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PE3IOME MonekynsapHasa 6uonornsa - oTHoCUTeNbHO MoJ1oAasA U Hanbonee 6bICTPO pa3BMBaloLWanacs 06-
nactb Hayku. MpepacTaBneHbl HEKOTOPble HepelleHHble NPo6sieMbl MoneKyNnApHo 6uonorum gns 060-
3HayeHNA NnepcnekTuB GpyHAAMEHTa/IbHOW HayKn B ANArHOCTUKE 1 NevyeHUn 3ab6oneBaHuii. MokasaHbl
npo6nemHble 061aCTV OCMbIC/IEHUA MEXaHN3MOB peanunsaunn HaceaACcTBeHHON Hopmauum B KneT-
Ke, NTOHMMaHVe KOTOpbIX NO3BOAUT MO-APYroMy NOCMOTPETb Ha NpuUpoAy MHOrnx 3abonesaHuit n gacrt
«KNIOY» K pa3sBUTUIO NepPCOHaNN3NpPOBaHHON mMeanuunHbl. O6¢cykaeHa ponb «témHon» JHK B reHome,
NpUHLMNbI aHannsa GyHKUNOHUPOBaHUNA reHoB. 060CHOBaHa BaXKHOCTb NoJly4eHUA 6a30BbiX 3HAHWI B
0651acTN MoNeKyNAPHOI 6Monorny KNeTkn NPaKkTuKyowWwmmMmmn Bpadamu.

KnioueBble cnoBa: monekynspHas 6uonorus, peanusauuns HacneacTBeHHo nHpopmayuu.

REALISATION MECHANISMS OF HEREDITARY INFORMATION AS A KEY PROBLEM OF MOLECULAR BIO-
LOGY OF THE CELL

A. A. Mironov

ABSTRACT Molecular biology is a relatively young and fastest growing field of science. Meanwhile, dis-
cussions continue on the feasibility of teaching molecular biology at medical universities. Problem areas
in understanding the mechanisms of implementation of hereditary information in the cell are shown, the
understanding of which will allow a different look at the nature of many diseases and will give the «key»
to personalized medicine. The role of «dark» DNA in the genome, the principles of methods for analyz-
ing the functioning of genes are discussed. The importance of obtaining basic knowledge in the field of
molecular biology of the cell by practitioners is justified.

Molecular biology is a relatively young and fastest growing field of science. Some unsolved problems
of molecular biology are presented to outline the prospects of fundamental science in diagnostics and
treatment of diseases. Problem areas in understanding the mechanisms of hereditary information evi-
dence in the cell are discussed; the realizing of the latter allows interpreting the nature of many diseases
in a new way and gets a ‘key’ to the development of personalised medicine. The role of ‘dark’ DNA in the
genome and the principles of analysing the genes functioning are considered. The importance of obtain-
ing basic knowledge in the field of molecular biology of the cell by medical practitioners is substantiated.

Keywords: molecular biology, realization of hereditary information.
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MonekynapHas 6uonorvua — OTHOCUTENbHO MOJIO-
[as 1 Hanbornee GbICTPO pa3BMBaloLWaAca 06nacTb
Hayku. [laton eé po)KOeHUA MPUHATO CcunTaTb
anpenb 1953 roga, Korga B aHMINNCKOM XypHane
Nature 6bina ony6nukoBaHa cTatba [kelimca [.
YoTcoHa n OpaHcunca Kprka ¢ npegnoxeHrem npo-
CTpaHcTBeHHOM moaenu monekynbl OHK [2]. MNocne
paclwmndpoBKM NOCNefoBaTENbHOCTY NPAKTUYECKN
BCex Hykneotnpos B [JHK uyenoseka n paga gpyrunx
OpraHn3MoB Havasnca 3Tan 6bICTPOro pasBMUTUA MO-
nekynapHon 6uonornn u mMeguuuHbl, GyHaameH-
TaNbHble AOCTUMEHUA KOTOPbIX CTann MCMONb30-
BaTbCA B MOBCEOHEBHOW KIMHUYECKOW MpakTUKe.
OpHaKo oCTalTCA HepeLLleHHbIMU HEKOTOpbIe MPOo-
61emMbl MOMNEKYNSIPHON B61ONOrUK, OT KOTOPbIX 3a-
BUCAT NepPCneKTMBbl GYHAAMEHTANIbHON HayKn AN
AVArHOCTUKN U NieyeHus 3a6oneBaHui.

