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3aKIroueHHe

Beeoenue

B wavane 2000 rToma Mup O0OJETENO CEHCAIlMOHHOE W3BECTHE:
«Pacwugposana cmpykmypa eenoma yenogexa!». HoBocTh okazanach HaCTOJIBKO
3HaYUMOMW, YTO CTajla MPEAMETOM OOCYXIEHHUS MEXIy Mpe3uJeHTaMH BEIyIINX
ctpan wmupa. OpHako Ha MHOTUX COOOIIEHHWE HE TMPOU3BEIO HHUKAKOTO
BIleyaTieHus. B mepByro odepenb 3TO CBSI3aHO ¢ HEAOCTATOYHBIM MOHUMaHUEM
TOT0, YTO TAKOE T'€HOM, KaKoBa €ro CTPYKTypa M YTO 3HAUUT ee pacimudpoBka?
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MmeeT i 3Ta HOBOCTh OTHOIIEHUE K MEIULIMHE U MOKET JIM KOCHYTHCS KaXXI0TO
n3 Hac? [lomMoeT 1 OHa MPEeOI0NIETh KAKME-TO HAIlM HEAYTH WM PEIIUTh WHbIC
npobnembi? UTO Takoe MOJIEKYJspHAas MEIUIIMHA W CBSI3aHA JIM €€ pPa3BUTHE C
pacundpoBKOi CTPYKTYyphl reHoma? bosee Toro, y HEKOTOPBIX JIOJEH BO3HHUKIIH
OMaceHus, HE TPO3UT JM B OYEPEAHOM pa3 HOBOE OTKPBITHE YUYEHBIX
yenoBeuecTBy? He mociaemyer nm 3a 3TUM  BceoOlllee MPUHYAUTEIBHOE
reHeTu4eckoe oO0cCJeloBaHle - CBOeoOpa3Hash TEeHETHuYecKas MacrnopTh3aius
HaceneHusi? He sBUTCA 1M Halml TE€HOM NPEIMETOM aHalM3a W HACKOJIBKO
KoH(HIeHIIMaTbHA Oy IeT ToJTydeHHas HHGOpMAaIIHs?

1. Ilpoexm «lenom wuenosexa». Onpeodenenue 2enoma. ILlenmpanvuas
MONIeKYIAPHO-2eHemu4eckas 002mMa, OCHOBHble UHMOPMAYUOHHbIE NPOYEccybl —
MPAauCKpunyusi, Cnaaicune, mpancasayus. I'enemuyeckuti Koo.

[Iox reHOMOM NMOHMMAETCs MOJIHAS T€HETUYECKas CUCTEMA KIIETKH, KOTOpas
o0ecrieurnBaeT HACJIEICTBEHHYIO Mepeaady B psily HOKOJEHHUM BCEX €€ CBOMCTB U
npusHakoB. Ho Benp u JIHK Beinmonuser 1y e ¢pynkuuto! [loaToMy odeHp yacto
BbIpakeHUs «reHom» U «JIHK» ynoTpe6astoT kak CHHOHUMBI.

B nagane XX Beka reHeTHKU CHOPMYITHPOBAIIM OCHOBHBIE 3aKOHBI TIEpeiauu
MpPU3HAKOB MO HaciaeAcTBY. (CTajno MOHSITHO, YTO TE€HBI SBISIOTCA HEKUMU
JUCKPETHBIMU €IMHULIAMH, KOTOPBIE, HE CMELIMBAACH APYT C IPYTrOM, IIEPEIAIOTCS
U3 TOKOJIEHHS B TIOKOJICHHE 4Yepe3 II0JOBbIE KIETKM. OTH  €IUHHIIBI
pacronararoTcs B Apax KJIETOK U ACCOLMMPOBAHbI C KOMIAKTHBIMHA CTPYKTypaMu
- XpOMOCOMaMH, KOTOpBbIE Ha ONPENEIICHHOW CTaJAWM JACICHUS KIETKH ITOCIE
cnenupuyecKoro OKpamBaHus MOKHO HaOII0JaTh B MUKPOCKOII.

JHK - 5T0 HUTEBHIHAs MOJIEKYJIa, OCHOBY KOTOPOW COCTABJISIIOT MOHOTOHHO
yepeayrnmecs OCTaTKU caxapa (1e30Kcupru003bl) U (POocPOopHON KHUCIOTHI.
Kaxnpii ocratok caxapa B HuTH JIHK coenuHeH ¢ OOHMM W3 YeThIpeX THUIIOB
pa3TUYAIONIUXCsl MEXAYy COOO0M HYKJICOTHIHBIX OCHOBAHUM WM HYKJICOTHIOB
aJicHHa, TAMWHA, TyaHWHA U [IUTO3MHA, COKPAIICHHO 0003Ha4YaeMbIX OyKBaMu A,
T, I' u 1. Iopsimok pacmoiiokeHHsi dTUX 3yOIIOB U SIBISIETCS TEM S3BIKOM, Ha
KOTOPOM MOTYT OBITh 3alMCaHbl UHPOPMAIITMOHHBIE TPOTPAMMBbI Pa3BUTHS JTHOOO0TO
OpraHu3ma M3 OIUIOAOTBOPEHHOU siMleKiIeTku. Ho oka3anoce, 4To Jajneko He BCs
JJHK cocroutr w3 momoOHbiIXx mnporpaMMm. OHM B BHUJE OTACIbHBIX TE€HOB
Bkpamiensl B JIHK u 3anmmator e Gonee 10-15% oOmielt AIMHBI MOJEKYIIBI.
Kpome TOro, B OOJBIIMHCTBE TE€HOB YEJIOBEKAa MPUCYTCTBYIOT JJIMHHbBIE
HEKOJUPYIOIIUE Yy4yacTku. Tak 4To, cyMMapHo koaupyromue obnactu JJHK
coCTaBISIIOT MeHee 3% OoT 001Iel JITMHBI MOJIEKYJIBI.

J/IBa yIMBUTENBHBIX CBOWCTBA OTJIMYAIOT HYKJIEWHOBBIE KHCJIOTBI OT BCEX
JIpYrux TUMOB MoJiekyJs. Bo-nepBbix, monekysbl JJHK cnocobHbl pasMHOXKaThCA,
TO eCTb camMu ceO0s Bocmpou3BoauThb. MmeHHO mnosTomy mosiBieHue JIHK
acCOLMUpPYETCS C BO3HUKHOBEHHEM JKM3HM, KOTOpass HEBO3MOXXHa 0e3
pa3sMHOXKEHUSA. BO-BTOpBIX, B HYKJIEMHOBBIX KHCJIOTAaX B BHJI€ T'€HOB 3allMCaHa
uHdopmaIus o0 pa3BuTHU Jt000T0 )kuBoro cymectBa. Hegapom JIHK cpaBHuBaroT
C PHUMKJIONEeANEH xu3Hu! Peanuzanus 3TUX IByX CBOMCTB ONPENEISETCA TEM, UYTO
B wuBoil Marepun JIHK maxomutcs, rmaBHbIM 00pa3oMm, B (opme IBYHUTEBOU
cnupanu. OOpazoBanue nByHUTEBBIX cTpykryp HHK mnpoumcxomutr mo oueHsb
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CTPOTrOMY TMpPaBHIly, B COOTBETCTBHH C KOTOPHIM HAMPOTUB HYKJIEOTUAA A B OJHOMI
n3 Hureit JIHK Bcerma pacnonaraercss Hykiaeotua T B Apyrod HUTH, TOTAa Kak
HanpotuB [’ Bcerpa Haxomutcs . Botr »to mpaBwno:  A-T, I'-II, xoropoe
HA3bIBAETCS MPABWIOM KOMIUIEMEHTAPHOCTH, U ompenenser cnocooHocts JJHK k
CaMOBOCIIPOM3BOJICTBY, a TakKe K IPOM3BOACTBY HEKHX I1abJIOHOB TEHOB,
KOTOpbIE 3aT€M MWCIOJB3YIOTCS HJisi CTPOUTENbCTBA OenkoB. CBS3UM MEXAY
KOMILUIEMEHTAPHBIMU HyKJIeoTuaaMu B AByHUTEBbIX JIHK HacTobKO HEmpouHble,
YTO Jla’K€ MPU OTHOCUTENIBHO HEOOJIBIIIOM HAarpeBaHWM OHU PBYTCS, U MOJIEKYJia
JHK mnepexoaur B ogHoHUTEBYIO (opmy. Ho mpu HOpmanmuzanuu yClIOBHA
B3aMMO/IOTIOJIHSIIONINUE APYT JPyra KOMIUIEMEHTAPHbIE HUTU BHOBb OOBEIUHSIOTCS
u neyHureBas crpykrypa JJHK BoccranasnuBaercs. [Ipu pa3MHOKEHUN MOJIEKYIIbI
unu npu padbore reHoB opHoHuTeBas uens JHK cioyxut tpadaperom wunum
MATpULEHA JUISI CTPOUTENILCTBA KOMIUJIEMEHTAPHOM HUTU B COOTBETCTBUU C
npaswioM: A-T, I'-11.

OcHoBHas Macca JIHK HaxomuTcs B cocTaBe XpOMOCOM B sipax KJIETOK B
CYNEepPCKpY4YeHHOU (hopMe 3a CUET B3aMMOJICUCTBUS C OMPEICTCHHBIMU SJIEPHBIMU
oenkamu. OTtHOcUTenbHO HeOoubinas yacth JIHK nokann3oBana B opraHesiax
KJIIETKM, KOTOpbI€ Ha3bIBAlOTCA MUTOXOHApUsmu. JlimHa wmonekynsl JIHK
u3MeEpSieTcd B HYKIEOTHMIAXx WM B mapax ocHoBanwil. Pasmep JIHK uenmoBeka
cocraBisier 3.2 MuwuMapaa map ocHoBanuil. Eciam Obl kakuM-TO oOpazoM Ham
YAAJI0Ch BBLICIUTH W3 SIpa U Pa3BEPHYThb, HE MOBPEAUB, 3Ty TOHYAWIIYIO HUTh
JHK, Tto ee ¢usuueckas mjivHa cocTaBuiia Obl HEMHOTHM MEHEE JBYX METpPOB.
HyxHo 00naaath o4eHb OOraThiM BOOOpaK€HUEM, YTOOBI MPEICTaBUTh cele, UTo
B SApE KaKIOM Hamen kieTku mmeercss Modiekyna JIHK takoro ruranrckoro
pa3mepa, ¥ Kak K€ OHA CyNEepCKpyYeHa, KaK 3aMeUyaTebHO OHA YIIAKOBAHA, YTO er
HE TOJBKO TaM HE TECHO, HO OHA CIIOCOOHA BBIMOJHATH JABE CBOM yAUBUTEIbHbBIC
GyHKIUU: CaMOBOCITPOU3BOICTBA M KOJUPOBAHUS !

OCHOBHOM CTPYKTYpPHOM €IMHUIICH I'€HOB SBISIOTCS HYKJI€oTuanl - A, T, I' u
[, Torna Kak OCHOBHOW CTPYKTYPHOUW €IMHMIICH OETKOB SBIISIETCS COBEPIIECHHO
WHOM THUI MOJIEKYJ - aMUHOKHUCIIOTHL. X pa3sHooOpas3ue Oobiine - 20 BapuaHTOB.
Kak sxe mpoucxonut nepexoja oT reHa K 6enky? B ocHOBe 3TOro mnepexoja JIeKUT
TEHETUYECKUH KOJI - ILEHTPAIBHBIM 3aKOH HAIleW >KU3HU, B COOTBETCTBHUU C
KOTOPBIM IOCJIEOBATEIBHOCTh U3 TPEX HYKJICOTHUIOB B MOJIEKYJE HYKIEMHOBOU
KHUCJIOTBl - KOJOH - COOTBETCTBYET OJHOW aMHHOKHCIOTE B MOJIEKyJe Oeika.
Takum oOpa3om, 3HaHUE HYKJICOTHIHOU MOCiea0BaTeIbHOCTH koaupytomeit JJHK
MO3BOJIAET OJHO3HAYHO MPOTHO3MPOBATH AMUHOKHUCIIOTHYIO ITOCIENOBATEIBHOCTD
Kojupyemoro Oenka. OueHb BaKHBIM CBOMCTBOM TI'€HETHYECKOI'0 KOJa SIBISETCS
€ro BBIPOXKJICHHOCTh — CIIOCOOHOCTh KOJUPOBATh OJIHY U Ty YK€ aMUHOKHUCJIOTY HE
OJIHUM BApUAHTOM HYKJICOTHUIHBIX TPUIUIETOB, a HECKOJbkuMHU. [Ipuuem, 3Tu
CMHOHOMHWYECKHE TPUIUIETHI, KaK TMPABUWJIO, pPAa3JIMYaAOTCI IO TPETHEMY
HYKJICOTHUAY B KOJOHE. BaXKHBIM CIEACTBHEM 3TOrO CBOMCTBA SIBJISIETCS TO, YTO
3HAHUS AMUHOKHCJIOTHOW TOCIEA0BATEILHOCTH KOJIUPYEMOro Oelka He
JIOCTaTOYHO [JII OJHO3HAYHOI'O BOCIPOM3BOJCTBA KOJAUPYIOLIECH HYKJICOTHIHOU
MOCIICIOBATENbHOCTH. Y IUBUTENBHBIM SBJSCTCS TO, YTO TIE€HETHYECKUU KOJ
OKa3aJiCs OJIMHAKOBBIM [JII BCEX JKHUBBIX CYIIECTB OT BHPYCOB JIO YEJIOBEKA.
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YHuBEpCcaTbHOCTh T€HETUYECKOTO KOJAA SIBISIETCS] OECCIOPHBIM JT0KA3aTeIbCTBOM
POJICTBEHHOCTHU Bcero »*uBoro Ha 3emie. [Ipu 3ToM Hambomee mpaBronoaoOHON
TUIOTE30M BO3HUKHOBEHHUS JKM3HU KaKeTCsl €€ TNpuBHEceHHEe B (opme
B3aMMOJICUCTBUS HYKJIEMHOBBIX KHUCJIOT W O€JIKOB OTKyda-To u3BHE. [IpaBna,
OCTaeTCsl HEepa3pelIMMbIM BOMPOC, a Kak >KU3Hb 00pa3oBajiach TaM, OTKYy/Ja OHa
npunuia Ha 3emiao? B 3TOM MecTe ymecTHee BCEro IMPOM3HECTH CIIOBO bor u
TOBOPUTH O OOKECTBEHHOM XapaKTepe BO3ZHMKHOBEHHUs KU3HU Ha 3emiie. Ho 3To
y>K€ BOIIPOC HE HAYKH, a BEPbI, YOSKICHHUS.

HlexogupoBanue nHpopmaruu, 3amoxxkeHnor B mosekyine JIHK, mpoucxoaut
B COOTBETCTBHMM C LEHTPAJBHOW JIOTMOM MOJIEKYJSPHOM T'€HETHKU. B
COOTBETCTBUH C STOW JOTMOW OAMH T'e€H KOAWPYET OJMH OENOK, a TOYHEE OJIHY
MOJMIENTHIHYI0 Lenb. Ho 3T0 cnpaBemmnBo HE i BceX IeHOB. KOHEUHBIMU
IPOAYKTaMU NPUMEPHO YETBEPTH TE€HOB YEJIOBEKAa SBISIOTCA HE Oenku, a
pubonyxkinennoBbie kucinotel. PHK, taxke xak JIHK, cocrosT n3 yeTsipex THUMOB
MPOU3BOJIBHO uepeayromuxcsa HykieotunoB. I[lpaBma, B PHK ¢yukmuun T
BBIMOJHAET Jpyrod Hykieotua — Y (ypauwi). Bropoe BakHOE CTPyKTypHOE
oTimyue 3aknrodaercss B ToM, 4To B PHK B ocHOBaHmm pacnosaraercs apyrow
caxap - He Je30kcupubo3a, a pubo3za. IlepBbIM marom Ha nyTH pacmuppoBKH
uHpopmarmu B Mousekyine JIHK sBasercss mpomecc TpaHCKpUNIMM — CHUHTE3
mousiekysl PHK, komruieMeHTapHBIX omnpeleraeHHbIM ydacTkaM B Mousiekyie JTHK.
Te yuactku Monekyinbl JIHK, koTopeie TpaHCKpHOUPYIOTCS, KaK pa3 M SBIISAIOTCS
reHamu. Mouekynsl PHK, kotopble 00pa3yroTcsi B pe3ynbTare TPaHCKPHUIILIHH,
HocAT HasBanue mnpePHK wmm tounee nepBuunblii PHK-tpanckpunt. Cepus
moaudukauuii npespaiaer npePHK B nnpopmanronnyto nin marpuunyro PHK -
MPHK. B xome mnpoueccunra npePHK mnpoucxoast wn3MeHeHMs Ha KOHIAX
MOJIEKYJIbI, 00ECIIEUNBAIOIIME €€ CTAOMIM3ALNI0 U BO3MOKHOCTD MPOJIBHXKEHHS K
HY’KHBIM OpraHeijam, B TIIepByl0 ouepeap, K pubocomam. IIpoucxonut
MOJIMAJICHEIMPOBAHKUE — MIPHUCOCIMHEHNUE TTOJIMA -TT0CIIEI0BATEILHOCTH K 3 -KOHILY,
U KAIHUPOBAaHUE — NPHUCOEAMHEHHE TyaHO3MH-3-(pocBaTa K 5’-KOHILy MOJIEKYJIbI
npePHK. Ho camoii rnaBuoit cmbicioBoit Moaudukanuet npePHK sBisercs
crutadicuar. [ Toro droObl OompenelrTh, YTO TAaKOE CIUIAWCHHT, HYXHO
BCIIOMHHTb, YTO MOJABIISIIONIEEe OOJIBIIMHCTBO F'€HOB YEJIOBEKa, TAaKKE KaK I'€HOB
DYKapuoT, B OTIMYME OT NPOKAPUOT,  HMMEKT IPEPBIBUCTYIO CTPYKTYpPY.
Konupyromue y4acTku reHa, KOTOpble HOCAT Ha3BAHUE DK30HBI, IEPEMEKAIOTCS C
ropaszio 0osee IIMHHBIMU HEKOJAUPYIOUIUMHU y4acTKaMu — MHTpOHaMu. U 3K30HBI
M UHTPOHBI mnepenuchiBatoTca B Mosekyny npePHK. A nmorom aeictByer
MEXaHU3M HW30UpaATENbHOTO BBIPE3aHHUS HWHTPOHOB U CIIMBKU 3K30HOB C
obpazoBanuem MPHK. OToT mporecc ¥ HOCHUT Ha3BaHUE CIUTACUHT. Takum
oOpazomM, mosekysnbsl MPHK MoryT ObITh B AecsTku pa3 kopoue moiiekya npePHK,
TaK KAaK MHTPOHBI, KaK MpPaBWIO, 3HAYUTEIBHO JUIMHHEE OHK30HOB. MPHK
NEPEXOIUT B LUTOIUIA3My KJIETKH U COCOUHSETCS ¢ PUOOCOMOM - CTPYKTYpOH,
KOTOpast  BBIMONHSAET  (QyHKIMIO (paObpuku 1O  TPOU3BOACTBY  OEJIKOB.
[locnenoBarenpHOe BxOXxkAcHHME KOomoHOB MPHK B 3TOT KOMIUIEKC sBIsieTCA
MHCTPYKIMEHN Al BBIOOpa B COOTBETCTBUU C T'€HETUUYECKHM KOJOM aMHUHOKHCIIOT
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U3 IIUTOIUIA3MbI KJIETKH U COCIUHEHHUS MX MEXIy coOoi. Tak u CTpOUTCS OCTOB
Oernka 110 Tex nop, nmoka B MPHK He BcTpeTuTcst 01MH U3 CTOI-KOJOHOB.

