HAYMTENILHOE pachpocTpaHenue. Hapsimy
C OCYIIECTBUMOCTBIO KOPPEKIIMH HACIEICTBEHHBIX
IFCHeTUYECKUX HapyIICHHH (MYyKOBHCIHUI03, IeMO-
(bumus 1 1p.), TEXHOJIOTHH TEHETHUECKON Teparmu
HarnpaBJeHbI Takke Ha 00pb0y ¢ MPHOOPETEHHBIMH
3aboneBanmsamu (pak, CIIN/I, cocynucteie 3aboie-
BaHUsl, 0CTEOAPTPUTHI, TuadeT, 6ose3nu [lapkuHco-
Ha U AnbIreiiMepa).

Jlo HacrosIlero BpPEMEHW TeHHAas Teparus
KJICTOK 3apOJBIIICBBIX JIMHUH, B CHJIY TEXHHYE-
CKUX CIIOKHOCTEH W ITHYECKUX COOOpaKEHHM, He-
moctarouno usydena [12]. I[loka uto mccmemoBare-
JIU COCPEAOTOYMIN CBOC BHUMaHHE HAa TEHHOU Te-
panvy COMaTHYECKHX KJICTOK, MPUEMIIEMBIX ISt
K2)KJI0r0 MHJIMBUAYyMa, HO HE TIepeIaromuXcs 1Mo-
clenyronumM rnokonenusM. OcHOBHOe TpeboBaHue,
MIPEIbSIBIIIEMOE K TeHHON Teparuu, — HePephIBHOE
BOCIIPOM3BOJICTBO TEPATIEBTUUECKUX MPOIYKTOB T'e-
HOB 0€3 KaKuX-JI00 BPEIHBIX TOOOYHBIX IPPEKTOB.

BriBoabI

1. 3a mocnenHue ACCATUICTUS TC€HETUKAMHU U
MOJIEKYJISIPHBIMA OHMOJIOTaMH HAaKOIUIEH OTPOMHBII

JIUTEPATYPA

00beM WH(pOpMAIIHU, KOTOPEIH TpeOyeT He TPOCTOo-
TO OCMBICIICHHUS, a TIePeCMOTpa KOHIICTIITHI, Ha KO-
TOPBIX OCHOBBIBAOTCS MTPUHIIUIIBI TOHUMAHHUSI Opra-
HU3AIUH KUBBIX CHUCTEM.

2. DOyHKIMOHAIBHBIE MPOIIECCHI, MPOTEKAIO-
[Ue B OJHOU KJIETKE, HEBEPOSTHO CiokHbIe. OHU
CTAHOBSATCSI YPE3BBIYAHHO CJIOKHBIMH B LIEJOCT-
HOM MHOTOKJIETOYHOM oOpranm3me. B »Tu Tmpo-
1IeCChl BOBJICYEHO MHOXKECTBO MEPEMEHHBIX CO-
CTaBJISIOIINUX, KOTOPBIC B3aMMOJICHCTBYIOT IpYT
¢ apyroMm, (GopMHUpYsh MHOTOMEpHBIC MPOCTpaH-
CTBEHHO-BpeMEHHbIe ceTH. lloaToMy KOHEUHBII
3(dexT He MOKET OBITH BBHIBEIICH IPU MEXaHHYE-
CKOM CJOXKEHHH cocTaBisiiomux. CKiagblBaeTCs
MMOHUMaHWe, YTO CYIICCTBYIOIINE METOIBI HCCIIe-
JIOBAaHUM CJI0KHBIX CHCTEM HE BCErJa aJeKBaTHBI.
[TosTOMy BBOASITCS OTIPE/ICIICHHBIC IOHATHSI U TEP-
MUHBI JJIsi KOHKpPETH3aluu 00béMa 3HAHWH B TOU
WA WHOU 00JIacTH TEHETHKHW — HAyKW O Hacjel-
CTBEHHOCTH W WU3MEHUYHMBOCTH BCEX YXKHBBIX Opra-
HHU3MOB.

3. PactmmdpoBka CTpYKTypbl reHOMa MOKa3a-
Jla HaJIW4YKe B HEM OOJBIIOrO MOTeHIHaia (yHK-
LIMOHALHOW MH(OPMAIIUHU, UCTIOIH30BATh KOTOPYIO
y4eHbIE B MOJHON Mepe elle He MOTYT, HO JTOCTH-
JKCHHSI B 00JIaCTH TCHHON WHXKCHEPUHU TO3BOJIHIIN
BBIETTUTH 0COOYI0 (hOpMy JIEUeHHUSI TeHAMH — T€H-
HyI0 TEparuio, KOTOpas MPOJOJIKAET OCTaBaThCs
OIHUM W3 BEAYILIMX HaIpaBJIECHUW MOJEKYJISIPHOU
MEIUITMHBI U KOTOpasi B Onrpkaiiiee Bpems OyneT
OKa3bIBaTh 3HAUYMTEIILHOE BIHSHUE HA 3/J0POBHE Ue-
JIOBEYECTBA.
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FROM HUMAN GENETICS TO GENE THERAPY — THE EVOLUTION OF TERMS
AND CONCEPTS, KNOWLEDGE AND PRACTICES

Aim. Genetics is developing so rapidly that not only the general public, but also experts do not have time to keep an eye
on changes of our ideas of the fundamental basis of life and heredity. Methods. Research, evolutionary-historical and
bibliographical methods have been used. Results. It became clear that the functional processes in a cell are incredibly
complex. They become extremely difficult in the whole multicellular organism. In these processes involved many of
variable components that interact with each other, and form a multidimentional spatiotemporal network. Therefore, the
final effect can not be deduced by mechanical addition of components. Therefore some concepts and terms have been
introduced to concretize the volume of knowledge and practical use of them in a particular field of genetics — the science
of heredity and variation of all living organisms. Conclusions. For the last decades genetics and molecular biology have
accumulated a huge volume of information, which requires not just understanding but also review of concepts, on which
the principles of understanding organization of living systems are based.

Keywords: human genetics, medical genetics, clinical genetics, cytogenetics, gene therapy.
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