OfHOW U3 KNoYEBbIX 3arafok MONEKyNApHoW 61o-
NIOrUN ABNAETCA MEeXaHM3M peanu3aunmn Hacneg-
CTBEHHOWN MHbOPMauuUK, 3arnmnMcaHHOW B TFeHOME.
[laBHO N3BECTHO, UTO B rEHOMEe YesloBeKa MMeeTcA
3HaunTenbHaa gona JHK, B 1972 rogy Ha3BaHHas
«MYCOPHOWY, UK «TEMHOW», KOTOPasA He WUCMOob-
3yeTca anA cnHTesa 6enkos [6]. B 2001 rogy 6bino
JloKaszaHo, uto «teMHasa» [JHK cocTtaBnser 6onee
98 % reHoma venoseKa [21]. Mpwu 3Tom 6bIIN 06-
Hapy»eHbl 06LWNpPHble (pa3mepom Ao 3 merabaiT)
0611aCcTN TaK Ha3bIBaeMbIX «MYCTbiHb», KOTOPbIE He
copeprkaTt reHoB BoooOLle. VIx ponb No cerogHsL-
HUM OeHb OCTaeTcs HeAcHou [6]. Bcero B reHome
yenoBekKa (Kak 1 60NbLINHCTBA APYIUX »KUBOTHbIX)
HangeHo 20 000 reHos. [Mpy 3ToM GyHKLMA Orpom-
HOTrO VX YMCa JO CUX NOP He BblACHEHA.

Mo mHeHwuto D. Graur et al. (2013), camblin HageXKHbIN
nokasatesib GYHKLMOHANbHOW POnu TON UAN NHOW
YacTu reHoMa COCTOMUT B TOM, YTO ee yJaneHve npu-
BeAeT K HeKUM eHOTUMNYECKMM MOoCeacTBUAM
AnAa opraHuvsma [6]. IMeHHO 3TOT NpUHLMA B HAaCTO-
fAlllee BPeEMA UCMONb3yeT MONIEKYNsipHas bronorus
Ana aHanm3a ¢yHKUMI reHoB. [nsa Toro ytobbl No-
HATb POSb TOFO UK UHOTO GenKa, ero reH NMbo yaa-
NAETCA U3 reHOMa U NHAKTUBUPYETCA C MOMOLLbIO
pasnuuHbIX MeTofoB, MMOO B UMTOMMA3My KIETKU
BBOJUTCA [BOMHasA Liernb 0cobom, Tak Ha3biBaeMown
nHTepdepupytowwen PHK, coctoAawer 13 21-i napbl
HyKneoTuaos. ocnegoBaTeNlbHOCTb HYKeoTUAO0B
nogobpaHa TakK, 4Tobbl OHa Oblna KoMMneMeHTap-
HOW TOMY UN MHOMY y4dacTKy U-PHK, kogupytowwemy
6enoK, GYHKLMIO KOTOPOro HYXHO NpoBepuTb. Ecnn
B3ATb OAVHOYHYI0 PHK gaHHOM KopoTKOM uenu u
n-PHK, kogupytouyto 3ToT 6enok, To B pacTBope
5T ABe uenu ckneatca. [Mpuv 3tom n-PHK He cmoxkeT
NMPOWVTA Yepes y3KOe «OKHO» B pubocome, 6enok He

CMOXET CMHTE3MPOBATbCA, U Y»Ke Yyepes 72 yaca 3To-
ro 6enka B KneTke He ByaeT (T. K. 6enKu, He yyacTBy-
lowme B GyHKUMM, ObICTPO pa3pyLuaoTcs).

B knetkax umetotca ocobbie 6enku, Kotopble 60-
PIOTCA C TaKUMU MHTepbeprpYOLWMY ABONHBIMA
PHK. MNMoka3aHo, 4To KNeTKM MOryT BblOpacbiBaTb B
WHTEPCTULNN, a Janee — B KPOBb, MeMOpPaHHbIe ny-
3bIPbKM — 3K30COMbI, HECYLLNE TaKyto e OBONHYI0
PHK, koTOopasa pacno3HaeTca MMMYHHOW CUCTEMON
[7]. Hamun 6b1nm 06HapyeHbl 0cobble NannuHapPoM-
Hble nocnegoBaTenbHOCTM B cocTtaBe [HK, koto-
pble nocne cnHTesa PHK npeBpaluatotca B uHTEp-
depupytowme PHK. MHTepecHO, 4TO yem MeHblue
TaKNX NaJIMHAPOMOB B FeHOME Pa3HbIX KUBOTHbIX,
TEeM pexe y HUX BCTpeYyaloTca OnyxXonu.