Bo3MOXHOCTh crienuuyeckoro BbIOOpa aMUHOKUCIOT OMPEAEIseTCS TEM,

YTO B LIUTOIUIa3M€ KJIETKU MPUCYTCTBYIOT OIpe/esieHHbIe (pru3ndeckrue mpooOpasbl
reHeTndeckoro koxa B Bujae 20 tumoB MoJiekyn TpancnoptHeix PHK - TPHK.
OCHOBHBIM CBOMCTBOM JTHX HEOOBIYHBIX HYKJIECHHOBBIX KHUCIOT, HECKOJBKO
HallOMUHAIOMMX 1O (opMe JMCT KJIEHA, SBJISETCS UX CIIOCOOHOCTD
TPAHCIIOPTUPOBATh OJHY M3 AMHUHOKHUCIOT, MpUYeM Kaxjaomy wu3 20 THUIIOB
aMUHOKHUCIOT cooTBeTcTByeT cBosi TPHK. DTo cooTBeTcTBHME 3aBUCHUT OT
CTPYKTYpbI O4eHb BaXHOTO ydacTka TPHK - anTMKOI0HA. AHTHKOIIOH, TaKKe KaK
M KOJIOH, COCTOUT U3 TPEX HYKJIEOTHIOB. [lociienoBarenbHOCTh ATUX HYKIIEOTHIOB
B aHTUKOAOHE U onpenensaeT tuil TPHK, To ecTh T0O, Kakyr0 UMEHHO aMUHOKUCIIOTY
cnocobHa  TpaHcnoptupoBath  ompeneneHHas TPHK.  Kommiemenraphoe
B3auMoJericteue (rmo npasmiry A-Y, I'-11) mexny komonom B Mmonekyine MPHK u
antukogonoM B Monekyine TPHK wu obGecneunBaeT mpaBUILHOCTH BBIOOpa
AMUHOKHUCIIOTHI TIPU «COOpKEe» Oelka.
2. T'enomuxa, uenu, nooxoovl, OCHOBHbIE OOCMUNCEHUS U UX 3HaAYeHue Ol
pazsumusi MOAeKYAApHoU meouyunsvl. Cmpykmypa 2enoma denoseka. Hucno eenos.
Ilpoyenm  cxoocmeéa no  HykieomuoHviM  nociedosamenvrHocmam  JIHK.
Coomnowenue MeHCOY KOOUpYrouuMu u HEeKOOUpPYIOwuUMU
nocnedogamenvHocmamu. Msmenuusocms ceHoma.

B kxoHme XX Beka MOJEKYISPHBIE TEXHOJIOTMM Pa3BUBAIMCH HACTOJBKO
WHTEHCUBHO, YTO OBUIM CO3/JaHbl MPEANOCHUIKH [JIs TUIAHOMEPHOTO H3Yy4ECHUS
CTPYKTYpbl TECHOMOB Pa3HBIX BHUJIOB KHUBBIX CYILECTB, BKJItoUasi 4enoBeka. OaHoM
13 HamOoJiee 3HAYMMBIX IEJIel ATUX MPOCKTOB SIBISIETCS OMNpeeTCHUE MOTHON
HYKJIEOTUIHOM moclienoBarenbHocTH reHoMHbIX JIHK. Takum o6Gpa3zoM, poaunack
HOBasl HayKa - FT€HOMHUKA. B Hacrosiiee BpeMsi ¢ pa3IMuHOM CTENEHbIO TOYHOCTU
pacmmdpoBaHa HyKJIeoTHAHas mocienaoarenbHocTh reHomHon JIHK okono 300
BHUJIOB MUKPOOPraHU3MOB, OOJIBIITMHCTBO u3 KOTOPBIX  SIBIISIFOTCS
uHGUIMpyrommmMu.  J{as  MHOTUX HHU3IIMX TOJHOTA aHajiu3a OKasalach
aOCOJIIOTHOM, TO €CTh HE OCTAJIOCh HE pacHIM(ppPOBAHHBIM HU OJHOTO HYKJICOTH Ia!
OnHako Tpu MEpPEeXoJi€ Ha MHOTOKJIETOYHBIE OpPraHU3Mbl 3aJadya 3HAYUTEIbHO
YCJIOXKHSIETCA U HE TOJIbKO moToMy, uTo anuHa JIHK Beicminx B ThICSIUM, a MHOTIA
B COTHU ThICSIY pa3 OoJibllle, HO U CTPYKTypa €€ CTAHOBUTCS Oosiee CIONKHOU st
aHamu3a. Ilepexoa OT HU3MIMX K BBICHIMM CONPOBOXKIAETCA TOSIBICHUEM
oospmioro uywucia Hekoaupyromux JHK, 3HauuTenbHyr0o YacTh KOTOPBIX
COCTABJISIIOT TMOBTOPSIOLIMECS TociaeqoBaTeNbHOCTA. OHM BHOCAT OOJBIIYIO
MyTaHUIy B MPaBWIbHYIO CTHIKOBKY yxe pacimudpoBaHHbiX ¢parmentoB J[HK.
KpomMe Toro, tanjemMHble MOBTOPHI CaMH OY€Hb TPYAHO MOJJAIOTCS TMOAOOHOM
pacmmdpoBke. [loaTomy B reHOME 0JTHOTO W3 BUAOB KPYTJIOTO YepBs (HEMATOIbI) -
IIEPBOTO0 MHOTOKJIETOYHOTO OpPraHu3ma, sl KOTOPOTO YAAJIOCh ONPENECIHUTH
HYKJICOTUIHYI0 mnocienoBarenbHocTs JIHK, - yke ocTtanoch HEKOTOpOE YHUCIO
HesCHbIX MecT. [IpaBma, uX ynenbHbIA BEC COCTaBJISIET MEHEE OJHOM COTOU
nporenTa oT obmei mmuHbl JIHK, n 3T HesicHOcTM He KacaroTCs TEHOB WU
PEryIsSTOPHBIX 31eMeHTOB. HykiieoTuaHas ke nociaeaoBaTenbHOCTh Bcex 19 099
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TE€HOB OTOTO 4YEpBS, pACHPEACNICHHBIX Ha IUIOmMand B 97 MWUIMOHOB TMap
OCHOBaHMM, ObLIa ONpeesieHa MOTHOCTHIO.

Emie Oonbimii ycnex cBsizad ¢ pacuindpoBKOM reHOMa Jp0o30(HIIbI, JIUIIb B 2
paza ycrynatoiero no pasmepy JAHK genoseka u B 20 pa3 npeBocxoasuiero JJHK
HeMaroabl. HecMoTpss Ha BBICOKYIO CTENEHb T'€HETHYECKOM M3y4YE€HHOCTH
npo3oduiibl, okoso 10% ee reHoB OBLIM A0 ATOr0 MOMEHTa Heu3BecTHbl. Ho
CaMbIM TapaJIOKCANbHBIM SIBIISIETCA TOT (DaKT, YTO y BBICOKO OPTaHU30BAaHHOU
O30 IITBI KOJTUYECTBO TEHOB OKAa3ajJOCh MEHBIINE, YeM Y MHUKPOCKOIUYECKOTO
kpyrinoro d4epBs! C COBPEeMEHHBIX OHOJOTHYECKMX MO3UIUI 3TO TPYIHO
OOBSICHUT.

Pa3paboTka reHOMHBIX MPOEKTOB COMPOBOXKIATACH MHTEHCUBHBIM Pa3BUTHEM
MHOTHX 00JIacTell HayKd W TEXHUKH. TaK, MOIIIHBIN UMITYJIbC JIJISI CBOETO PA3BUTHS
noiyuyuaa ouonHdopmMatuka - ObUT CO37aH HOBBIM MaTeMaTUYECKHUI ammapar JJjs
XpaHeHus, oOpabOTKH W YIOPSIOYMBAHUSA OTPOMHBIX MAacCHUBOB HH(MOpMAIUY;
CKOHCTPYHUPOBAHBI CHUCTEMbI CYNEPKOMIBIOTEPOB, O00Jaal0MNUX HEBUJAHHOU
MOIIIHOCTBIO; HAMMKMCAHBI THICAYM MPOrPAMM, MO3BOJSIONIUX B CYUUTAHHBIE MUHYTHI
MPOBOJIUTH  COMOCTAaBUTEIBHBIM aHAIM3 Pa3MYHBIX OJOKOB HH(MOpMaIuw,
€KEIHEBHO BBOJWUTH B KOMIIBIOTEpHbIE 0a3bl HOBBIE JaHHBIC, IMOJy4acMbI€ B
pa3MYHBIX JabOpaTOpUsAX MHUpa, U aIalTUPOBATh HOBYIO HMH(OpMaIMIo, K TOM,
KoTOpast Obljla HakorieHa paHee. OIHOBpEMEHHO ObUTM pa3paboTaHbl CHCTEMBbI
st 3(HEKTUBHON M30JSAIAN PA3IMYHBIX 3JIEMEHTOB T€HOMa M aBTOMAaTHYECKOTO
omnpenesieHns] HykJIeoTuIHbIX nocienaoBatenbHocTedt JJHK. Ha 6aze stux cucrem
OBLTM CKOHCTPYUPOBAHBI MOIIHBIC POOOTHI, 3HAYUTEIBHO YCKOPSIONIUE OITH
MIPOIIECCHI U ICTIAIOIINE X MEHEE IOPOTOCTOSIITUM.

Pa3BuTHe TEHOMHKH, B CBOIO OYEpEb, NMPUBHIO K OTKPBHITUIO OTPOMHOTO
KOJIMYECTBA HOBBIX ()aKTOB. 3HAUECHUE MHOTHX W3 HUX €I MPEACTOUT OICHUTH B
OynymeMm. Ho wu ceifuac oOuYeBHIHO, 4YTO OTH OTKPBITHS TPUBEIYT K
MEPEOCMBICTICHUI0O ~ MHOTHUX  TEOPETHYECKUX  TOJIOKEHHWH,  KacaroIIuxcs
BO3HMKHOBEHHUS W HBOJIIOIUHU Pa3IUUHbIX (QopM xku3Hu Ha 3emsie. OHM OymyT
CIIOCOOCTBOBATH JIyUIIEeMY MMOHUMAHUIO MOJEKYJISIPHBIX MEXaHU3MOB, JISKAITUX B
OCHOBE pabOThl OTACIBHBIX KJICTOK M HX B3aUMOJCUCTBUN; JCTaIbHOMN
paciippoBKE MHOTHX JIO CHX IIOpP HEU3BECTHBIX OMOXMMHYECKUX IUKJIOB;
aHANMM3y WX CBSI3M C (QyHJAAMEHTAIBHBIMUA  (PU3UOJOTHYECKUMHU MPOIIECCaMHU.
Takum 00pa3oM, TMPOUCXOAUT TEPEXOJ OT CTPYKTYPHOH TCHOMHKH K
(GyHKIIMOHATBHOM, KOTOpass B CBOIO OdYEpeab  CO3AAaCT MPEANOCHUIKA IS
WCCJICIOBAHMS MOJIEKYJISIPHBIX OCHOB PaOOThI KJIIETKH M OpPTaHHW3Ma, B IIEJIOM, KaK
WHTErpaJIbHBIX cucTeM. HakomieHHas yxe ceiiuac nHpopManms OyAeT IpeIMeTOM
aHallu3a B TEUEHHE HECKOJLKUX OJIMKaWIINX JECATUICTHH. Ho xaxnbii
CJIICIYIONTUH IIIar B HaIpaBJICHUH PacCIIM(PPOBKHA CTPYKTYpPHl TEHOMOB Pa3HBIX
BUJIOB, TIOPOXKJIAET HOBBIC TEXHOJOTWHU, OOJETYalomue MPoLecC TMOTydeHUs
uHpopmaruu. Tak, UCTIOIB30BaHNUE JAHHBIX O CTPYKTYpe M (DYHKIIMH TE€HOB Oojiee
HU3KO OPTaHW30BAHHBIX BUJIOB YKUBBIX CYIIECTB MOXKET 3HAYUTEIBHO YCKOPHUTH
MOWCK CIIeM(PUIECKUX TeHOB BBICIUX. M yke ceiluac MeTOIbl KOMITBIOTEPHOTO
aHaNM3a, WCIONb3yeMbIe A WACHTH(PUKANNK HOBBIX TEHOB, 3a4acTyro
BBITECHSIIOT 00JIee TPYJOEMKHUE METOAbl MOJICKYJIIPHOTO aHAJIH3a.
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Haubomee BaxXHBIM CHIEICTBHEM pacmiu@pPOBKH CTPYKTYphl TE€HOMaA
OTIPEJICTICHHOTO BUA SIBJISIETCS BO3ZMOXXHOCTh MICHTU(PHUKALIUU BCEX €ro reHOB W,
COOTBETCTBEHHO, OMpEEICHUSI aMUHOKUCIOTHON MOCJIEI0BATEILHOCTH BCEX €ro
oenkoB. Takum oOpa3oM, reHomMuka co3gaeT (yHIAMEHT I MHTEHCUBHOTO
pa3BUTUS HOBOM HAayKd - MPOTEOMHUKH (IIPOTEHMH 3TO CUHOHHMM O€JKa, €ro
JaTUHCKoe Has3BaHue). [IpoTeoMuka  3aHUMAaeTCs HU3YYEHHUEM CTPYKTYphl U
GyHKUIMM KaXJI0Tro Oelika; aHaJIM30M OEJIKOBOI'O0 COCTaBa KIIETKH; ONpPEICICHUEM
MOJIEKYJISIPHBIX OCHOB (DYHKIIMOHUPOBAHUSI OTIEIbHOW KIIETKH, SBIISIOIIETOCS
pe3yJabTaTOM KOOPAMHUPOBAHHOMW paOOThl MHOTHUX  ThICAY OenKoB, U
ucciaenoBanneM  (GopMupoBaHUS — (EHOTUIUYECKOTO TMPHU3HAKA OPTaHU3Ma,
SIBIISIOILETOCS PE3yIbTATOM KOOPAMHUPOBAHHON pabOThl MHJUTHAPAOB KIIETOK.

PacmmdpoBka CTpyKTyphl T€HOMa 4YeJOBEKa IMpHUBEJa K CEHCAIlUOHHOMY
OTKpbITHIO. OKa3zanoch, 4yTO B HameM reHome Toiabko 32 000 reHoB, 4TO B
HECKOJIbKO pa3 MeHbIIe KojandecTBa 0enkoB. [Ipu 3ToM GeoK-KOAUPYIOIIUX T€HOB
TobKO 24 000, MPpOAYKTOM OCTalbHBIX I'eHOB sBIsAI0TCS MosieKyybl PHK. ITpouent
CXOJICTBA MO HYKIECOTUIHbIM TmocaenoBaTenbHocTsIM JIHK wmexny pasHbiMu
WHJVMBUAYYMaMH, STHUYECKUMU TPYIIaMHU U pacamu coctaBui 99,9%. 31o To, 4to
nenaetT Hac HOmo sapiens! Bcst Halra M3MEHUHMBOCTh HAa HYKJICOTHIHOM YPOBHE
onpenensiercs 0,1%. Ecnu conoctaButh 3T 1tudpsl ¢ anmHoi mosekyisl JTHK, To
okaxeTcsi, 4yto okoso 100000 wmytamuit GOpMHUPYIOT 3Ty H3MEHUYUBOCTb.
[Ipumepro 70% o>THX MyTauuid ONPEAENSAIOT HAIM  WHAWBHUIYaJIbHbBIC
HEMaToJIornuyeckue ocooeHHoctu. HemMHorum menee 5% cCOCTaBIAIOT MyTallWH,
CEpbE3HBIM 00pa30M HAPYIIAIOMIME CTPYKTYPY M (PYHKIMU KOJAMPYEMBIX OEJIKOB
WK JaXe TMPUBOMSIIME K UX TMOJHOMY OTCYTCTBHIO. VIMEHHO 3TH MyTanuu
CBSI3aHBI C TSXKEJIBIMU MOHOTEHHBIMU O0JIE3HSIMU yesoBeka. Kpome Toro, mmpokoe
pacrpocTpaHeHHWe B TMOMYJSAIUSIX TMOJYYWIM TaKWe MyTallud, KOTOphIE B
OTHOCUTEJIHLHO HEOOJBIION CTEMEeHU BIMAIOT HAa (QYHKIMH KOJAUPYEMBIX OCIKOB.
OTHU MyTaluu, KOTOphIE MOJYYWJIM HAa3BaHHE MOJIMMOP(PHU3MOB, pPacCMATPUBAIOT
KaKk BapuaHThl HOpMbl. Ho w#MeHHO OHU QOPMHUPYIOT HACIEACTBEHHYIO
MPEAPACIIONIOKEHHOCTh K HamOoJiee 4acThiM MYJIbTH(HAKTOPUATBHBIM 00JIE3HSIM
YeJI0BEKA.

3. Pasnoobpasue u cmpykxmypa monozennvix 3aboneeanus. Tunvl Hacie0o8aHus.
Bosmooicnocmu - monexkynsapuoi  ouaenocmuxku  mymayuu.  IIpogunakmuka
MOHO2eHHbIX 3a00.1e6aHUll HA Oa3e NPeHamalbHOU OUACHOCMUKU.

B ocHoBe pa3BUTHSI MOHOTEHHBIX HACJIEACTBEHHBIX 3a00JICBAaHUM JICKUT
noBpeXxeHrue ojHoro reHa. KonmrdecTBo mogo0HbIX 3a001eBaHuil focTUraer 4 - 5
Thicssd. C KIIMHUYECKOW TOUKHU 3PEHHSI ATO OUYEHb pa3HbIe, B OOJIBIITMHCTBE CBOEM
JIOCTAaTOYHO TSDKEJbIe, OYEHb TPYAHO TMOJJAIOUIMECS JICUCHUIO WM Jaxe
Heussieunmbie Oosie3Hu. Cpeu MOHOTEHHBIX OO0JIC3HEW 3HAYMTENBHBIM MPOIEHT
COCTaBJISIFOT BPOKJEHHBIC TMOPOKU PA3BUTHSA, PpPa3IHUHbIE (OPMBI YMCTBEHHOM
OTCTAJIOCTH, HEBPOJIOTHUECKHE O0JIe3HU, Me(EKThl CiIyXa, 3pCHHs, MHOTHE
BapUaHThI OECIUTONNS, SHIOKPUHHBIE 00JIE3HU, HAPYIIICHUS CHCTEMbI CBEPTHIBAHUS
KPOBH M MHOTOE JIPYTOE.

K cuacTpio, mogoOHbIe 3a001€BaHMs BCTPEUAIOTCS JOCTATOYHO PENKO. ITO
OOBSCHSETCS IBYMSI OOCTOSITENhCTBAMU. J[ajieko He Bce TeHBI YeloBeKa (a TOIBKO
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okoJi0 5%) cBsA3aHBl C MOHOTCHHBIMHU 3a0oieBaHusiMH. Kpome TOro, 4acToTh
pacmpocTpaHEHUsi CpeAu HaceJeHHMs] TaKuX MYTallUid JOCTaTOYHO HH3KH.
BcerpewaemocTh  cpeau  HOBOPOXKACHHBIX — Hawbosiee  pacnpoCTpaHEHHBIX
MOHOTEHHBIX 00JIe3HEH, TAKHX KaK MYKOBUCIUA03, DEHUIKETOHYpHsl, reMOpuiIus,
koJjiebnercss B mpenenax ot 1:2000 mo 1:10000. OcHoBHas Macca MOHOTEHHBIX
Gonesneit 910 Goiee pexkue cocrosHus - 1:10°-10°. Bomsimoe pasHooGpasue u
PEIKOCTh MOHOTEHHBIX OO0JIe3HEH JenaroT OYeHb JOPOroCTOAIlIEH pa3padOoTKy
cnenu(UUecKuxX METOJ0B MX JIUArHOCTHUKU M Tepanuu. B pas3HbIX cTpaHax 3Ta
npobiema pemraercs nmo-pazHomy. Ho manbosee addekTuBHAS TOMOIIH JOIM C
MOHOT€HHBIMU 3a00JIEBaHUSIMH OKa3bIBA€TCS TaM, [J€ CUJIbHBI POIAUTEIIbCKUE
oOIIecTBa, MPUBJICKAIONIME BHUMAaHHWE OOIIECTBEHHOCTH K TaKUM OOJBHBIM H
10OMBaIOUIMECS] CIIOHCOPCKOM M rOCYTapCTBEHHOM MOJACPKKH COOTBETCTBYIOIIMX
Iporpamm.

HacnenoBaHre MOHOTE€HHBIX 3a00JI€BaHMIl OCYIIECTBISETCS Pa3IMYHbIM
obpazoMm. U 310 3aBUCHUT OT ABYX 0OCTOATENBLCTB: (1) SABISAETCS JIM MYTAHTHBIN
aJyieb JOMUHAHTHBIM WJIM PEIECCUBHBIM U (2) TIe pacioioKeH MYTaHTHBIN T€H -
B OJHOM M3 ayTOCOM MM B X-XpOMOCOME. B COOTBETCTBHM C 3TUM MOHOI'€HHBIE
00JIe3HH JENIAT Ha JOMUHAHTHBIE M PELIECCUBHBIE, @ OHU, B CBOIO OYEPEb, MOTYT
OBITh ayTOCOMHBIMU WJIN X-CLETJIEHHBIMU.