Apyrum BapmaHTom 610K1poBaHuA GYHKLUN TOro
W UHOTO GenKa ABNAETCA MHBbEKUUS B LUTOMNA3-
My KneTku aHtuTen (06bluHO 3TO 0cCobbI 6enok,
CNOCOOHbBI MPOYHO CKNEMBATbCA C OMpefeseH-
HbIM Y4aCTKOM Apyroro 6enka).

Mocne «BbIKNOUYEHNUA» GYHKUMM M3ydaemoro ben-
Ka KNeTKy McciemyloT nopj MUKPOCKOMOM W/vinn
OUOXMMUYECKMN METOAAMU, NPOoBepsAs ee Cno-
COOHOCTb [ennTbCA, ABUraTbCA, CMHTE3MPOBATb
MOJEKYJIbl, MOC/E YEro MOXHO CAeNnaTb BblBOA O
bYHKUUKM gaHHoro 6enka [2].

CnepyeT oroBoputbca, uto GyHKUMA Benka, onpe-
LeneHHan B NPobrpKe, MOXET ObITb COBCEM L PYroW
B OpraHusme 4yenoBeka. Tak, JOCTOBEPHO in Vitro
YCTAaHOBMIEHO, 4YTO MNOAMNENTMAHAA uenb nocse
CMHTE3a Ha MembpaHax rpaHynspHOW SHAOMNa3-
MaTunyeckom cetu (IP) gosmKHa BbIATY N3 LUCTEPHDI
OP yepe3 ocobble MecTa BbIxofa, UK BopoTa (exit
sites). OgHaKO OKa3anocb, YTo in Vivo faHHAA 3aKo-
HOMEPHOCTb COXPAHAETCA He BO BCeX KneTKax. Ha-
npuMep, B SHTEpOLUTaX TaKNX «BOPOT» HET, 1 OMNK-
CaHHbIA paHee U MPUHATbIN YYEHbIMA MEXaHWU3M
TpaHcnopTa 6enka 13 P B komnnekc Fonbaxun (KI)
He peanusyetca [17-19].

MogaenAtlee 6GONbWIMHCTBO MyTauui, nepepa-
IOLMXCA NO HacedCTBY COMacHO 3akoHam MeH-
[lena, pacnonaratTca B reHax (B 3k30oHax). MeHee
1 % 6onesHen, HacnegyemMbiX NO MeHAeNeBCKOMY
TUMY, HANGEHO B PEryNATOPHbIX dMIEMEHTaX «TeM-
How» [JHK [16]. Kak BbiacHUNoCb, Ha PHK cunTbiBa-
eTca nHGopmauma He TONbKO C reHOB, HO U € 601b-
WMHCTBA HeKoAVpYyLWmMX nocnefoBaTefibHOCTEN
Hykneotngos OHK. Jpyrumu cnoBamun, OCHOBHasA
macca «temHon» [IHK Takke nogBepraerca TpaHc-
Kpunuuun. bonee 80% «temHon» [JHK cunTtbiBaeTcs,
1 Ha ee ocHoBe cuHTe3npyetca PHK [5].



T.29,Ne 3, 2024

BecTHUK MIBaHOBCKOWN MegULIMHCKON akageMumn 7

B reHax 3anucaHa nHdpopmauma o Genke, HO Oe-
NoK — 3TO euwe He GEeHOTUMNMUYECKUA MpU3HaK.
B cepepguHe XX Beka T. MopraH cdopmynupoBan
rmnoTesy o TOM, YTO reHbl, onpegensaoLme cosep-
WEHHO He 3aBUCUMble ApPYr OT Apyra MpuU3HaKu,
pacnosioxeHbl B XPOMOCOMAX, Kak «OyCbl Ha HUTW».
To ecTb UMCNO TakUX reHoB-0YCWH AnsA HaclenoBa-
HUA BCEro OrpoOMHOro MHoroo6pasuvsa Npu3HaKkoB
yenoBeKa JOMKHO ObIIO MPEBbIWATb BCE BO3MOX-
Hble YncneHHble Npeaenbl. bonee Toro, NOCKONbKY
NPY3HaKM LWWMPOKO BapbUPYHOT, @ YNCIIO MPU3HAKOB
y YenoBeKa Mor/io 6biTb JOBEAEHO 4O MUIIIMOHA U
6osee, TO NONYYanNoch, YTO B XPOMOCOMAX 3anunca-
Ha UHpopMaLUs 06 annenax HeCKONIbKUX MUNO-
HOB reHoB (Mpu ToMm, 4To HarmaeHo 20 000 reHoB).
MNMonpoOyiiTe HalTK OTBET, KAKOW FreH OTBETCTBEHEH
3a nepepayvy Npr3Haka «HOC C FOPOUHKOM» UK Ka-
KOW reH oTBeYaeT 3a POAUHKY Ha HOCy, GOpMYy MOY-
K1 yxa. [eHeTMKM nokKa 3Toro He 3HatoT. Bnepsble
NOCTaBWA MOJ COMHEHME NPAMYIO CBA3b FreH — Npu-
3Hak C. C. YetBepukos [1].TeHeTukK E. F. Keller (2020)
OTKPbITO MULLET: «...HET NPOCTON CBA3M MeXay re-
Hamu 1 6enkammy» [7]. MpeanoxeHHas nosxe gorma
«OOWH FeH — OAMH pepMeHT» TOXKe OKa3aNacb He-
BepHon. MYHKLMA reHa MOXeT peann3oBbliBaTbCA
yepes Apyrov reH Wnv NpopyKT reHa, Hanpumep
rpynnbl KpoBu. Kpome Toro, Ha GyHKLMIO JaHHOroO
6enka BAWAET CIIOXHeNWaa CUCTEMA KNETOYHOM
CMrHanM3aumm, CMCTeMa BHYTPMKNETOYHOrO TPaHC-
nopTa, U3MeHeHus 6eNKOB NOC/e UX CUHTE3a U T. 4.

Oka3anocb, UTo CBA3aHHbIe C onpefeneHHon GpyHk-
LuerireHbly pa3HblX OpraHM3mMoB NPaKTUYeCKN oau-
HakoBbl. [eHOM ronoro 3emnekona (Heterocephalus
glaber Riippell, 1842) Ha 93 % coBnagaeT C reHOMOM
06bIkHOBeHHOW noneBku (Microtus arvalis, Pallas,
1778) n venoeka [8]. benkn-ructoHbl NpakTnye-
CK/ OJMHAKOBbI Y BCEX 3YyKapnoT. OHU He nmetoT
WHTPOHOB 1 BeCbMa KOHCepBaTMBHbI. [ToKa3aHo B
aKcneprmeHTe, 4YTo hepmeHTbl KI' 0fHOKNETOYHbIX
3YKapuoT XOpOoLLOo paboTaloT B KynbTypax K/eToK
NMO3BOHOYHbIX >KUBOTHbIX U YenoBeka [11].

Korga B reHoTUn pblObl aHO-peprio 6bin BHegpeH
reH hoxd13, oTBeuawowWwmin 3a pa3BUTME KOHEYHO-
CTelA, HO B3AATbIN Y MblLLel (MOJOOHBIN reH eCcTb 1Y Ca-
MUX pblb, HO NoYeMy-TO He MPOABAAET AOCTaTOYHON
AKTVBHOCTU AS1A Pa3BUTUA nan), pblbbl BMECTO MaB-
HWKOB MONYYUNIN 3a4aTKX KOHEYHOCTEN, KoTopble
Mornn 66l 06ecneunTb NepenBKeHre No 3emne [4].

MoXHO npuBecTn maccy Apyrvx nofgoOHbIX npu-
MepOB, KOrAa B SKCNepuUMeHTe [0Ka3biBanoch, YTo
3amMeHa cobCTBeHHOro 6enka 6enkoMm, B3ATbIM Y
APYroro BWAa, He OKa3blBaeT HUKAKOro BIUAHUA
Ha GYHKLMIO KNETKM 1 OpraHn3ma, T. €. BpoJe reHbl

OAMIHAKOBbI, PV 3TOM NPU3HaKM y HUX pa3Hble [10].
BapbupyeT nuwb KONMYeCTBO reHOB, CBA3AHHbIX C
0COOEHHOCTAIMU HEKOTOPbIX OpraHoB. Hanpumep,
reHom uenoBeka cofeput okono 400 ¢dyHKumo-
HasNbHbIX FeHOB OOOHATENbHBIX PELENTOPOB, Toraa
KaK reHoM MblLum coaepxmT 6onee 1000 Taknx reHOB
[15]. MHOrve NpuU3HaKM KOAMPYIOTCA AecATKaMN U
COTHAMU reHOoB. BepoATHO, UTO BCe OHM KOAMpPYHTCA
BCEMW FreHaMu, HO HUKTO He 3HaeT COOTHOLLEHNA NX
BAvAHUN. QeHOTMNMYECKME Bapuauumn 3aBUCAT OT
reHeTnYeCcKux Bapuaumim 1 NPAMOro BANAHUA OKPY-
»Katolen cpefbl Ha pa3BUTME OpraHM3ma.