[Ipodunaktuka MOHOTEHHBIX  3a0ojeBaHMM  NPOBOAWUTCA Ha  0ase
IIPEHATAIbHOM JUArHOCTUKH. 3aMETHM Cpa3y, TAKOM MOJIXOJ IMPUMEHUM TOJIBKO B
cllydae TsDKENbIX Heusneuumblx OonesHed. K coxanenuto, mnpeHaTaidbHas
JIMAarHOCTHKA MPAKTUYECKH MPOBOJUTCA TOJBKO B TEX CEMbSX, IJI€ YK€ MMEeTCs
0onbpHOM pedeHok. Llenpio ee siBnsieTcs NpeAoTBpalieHue MOBTOPHOTO POKIEHUS B
ceMbe 00JibHOTO. HamoMHUM, YTO y TE€TepO3UTOTHBIX POAMUTENICH MPU KaKIOU
OepeMeHHOCTH coxpaHsieTcss 25%-Hbld PUCK POXKIEHUA OOJIbHOTO peOeHKa,
HE3aBHCHMO OT TOTrO, KTO POJMJICS TMEpen 3TUM - OOJbHOM WM 3J0pOBbIA. DTO
oueHb BbICOKMH puck! Kpome TOro, 3TOT pUCK MOBBILEH U y JIPYrux
POICTBEHHUKOB Oo0abHOr0. IlOATOMY Tak BakKHO NPOBOAUTH MOJIEKYJISPHYIO
JUArHOCTHKY HE TOJBKO caMOMy OOJIbHOMY, HO M €TI0 pOJCTBEHHHKAaM, OCOOCHHO
T€M, KOTOPBIE XOTAT UMETh AECTEH.

4. MynvmughaxmopuanvHvle 6onesnu. Llenu u memoosvt npeOuKmugHoOU MeOUYUHDL.
I'envi-xanouoameol. Ilonumoppusmul 2enos. I enemuyeckue haxmopwvi pucka.

OCHOBHOI XapaKTEPUCTUKON MyJIbTH(PAKTOPHAIBHBIX 3a0071€BaHUMN SIBISETCS
TO, YTO HAa WX Pa3BUTHE HAPSALY C PA3IMYHBIMU HEOIAronpusATHBIMH (hakTOopaMu
OKpYXalollel cpelbl 3HAYUTEIBHOE BIUSHUE OKa3bIBAIOT COCTOSIHUS JECATKOB, a
WHOTJIa U COTEH I'e€HOB. B oT/iMume OT MOHOTeHHBIX OO0JIe3HEH BKJAJ KaKIIOTrO
OTZICJILHOTO T€Ha B Pa3BUTHE MYJIbTU(PAKTOPUATBLHOIO 3a00JI€BAHUSI MOXKET OBITh
OTHOCUTEIBHO HEOOJIBIIUM JaKe MPH 3HAYUTEIBHOM CyMMapHOM T'€HETHYECKOM
addexre.

[Touck reHoB, MyTallMM B KOTOPBIX OINPEAEISIIOT MPEAPACIOI0KEHHOCTh K
TE€M WUJIM UHBIM OOJE3HSIM, OCYIIECTBIISIETCS 10 HECKOJbKHUM HampaBieHusM. Bo-
NEPBBIX, KAKETCS OUYEBUIHBIM Y4acTHE B 3THX IMPOLIECCaX I€HOB, (POPMHUPYIOMINX
3alUTHBIE (YHKIUM OpraHu3Ma. OJTO B TEpPBYIO oOuepelb T'eHbl UMMYHHOMN
CUCTEMBI, a TaK)K€ TE€HbI, MPOIYKThl KOTOPBIX YYaCTBYIOT B 0OE3BPEKHMBAHUU U
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BBIBEICHUM W3 OPraHM3Ma TOKCHYECKHX BEIECTB, ITOCTYNAKOIMX W3 BHELIHEU
cpenbl. X Tak M Ha3bIBAIOT: «TEHBbI OKpyXkaromed cpeasd». JledekrHas padota
MOI00HBIX TEHOB MOXET MPUBOJIUTH K PA3BUTHIO ITUPOKOTO CIIEKTpa 3a00JIE€BaHUM.
He MEHee IJI0TI0TBOPHBIM OKa3bIBaCTCS yTh NOUCKa T€HOB
MPEAPACTIOIOKEHHOCTH CPEJIA TE€X, MPOAYKThI KOTOPBIX TaK WJIM NHAYE CBS3aHBI CO
cnenuUYeCKUMH TaTOJOTHYECKUMHU Tiporieccamu. Ha mepBoe wmecTo 37ech
BBICTYTAIOT HalM 3HaHus o Oone3nu. Kakue cucrembl B HaMOOJbIIEH CTENEHU
CTpaJaloT NpU TOM HIM HHOM 3a0oneBaHuu? Kakue O€lKM y4acTBYIOT B
peanuzalu  HOpMallbHOM paboThl 3TUX cucteM? Kakue «reHHble CEeTH»
OTBETCTBEHHBI 32 (POPMUPOBAHUE ITHX CHUCTEM H TE€X METAOOIMYECKUX IIMKIIOB,
KOTOpBIE BOBJICYEHBI B MATOJIOrMYECcKue mporeccbl? OTBEThl Ha 3THU BOIPOCHI
MIO3BOJIAKOT HAM IOHATh, KAaKWE TE€Hbl ONEPUPYIOT B  MATOJOTMYECKHUX
MEeTa0O0JMYECKUX IUKIax. M MMEHHO 3TH TeHbl MOJBEPraroTcs AalbHEUIIEeMYy
aHaJIM3y Ha MPEIMET BBIABJICHHS B HUX MOJIUMOPGHBIX MOBPEKIAIOIINX MyTaIUH.
[Tpu obHapykeHHUU MOJOOHBIX MyTallMil Ha CIEAYIOLIEM 3Tale MPOBOJAT OLIEHKY
4acTOT MYTAHTHBIX W HOPMaJbHBIX ajljieiel B BbIOOpKax OOJIBHBIX U B
KOHTPOJIbHBIX rpymnmax. [lomumopdHbIil amiens paccMaTpUBAETCS B KadyecTBE
TEHETUYECKOro (hakTopa pHUCKa TOJBKO B TOM Cllyyae, €CIM OH BCTpEYaercs y
OOJIBHBIX JOCTOBEPHO YalllEe, YEM B HOPME.

AHanu3 TeHEeTHYeCKUX (PAKTOPOB pHUCKA MOXKET U JOJDKEH IMPOBOIAUTHCS
3aJI0JIFO JI0 MOSBJICHUS KIMHUYECKUX CUMITOMOB. [loaTOMY y Bpaua MOKeT ObITh
JIOCTATOYHO BPEMEHHM, 4YTOOBI TMOCTApPaThCA MPEAOTBPATUTH PA3BUTHE TOTO
3a00y1eBaHusl, K KOTOPOMY Yy MallMEHTa UMEETCSl T€HETUYECKasi CKIIOHHOCTb. [Ipu
TOM MNPOPUIAKTUYECKHE MEPONPUATHS B TMEPBYIO OYepeAb JIOJKHBI OBbITh
HaIpaBJeHbl Ha UCKIIOYEHUE WJIM OIPAaHUYEHUE CPEJOBBIX (PAKTOPOB pHCKa IO
Pa3BUTHIO KOHKPETHOTO 3a00JieBaHMsS. OTO SBIAETCS MNPEAMETOM HOBOIO
HarpaBjieHUs] MPOPUIAKTUYECKON MEIUIIMHBI, TaK Ha3bIBAEMOM MPEIUKTUBHOMN
MEIULIMHBL.

5. Omxpvimue 2cenos uenosexa. k/[HK. Obpamuas cenemuxa.

OTKphITHE TE€HA CONPOBOXKIACTCA M30JSIUEN W KJIOHHPOBAHUEM €TI0
KOJIMpYIoleld 00J1acTH, TaK Ha3bIBaeMOW MOJIEKYNbl KoMruiemeHTapHoW JIHK —
kJIHK. [Ins Toro urtoOwl ompenenuth, 4to Takoe kJIHK, Hy»XHO BCHOMHHUTH
IIPOLIECC TPAHCKPUNILUMU. MBI TOBOPWIM, TPAHCKPHUIILMSA 3TO CHHTE3 MOJIEKYJIbI
PHK, xommuiemeHTapHO#N omnpenaeneHHbIM ydactkam motiekynsl JIHK, Tto ecth
reHaM. A ecTh mnporecc oOpaTHOW TPAHCKPUIIIIMM, KOTJa B KayeCTBE MATPHUIIbI
ucnonb3yercst Mosiekysia PHK u ¢ momoursio onpenenentoro ¢pepmeHTa, KOTOPbId
TaK W Ha3bIBaeTCid — OOpaTHas TPAHCKpUNTa3a — MPOU3BOAUTCS CHUHTE3 MOJIEKYII
JHK. Tak, ecnu B3sTh Kakyro-To creruduueckyro Mojiekyay MPHK u mpoBectu
0o0OpaTHYIO TPAHCKPUIIIHIO MOJYUYUTCS OY€HBb BaXKHBIN Kiacc Mojiekyn - kJIHK. Bol
nomuute, B MPHK yxe HeTr WMHTpOHOB, W, MpOBOAS TakoW OOpaTHBIM CHHTE3,
MOXHO mnoiyuuTh MoJekyiny JHK, cocraBiaeHHy0 H3 DK30HOB, TO €CThb
IPEJCTaBISIIONIYI0 BCIO, KaK TOBOPAT IMOJHOPA3MEPHYIO KOJIUPYIOLIYIO 00JacTh
reHa. Ha cinenyromem stane mosekyny kJIHK kinonmpyror. KnonupoBanue 3T10
oueHb 3P(HEKTUBHBIN METOJI MOAJEPKAHUS U PA3MHOXKEHHUS JTIOOBIX OTHOCUTENIBHO
HeOonbmux moJnekyn JJHK myrem mx BcTpamBaHusi B BEKTOpP M BBEIEHHUE ITOM
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KOHCTPYKLMU B KIETKU-XO03siMHA.  BekTopa oOecreynBaloT NPOHUKHOBEHHE
yyxepoanbix JJHK B ki1eTku, 1 X KOHCTpyHpYIOT Ha 6a3e TeX MOJIEKYJ, KOTOPbIM
CBOMCTBEHHO NPOHUKATH B KJIETKHU, TO €CTh BUPYCHBbIX Wi nuasmuassix JJHK. B
KauecTBE KIJIETOK-XO3SIMHA Yallle BCEro MCHOIb3YIOT OaKTepHUaJIbHBIE KIIETKH.
Knonnposannyto k/IHK ycioBHO Ha3bIBalOT «reH B MpOOMPKE», U HA 3TOM 3Talle
MOKHO paboTaTh C T€HOM KakK C BEIIeCTBOM. MOKHO HapalluMBaTh YUCIIO KOMUN
reHa IyTEM pa3MHOXXEHUS KJIETOK-XO35IMHA, OJHOBPEMEHHO  MOTYT OBITh
oOecrniedeHbl YCIOBHS JJisi €ro pabOoThl WM JSKCIpeccHd. Tak Hampumep, MpH
KJIOHUPOBAaHUHM TE€HOB YEJIOBEKa B OAKTEPUAX MOXKHO JTOOWUTHCS CHHTE3a B HHX
YyXKEPOAHBIX NI OJTUX KJIETOK OENKOB uejoBeKa. Takas BO3MOXHOCTb
ONPENEIAETCS YHUBEPCATBHOCTBIO T€HETUYECKOIO0 KOJa, TO €CTh OJMHAKOBBIM
npouyTeHueM HH(popManuu, 3anucaHHod B Monekynax JHK, kimerkamu moboro
BHUJIOBOTO NIPOMCXOXIEHUsA. KIOHMpPOBaHWE JIEKUT B OCHOBE BCEHM TE€HHOU
VUHKCHEPHH.

Ha crnepyromemM 3rtare onpeneisoT HYKICOTHAHYIO IOCIENOBAaTEIbHOCTD
xsioHupoBaHHoi k/IHK, TO ecTh ee ceKBEeHUPYIOT. DTO MO3BOJISIET IPOTHO3UPOBATH
AMUHOKHCIIOTHYIO [TOCJIEOBATEIBHOCTh KOJUPYEMOT0 O€JIKa U C UCIOJIb30BaHUEM
COBPEMEHHBIX KOMIIBIOTEPHBIX TEXHOJOTMH PEKOHCTPYMPOBATH HE TOJBKO €TI0
TPETUYHYIO CTPYKTYPY U JOMEHHYIO OpPraHU3alui0, HO U BO3MOXHbIE (YHKIIHH.
OTa METOAOJOrHs MOoJyuusia Ha3BaHUE OOpaTHOW TeHeTuku. Takum o0Opasowm,
BOKHEUIIUM CJIEICTBHEM 3aBEPIICHUS] MHOTMX TE€HOMHBIX IPOEKTOB SIBISETCS
BO3MOXXHOCTh TPOBEJEHUSA aHaiu3a Ha OenkoBblii ypoBHe. Ilepexonm ot
MPOTHO3UPYEMOI0 WJIM BUPTYAJIbHOTO O€lKa K peajlbHOMY OCYIIECTBIISIETCS 3a
CUET IMOJYYEHUSI aHTUTEN JUOO0 K UCKYCCTBEHHO CHHTE3UPYEMBIM MOJUIENTHIAM,
TOMOJIOTUYHBIM MPOTHO3UPYEMOM MOJUIENTUIHON MOCIEI0BATEIbHOCTH, 00 K
nponykty skcnpeccun kJIHK B knerkax-xo3smHa. C MOMOIIBIO aHTUTENT MOKHO
aHAJIM3UPOBATh XapakKTep pacIpeielicHus 3Toro Oenka in VIVO B HOpME W TIpH
KAKUX-TO TNATOJIOTMYECKUX COCTOSIHMSAX, & TAK)K€ IONBITAThCS BBIAEIUTH €TI0 B
OpernapaTUBHOM  KOJIMYECTBE JUIsl MPsMOro OMOXMMHYECKOIO aHalu3a |
BBISIBJICHUSI T€X METa0OJMTOB, KOTOPbIE B3aUMOAECHUCTBYIOT C 3TUM OenkoMm. Urto
BCE 3TO O3HAUaAET, €CIU pedb UJET O 3a00JIEBaHUU B 3TUOJIOTUU KOTOPOTO €CTh
reHeTuyeckasi cocrapismomas? Maentudukanus mogoOHOro Oenka O3HAaYaeT
HAXOXKJEHUE TIEPBUYHOTO OMOXMMHYECKOTO nedeKTa Mpu JTaHHOM 3a00JIeBaHUMU.
Boigenenne »Toro 6eika M ero OMOXMMHUYECKHM aHalIU3 O3HA4aeT paciin@poBKY
NEePBUYHOM  MATOJOTMYECKOM MEeTabOJMYecKO I1enu Wik  paciu@poBKy
MOJIEKYJIIPHBIX OCHOB IaTOreHe3a 3a00JjieBaHMs. A 3TO, B CBOIO OYepeb, CO3/1aeT
0aszuc s pa3pabOTKM HE CHUMITOMATHYECKHX, a MATOTEHETHYECKUX METOIO0B
JedyeHus: 3a0oieBaHUsl — OAHO M3 TIJIABHEHMIIMX HAMNpaBJICHUA COBPEMEHHOU
MOJIEKYJISIPHON MEIULUHBL.

6. Ilonumepasnas yennas peakyus. Llenu ucnonvzosanus. Heobxooumvlie
peakmugvl. Ilpunyunvl, nocnedosamenvHvle smanvt Memooda. Texnuueckue
YCN08USL NPOGEOEHUs. peaKyuu U ee O0CHOUHCMEA.

AHanmu3 COCTOSIHUSL T€HOB Y OTACJIbHBIX WHAMBUAYYMOB CTajl BO3MOXEH
nocJyie pa3paboTKu MeToaa nonmMmepasHou renHoi peakiuu (I1LP), HazpiBaemoit
Takke crneuupuyeckort amrmdukanuein JJHK. M3o06perenue storo merona,
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ynoctoenHoe B 1993 rogy HoGeneBckoif mpemun, oka3ano OrpOMHOE BIMSHHE Ha
pa3BUTHE BCE MOJEKYJISPHON I'€HETUKU U SIBUIOCH (YHAAMEHTOM JJIS IIUPOKOTO
BHEIPEHHUS] 3TOM METOHOJIOTMM B MEAULMHCKYIO MPAaKTUKY. CyThb OTKPBITHS
3aKJII0YAaeTCsl B TOM, 4YTO ObUIM pa3paOOTaHbl YCIOBUS MJIi HCKYCCTBEHHOTO
n30MpaTeNbHOTO CUHTE3a OIPOMHOTO YKciia Konui Hebonbinoro ¢pparmenta JJHK
P KCIOJIb30BAaHMM B KadeCTBE MaTpHIbl JIF0O0oM apyroit mosekynsl JIHK,
KOTOpasi MOXET BKJIIOYaTh CHUHTE3UpyeMyro obOnacte. HebOomnbime pasmepbl
dbparMeHTa ¥ OTPOMHOE KOJWYECTBO KOMUW  IMO3BOJIAIOT HWCIOJIB30BaTh 3aTE€M
OYEHb MPOCTHIE METOJIBI JJISI IETAIBHOIO aHain3a cuaTesnpoBanHon JIHK, BoTs
JIO OIIPENEITICHHS €€ HYKJICOTUIHOW nocnenoBarebHOCTU. [TL[P MokHO cpaBHUTSH €
OYEHb MONIHBIM YBEIUYUTEIBHBIM CTEKJIOM, C IOMOIIbBI0 KOTOPOrO MOKHO
pPacCMOTPETh €CTh JIM OMNPEEICHHBIH OYeHb HEOOJBIION YYaCTOK B T'MTAaHTCKOM
monekyne JIHK u kak OH yCTpO€H y KOHKPETHOro MHAuBUAyyma. lIpucyrcrByror
JU B HEM Kakue-HuOynp mytanuu? [Ipu aToM MbI 3apaHee 3HaeM, KaKOW MMEHHO
Y4aCTOK XOTUM PaCCMOTPETb.

Jlisi paBUIIBHOTO aBTOMATHMYECKOTO BBIOOpA 3TOr0 ydyacTka HE0OXO0IUMO
MCKYCCTBEHHO CHHTE3MPOBATh JIB€ Mapbl coBceM HeOosbiux mojekyn JIHK -
mpaiiMepoB, COOTBETCTBYIONIUX Hadaly U KOHILy CHHTE3Upyemoro ¢parmeHra. A
9TO 3HAYUT, YTO HY)KHO 3HATh, C YETO HAYMHACTCA M YEM 3aKaHUMBACTCS 3TOT
dbparment. [loatomy meron ITLIP MoxeT ObITh MPUMEHEH K aHAIU3Y TOJIBKO TaKUX
JIHK, HyKn€eoTHuIHbIE MOCIIEN0BATEIBHOCTH KOTOPBIX YK€ U3BECTHBI.

Jlns toro utoOwl mpoectu I[P, nocrarouno mmers JIHK uccnemyemoro
MalueHTa, JiBa TUMa npaumMepoB, pepMeHT, 00eCTeunBaIOIINN KOMIIJIEMEHTAPHbBIN
cuntes JIHK (JAHK-momumepasy) u 4 Tuma MOJIEKYJ,  SIBJISIFOIIUXCS
npeamectBeHHukamMu  JITHK u coctosimmx w3  pe3okcupudosbl, (ochopHoit
KUCJIOTBI M OJHOTO W3 HYyKJICOTHAHbIX ocHoBanuu - A, T, I' wm C. B
Meroandueckom oTtHomeHun III[P ouenp mpocrta. Bcs peakuus mpoBOIUTCS B
OYeHb HEOOJBIIOM O00BbEME, TMOAITOMY CEOECTOMMOCTh JIUArHOCTUKH C
ucrnons3oBanueM [P neBenmuka. OHa cormocTtaBUMa CO CTOMMOCTBIO OOBIYHOTO
KJIMHUYECKOI0 aHaIu3a.

bonpmmmm nocromnctBom TP sBasiercs To, 4TO 11 €€ NPOBEICHUSA HE
Tpedyercs Oonbmoro kommuecta JIHK 1 MOKHO OrpaHMUMTHCS aHATU30M JIaKe
onHOM MoJekynbl. B kadectBe o6pasios JIHK, Hapsmy ¢ yncTeiMu mpemnapaTamu,
MOT'YT HCIOJIB30BaThCS BBICYIICHHbIE Ha (PUIBTPOBATIBLHON Oymare msiTHa KpOBH,
CMBIBBI U3 TMOJIOCTH PTa, JYKOBUIIBI KOPHEH BOJIOC M TOMY IMOJ0OHBIA MaTepual.
[Toatomy npumenenue I[P ocodbenHo 3pdeKTUBHO B TEX Cyyasx, KOTJa UMeeTcs
OYCHb MaJi0 OMOJIOTMYECKOr0 MaTepuaia JJisi aHajdu3a, TO €CTh B IMpeHaTalbHOU
JIMarHOCTUKE, BKJIIOYAs JIOMMIUIAHTAIMOHHYIO, MPU JAUATHOCTUKE HHQEKIUH, a
Takke B CcylneOHOW MemunuHe. [[ns aHamm3a MOXET HCIOJIb30BAaThCS TaKKe
JUIMTEIIbHO XPAHUBIIMKCS MATOJIOTOAHATOMUYECKUN MaTepuall. MonekyspHbIi
aHaIM3 TaKOro MmaTepuaja MOXKET CIHOCOOCTBOBATH CO3/aHUIO YCIOBUW TSt
MIPOBENICHUS TIPEHATAIBHONW JHATHOCTUKA B TE€X CEMBSAX, B KOTOPBIX OOJBHOM
peOEHOK yKe yMep U He ObLI MPHU KU3HHA 00CIIeTOBaH.

B Hacrosmiee BpeMs NpakTUYECKU BCS MOJIEKYJISIPHAS JUArTHOCTUKA OCHOBAHA
Ha [I[IP. Enunble mMeToguueckue moAaxoabl UCIOJB3YIOTCS KaK ISl JUATHOCTUKH
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MOHOTE€HHBIX 3a00JICBaHHIA, TaK 51 JUTS aHaJIM3a FeHETUYECKOM
MPEAPACIIONIOKEHHOCTH K MYJIbTU(GAKTOPUAIBHBIM OoJie3HsiM. Paznmuuus OyayT
TOJIKO B BbIOOpe cucteMbl mnpaiMepoB. [losTomMy omnpaBraHHBIM SIBISIETCA
co3faHre YHU(UIHUPOBAHHBIX IIEHTPOB MO MOJEKYISPHOW T'€HETHKE 4YeJIOBEKa, B
KOTOPBIX OJHOBpeMEHHO MoOkeT npoBoautcs JJHK-mmarHoctuka o4eHb MHOTHX
3a00J1eBaHUM.

7. OcHo8Hble HanpasieHUus MOJEKYIAPHOU MeOUYUHbl, COCIOAHUE U NePCNeKmMUBbl
DPAa36UMUAL.

Meauiuay MOKHO ONpENeTuTh Kak HayKy O OOJIe3HsX, Ccrmocobax ux
JAATHOCTUKH, MPEAYIPEKICHUS U JeueHnusl. MoJeKysipHas MEIUIMHA 3TO Ta €€
4acTh, KOTOpas 3aHUMAECTCSI U3YUYCHUEM MOJICKYISPHBIX MEXaHU3MOB, JIEKAIINUX B
OCHOBE€ BO3HHKHOBEHHUSI M PAa3BUTHA IATOJOTMYECKUX MPOILIECCOB B OPraHU3ME
yenoBeka. [lomoOHBIE TPOIECCHl MOTYT SBUTHCS PE3YJIbTATOM T'€HETUYECKHUX
neheKTOB W/WiIM MOTYT ObITh HHIYIMPOBAHBI JCHCTBHEM HEOIAronmpHUsSTHBIX
BHEIIHUX (PakTopoB. BaxkHelimen 3amayeil MOJIEKYJISIPHOM MEIUIIMHBI SIBISETCS
pa3paboTKa MaTOreHeTUYECKUX METOJIOB JUArHOCTUKH, MPODUIAKTUKH U JICUCHHUS,
TO €CThb TaKMX METOJO0B, KOTOpbIC HAIPaBJICHbl HA IIOMCK M KOPPEKIUIO
NEPBUYHBIX OHMOXUMHMUYECKMX HapymieHuil. OCOOEHHO XO4YeTcs TOIYEPKHYTh
NPOPUIAKTUYECKYIO HAIMPaBIECHHOCTh MOJICKYJSPHOW MEIUIMHBI, TaBHEHIIEH
1EIbI0 KOTOPOM sIBIIsieTCA OoJiee paHHEEe TOCUMIITOMATHYECKOE BBISBICHHUE JIUII,
MMEIOIINX T€HETUYECKYIO MPEAPACIONIOKEHHOCTh K PA3BUTHUIO TOTO WM WHOIO
3a00yeBaHus, a TaKkKe pa3paboTKa METOJIOB MPEAYNPEXACHUS TeX OOJIe3HEH, K
KOTOPBIM Y€JIOBEK UMEET FT€HETUUYECKYIO CKIIOHHOCT.

Koneuno, MonekyisipHas MeIUIMHA POAUIIACH HE HA ITyCTOM MECTE U B HEM
UCIIONIb3yeTcsl Oorareiinii OmbIT, HAKOIUJIEHHBIM B pa3lIMYHBIX paszaenax
MEIUIIMHBL M, TpexaAe Bcero, B mnaropuzuosiorud u mnaroxumuu.  OaHako
OYEBHUJIHO, UTO OIPOMHBIE JTOCTUKEHUS MOCIEAHUX AECIATUIICTUN B MOJIEKYISIPHOU
TCHETHKE YeJIOBEKa M OCOOEHHO B T€HOMHUKE M IMPOTEOMHUKE SIBHIIUCH MOIIHBIM
CTUMYJIOM JUisi OypHOTO pa3BUTUS HE TOJIBKO TEOPETUUYECKUX HAIpPaABJICHUM
MOJIEKYJIIPHON MEIUIIMHBI, HO YTO OCOOCHHO Ba)KHO, €€ MPAKTUYECKUX ACTIEKTOB.
MoskHo 6e3 mpeyBeIuveHHs CKa3aTh, 4YTO B HACTOsAIIEE BpeMs OyKBAJIbHO y HAC Ha
rJ1a3ax IPOUCXOJUT HE TOJBKO POKJIEHUE U CTAHOBJIEHUE dTOW HOBOW HAyKH, HO U
€€ aKTUBHOE ITPOHUKHOBEHUE BO BCE YACTHBIE MEIUIIUHCKUE TUCIUTLINHBI.

Baxneiimeir 3amadedt mnpu  MU3yd4eHUW JIIOOOW  MATOJIOTMM  SIBJISIETCS
pa3paboTka METOJOB JMArHOCTUKHU 3a00JI€BaHMS M OINpESTICHUS MPUYUHBI €ro
BO3HUKHOBEHHUS, BKJIOYas  OLEHKY BKJaJa B MAaTOJOTHYECKUM  TPOLECC
T€HETUYECKUX M CPEJIOBBIX COCTABJISAIOMIMX. BBISIBIEHHE TEX METa0OJIMYECKUX
IIUKJIOB, KOTOPBIE HAPYIICHBI UM U3MEHEHBI IIPU PA3JIMUHBIX (POpMaxX MaTOJIOTHH,
a Takke WISHTU(PUKAIUS T'eHOB, MYTAIlUU KOTOPBIX MPEAONPESSIOT pPa3BUTHE
OOJIE3HN WK SBIIAIOTCS €e (DaKTopaMu pUCKa, MO3BOJIIOT OCYIIECTBUTH MEPEXO]]
OT OpPraHW3MEHHOTO YPOBHS aHajan3a 3a00jeBaHus K MOJeKyIsipHOMY. OCHOBHOM
LEJIBI0 JTOr0 TMEepexoaa SBISAETCA MOJEKYJISIpHas UIAeHTU(DUKAIMS  BCEX
YYaCTHUKOB TIATOJIOTUYECKUX TPOILECCOB OT OEIKOB, ONEPUPYIOMHUX B
MATOJIOTHYECKUX METa0OMYEeCKUX IUKIAX, O TeHOB M HAXOXKICHUE CPEAr HHUX
NEePBUYHBIX JAePeKTOB. J[0 TEHOMHOMN 3Bl 3TH 3a7a4d PEMIAIUCH OYCHb TPYIHO U
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TOJIBKO JJIS OTHOCHUTEIBHO HEOONBIIOrO YWciaa OOJie3HEW OBLIM W3BECTHBI
nepBuYHble Ouoxummuueckue nedextrl. I[Ipu 3TOM B KaKIOM YacTHOM Cliydae
noAoOHBIA aHanmu3 TpeOoBall pa3pabOTKH crenupUIeCKUX OUOXUMHUYECKHUX
MOAXOJ0B, YaCTO IOCTATOYHO TPYAOEMKHUX U JOPOTOCTOSIIHX.

OTKpbITHE OrpOMHOTO YHCJIA TE€HOB YEJIOBEKAa, COMPOBOXKAAIOLIEECS
ujeHTUUKAIIMEH KOAUPYEMbIX 3TUMH T€HaMH OEJIKOB, JIETaJTbHOE MOJIEKYJISIPHOE
ONMKMCAHHE€ MHOTMX OOJE3HETBOPHBIX MHKPOOPTAHM3MOB, a TaKXke pa3padboTka
MetonoB [JIHK-nmuarnoctuku, mo3BoJsSIOMUX TECTUPOBATH COCTOSHUE T'€HOB WIIH
WHBIX D3JIEMEHTOB TE€HOMAa Yy OTIEIbHBIX WHIWBHIYYMOB, KOPEHHBIM OO0pa3zom
U3MEHWIN 3Ty CHUTyauuio. B Hacrosmee BpeMsl HCIOIb30BAaHHE METOI0JIOTHN
MOJIEKYJIIPDHOTO aHaJIM3a CTAJI0 BO3MOXXHBIM HE TOJIBKO [UIsl MHOTHMX COTEH
MOHOTE€HHBIX OOJ€3HeW, HO M I TOJABIIAIONIEr0 OOJIBIIMHCTBA HamoOojee
pPacIpOCTPaHEHHBIX MYJbTHU(AKTOPUATIBHBIX, 4 TaKXe MH(PEKIMOHHBIX OOJie3HEH
YeJ0BEKA.

OgHUM M3 OCHOBHBIX HMHCTPYMEHTOB MOJIEKYJISIPHOM MEIMIIMHBI SIBIISETCS
JHK-nuarnoctuka. OHa BBIMONHIETCS C WCIOJIb30BAaHUEM CTaHIAApTHOTO Habopa
METOJ0OB, TJIABHBIM U3 KOTOPBIX CIIY>KUT NOJIMMEpPa3Has nenHas peakus - [T1P.

B nacrosiiiee BpeMsi mojo0Hasi MOJIEKYJIIpHAsl AMArHOCTUKA MPUHIIMITHAIBHO
BO3MOXHa rpuMepHo i1t 1000 MoHOTeHHbIX 3a00ieBanuii. [lomquepkueM eie pas,
4TO JUIsl €€ MPOBEJACHUST HeoOXoauma MOJEKyJsIpHas HACHTHU(PUKALUS TeHa,
OTBETCTBEHHOT'O 3a pa3BUTHE 3a0ojeBaHuA. J[MArHOCTMKAa MYTalMi SBISETCS
CaMbIM OOBEKTHBHBIM, a MHOTJIa U €AUHCTBEHHBIM KPUTEPUEM ONPEACICHHOTO
MOHOT€HHOTOo 3a0osieBaHusi. OHa MOXKET NPOBOAUTCS Ha JIOOBIX CTaaUsIX
pa3BUTHS, HAYMHAs C MOMEHTA 3adaTusi peOCHKa, M HE 3aBUCHUT OT BPEMEHU
MOSIBJICHUSI TEPBBIX CUMIITOMOB 3aboJjieBaHus. Takum o00pa3oM, METOMAbI
MOJIEKYJISIPHO-TEHETUYECKOTO aHajlu3a aKTUBHO HCIOJIB3YIOTCS MPU JUATHOCTUKE
MOHOTEHHBIX OO0Je3Hel, BKJIIOYas MPEHATATbHYI0 U JOCUMITOMATHYECKYIO
JIMarHOCTUKY.

Ho emte 6onee mmpokoe pacnpoctpanenue noiayuuia JJHK-nquarnoctuka npu
WCCJICIOBAHUM HACIICJICTBEHHON MPEIPacloyioKEHHOCTH K Haubosee 4YacThIM
MyJIbTU(QAKTOPHAIBHBIM OOJIE3HSAM 4YeloBeKa. B HacTosiiee BO BCEM MHPE
MPOBOASTCA IIMPOKUE KOMILUIEKCHBIE MCCIEA0OBaHUSA, B KOTOPBIE BOBJICUCHBI
JEeCATKH ThIcsd mofieid. dDopmupyrorcst rpynmbl OOJTBHBIX TO CaMBIM Pa3HBIM
IIUPOKO PACIPOCTPAHEHHBIM 3a00JI€BaHUSIM U KOHTPOJbHBIE IpyMIbl. B kaxmoin
W3 HUX MPOBOJAUTCS TECTUPOBAHHUE PA3IMYHBIX MOJUMOP(PHBIX alljiejeh TeCSITKOB
IC€HOB - TaKMX I'€HOB, KOTOPBIC MPEANOI0XUTEILHO MOTYT UMETh OTHOIICHHE K
pazBuTHio 3a0oneBaHus. [Ipu 3ToM myig aHanmu3a BBHIOUPAIOT T€ MOJUMOP(HBIE
aJIeNid, KOTOPhIE OKa3bIBAIOT MOBPEXAAIOIIEe BIUSHNUE Ha (YHKIIUIO KOJAUPYEMbBIX
0enkoB. OITHOBPEMEHHO B ATUX TPYIINAX MPOBOJIUTCS YUET U CPEAOBBIX (PaKTOPOB
pucka. [lpu oOHapyXeHUU ITOCTOBEPHBIX paA3IUYUN IO YacTOTaM aJljieie B
rpynme OOJIbHBIX TI0 CPAaBHEHHIO C KOHTPOJIEM OTH aJUIeJd pacCMaTpHUBAIOT, KaK
reHeTrdeckue (axtopbl pucka. KomumdyecTBeHHas OlIEHKA CTENEHU PA3IMUUs B
4acTOTax ajuieNied MO3BOJISIET CYIWTh O BKJIAJE€ TOTO WM HMHOIO I'€Ha B PHUCK
pa3Butusi 3aboneBanus. Ha criemyromem 3Tame ¢ HUCHOJIb30BAaHHUEM METOOB
MHOTOMEPHOM CTATUCTUKHU MPOBOAST aHAJIU3 BKJIA/Ia T€H-TEHHBIX, MEXKCPEIOBBIX
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U TEH-CPENOBBIX B3amMmoneucTBui.  Ilomydaemble B XOI€ JTOro a”anausa
KOJIMYECTBEHHBIE OIIEHKH IMO3BOJISIIOT TOCTATOYHO HAJIEKHO NMPOTHO3UPOBATH PUCK
pa3BuTHs  3a00JIeBaHMsSI TPU  COYETAHUU  OIPEACICHHOIO TEeHOTUIAa TI0
UCCIENyeMbIM T€HaM ¢ TapaMeTpaMu, XapaKTepU3yIoMMU o0pa3 KU3HU
YEJI0BEKA.

O4eHbp aKTMBHO METOAbl MOJEKYJISIPHOM TE€HETUKH HCHOJB3YIOTCA  IPU
aHanu3e WHQPEKIMOHHbIX 3a0oneBaHui. [IpuueM 53TO KacaeTcs HE TOJIBKO
pa3pabOTKK HanOOJIee TOYHBIX U BHICOKOUYBCTBUTEIBHBIX METOJOB JHATHOCTUKU
uHpexui, ocHoBaHHBIXx Ha I[II[[P. He wmeHee BakHOEe 3HAYECHHE WMEIOT
UCCIICIOBAaHUSI TE€HOMOB CaMHMX IIaTOI€HHBIX MHMKPOOPTraHW3MOB U  aHaIMU3
MOJIEKYJISIPHBIX MEXaHU3MOB UX B3aUMO/JICUCTBUS C TEHOMOM 4YelioBeka. Opranu3m
YeJIOBEKa SIBJIAECTCS CPeaol oOMTaHus JJIsl COTEH BUAOB OakTepuil u BHUpYycoB. C
OMOJIOTMYECKOM TOYKHM 3PEHHSl KaXIblii W3 Hac NPEACTaBIsieT COOOH IENyro
CUCTEMY COCYIIECTBYIOIIUX OPraHU3MOB - CUMOMOHTOB. Jlalieko HE BCE M3 ITUX
CUMOMOTUYECKHX MHUKPOOPTaHU3MOB TaToreHHble. be3 HEeKOTOphIX BUOB
OakTepuil dYeloBEK IMPOCTO HE CHOCOOEH CyIIEeCTBOBaTh W MX yTpaTa WIH
CHIKEHHE KOJIMYECTBA SIBISIETCS NPUYMHON  pa3BUTHS  psiAa  TSKEIBIX
3a0oneBanuil. PacmmdpoBka CTPpyKTypbl T€HOMOB MHOTHUX OOJE3HETBOPHBIX
MUKPOOPTaHU3MOB C OJHOBPEMEHHOU HeHTU(UKAIEH BceX OEIKOB, B TOM YHUCIIE
U BHUPYJICHTHBIX, SIBIISETCS BEJIUKOJCMHOW TMPEINOChUIKON Il pa3pabOTKu
MaTOr€HETUYECKUX METOJ0B MPEAYNPEKIACHUS U JICUCHUS MHOTUX UH(PEKITMOHHBIX
oosiezHed. OHAKO HYXHO OTJIaBaTh ceO€ OT4UeT, YTO BO MHOTHX CIIy4asx 7Ta
3a7a4ya SIBIIETCA OYE€Hb HenmpocTor. Oka3aloch, 4YTO TE€HOMBI MHOTHX
Mapa3sUTUPYIOMIUX MHUKPOOPTaHU3MOB 00JIaIal0T OTPOMHOM TJIACTUYHOCTHIO U
MMEIOTCS 3HAYUTEIbHBIE CTPYKTYpPHBIC pasziiduvs MEXIy ITaMMaMu OaKTepuid,
OOUTAIOIIMMHU B Pa3HbIX YACTSIX HAIIETO OpraHU3Ma.

Meton [P ucnons3yercs u B cyaebHor memuiuHe. OH JIGKUT B OCHOBE
TeHOMHOW  JaKTWJIOCKONMUU -  WACHTH(PUKAIMHK JIMYHOCTH HA  OCHOBE
MOJIEKYJISIPHOTO aHaJM3a BBICOKO M3MEHUYMBBIX MapKepHbIX yyacTkoB JJHK, Takux,
HaMpuMep, Kak MOJUMOpP(HBIE HEUTpalbHbIE OJHOHYKJICOTHUHBIC 3aMEHBI WITU
BapuaOeIbHbIE MUKPOCATEIUTHBIC MOBTOPHI. OAMHAKOBBIN XapaKTep MapKEepPHBIX
ajiesield 'y 4YeloBeKa, IMOJ03PEBAEMOr0 B COBEPIICHUU MNPECTYIUICHHS, U B
oOpasiax OWOJIOTHYECKOTO MaTepuaja, OCTaBJICHHOTO Ha MECTE COBEPIICHUS
MPECTYIUICHUS, MOXKET UHTEPIPETUPOBATHCS, KaK JOKA3aTeILCTBO BUHBI. [Iprnuem
JUISL IPOBEJICHUS TTOJJO0OHOI0 aHaIM3a TOAUTCS JIF0O00NW OMOJOTUYECKUN MaTepual,
OyIb TO TMATHAa KPOBH, KYCOUKM KOXKHM, BOJIOCHI HWJIM CIIEPMATO30UABI TIPHU
n3HacuiaoBaHuM. [lo TOYHOCTHM 3aKIIOUYEHUS] TE€HOMHAs JaKTWJIOCKOMHS HE
yCTyHaeT OOBIYHOMY JIaKTHUIIOCKOIIUYECKOMY aHaju3y, HO HE BCErla MPeCTYIMHUK
OCTaBJISIET OTIEYATKU TajbI[E€B HA MECTE COBEPIICHHUS MPECTYIUICHHUS. DTOT XKe
METOJ MOXXET OBITh WCIOJB30BaH JUIsl yCTAaHOBJICHWS OTIIOBCTBA  WJIU
uAeHTU(UKAIINY OCTAaHKOB MOTHOMUX Jtofiel. B mocnenneM ciyyae HE0OX0aUMO
oOcrnenoBanue OIMKANIIINX POJCTBEHHUKOB MPEIOIaracMOro OTHOIIIETO.