B meguumHe mmeetca MHoro 3aboneBaHuN, Ha-
cnegyembix NO AOMUHAHTHOMY Tuny. OgHako ans
nopasnaiowero OONbWNHCTBA HaCNEACTBEHHbIX
3aboneBaHU JOMWHAHTHasA MyTauuA reHa u cooT-
BeTCTBYloLLero 6enka He BbiABNEHbl. ITa UHGOPMa-
LUMA UMeeTCA TONbKO Yy OYeHb HebOosbLIOro Ymcna
3aboneBaHun. Tak, myTaHTHaa dopma bGenka xaH-
TUHITVHA, Bbi3blBatolwero 6one3Hb XaHTUHITOHa,
obnajaetr TOKCMYHbIM BO3[ENCTBUEM Ha KIETKM
[20]. EcTb eLle HeCKOMbKO Takux bonesHel, aAna Ko-
TOPbIX JOMVHAHTHble 6efikn YCTaHOBJEHbI, OHAKO
MX YACNO MHOMO MEHbLLE, YEM YMCIIO TaK Ha3biBae-
MbIX JOMUHAHTHbIX MPU3HAKOB [2].

Cam A gaBHO MbITACb BbIACHUTDL, KaK e paboTa-
eT KI'. B 1994 rogy, npuexas paboTtatb B UTanuto, s
Havasn C TOro, YTo NOCTaBW/ NOAJ COMHEHMe cylle-
CTBOBABLUYIO B TO BPEMA BE3UKYJAPHYIO rMnoTesy
TpaHcnopTa Yepes KI. Cuntanocn, Yto 6enKkn 1 nu-
nuabl, KOTopble CUHTe3NpYTCA B DP, nepeHocAT-
ca B KI, TpaHCNOPTMPYIOTCA Yepes Hero, a NoToMm
[LOCTaBMAITCA Ha MfadMaTUYecKylo mMmembpaHy u
NN30COMbI KIETKU C MOMOLbIO MENKUX My3blpb-
KoB — Be3ukyn [11, 12]. 3a 3Ty TPaHCNOPTHYO MO-
aenb [1. PotmaH 1 P. LWekmaH nonyumnu B 2013 rogy
Hob6eneBckyto npemunto no pusnonornm n meauuu-
He. OgHaKo NX Mmofenb nmena CyLecTBeHHOe Npo-
TUBOpEUME: MHOIVEe TpaHCNopTMpyemble 6enku
OblA 3HAUNTENBHO 6OJIbLUE, YEM UX TPAHCMOPTHbIE
nepeHocunkmn. bnarogapsa B Tom uncne un MOMM ycu-
NNSIM «BE3UKYNAPHasA Aorma» 6bila 3aMeHeHa Ha
rmnoTesy «Co3peBaHuA unctepH». CornacHo 3Ton
runote3e u3 3P B KI npunbbiBatoT ocobble nepeHoc-
UMKM 6eNKoB, KOTopble TPAHCPOPMUPYIOTCA B MEM-
6paHHble CTPYKTYpPbI B BUAE AUCKA. DTOT AUCK «NPU-
KnenBaeTca» K cTonke anckos KI' ¢ npokcnmanbHoOm
CTOpPOHbI. OHOBPEMEHHO Ha AVNCTaNIbHOWM CTOPOHE
opraHennbl ee NocnedHUN AUCK NpeBpallaeTca B
nepeHOCYUMK, OCTaBAALWMNIA FPY30Bble MOJEKY/bl
Ha nnasmaTtuyeckyto membpaHy Knetku. OgHako u
3Ta Mofesnb umena npoTmBopeuns. A NpogonxKan
YNOpPCTBOBATb B CBOMX 3a0nyXOEHUAX 1 NonbiTas-
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CA TaKXke onposeeryTb n 3Ty r|/|n0Te3y, YTO MHe
Kak 6yaTo 6bl ynanocs [3].

B 3T0 e Bpema Mbl n3yyanu co6CTBEHHble (pe3u-
JeHTHble) 6enkun KI (a nx 6onee 7000) n nx B3au-
mopgencteuAa [9]. Hawwm mnccnegoBaHua MNo3BOMU-
N NPennoXnTb COBEPLUEHHO HOBYIO TUMOTE3Y,
00DBACHAIOLWLYIO, MOYEMY pPa3BMBaAETCA aTepocKie-
po3, Beaywun K nHdapktam v nHcynbtam [13], n
paclwmnppoBaTb, KAk 06Pa3yloTCs aHTUTeNa NPOTYB
He CyLecTBYIOLWMNX B OpraHM3Me aHTUreHOB MNpu
dbopmmpoBaHum rpynn Kposu [14].
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