8. Ilpobnema cenemuueckou nacnopmuzayuu

Wnentudukanms orpoMHOTO KOJIMYECTBA T€HOB YEJIOBEKa M MPUCYTCTBUE B

reHoMe OOJBIIOr0 4YHCia MOIMMOPPHBIX MyTanuil, (QOpMHUPYIOUUX HAIIH
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WHIMBHUIyaJIbHbIE OCOOEHHOCTH, B TOM YHUCJIE MPEAPACHOIOKEHHOCTH K HIUPOKO
pacnpoCTpaHEHHbIM  OOJIE3HSM, B COYETAaHMM C  Pa3pabOTKOM  BBICOKO
3(p(EKTUBHBIX U MPOCTHIX METOAOB TECTUPOBAHUS AJIEIIBHOIO COCTOSIHUS T'€HOB
JIENA0T PeaJIbHON IEPCIEKTUBY INEHETUYECKOM Macraptu3anuu HaceneHus. l1lox
IEHETUYECKUM TaclopToM Mbl IOHMMaeM  HaOoOp CBEIEHUI, KacaroIMuXcs
aJUIEIBHOTO ~ COCTOSIHUSL TPYNIBI  TE€HOB W/WIIM  MapKepHBIX JIOKYCOB Y
OIIPEJENICHHOr0 UHAUBUAYyMa. 1Ipexe Bcero onpenenum HEKOTOPBIE ITHUYECKUE
yCIIOBUS, COOMIOJCHHE KOTOPBIX SBISETCS 0053aTeNbHOM MPEANOCHIIKON is
Hayvaja 3Toi paboThl. ITO JOOPOBOIBHOE COTIIACHE WHAMBHUAYYMa Ha MPOBEICHHUE
TECTUPOBAHMS, NOJHASA KOHPUACHIMAIBHOCTD MOJIYYEHHBIX PE3YJIBTATOB U IPABO
JUYHOU COOCTBEHHOCTH TECTUPYEMOIrO UHJMBHIYYMa HAa BCE PE3YJIbTAThI.

3aueM Hy>XKeH I'€HETUYECKHI MaclopT U KaKue T'eHbI MPU 3TOM HEOOXOAUMO
TECTUPOBaTh? ODTH JIBa BOIPOCA HEPA3PHIBHO CBS3aHBI MEXAYy CO00Ml M BBHIOOP
TECTUPYEMBIX TI'€HOB B 3HAUYUTCIIBHOW CTEIEHU ONpPENEACTCS  LEIIBI0
nacnaptuzauuu. Emie ogHO odeHb BaXHOE OOCTOSITENBCTBO, KOTOPOE HYKHO
YUUTBIBaTh, 3aKJIIOYAETCS B TOM, YTO MO SKOHOMHYECKMM COOOpakeHHil Habop
TECTUPYEMBIX T'€HOB HE JOJDKEH ObITh CIUIIKOM O0dbIMM. OH MOXKET OBITh
OTPaHUYECH ECATKOM WJIA HECKOJIBKUMU JeCATKaMu no3uuuii. Iloatomy Ha nepsoe
MECTO IIPM COCTABJICHUM TI€HETUYECKOIO IaclopTa BBIIABUIACTCA 3ajada
ONTUMAJIBHOIO MOA0Opa TECTHUPYEMBbIX TIeHOB. (OYEBHIHO, YTO TE€HETUYECKHIl
NacropT HE MOXKET ObITh YHU(PHUIIMPOBAHHBIM, OJIMHAKOBBIM IS Bcex Jitoaen. [1pu
pEelIeHNH BOIPOCa O TOM, KAaKOW MACHOPT HYKEH TOMY WM HUHOMY YEJOBEKY,
HEO0OXOJMMO YYHUTHIBATH €r0 MOJ, BO3PACT, HAMOHAIBHOCTb, COCTOSIHUE 3JJ0POBBS,
oOpa3 >KM3HM, [IaHHbIE CEMEWHOIro aHaMHe3a, (MHAHCOBBIE BO3MOXHOCTH H
BO3MOKHO, IPYTHUE MAPAMETPBL.

Bot oauH u3 caMbIX IpOCTBIX NpUMEPOB. [Ipennonoxum, 4To TeHETUYECKUI
nacropT HEOOXOAUM YeNIOBEKY, OTIPABIISIOIIEMYCS Ha BOMHY WM JIPYroe OMacHoe
JUISL AKU3HU MEpONpUATHE U 3a00TSIIEMYCsl O TOM, YTOOBI B CIIy4ae CMEPTH €ro
OCTaHKU OBUIM HaJeKHO HIeHTU(uIHMpoBanbl. [l cocraBieHUs MOJAOOHOTO
nacropTa HeoOXOJUMO MPOBECTH HMHIAMBUAYaJIbHOE TECTUPOBAHUE psla BBICOKO
U3MEHYMBBIX MapKepHBIX JIOKycoB. [Ipu BeIOOpe Habopa MapKepoB HYKHO Y4eCTb
HAallUOHAJIBHOCTh MHIWBHUJYyMa, TaK KAaK YPOBE€Hb W3MEHUYMBOCTHU MAPKEPHBIX
JIOKYCOB B Pa3HbIX 3THUYECKHUX IPYIIAX MOXKET ObITh pa3HycH.

Hpyroii npumep. YenoBek Xo4eT BbIOpATh MPOQPECCUI0, TP KOTOPOH y HETO
OyZeT BEPOATHOCTh CONPUKOCHOBEHHUSI C ONPEIEICHHBIMU TOKCHYECKUMU
COCIMHEHUSAMHU. B KakoW cTerneHW OH yCTOMYMB K OOJIE3HSM, HMHIYLHPYEMBIM
3TUMHU BenlecTBaMu? Jljis oTBETa Ha OSTOT BOMNPOC HEOOXOJUMO MPOBECTU
TECTUPOBAHUE T€HOB, KOJAUPYIOUUX (PEPMEHTHI CHUCTEMBI JI€TOKCUKAIuu. B ToM
CJIy4yae, €CIM OH OKa)XETCS HOCUTEJIEM aJlIeNIed, CHUKAIOIIMX aKTUBHOCTh 3TOU
CUCTeMbI, paboTa ¢ BpEAHBIMH BEIIECTBAaMU OyAeT €My KaTeropuyecku
IpOTUBOINOKa3aHa. Bpauy nH}eKkmoHucty HeoOX0UMO TECTUPOBATh COCTOSHUE
I€HOB, YYacTBYIOIIUX B (OPMUPOBAHMM UMMYHHOU CHUCTEMBI, a Bpauy HapKOJIOTY
HEOOXOJMMO TOMHTEPECOBATHCS, UMEET JIW OH HACIIEJCTBEHHYIO YCTOWYHUBOCTh K
BUY-undexmuu. YenoBeky He cleAyeT 3aHUMATHCS CIOPTOM MU UMETH OOJIbIINe
busznyeckue  HArpy3Kd, €ClId  OH  SIBISETCA  HOCHTENEM  alJielNe,
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npeapacronaraoumx Kk panHemy uadapkry. [lapamokc 3akirodaercs B TOM, 4TO
JI0 OIPECIICHHOTO0 BPEMEHH TaKue JIIOJU CIIOCOOHBI BBIIEPKUBATH MOBBIIIICHHBIC
bu3nueckue Harpy3Kd ¢ TIOKa3blBalOT HAaWJIy4dlllM€ pe3yJjbTaThl B CIOPTE.
[Tog06GHBIX TPUMEPOB MOKHO MPUBOJUTH €I1I€ OYEHb MHOTO.

Hy a ecim x Bpauy oOpamaercss 370pOBbIi MOJIOJOW  YEJOBEK,
WHTEPECYIOIIUICS COCTOSSHUEM CBOMX T'€HOB M JKEJNAIOIIMN 3HAaTh, KaKue O0JIE3HU
MOTYT OKUJIaTh €ro B OyAyIIEM U KaK MPeIoTBPaTUTh UX pa3BuTHEe? UTO MOXKHO
nocoBeToBatb B 3ToM ciy4ae? Ilpexne Bcero, HYXHO COCTaBHTh €ro
POJIOCIIOBHYIO U TIOCMOTPETh, YeM OOJIeu €ro poACTBEHHUKH? OueBUIAHO, YTO
OINpPEJEICHNE HOCUTEIBCTBA PELIECCUBHBIX MYTAHTHBIX aJUIENed, CBS3aHHBIX C
MOHOT€HHBIMU OOJIE3HSIMH, MOKET OBITh PEKOMEHJIOBAHO TOJBKO B TOM ClIydae,
€CJIU B CEMbE HMEIOTCS I10A00HBIE OOJILHBIE WM 3a00JIEBaHUE C BBICOKOU
YaCTOTOM BCTPEYAETCS Cpeau JIIOAEH TOM JSTHUYECKOM TPYyHIbl WM TOTO
reorpauyeckoro apeaina, K KOTOpPOW MPUHAJICKUT WIA B KOTOPOM IPOKUBAET
oOcnenyemblii. Ecnu cpeau poJICTBEHHUKOB OOCIENIyeMOro MPHUCYTCTBYET OoJee
OJTHOTO TAalMEeHTa C OJHOTHIHBIM XPOHHYECKHM 3a00JeBaHHEM, HEOOXOIUMO
IIPOAHAIIM3UPOBATh AJUIEJIBHOE COCTOSIHUE T'€HOB TOM «TE€HHOM CETW», KOTOpas
MOXET HWMETh OTHOIICHHE K Pa3BUTUIO JAHHOTO MYJIbTU(AKTOPUATIHLHOTO
3abonieBanus. [Ipuuem mydile Ha MEPBOM 3Tare MPOBECTH OOCIEIOBAHHME CAMMX
OOJBHBIX, @ 3aT€M MMOCMOTPETh, €CTh JIU BBISABJICHHbBIE Y OOJIbHBIX (DYHKIIMOHAIBHO
HEIOJIHOLEHHBIE aJuleld Yy MX 3J0pPOBOr0 POJCTBEHHUKA. 3aTeM HYKHO
MOMHTEPECOBAThCS Tpodeccued U 00pa3oM KU3HU OOCIETYEMOTO U BBIIBUTH
CpelloBble MaToreHHble (pakTopsl pucka. Eciau Takue pakTopbl oOHapy»KaTcs, TO Ha
CIIEIYIOLIEM ATale HEOO0XOJUMO MPOBECTU TECTUPOBAHHE I'€HOB, KOTOPHIE MOTYT
UMETh OTHOILIEHHWE K PAa3BUTHUIO NATOJOTHM, HHIYLUPYEMOH HMEHHO ATHUMHU
cpenoBbiMu (aktopamu. Hampumep, ecnu oOcienyemblil OKaKeTCs 3JI0CTHBIM
KYPUJIBIIMKOM, HEOOXOAUMO MPOBECTU MOJIEKYJISPHBIA aHAIU3 T€HOB, UMEIOLINX
OTHOUIEHUE K JIETOYHOW NATOJIOTMHM M, MPEXJIE BCEro, K paky Jerkux. Ho kak
IIOCTYIIUTh B TOM CJIy4ae, €CIM B CEMbE BCE 3J0POBbl U HE BBIIBISIETCS
ONpPENENEHHBIX CPEOBBIX (aKTOpoB pucka. B 3TOM ciayyae MOXKHO
pexoMeHoBaTh (1) aHanmu3 TeHOB, HapylIeHHE PabOThI KOTOPHIX MOXET OBITh
(bakTOpoM pHUCKa MO Pa3BUTHIO LIMPOKOTO CIIEKTpa 3a00JIeBaHMN, TAKMX KaK Te€HbI
«OKpY>KaroIie cpeapl», UMyHHOM CUCTEMBI U T.I1. U (2) aHaIu3 TeHOB, JAe(peKTHAS
paboTa KOTOpPBIX MpeapacnoyiaraeT K Haubosiee 4acThiM OOJIE3HSIM, TaKUM Kak
CEpJIEYHO-COCYIUCTAasl MATOJIOTHs, JUA0ET, OHKOJIOTHYECKHe 3a001eBaHus U T. 1.
YTo HMMEHHO M3 JTOr0 BHIOpAaTh WM MPOBECTH OOCIENOBAHUE IO MOJHOU
nporpaMme, A3TO JIOJDKEH pemiaTh caM  00cClieyeMblid, HCXOHs M3 CBOUX
(MHaHCOBBIX BO3MOKHOCTEH.

He3zaBucuMo OT Hamero OTHOIIEHHS K Mpo0iieMe T'e€HEeTHYEeCKOM
nacrnapTu3anyuyd padoThl B ITOM HANpaBJICHUHM YK€ Hadaauch. OHU MOTYYUITH
(dbuHaHCOBYIO TIOJIEPXKY B HekoTophix mratax CIIA, B Ounnsaanu, O0IbITHE
CpelICTBA HAa TIE€HETMYECKOE TECTUPOBAHHE BCErO HACEJICHHS  BBIICIICHBI
PaBUTENBCTBOM ODCTOHUU. OHAKO IO MHOTHM IPOrHO3aM B PAa3BUTHIX CTPAHAX
MUpa PYTUHHOM 3Ta paboTa cTaHeT He paHblie yeM uepe3 10-30 ner.
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9. Monexynapunvie ocrogbl Kanyepozeuesd. J{OMUHAHMHbIE OHKO2EHbl U 2eHbl-
cynpeccopvl  onyxoneu. Ponv ecenomnoli  HecmabunvHocmu 8  pazeumuu
Heon1acmu4ecko20 npoyecca.

Hapymienus B paboTe TeHOB HMEIOT HEMOCPEICTBEHHOE OTHOIICHHE K
Pa3BUTHIO CaMOTO TSKEJIOT0 HeAyra 4yenoBedecTBa - paka. B 5-10% ciyuaes
MOKHO MPOCIIETUTh CEMEUHBINA XapaKTep OHKOJOTMYECKHX 3a00JE€BaHUMN, TO €CTh
MPUCYTCTBHE B CEMbE HE OJIHOTO, & HECKOJIbKO 00JIbHBIX. He BhI3bIBaE€T COMHEHUS
TaK)Ke y4acTHE€ B WHAYKIMH OIYXOJEBOTO POCTa HEOIarompusATHHIX (aKTOPOB
Cpellbl, TAKMX KaK IOBBIIICHHbIE J103bl paJuali, JAEHCTBUE psAlla BUPYCOB H
MHOTHX XUMUYECKUX COEIMHEHUI, OTHOCAIMXCS K KJIacCy KaHLeporeHoB. OqHaKko
B IOJABJIAIONIEM OOJIBIIMHCTBE CIIy4aeB OHKOJIOTHUECKHE 3a00JIeBaHMs HE HOCAT
XapakTep HACIEACTBEHHBIX O0OJIE3HEH M MPUYMHBI BO3HUKHOBEHUS OMYXOJIEeH
OCTAIOTCSl HEM3BECTHBIMH. JTO TAK HA3bIBAEMbIE CIIOPAJIUYECKHE Cllydan. Tem He
MEHEe, B HACTOSIIEE BpEMsI MOKHO CUMTATh JIOKA3aHHBIM, YTO BOSHUKHOBEHHUIO H
Pa3BUTHIO 3JI0KAYECTBEHHOI'O pOCTA IPEAIIECTBYET HAKOIUIEHHE MYTallMi B
OINPEJENICHHBIX I'€HaX B TEX TKaHAX, KOTOPHIE BOBJIEKAKOTCA B OHKOJIOIMYECKUI
nporecc. JTU TeHbl, YUCJIO KOTOPBIX B I€HOME YEJIOBEKA COCTABIIIET HECKOJIBKO
COTEH, B CBOEH HOPMaJbHOW (oOpME HOCIT Ha3BaHUE IPOTOOHKOI'CHOB, a B
U3MEHEHHOM MyTaHTHOM ¢opMe Ha3bIBalOTCs OHKoreHamu. Ilpu ceMelHbIX
(dopMax pakoB MyTal[Mi B OHKOTE€HaX MPUCYTCTBYIOT BO BCEX KIJIETKAaX OOJBHBIX, B
TOM YHUCJIE U B 3apOJBIIIEBBIX, U OHU MOTYT NepeaaBaThCs MO Haciuenctry. [lpu
WHAYLHPOBAHHBIX M CHOpPaJUYecKux (opmMax pakoB MyTallMd B OHKOIE€Hax
O0OHapy>KUBAIOTCS TOJIBKO B OIYXOJIEBBIX TKaHSIX U OHU HE HACJIEIYIOTCS.

Lenwiii psa pyHaaMeHTadbHBIX (PAKTOB CBHUIIETEIBCTBYET O KIIIOUEBOM pOJIU
noBpexaenud Monekyn JIHK B pasButum omyxosneBoro mnpouecca. Haumbonee
3HAYMMBIMU W3 HHUX SABISIOTCA cieayromue: (1) Haimmume OOJIBIIOrO YwMcia
XPOMOCOMHBIX TMEPECTPOEK M MYyTalUil B OIyXOJIEBBIX TKAaHAX OOJBHBIX U B
KyJIbTUBUPYEMBIX JIMHUSIX PAKOBBIX KJIETOK, (2) CYIIECTBOBAHHUE CEMEUHBIX (opM
pPaKkoB, B OTHOJOTMU KOTOPBIX YETKO MPOCIEKHUBAIOTCS HACJIEICTBECHHBIE
KOMIIOHEHTHI, (3) MpakTUYECKH MOJHOE COBIMAJEHUE KJIacCa XMMHUECKHUX BEILECTB
U (usmueckux BO3JIEHCTBUHM, 00JaNalOIUX OJHOBPEMEHHO MYTareHHbIM
(BpI3BIBAIOIIMM MyTanuu, mnoBpexaeHus mojekyn JIHK) u kaHueporeHHbIM
sbdexramu, (4) OHKOTEHHOE JICWCTBHE  psAga  BUPYCOB, CIOCOOHBIX
B3aMMOJIEUCTBOBaTh C T'€HOMOM KJIETOK-XO35IMHA M BCTPAaMBAaThCS B MOJIEKYJIbI
JAHK. Ho He Bech BUpYC OTBETCTBEHEH 3a MHAYKLHIO OIyXOJIEBOTO POCTA, a JIMIIb
OTpPEJIEICHHBIE €TI0 T'eHBI, MOJIYYUBIINE HA3BAHUE BUPYCHBIX OHKOT'€HOB.

MOIIHBIM TOJTYKOM I PA3BUTHSI BCEU MOJIEKYJISIPHOU OHKOJIOTUU SIBUJIOCH
OTKpbITUE  TOro  (¢akra, YTO B TE€HOME  YeJOBeKa  MPUCYTCTBYIOT
MOCJIEIOBATEILHOCTH, TOMOJIOTUYHbIE OHKOT€HaM BUPYCOB. OKa3aioch, 4TO ATH
TeHbI YeJIOBeKa caMH 00J1a/lal0T OHKOT€HHOM aKTHUBHOCTBIO M, OYIy4Yd BbIIEIEHBI
U3 OIyXOJEBBIX KIIETOK Ue€JIOBEKa, CIIOCOOHBI BBI3BIBATH PA3BUTHE OMYyXOJeH y
AKCIEPUMEHTANIbHBIX KUBOTHBIX W MPEBPAIATh HOPMAJIbHBIE KYJIbTUBHPYEMBbIC
JUHUU KJIETOK B pakoBble. OHM NOJYYWJIM HA3BaHUE KJIETOYHBIX OHKOIE€HOB.
HIMeHHO 3TH TeHbl 4acTO OOHAPYKUBAIOTCS B MECTaxX Pa3pbIBOB XPOMOCOM B Te€X
cHelM(PUUECKUX CTPYKTYPHBIX MEPECTPOMKaX, KOTOpble B OOJBIIOM MPOIEHTE
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CIy4yaeB MNPUCYTCTBYIOT B PAKOBBIX JUHUAX KIETOK U B KJIETKAX OIYyXOJIEBBIX
TKaHed OobHBIX. IIpoayKTaMu 3THX T€HOB SIBJISIFOTCS OCJKH, Y4YacTBYIOIIUE B
KOHTPOJIE PETyJISILNU JEICHUS KIIETOK.

JleneHne KIETKW HAXOAUTCA IO OYEHb CJOXHBIM KOHTPOJIEM CHCTEMBbI
MO3UTHUBHBIX W HETATUBHBIX PETYIATOPOB. K MO3UTUBHBIM pEryssTopaM pocTa
OTHOCSTCSL OHOJOTHYECKHE MOJEKYJbl, CIOCOOHBIC WHAYLIUPOBATH JICICHHUE
KJIETKHU. Knacc HeratuBHBIX PETyJSATOPOB pPOCTa COCTABISIOT MOJICKYIIbI,
MPENATCTBYIONINE ACICHUIO KIETKH. B mporecce sBomonuu ObUTH BBIPAOOTAHBI
MOIIHBIE MEXaHW3Mbl, HAIIPABJICHHbICE KaK HAa COXPAHECHHE T'€HETHYECKOU
CTaOMJILHOCTH, TaK W HA TOJJCPKaHUE PABHOBECHS MEXKIY IACHCTBUEM JBYX
CHUCTEM pEryJsiliuM JICJICHUS KIETKA. HapymeHne 3Toro paBHOBECHS SIBIIACTCS
MPUYAHON  PAa3BUTUSA  MATOJIOTMYECKHMX  MPOIECCOB,  COMPOBOXKIAIOIINX
3JIOKQYECTBEHHBIM pOCT. (Ka3aloCh, YTO OHKOTE€HBI TAaKXKE Pa3AESIOTCA HA JBA
KJIacca, Kak 10 XapaKTepy CBOETO JEHCTBUS, TaK U IO TUIIAaM KOJUPYEMBIX OCIIKOB.
K mnepBoMy Kiaccy OTHOCATCS JOMHHAHTHBIE NPOTOOHKOTE€HBI, 3HAYMUTEJIbHAS
JacTh KOTOPBIX OblIa MACHTHU(GUIMPOBAHA I10 TOMOJOTMM C BHPYCHBIMHU
oHKOoreHamu. W3 camMoro Ha3BaHMS ATHUX I'€HOB CJIEAYET, YTO MX KAHIIEPOTCHHBIN
3 PeKT MOXKET MPOSBUTHCS MPU HATMYUHA MYTAIIUA B T€TEPO3UTOTHOM COCTOSHUH.
OnHaKO OCHOBHBIM CBOMCTBOM JIOMHMHAHTHBIX MPOTOOHKOTEHOB SIBJIIETCSA TO, UYTO
X MPOAYKTBI, KaK IPaBUJIO, OTHOCATCS K CHUCTEME MO3UTUBHBIX PETYJIATOPOB
pOCTa U JICJICHUS KIETKHU.

3HAYUTEIBHO TO03KE ObLI OTKPBHIT BTOPOW KJIACC PELECCHUBHBIX OHKOI'CHOB
WA  CYNPECCOPOB  OINYXOJIEHM, HWHOrJAa  Ha3bIBAEMbIX  AHTUOHKOTCHAMH.
PernieccuBHBIE OHKOTE€HBI KOJAUPYIOT OCJIKH, OTHOCSIIUECS K CUCTEME HETaTHBHBIX
KOMIIOHEHTOB  PEryJisiliik  KJIeTO4yHOoro pocta. Kanneporenusiii 3¢ dexT
PELIECCUBHBIX OHKOT'€HOB MOXKET MPOSBUTHCSA JIUIIh MPU HATUYUU TOMO3UTOTHBIX
MYTAaIlUH, TIOJTHOCTHIO HAPYIIAIOIMKMX UX (DYHKITUH.

JIns1 4ero Hy>XKHO U3y4aTh, KaKOBA MOJIEKYJISIpHAs OCHOBA Pa3BUTHS OITYXOJIH
M Kakve T€Hbl M3MEHEHBI B T€X WJIM MHBIX ONMyxoisix? OTBEThl Ha 3TH BOMPOCHI
MMEIOT OIpEEIIAIoNIee 3HaUCHHUE Il COCTABJICHUS OOOCHOBAaHHBIX IPOTHO30B B
OTHOIIICHUH Pa3BUTHS OIYXOJICBOTO IMPOIecca Yy KOHKPETHOrO OOJIBHOTO U BhIOOpa
TaKTUKH €ro jJedeHus. Jlo cux mop jedeHue 3JI0KaueCTBEHHBIX HOBOOOpa3OBaHUM
MIPOBOJUTCS O€3 yueTa MOJICKYJIIPHBIX OCHOB MX ATHOJIOTUH U MAaTOTEHE3a.

10. ' enemuueckue ocHo8bl cmapenus

Her coMHeHus B TOM, 4YTO TMpPOLECC CTapeHUI MW  CPEIHss
MPOJOIKUTEILHOCTh  JKU3HHM  OPraHU3MOB  JIIOOOTO  BHUJIa  T€HETHYECKHU
nerepMuHupoBadbl. COOi B paboTe OSTOW CHUCTEMBbl MOXET NPUBOAUTH K
MPEKICBPEMEHHOMY  CTapeHUI0. XOpOIIO M3BECTHO, YTO IMPU CTAPEHUH
MOBBIIIAETCA JOJISI KJIETOK CO CTPYKTYPHBIMH M YHUCJIOBBIMHA aHOMAIMSIMU
xpoMocoMm. Kpome Toro, mo BUIMMOMY, CTPaJaeT CHCTEMa JHEProoOecredeHus
KJIETOK, TaK KaK C BO3pAaCTOM B HUX HaKaIlJIMBAIOTCS Je(PEKTHBIC MUTOXOHIPUH, HE
nMeromue okosno AByx Tperer cBoerd JIHK. YV yenoBeka ommcaHo HECKOIBKO
TSXKENIBIX, HO K CYAaCThIO OYEHb PEIKUX HACIEICTBEHHBIX CHHAPOMOB, MpHU
KOTOPBIX CTap€HHE W PAHHAS CMEPTh HACTYNAKOT YK€ B JETCKOM WU B
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IOHOIIIECKOM Bo3pacte. [loka3aHo, 4TO NpW HEKOTOPHIX W3 HUX JAePEKTHOI
OKa3bIBaeTCs CHCTEMa, HallpaBJieHHas Ha mojajepkanue crabunbHoct JJHK.

Ho xak peanbHO OCYIIECTBIISIETCS T'E€HETUYECKUHW KOHTPOJb  Hal
MPOAOJKUTEIBHOCTBIO )KU3HU M MPOUCXOIST JIM KAKUE TO CUCTEMHBIE U3MECHEHUS
B I'€Hax Ipu cTtapeHuu? J[aTh MOJHBIN OTBET HA 3TU BOIPOCHI B HACTOAIIECE BPEMS
HE TMPEICTABIISIETCA BO3MOXKHBIM, HO OJIMH W3 KJIIOYEBBIX MEXAHU3MOB CTapeHUS
KIeTKH yxke pacimudpoBad. OH CBfi3aH C HEMOJHBIM  BOCHPOU3BOICTBOM
monekynsl JIHK, mpoucxomdmem npu KaxaoMm LUKIE JeneHus kierka. Ho
ONHIIIEM BCE MO TOPSAAKY. XOpPOIIO H3BECTEH TOT (PAaKT, YTO B YCIOBHUAX
HMCKYCCTBEHHOTO KYJIbTUBUPOBAHUSI HOPMAJIbHbIE COMATUYECKUE KIETKH MOTYT
JEMUTHCS JIMIIb OTPaHWYEHHOE 4YHCIIO pa3. [Ipuuem, dem oT GoJiee MOKHIOTO
WHJMBUAYyMa B3SThl KJIETKH, TEM MEHBIIIEE KOJUYECTBO Pa3 OHU MOTYT JACIUTHCS
B KyJIbType. Tak, KIEeTKH HOBOPOKAEHHBIX MOTyT nenutbes 80-90 pas, Torma kak
kietku 70-1eTHero 4enoBeka - He Oosiee 20-30 pa3. 3aTeM pe3Ko HapyIIArTCs
npoiieccbl oOMeHa u Bocnpou3BojcTBa JIHK B kieTkax, OHU <«JIpSXJICIOT» U
norubaror. B Toxke BpeMsi KJIETKHM paHHHUX 3apOJbIINIeH U, OCOOEHHO, PaKOBbHIE
KJIETKM MOYHO TOJJIEP’KUBATh B KYJIbTYpE HEOIpaHU4YEHHO noiro. Emie B Haudane
70-pIx TOAOB OBUIO  BBICKA3aHO MPEIIOJIOKEHUE, YTO  OTrpaHUYCHHAs
MPOJIOJKUTEILHOCTD YKM3HU KJIETOK OOYCIIOBJIEHA HEMOJHBIM BOCIIPOU3BOJICTBOM
JAHK kaxmoli XpoMOCOMBI, MPOUCXOMSIIEM IPU UX YIBOCHUU. DTAa T€HUAIbHAs
TUIIOTE3a CIYCTS TMOYTH YETBEPTh BEKa Halllja OJIeCTsINee SKCIEPUMEHTAIBHOE
MOATBEPKIACHUE.

JIeiCTBUTENBHO, MNPHU JEJIEHUH KIETOK B jouyepHux HuTax JHK
HemocuHTe3upyercss okosio 10-20 HyKJIeoTHIOB, PACIONOKEHHBIX Ha KOHIAX
KaXJI0M XpoMOcOoMBbI. Takum 00pa3oM, MpU KaKJIOM ITUKJIE JCJIICHUS XPOMOCOMBI
HEMHOT0 yKOpauuBaroTca. Ho 4ro pacmnonokeHo Ha kKOHHmax xpomocom? FEie B
30-p1e roaBl OBLIA BBISBICHA HEOOBIYHAS POJIb KOHIIEBBIX yYaCTKOB XPOMOCOM,
Ha3BaHHBIX TeJoMepaMu. bblI0 1NOKa3aHO, YTO TEJIOMEPHBIE  Y4YaCTKHU
NpEeAOTBpaIlalOT AETPAJallii0 XPOMOCOM M HUX CIHSHUE, a TaKKE y4acTBYIOT B
MPUKPEIUICHUH XPOMOCOM K ITUTOCKENETy siipa, oOecreurBas TEM CaMbIM HX
YHOPSIIOUEHHOE BHYTPUSIAEPHOE pacnoiokeHue. MoIeKyIsipHbIil aHalu3 MoKasal,
YTO TEJIOMEpPHbIE O0JACTH XPOMOCOM HE COJepkKaT T€HOB, HO COCTAaBJICHBI W3
TQHJIEMHO TOBTOPSIOMIMXCS  BBICOKO KOHCEPBATHUBHBIX  MHHUCATEIIUTHBIX
[ocjenoBareyibHOCTENH. Y  MOO3BOHOYHBIX 3T0 Omoxkun w3  TTAITT-
nocieaoBaTeabHocTed. KomudyecTBo ATUX OJIOKOB Pa3IMuHO y pPa3sHbIX BUAOB. Y
YyeJioBeKa OHO KoJieOjeTcs B mpezenax oT 2 Thicsad 10 20 ThICSAY HYKJICOTHIOB.
Takum oOpa3om, MpuU JEIEHUU KIETKA MPOUCXOJIUT COKPAICHHE KOJIMYECTBA
TTAI'TT-6;10k0B. DTO COKpalleHUue A0 OMpPEACICHHOTO Tpejeia HEe OKa3bIBaeT
BIIMSIHUSI Ha YKU3HECIIOCOOHOCTh KJIeTKU. Ho cylecTByeT omnmpenesieHHbIN mpeed,
3a TpaHuIlell KOTOPOTO JalbHEHIIee YKOPOUCHUE TEIOMEp HapyIaeT ux (QyHKIIUIO
¥, BO3MOXKHO, ()YHKITUU TE€HOB, PACIIOJIOXKEHHBIX B HEMOCPEJICTBEHHON OIM30CTH
OT TeJIoMep. DTO ¥ MPUBOJIUT K PE3KOMY CTAPCHHIO U THOSTH KICTKHU.

Oka3zanoch, 4TO B 3apOJIBIIIEBbIX KJIETKaX, a TAKXKE B PA3IUYHBIX THUIAX
CTBOJIOBBIX KJIETOK, JAIOMIUX HAYajJO IMOCTOSHHO BO300HOBJISIONIUMCS KIIETKaM
KPOBH, KOXH, CIU3UCTOM, CYIIECTBYET MEXaHH3M «OMOJIOkeHUs» Tenomep. [lpu
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KaXXIOM JIEJICHUH MPOUCXOAUT BOCCTAHOBJIICHHE HEIOCHHTE3MPOBAHHOTO y4acTKa
TEJIOMEpPbl C [OMOIIBI0  OINpPEAENEHHOr0  (EPMEHTATUBHOIO  KOMILIEKCA,
IOJIyYMBIIErO Ha3BaHHUE TenoMmepas3a. B moJjoBbIX KieTkax Tenomepasa oOjanaer
HauBBICILIEH AKTUBHOCTBIO M JJIMHA TEJIOMEpbl cocTaBisieT oT 15 po 20 Teicsu
HYKJIEOTH/I0B B comMaTHMUecKMX KIIETKaX AaKTUBHOCTb TEJIOMepa3bl IOJHOCTBIO
OTCYTCTBYET, JJIMHA TEJIIOMEPBI IpU poKAeHUM cocTaBisier oT 10 mo 12 Teicsay
HYKJIEOTH/IOB U C BO3pacTOM OHa COKpallaercs. A BOT B PAaKOBBIX KJIETKaX, XOTS
JUTMHA TEJIOMEPHI MOXKET ObITh OTHOCUTEIHFHO HEOOJBIION, BTOPUYHO MOSIBIISETCS
TeJIoMepa3Hasi akTUBHOCTb, YTO U 00eCreunBaeT «OeccMepTHe» ITHX KIETOK Ipu
KyJnbTUBHpOBaHUHM. HeGompiol pasmep TeaoMepbl B PAKOBBIX KJIETKaX MOXKET
OBITh MPUYMHON MHOTHUX META0OJUYECKHX HAPYIIEHUH, KOTOPHIE B CBOIO OYEpeb
MOTYT TPUBOAWTh K TEHETUYECKOM HECTAOMIBHOCTH, TaK XapakTEpHOH s
3JI0KaYeCTBEHHOTro pocta. llomyTHo oTMeTMM, 4tOo pa3paboTka CcrnocoOoB
M30UpPaTEIbHOrO MOAABICHUS TEJIOMEPA3HOW AaKTHUBHOCTH B PAKOBBIX KIJIETKax
SIBJIIETCSL OJTHUM M3 COBPEMEHHBIX HAMPABICHUH B IPOTUBOPAKOBON TEPAIUH.
KiroueBast posib TenomMepassl B 00ECIEUEHUN «OecCMEpTHs» KIETOK Oblia
NOJITBEPXKJEHA B MpPSIMBIX JKCIIEpUMEHTaX. BoccraHOBieHHWE METOAaMHM T'€HHOM
VMH)XCHEPUHU TEJIOMEPa3HON aKTHUBHOCTH B HOPMAJbHBIX COMATHYECKHX KIETKax
CYUIECTBEHHO MpOJJIEBANIO MX JKM3Hb B YCIOBUAX KyJIbTHUBUpOBaHUA. OueHb
MHTEPECHOM MpEACTaBIAETCS THUIOTE3a O TOM, YTO TOTEps TeJIOMEpa3HOH
aKTUBHOCTU B  JU(PEpeHIMPOBAHHBIX KJIETKaX - 3TO  3BOJIIOLHOHHOE
npruoOpeTeHue, yoeperarliee Hac OT pakoBbIX 3a0oseBanuii. [loaTomy ¢ OonbIon
OCTOPOKHOCTBIO HY>KHO OTHOCHUTBCSI K TakuM croco0am OOpbObI CO CTapoOCThIO,
KOTOpBhIE€ OCHOBAaHBI HA AKTUBHM3AIlMM B COMATHUYECKHUX KIIETKaX TeIIOMEepa3HO
aKTUBHOCTH. B TO e BpeMs Takas BO3MOXKHOCTh HE HCKIIOUEHA JJIST OTICIbHBIX
TKaHEH, MPEKIECBPEMEHHOE CTapEHUE KOTOPBIX MOKET OBITh MPHUUNHON CEPhE3HBIX
3a00JieBaHUM, TaKUX, HANpuUMep, KaK ceTdyaTka TIJa3a, 4acToe IOMYTHEHHE
KOTOPOM! y MOKUJIBIX JIFOJIEH MOKET MPUBOAUTH K CEPhE3HBIM JIe(heKTaM 3peHusl.
Mpsl pa3oOpayii TOJIBKO OJMH W3 TE€HETHMUYECKUX MEXaHU3MOB CTapeHUsl.
OOcyxnass 3Ty TeMmy, CielyeT, KOHEYHO, YIOMSHYTbh O TOM, YTO CYILECTBYET
HOPMAJIbHBIN (DU3UOJIOTHUECKUIT MEXaHU3M MPOTPAMMUPOBAHHOMN THOENH KIIETOK -
anonto3. be3 sToro pasButue opraHuszMa M (pOpMUpPOBAHHE OPTraHOB OBLIU OBl
IPOCTO HEBO3MOXHBI. ArnonTo3 COIIPOBOXAAETCS XapaKTepHBIMU
MOP(}OIOTHYECKUMU HM3MEHEHHMSIMH, TPEXKIE BCETO (parMEHTAIMEH XPOMOCOM.
CMepTh B pe3yjibTaTe CTApeHUs yJaiseT W3 MOMYJSIIUU OcoOel, yxke He
YYaCTBYIOIIMX B BOCITPOU3BOJCTBE. DTO OYCHH BaXXHBIA OMOJOTHUYECKUN MpoIiece,
HaIpaBJICHHBIM Ha TOJJICP’KaHHE TeHETHUYECKOTO Pa3zHOooOpa3us U obecredeHus
TEM CaMbIM OOIIEeH >KU3HECNOCOOHOCTH BUAA. M3BECTHO, YTO NpHU CTaApPEHUU
MeHseTcs Xxapakrep padbotsl 1-2% Bcex reHoB. [IpuMepHO YyeTBEepTh U3 ITUX T'€HOB
CBsI3aHa C peryJisnuei Ki1eTouHoro nukia. Ho eciu npu pake ypoBeHb SKCIIPECCHH
TUX TEHOB TMOBBIIIAETCSA, TO MPU CTAPEHUU OH, HAOOOPOT, MOHHMKAETCS.
W3meHseTcs Takke XapakTep pabOThl T'€HOB, 00€CMEUYHMBAIOIIMX YCTOWYMBOCTD
Opranm3mMa K CTpPECCOBBIM  BO3AEHUCTBUSAM. OueBUAHO, YTO  CTapeHHE
COIPOBOXIAETCSA U3MEHEHUEM OTPOMHOTO KOJMYECTBA OMOXUMHUYECKHUX PEAKIIHil B
KJIETKE, He TOoBOps yxe 00 opraHusMme, B ILeloM. B peanusauuu crapeHus
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y4acTBYET MHOKECTBO MOJIEKYJIAPHBIX MEXaHH3MOB, OOJBIIMHCTBO M3 KOTOPBIX
HaM elI€ HEU3BECTHBI.

B 9TOI CBSI3M MHTEPECEH HAKOIUICHHBIM B TEPOHTOJIOTHMU OMNBIT TEPAIHH
ouoperynupyrommmu  nentuaaMu. Okas3alloch, 4YTO OTHOCHUTEIBHO KOPOTKHE
HOCJIEI0BATEIBHOCTH AMUHOKHUCIOT - HENTHAbI - CHOCOOHBI 3aTOPMO3UTH
OpOLECChl  CTapeHus, mpuueM uX dpdexT obmagaer  BbIpaXKEHHON
TKaHecneuu(puUIHOCThI0. bonee Toro, Ha3HaueHHWE KOMIUIEKCA MENTHIHBIX
OMOPEryJISATOPOB, MOXET MPEJOTBPATUTH PA3ZBUTHE JAXKE TaKUX CTAPUYECKUX
3a00/1eBaHUM, K KOTOPBIM y MAlIMEHTa MMEETCS Ie€HETHYecKas CKIOHHOCTh. He
UCKJIIOYCHO, 4YTO CHEIU(PUYECKHE TMENTUIbl CIIOCOOHBI BIUATH Ha XapakTep
DKCIIPECCUU TE€HOB, YEM M MOXKET B OIPEICICHHOW CTENEHU OOBSACHATHCS HX
3¢dexT. DTO ML OJMH M3 NPUMEPOB MNPO(UIAKTHYECKOrO HaIpaBICHUS
MOJIEKYJISIPHON MEIULIAHBI.

11. I'enomepanus HacreOcmeeHHbIX U OHKO02UYeCKUx 3abonesanutl. Cmpykmypa
2eHOMepPanesmudecKux NPOEKmoa. T'enomepanus HAC1e0CmeeHH020
ummynooepuyuma, ooyciosnrennoco ADA-nedocmamounocmoio

Haubonee mnepcrneKTUBHBIM COBPEMEHHBIM  HAINpPABICHUEM  Pa3BUTHS
MOJICKYJSIDHOM ~ MEIMLMHBI  SABJSETCS IEHOTepanuss - JICYCHUE IIyTeM
HaIlpaBJICHHOTO BBEICHUS B KIETKM HYKIEUHOBBIX KHCIOT. KoHeuHO, B
3HAUYUTEJILHOM CTENEeHU T'e€HOTEpamusi 3TO TEXHOJOrus Oyayliero, HO s TeX
TBICSIY MMAIMEHTOB, KOTOPBIC YK€ CEMYaC BOBJICUCHBI B KIMHUYECKUE WCTIBITAHUSA
F€HOTEPANEBTUUYECKUX METOJOB JIEUEHUS, ATO TEXHOJOTrus Hacrosmero. o
HEJIABHETO BPEMEHU TIE€HOTEpanus pPa3BUBAIACh KAK YHUCTO T€OpeTUYECKast
JUACIUILIAHA. [Ipennosnaranocs, YTO TeHoTepanusi OyJeT HampaBiieHa Ha
JICYEHUE HACIICJICTBEHHBIX U, B TMEPBYI OYepelb, MOHOTCHHBIX 3a00JI€BaHUIN U
IIpU €€ MPOBeeHUU OyAET UCIPABIATHCS T'€HHBIN Ne)EeKT B paHHUX 3apOJIbIIIax
WM JAaXe B 3apOABIINIEBbIX KieTKax. [IpuHuMnuanbHas BO3MOXKHOCTH TaKOI'O
MOAX0Ja MHOTOKPaTHO [JOKa3aHa Ha OJKCIEPUMEHTAIBHBIX >XUBOTHBIX M, B
YAaCTHOCTH, HA TEHETUYECKUX JIMHHUAX MBIIIEH, MOJCIUPYIOUIUX Pa3JIMYHbIC
HAaCJIeICTBEHHbIE OOJE3HM ueloBeKa. B pesynabTaTe BBEACHHUS ONpPEIETICHHBIX
F€HETUYECKUX KOHCTPYKLMH B PAHHHUE 3apOJbIIIM MBIIIEH C MOCIEAYHOLIEH
Mepecagkol HUX JOHOPCKUM CaMKaM MOJKHO IOJYYUTh XHWBOTHOE, HE HECYIIEee
ne(eKToB, XapakTEepHBIX [JIs JaHHOW TeHeThueckor muHuu. OJHAKO B ITHX
onbITax ObUIO OJTHOBPEMEHHO IMOKA3aHO, YTO CIMIIKOM JOPOroi LIEHOW Jaercs
Takoe JieueHue. [IpoBoas Takue npoueaypol, Mbl MOKEM MOKEPTBOBATH AECATHIO -
JBA/IIATBIO 3apOJIbIIIaMU MBIIIEH paau uchparieHus aedexra y oaHoro. Ha
YEJIOBEKE ATO HEBO3MOXKHO. Kpome Toro, B Hacrosimiee BpeMs €1ie He JOCTaTOYHO
XOpouIo pa3paboTaHbl METOJbl HAMPABJICHHOTO BBEJACHUS TI'€HETHYECKOTO
Marepuajga B HYXXHOE€ MECTO TeHoma, a BcTpauBaHue uyxkepoanou JIHK B
HECBOMCTBEHHYIO JUIsl HEE 00JIaCTh MOXKET MPUBOIAUTH K JAECTAOUIIU3AIUN ITOU
0o0JacCTM M peajn30oBaThCi B BHJIEC TOBBINICHHONW YacTOTHl BO3HUKHOBEHHUS
MyTaliii B  TIOTOMCTBE BBUJICYCHHOTO TaKMM o0Opa3om MmbimoHKa. C mpyroi
CTOPOHBI,  TIOMAJlaHWE  BBEICHHOTO TE€Ha B OOJACTh OHKOTE€HA MOXKET
MHIYLUPOBATh PA3BUTHE OIMYXOJEH, YTO TAKXKE B ONPEICICHHOM IPOLEHTE
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CIIy4acB XOpPOLIO IPOCHEXKMBAETCI B dkcnepuMeHte. [loatomy peanbHOE
pa3BUTHE TEHOTEpANHMM y YEJIOBEKA MOLLIO MO HHOMY myTH. [IpoBomutcs He
3apOJpIlIEBasi, a COMAaTW4YecKas TEeHOTEpalivs, TO €CTh I'€Hbl BBOASTCA B TE
COMATUYECKHUE KIIETKH, KOTOPBIE BOBJICYEHBI B MATOJOTHUECKUN MPOLIECC, KOTOPHIE
HauOoJiee NeeKTHBI, B HAaWOOJIbIIEH CTENEeHU CTPajaloT TpPU TOM WM UHOM
3a0oseBanuu. [10100HBIE MAHUTTYJIALIMK C 3aPOJIBIIIEBBIMU KIIETKAMH YeJIOBEKa He
BEIYTCA, TaK KaK HEKOHTPOJUPYEMBIE IMOCIEACTBHUS OT TAKMX BBEJICHHUU MOTYT
CKa3aTbCcsl B Oynymux mnokosieHusix. CuuTaercsi, 4TO B HACTOSAILEE BPEMs Halll
YPOBE€Hb 3HAHHM O CTPYKTyp€ TIE€HOMa €nle HEJOCTaTOYEH ISl MPOBEACHUS
FEHETUYECKUX MAHMUIYJISIOMM € 3apOJBIIIECBBIMUA  KJIETKAMH 4YEJIOBEKA U
BMEIIATEILCTBA ~ TEM CaMbiM B CYJIbOy HalIUX OTJAJICHHBIX ITOTOMKOB.
HeoxunanHpiM OKazajioch W TO, YTO F€HOTEpalus, KoTopas pazpadbaThiBaiach
CIEIUATIBHO NMPUMEHUTENIBHO K  JICUCHUIO  HACJCACTBEHHBIX  OOJIE3HEH, B
OOJbIIE CTEMEeHW HMCHOJB3YeTCs JIJIsl JICUCHUs] HEHACJICJICTBEHHBIX, B TEPBYIO
ouepe/ib, OHKOJOTHYECKUX 3a00JIeBaHUM, BUPYCHBIX WH(MEKIIUN U MHOTUX JIPYTUX
narojorunyeckux cocrosHuii. bomee 80% yTBepKAEHHBIX IS KIMHUYECKHUX
VCIBITAHUA  TEHOTEPANEBTUYECKUX  MPOEKTOB  CBA3aHO C  JICUCHUEM
OHKOJIOTHUECKHUX 3a00JI€BaHUN.

Pa3paboTka U KIMHUYECKUE UCTIBITAHUS IPOTPaMM I'€HHOM Tepanuu TpeOyroT
Cepbe3HON (PUHAHCOBOM MOMJIEPKKA M 3TU HUCCIECIOBAHUS MPOBOJATCS JHUIIL B
HECKOJIBKAX JKOHOMMYECKH PAa3BUTBIX CTpaHax, B nepByro odepens B CIIIA. B
3TOM CTpaHE CYIIECTBYET JOCTATOYHO JKECTKOE 3aKOHOJATEIIbCTBO, HE
MO3BOJIAIONIEE  MPOBOAWTH  DKCIEPUMEHThI  Ha  Joaax. W molas
reHOTeparneBTUUeCKas MporpaMMa MOXET OBbITh JONyIlleHa 10 CTaauu
KJIMHUYECKAX MCIBITAHUM TOJIBKO TIOCIHE €€ PACCMOTPEHUS] W YTBEPKACHUSA
CIEHHAIBHBIMM KOMUTETaAMHU. UTO BXOAUT B mporpammy reHorepanuu? Ilpexne
BCET0, HEOOXOJMMO JI0Ka3aTh, MOYEMY HMMEHHO A3TO 3a00jeBaHHE HEOOXOIUMO
J€YUTh C TIOMOUIBIO T€HOB U KaKue CYLIECTBYIOT QJIbTEPHATUBHBIE METOBI
nedenusi? [loueMy 3TOT MalMEHT WU TAIMEHTHI OTOOpPAHBI NJIsi KIMHUYECKHX
ucnblTaHuii? Kakoil reHeTH4ecKuii MaTepua MpearnojaaraéTcsi BBOJAUTh NAalUEHTY
- OJIUH TE€H, ero ()parMeHT WM HECKOJbKO TeHOB M moueMmy? B kakue KiIeTKu
MalreHTa JOJDKEH NoNacTh BBOJAWMMBIA reHetndeckuid wmarepuan? IlpoBoas
COMAaTHYECKYIO TeHHYIO T€PaInio, HeJIb3sl MOIU(DHUIIMPOBATH BCE KIETKHU MAI[MEHTA,
TaK Kakue K€ KJIETKH JocTaTouHo moauduuupoBath? Kakum crocobom Oyner
BBOJIUThCSl TeHeTuuyeckuit marepuan? Bcee cmocoOwl BBenenus JJHK B kietku
YCIIOBHO MOXXHO pa3JeliuTh Ha OuoJiorMueckue, (U3MYECKUEe U XHUMHYECKHUE.
Haunbonee yacto ynorpebisercss OMOJIOrHYECKUi crmocod BBEICHUS, OCHOBAHHBIN
Ha KCIOJIb30BAHUM BEKTOPOB. BekTOpa KOHCTpyHPYHOT Ha 0aze OMOJIOTMYECKUX
MOJIEKYJI, KOTOPBIM CBOMCTBEHHO MPOHUKATh BHYTPh KIIETKH. DTO MPEXKIE BCETO
BupycHeie /IHK u PHK. Ilpu kxoHCTpyHpoBaHMHM BEKTOpa CTAparOTCs YAAJIUTh
T'eHBI BUPYCOB, C TeM YTOOBI BEKTOP HE JICUCTBOBAN KaK MH(DEKITMOHHAS YaCTHIIA, U
IPUCOEIMHUTD K ocTaBlueics Moiekyne BBoaumyto JIHK. ®dusnueckue crnocoOs
OCHOBaHbl Ha MeXaHM4eckoM BBeleHuu 3k3oreHHbix JIHK. OpnuM u3 Hux
SABJIIETCST OOMOApAMPOBKA KIETOK METAUIMYECKHUMH YaCTHIIAMH C «IIPUILTUTHIMID)
K HUM MoJiekynamu JJHK ¢ momoiibro onpeneeHHbIX YCTaHOBOK, KOTOPBIE TaK U
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HA3BIBAIOTCSl - «TEHHBIE PYXbs». XUMHUECKHE CIIOCOOBI MCTOIL3YIOT TTACCUBHOE
npoHukHoBeHue JHK ¢ momomipo 4acTui, KOTOpPhIE MOTYT 3aXBaTbIBAThCS
KJIeTkamu. Bee nepednciieHHble criocoObl BBEICHUSI UMEIOT CBOU MPEUMYIIECTBA U
HejocTaTku. Tak Kakod cnoco0 BBeNIEHUS BBIOMpPAETCS B paccMaTpuBaeMOi
nporpamme U nouemy? Kak oOecrneuuTh agpecHOCTh JOCTABKU T€HETUYECKOTO
MaTepualia U €ro MomnajaHue B HYKHBIM THN KIeToK? Kakoe KoJIM4ecTBO KIETOK
HEO0O0XO0IMMO MOJIUDHUITUPOBATH, ISl TOTO YTOOBI MOJIYYUTh KIMHUYCCKUMN 3P DHEeKT?
Kak koHTponupoBaTh MOMaJaHUE TEHETHYECKOrO0 Marepualia B HYKHBIM THII
kietok? Kak obecrieunts ycrorunBocTh BBeneHHoH JIHK u ee paboty B kiteTke?
Kak mmurensHo BBeaeHHas JIHK momxna pabotars? C KakoW MEPUOIAYHOCTHIO
HEOOXOJMMO BBOIUTH T€HETHYECKUU MaTepuan? M HakOHeI, KaKoW OXHUIAeTCs
KJIIMHUYECKU (P (DEKT, a TakKe KaKue HekelaTeabHble T0O0UYHbIE 3PPEKTh NpU
ATOM BO3MOXHBI? PerieHne KaxkJI0ro u3 MNEPEYUCICHHBIX BOIPOCOB TpeOyeT
MPOBENCHUS] OOJBIIOTO YHCIIAa DKCIEPUMEHTOB HaA KYJIbTypax KIETOK M Ha
KUBOTHBIX. M TONBKO B TOM cilydyae, €CIM 3THU DSKCIIEPUMEHTBI OKaKyTCs
YCHEIIHBIMUA, MOKET OBITh TMOJIYYEHO pa3pelieHre Ha MPOBEICHHUE KIMHUYECKHUX
ucnblTanuii. HecMoTpss Ha Takue CTpOTHE OrpaHuueHus, yxe okojo 400
reHOTEpPANeBTUUECKUX  MPOEKTOB JIMOO  JIOCTUTIIM  CTAaauu  KIMHUYECKHUX
UCIIBITAaHUM, THOO HAXOIATCS HA CTAJIUU YTBEPKICHUS.

IlepBoe ycneniHoe JIeYEHUe METOJIaMH reHoTepanuu  ObLIO
ocyliecTBieHo HeMHOTHM OoJiee 10 et Tomy Hazag B CIIIA B OTHOLIEHUM OJHOM
U3 MOHOTEHHBIX dbopm HACJIEJICTBEHHOTO UMMYHOJIepUIInTA,

00yCJIOBJIEHHOTO HEJOCTAaTOUYHOCTHhIO (epMeHTa ajeHo3uHaAe3amMmuHaszbl (ADA).
[Ipu orcyrctBuM 3TOro (epMeHTa B KpPOBHU MAIIMEHTOB HaKaIJIMBACTCs

IPOMEKYTOUHBII METa0OoJINT, KOTOPBIN MIPEMATCTBYET HOPMAaJIbHOMY
co3peBanuto T- u B-nmumdouuToB, YTO M NTPUBOAUT K PA3BUTHUIO CIOKHOTO,
KOMOMHHPOBAHHOTO uMMyHoAepuumTa.  JleTu ¢ HEIO0CTaTOYHOCTHIO II0

aJICHO3MH/Ie3aMUHa3e HE BbBIIEPKUBAIOT CONPUKOCHOBEHHUS HU C KaKUMHU
uHpekuuamMyu. HamomMHUM, 4TO OKpyXaromMi HAac MHp OYKBaJIbHO HACHIIIEH
00JI€3HETBOPHBIMUA M MAPA3UTHPYIOIIUMU OAKTEpUSMHU, BUPYCAMH, MATOI€HHBIMU
rpubamu. Jletu ¢ nedeKTHOM UIMMYHHON CHUCTEMON MOTYT CYIIECTBOBATh TOJIBKO B
YCIOBUSIX CTEPHIIBHOTO Ookca. Ta Tepamus, KOTopas NPUMEHsJIacCh B OTHOLICHUU
JeTel ¢ HEeJIOCTAaTOYHOCTBIO MO aJeHO3MHJE3aMHMHAa3e, 3TO JHOO0 BBEACHHE
BbICOKUX 703 ¢epmenTa (ADA), nubo mepecajku KIETOK KOCTHOIO MO3ra OT
COBMECTUMBIX JOHOpPOB. O0e »TH TpOlEAYphl HE AAOT UIUTEIHHOTO d(deKTa.
Kpome TOrO, OYEHb TPYAHO MOAOMPATH COBMECTHMBIX JOHOPOB I MOAOOHBIX
nepecayiok.

YeThipexjaeTHe JeBOYKE, ctpagatomed  atuMm  peakum  (1:100000)
ayTOCOMHO-PEIECCHBHBIM 3a00JieBaHNWEM, OBLTH TEpecakeHbl ee COOCTBEHHBIC
AUMQPOLUTHI, B  KOTOpbIE MPEABAPUTEIBHO B YCIOBUSAX KYyJIbTUBHPOBAHUSA
BBOJAWJIN B COCTaB€ PETPOBHPYCHOTO BeKTOpa HOpMalibHbli reH ADA u
MapKepHBI  OakTepHaNbHBIA TE€H Neo, OOECIEeUYMBAIONUN  yCTOWYUBOCTH
MOIU(ULIMPOBAHHBIX KJIETOK K aHTUOMOTHKY HEOMMIIMHY U, CJEI0BaTENbHO,
BO3MOXKHOCTh UX OTOOpa Ha CENIEKTUBHON Ccpefie, COAepKaIIe 3TOT aHTUOUOTHK.
JleuebHbili 3¢ ekt HalOmoAanTu B TEUEHUE HECKOIbKUX  MECSIEB, IOCIHe
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YEero Mpoleaypy MOBTOPSUIM C MHTEpBAJIOM B 3-5 mecsueB. Ha mporsxkeHun
TpeX JIET Tepanuu B OOIIeH CJIOKHOCTH ObUIO TPOBENEeHO 23 BHYTPUBEHHBIX
Tpancy3un ADA-TpanchopMUpOBaHHBIX T-nmudonuron 0e3 BUJIMMBIX
HeOmaronpusTHeIX d(h@exToB. B pe3ynabTaTe NeYeHUS COCTOSHUE MALMEHTKH
HACTOJIBKO YJIYUYIIWJIOCh, YTO OHAa CMOIJVIA BECTH HOPMAJIbHBIN 00pa3 KU3HU U
He 00sATbcs ciaydalHbIX MHpekiui. CTolb ke YCHEUIHbIM OKa3aJoCh JICUCHUE U
JIpYrux TMoAoOHBIX manueHToB, npooaumoe B CIIA, MHWramuu, Opannuu,
BenmukoOputanun u Anonun.  [Iporpamma reHOTEpANEeBTUYECKOTO JICYEHUS
HepoctaToyHocTd o ADA momuduimpoBaHa B HacTosee BpeMs TaKuM
oOpa3oM, uTo He B 3penbie T-mumMoUMTHl, a B WX NPEIIIECTBEHHUKH, B
CTBOJIOBBIE KJIETKM KOCTHOTO MO3ra BBOJAMTCS TI€HETHYECKas KOHCTPYKIIMS,
conepkaias HopManbHbli reH ADA. Ilpu 3THX ycnoBusix mnoiydaroT Oosee
MPOJIOHTUPOBAHHBIN 3(P(EKT OT KaxAoW Hpoueaypbl peruH(py3uu. B pa3BuUThIX
CTpaHax BCE JETH C JHar€Ho3oM HexpocraroyHoctd no ADA Haxomsarcs Ha
IeHOTEPareBTUYECKOM JieueHuU. HeqaBHO MOSIBIIIOCH COOOIIEHHE O TOM, 4TO
NepBbI€ MAIMEHTHl C JaHHOW ¢dopMol UMMyHOAEPUIIUTA, YYACTBYIOIIHE B
KIIMHUYECKUX MCIBITAHUSIX MPOTpaMMbl  T€HOTEpAlUM, HUMEIT  HACTOJBKO
XOpOIINKA MMMYHOJIOTMYECKUH CTaTyC, YTO YK€ B TEUYECHUE HECKOJIBKUX JIET HE
HYXKJIAIOTCSI B TTOBTOPHBIX PpeUH(]PY3UsiX MOIuDUIMPOBAHHBIX KiIeTOK. HauaTel
KIIMHUYECKUE  MUCIBITAaHUA TE€HOTEpalni  CEMEWHOW TMIepXO0JIECTEPUHEMHUH,
MYKOBHUCIIMI03a, Temodunuu B, Oosie3nu ['ome. B OTHOIIEHWH HECKOJIBKUX
JECATKOB  JIPYrMX MOHOTE€HHBIX 3a00JI€BaHUN  MEAUIMHCKAE  MPOTOKOJbI
KIIMHUYECKUX UCIBITAHUM HaXOATCS HAa CTAJIMU YTBEPKICHMUS.

[{enblidi KOMIIEKC TPOTPAMM TE€HHOM Tepanmuy NPEJIOKEH ISl JICUCHUS
3JIOKQYECTBEHHBIX  ONyxosie. B  psme 2TuX  1mporpaMMm HMCHOJIB3YETCS
I[eJICHANPABJICHHOE BBEJCHHE B  OIyXOJieBble TKaHU '"T€HOB-caMOyOwuillr",
OPOJYKIUSA KOTOPBIX 001alaeT MHUTOTOKCUYECKUM 3 HEKTOM. Haubomnee
MEPCIEKTUBHBIMYU B 3TOM ILJIAHE CUYUTAIOTCS TAK HA3bIBAEMBIE YCIOBHO-JIETAIIbHBIC
I€Hbl, KOAUpYIoIue OeJIKH, KOTOpbIEe CaMu MO ce0e He SBIAIOTCA TOKCUYHBIMU
JUISLT  KJIETOK, HO TIPU B3aUMOJECUCTBUM C KaKUM-IMOO BEHIECTBOM MOTYT
BbI3bIBaTh UX paspyuieHue. TakuMm sBIsE€TCS T'€H TUMHIMHKAHA3bl BHpyca
repreca, Tak Kak THMHAWHKHHA3a 00JaJaeT MUTOTOKCHYECKUM 3 dexToM
TOJIBKO TMpPU  B3aUMOJICUCTBMM C  NPOTHUBOBUPYCHBIM  @pemapaTtoM -
TaHIMKIOBUPOM. Takum 00pa3oM, MOKHO MPULIETBLHO BBECTU T'€H TUMUIMHKUHA3HI
BUpYCa repreca B OMyXOJIEBbIE KJIETKU MalMeHTa, yOeIUTbCs, 4TO 3TOT I'eH TaM
IPUCYTCTBYET U pabOTAET M MOCJE 3TOr0 HAa3HAYUTh OOJHLHOMY TaHIMKIOBHp. B
pe3ynbTaTe OyIyT pa3pyllieHbl F€HETHYECKH MOAM(GUUHUPOBAHHBIE OIYXOJIEBbIC
KJIETKH OOJIBHOTO, TO €CTh MPOU30HAET CBOCOOPA3HOE «BBIPE3aHUE» OIMYyXOJIu 0e3
HOka. HekoTopble cXeMbl TeHOTepanuy OMyX0Jied OCHOBAHBI Ha CTUMYJISILIUUA C
NOMOILBI0 TE€HOB NPOTHMBOOMYXOJIEBOTO HMMYHHTETa. Bo MHOrumx ciayyasx
reHOTEpanusi HE WCKIIOYAET UCIOIb30BAHUS TPAJUIMOHHBIX METOAOB JICUCHUS

3JI0KQY€CTBEHHBIX HOBOOOpa30BaHWi, = HO  SBJISIETCS  OYEHb  MOIIHBIM
JIONIOJIHUTENIBHBIM CPEACTBOM. TaK, IMMEPCIEKTUBHBIMU ISl TEHOTEPAIIUU OITyXOJIEH
CUUTAIOTCSA IEHBI MHOECTBEHHON JIEKQpCTBEHHOM YCTOWYMBOCTH,

MNOBBIIIAOMIUE PC3UCTCHTHOCTb KJIICTOK K HIMPOKOMY CIICKTPY XHMHYCCKHX
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npenapaTtoB. [IpeaBapurenbHOE BBEACHUE MOJOOHBIX TE€HOB B CTBOJIOBBIC
KJIETKM KOCTHOTO MO3ra NalHUEHTOB MO3BOJIAET  YBEIMYUBATh  JI03bI
XUMHUOTEPANIEBTUUECKUX TPENapaToB, TPUMEHIEMBbIX IPU JIEYEHUH OIyXOJIEH.
Ha (¢oHe BBejeHus reHoB, o0O0JagalOMIMX PaIUONPOTCKTUBHBIM 3 derToM,
yaaeTcs POBOAUTH 0oJyiee MacCHUpOBAHHYIO JTy4EBYIO TEparuio.
OcHOBHast CIIOXKHOCTh Ha IIyTH PAa3BUTUS M IIUPOKOTO MPAKTUYECKOTO
BHEJIPEHUSI MPOTrpaMM COMATHYECKON T'€HOTepanuu CBA3aHa C HEOOXOAMMOCTHIO
MPOBEJCHUSI MHOTOKPATHBIX MOBTOPHBIX MPOLIEAYP T€HETUYECKOU MOAU(pUKAIUU.
[Ipr 3TOM BO MHOTHX CIy4asix MOTYT BO3HUKHYTh PEAKIUH UMMYHOJIOTHYECKOTO
OTTOP)KCHHMSI HAa BBOJUMBIE KOHCTpyKmuH. Hambomnpiieir 3(QpeKTHBHOCTHIO
BBeAeHUs 3k3oreHHbIx JIHK 00nanaroT BEKTOpHBIE MOJIEKYJIBI, KOTOPBIE B psJie
Clly4aeB MOTYT OO€CIE€YUTh BO3MOXHOCTb JJIUTEIBHOTO MPUCYTCTBUSA U PaOOTHI
BBOJAMMBIX T'€HOB 33 CUET MX HHTETPAMA C F€HOMOM XxO03simHa. OOHAKO caMu
BEKTOpa HE SBISIOTCS MOJIHOCTHIO O€30MacHbIMM M B PEIKHX CIIydasX MOTYT
NPUBOJUTH K BCHBIIIKAM HHQPEKIHUM, 3HAYUTETHHO YCIOXKHSIOIMIMM COCTOSHUE
6onpHOTO. [lOATOMY OUYE€Hb MHTEHCHUBHO B IOCJEIHEE BpeMsi pa3paldaThIBAIOTCS
METO/Ibl HANPABJICHHOW MOJU(PUKAINKA TEHETHYECKUX J1e(DEKTOB C IMOMOIIbIO
KOPOTKUX oJHOHMTEBBIX mnociengoBarenbHocTed JIHK wm  PHK. Takue
NOCJIEI0BATEIBHOCTH MOTYT 3aMellaTh 1e(EeKTHOE MECTO 3a CYET TOMOJIOTUYHOMN
pekoMOuHanuu. OCHOBHAasE TPYIHOCTh JAHHOW METOAOJOTHUU 3aKJIIOYaeTcsl B
HU3KOW 4acTOTE MOJAOOHBIX COOBITUN B KJIETKaX MJICKOMUTAIONIUX U B TOM YHUCTIE B
KJeTkax yenoBeka. lloBeimieHne 3¢(HEeKTUBHOCTH TOMOJOTMYHON PEKOMOMHAIIUU
3a CcuUeT, HalpuMep, BPEMEHHOW TUIEPHNPOAYKIUU CrenupuIecKux (PepMEeHTOB,
KAaTAIM3UPYIOIINUX 3TOT NPOLECC, MM 3a CUET M3MEHEHHsS KaKUX-TO JPYTrux
YCIOBUM pPEakUMM paccMaTpUBAETCs B HACTOSIIEE BpeEMs Kak OAWH U3
MIEPCIIEKTUBHBIX NyTe TeHHOW Tepanuu. CylecTBYIOT M APYrue JOCTAaTOYHO
MEPCIIEKTUBHbIE HAYYHBIEC HAIPABIICHHS COBPEMEHHOW reHorepanuu. OJHAKO B
[[EeJIOM TEHOTEepalvi0 MOXHO paccMaTpuBaTh Kak OJHO U3 HauOoiee
MEPCTIIEKTUBHBIX HAMPABICHUN MOJIEKYJISIPHON MEIUITUHBI Oy IyIIETO.
12. I'eno-unorcenepuvie npodykmul. Ilepcnexmugol UCnonb308aHUA.

['eHeTnKa oka3aja pellarniee BIUSHUE HA Pa3BUTHE CEIbCKOTO XO35MCTBa, a
TaK)K€ Ha PEIICHME MHOTHX JKOJIOTHYECKHX TpoOsieM. YenoBe4ecTBO JOCTUTIIO
TaKOM YUCIEHHOCTH, YTO TNPU COXPAaHEHHUHU TPEKHUX TEXHOJOTUA B
pacTEHUEBOJCTBE, B KMBOTHOBOJICTBE, B MHUKPOOHOM CHHTE3€ MHOTHE HapObl
CTosin OBl y)XK€ Ha TpaHe TOJOJHOIO BBIMHpPAHHS. XOPOIIO HM3BECTHO, KAKOU
pE3KUH CKAa4OK B MPOAYKTMBHOCTH IMPOMU3OIIEN MPU BBEICHUU B MPOU3BOACTBO
TeTEePO3UCHBIX COPTOB KYKYpPY3bl HWJM OpOIIEpHBIX UBIIAT. «3ejeHas
PEBOJIIOIMSA» B PACTEHUEBOJCTBE CBSi3aHA C BBIBEJCHUEM YCTOMYMBBIX K
MOJIETAHUIO KapJIMKOBBIX COPTOB MHOTHMX 3€PHOBBIX KYJIBTYp. DTO IPHUBEIO HE
TOJIBKO K 3HAYUTEIBHOMY YBEIMYEHUIO YPOKAWHOCTH, HO M K H3MEHEHUIO
TEXHOJIOTUM BBIPAIIMBAHUSI 3€PHOBBIX KYJIbTYp, OTKa3a OT 3KOJOTHYECKHU
HEOE30MacCHBIX XWMUYECKHUX IMPEnapaTroB, MOJABISIOMUX POCT cTedmns. Takux
MIPUMEPOB MOXHO NPUBOJUTHL O4YE€Hb MHOro. Ho ecim paHbIie BBICOKO
MPOAYKTUBHBIE COpPTa IMOJy4Yaldud B PE3yJIbTaTe JJWTEIbHOM CEIEeKUHUH, TO B
HACTOSAIIEE BPEMSI 3TOT MPOILECC MOXKET ObITh 3HAYUTENBHO YCKOPEH 3a CUeT
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BO3MOYKHOCTH T'€HHO-MH)KEHEPHOT'O BBEJEHUS HYKHBIX KOMOWHALMK ajuiened B
y’K€ CYLIECTBYIOILIME ITPOU3BOACTBEHHBIE COpTa. B 4aCTHOCTH, B HACTOSAIIEE BpeMs
OPOBOAMUTCA paboTa MO BBIBEJCHUIO KapJIMKOBBIX COPTOB pHUCa TI'E€HHO-
UHXXEHEPHBIMA MeToAamMu. OYeBHIHO, 4YTO TE COpPTa CEJIbCKOXO3AMCTBEHHBIX
pacTeHMii, B KOTOpble T€H KapjJUKOBOCTH OBLI HCKYCCTBEHHO BBE/CH,
OPUHLMIIUAIBHO HE OyIyT OTIMYAThCA OT KAapJIMKOBBIX COPTOB, MOJIYYEHHBIX B
pe3yJsibTaTe CEeNeKUUU. DTOT MPUMEpP MOKA3bIBAET, YTO HE JODKHO OBITh HUKAaKUX
OIMACEHMI MPHU UCHOJIb30BAHUM MPOAYKTOB, IPOU3BEAEHHBIX U3 NOJOOHBIX T'€HHO-
WHXEHEPHBIX COPTOB PACTEHUH.

Pa3BuTne COBpEMEHHON NPOMBIIUIEHHON MHKPOOHMOJIOTMUTAKKE CBSA3aHO C
ycrexaMu B 00sacTi MosieKyssipHoit reHeTnku. C 80-X TO0B CHEKTP MPOAYKTOB
MUKpPOOHOTO CHHTE3a Haydajl CYIIECTBEHHO DPACIIUPATHCA 3a CUET BHEAPEHHS B
00JaCTh MUKPOOHOW OMOTEXHOJOTMU METOJOJIOTUU T€HHOW HMH)KEHEepUuHu. bbuin
CKOHCTPYMPOBAHbl IPOMBIIIJICHHbIE IITaMMbl OaKTepui, MPOAYLHUPYIOLIUE
HECBOMCTBEHHbIE WM OMOJOTMYECKHE MOJIEKYJIbl, MPEXAE BCErO TOPMOHBI U
(epMEHTHI BBICILIUX OPTaHU3MOB U B TOM YHUCJIE Y€IOBEKa. BHOTEXHOIOrUs TeHHO-
MH)KCHEPHOTO MPOU3BOJICTBA JIEKAPCTBEHHBIX U JPYIMX OMOJOTMYECKH AKTUBHBIX
IpernapaToB, MHCIOJIb3YEMbIX, B YAaCTHOCTH, B KauyeCTBE IHUIIEBBIX J00aBOK,
BKJIFOYAECT BBEJCHUE ONPEACICHHBIX TIE€HOB JKMBOTHBIX WJIM YEJIOBEKa B
OaKkTepuanbHbIE CHCTEMBI B COCTaBe BEKTOPHBIX KOHCTPYKIIUH,
00€eCleUnBaOIINX BBICOKANA  YPOBEHb  JKCIpeccMu  3Tux  TreHoB. llpwu
HapalluBaHUU OaKTEpPHAIBHOM MAacChl MPOU3BOJUTCA OOJBLIOE KOJIUYECTBO
OEJIKOBOro MpPOAYKTa BBEACHHOTO Te€HAa. JTOT O€JIOK 3aTeM M30JIUPYIOT U3
OakTepuii, OYMINAIOT U HMCHOJB3YIOT B KauecTBe HeoOxonumoro mpenaparta. C
UCIIOJIb30BAaHUEM METOJOJIOTUH T€HETUYECKONW MH)KEHEPUHU YAAIOCh 3HAYUTEIBHO
MOBBICUTHh MPOAYKTUBHOCTH TPOMBIIIUIEHHBIX MUKPOOPTAHU3MOB 3a CUET BBEACHUS
JIOTIOJTHUTEIbHBIX KOIHUH T€HOB W/WJIM PETYJISATOPHBIX AJIEMEHTOB, CYIICCTBEHHO
BIMSIONIMX HA YpPOBEHb T'€HHOM aKTUBHOCTH. TakuM 3>xe o0pa3oM YJanoch
BUJIOU3MEHHUTh MUTATENIbHbIE MOTPEOHOCTH MHUKPOOPTaHU3MOB M TEM CaMbIM
YACWIEBUTh MX NPOU3BOACTBO. [IpMHIMNMANBHO H3MEHWIACH CXEMa CEJIEKIHNH
IPOMBIIIJIEHHBIX MHUKPOOPIaHU3MOB, OCHOBAaHHAas HE Ha MOUCKE 3(PPEKTUBHBIX
IIITaMMOB-TIPOJYIICHTOB, a HAa BBEJICHUHM T'€HOB, 0OccreunBaromux 3(pheKTUBHBIN
CHHTE3 1IEJIEBOTO MPOIYKTA, B IITAMMBI OaKTEpHid, MPUCTIOCOOICHHBIE K YCIOBUSIM
npousBojacTBa. Kpome TOro, B KauecTBe NPOMBIIUICHHBIX MPOJYLIEHTOB CTalld
UCITI0JIb30BaTh HE TOJbKO MUKPOOHBIE KYJIbTYPhI, HO U KYJbTYPhI KJIETOK U TKaHEH
PACTUTENBHOTO U )KUBOTHOTO IPOUCXOKICHUS.

B 1982 roay BnepBbie ObUIO pa3pelieHo KIMHUYECKOE UCTIOIb30BaHUE T€HHO-
WHXEHEPHOr0 MpOAYKTa OakTepuil - yenoBedyeckoro uHcyiumHa. C Tex mop
3aperucTpupoBaHo yxe Oosnee 600 mNaTEeHTOB Ha MPOMBIIUICHHBIE TE€HHO-
WH)XCHEpHbIE MUKPOOHBIE TpoAylLeHThl. Cpeln HUX JIEKapCTBEHHBIE MpenapaThl,
Takhue KaK MHTEePPEpOHBI, MHTEPICHKUHBI M POCTOBbIE (PAKTOPHI MMMYHHOMH
CUCTEMBI; POCTOBBIE (PAKTOPHI M TOPMOHBI POCTa YEJIOBEKa, CIOCOOCTBYIOILIUE
YCKOPEHHOMY 3a)KMBJICHUIO PaH M JIEYEHUIO KAPJIUKOBOCTH; AHTHKOATYJISIHTBI,
3¢ ¢deKTUBHBIE TpPHU JIEYCHHUH TPOMOOTHYECKHX 3a0oieBaHuil, WH(APKTOB U
MHCYJIBTOB; (PAKTOPBI CBEPTHIBAHUS KPOBU M 3PUTPONOITUHBI, IPUMEHSEMbIE MPU
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JedeHnn Oojie3HeH KPOBM W TOYEYHOW HEAOCTATOYHOCTH; DS BAKIMH, B TOM
qyucjae TMPOTUB renatuta B, MOHOKJIOHaJIbHBIE aHTUTENA, HCIOJIb3yeMbie B
JIMarHOCTUYECKUX HENISIX U I aJpECHOU JIOCTABKU JIEKAPCTBEHHBIX ITPENapaToB;
U MHoroe Jpyroe. Bce reHHO-MH)KEHEpHBIE JIEKapCTBa MPOXOIAT JTUTEIbHBIN
nepuo anpoOaluu, MPeIeCTBYIOMNN KIMHUYECKOMY UCIIOIb30BaHuI0. M kakux-
au00 MOOOYHBIX, HEXeIaTeabHbIX 3(PGEKTOB, CBA3AHHBIX C OCOOCHHOCTSMH HX
MIPOM3BO/JICTBA, /IO CUX ITOP HE 3aPETUCTPUPOBAHO.

B mocrmemHee BpeMs MIMPOKOE pa3BUTHE TMOJIy4YaeT TaK Ha3bIBaeMas
«IHATATENIbHAS» TEHOMHKA. XOPOIIO TOHATEH HWHTEPEC Bpaueli K COCTaBIICHUIO
cOQTaHCUPOBAHHBIX PAIMOHOB TUTAHUSA. YUYEHBIMHU JTUETOJIOTaMH pPa3paboTaHBI
TOYHBIC PEKOMEHIAIMHA, B KOTOPBIX YKa3bIBAETCSA, BO CKOJBKO pa3 HYKHO
YBEIMYHTH MOTPEOJICHUE TOTO WJIM MHOTO MHKPOXJIEMEHTA WM BUTAMHUHA, YTOOBI
MOHU3UTHh PHUCK OHKOJOTHYECKUX, CEPACUYHO-COCYIUCTBIX, PECIHUPATOPHBIX U
MHOTHX Jpyrux 3a0oyieBanuid. M cpeiu HacelIeHus: pe3KO MOBBICHIIMCH TPEOOBaHUS
K TTOTpeOJICHUIO 3I0POBOM IMHIIH, COJIepIKaIel BCe HEOOXOIUMbIE MHTPAIUCHTHI B
JIOCTATOYHOM, HO HE B U30BITOYHOM KOJMYECTBE U OJJHOBPEMEHHO HE COACpIKAIIICH
TOKCHYECKUX KOMITOHEHTOB. OJTHAKO MHOTHE CEIIbCKOX03SUCTBEHHBIC KYJIbTYPhI 1
nmojyyaeMble M3 HHUX IPOAYKTBI HE HECYT WJIM COJACP)KAaT HEJ0CTaTOUYHOE
KOJIMYECTBO HEOOXOJMMBIX [IJII YeJOBEeKa aMHUHOKHCJIOT, MHKPOAJIEMEHTOB,
BUTAMHUHOB WM TOpMOHOB. C Npyroi CTOPOHBI B ATHUX MPOAYKTaX B OOJBIIOM
KOJMYECTBE MOTYT COJIEPKAThCS BEIECTBA BPEIHBIC WM )K€ OIACHBIC IS
3M0poBhsl YenmoBeka. [loaTomy ocoboe 3HaueHHWe MPUOOPETAIOT HCCISIOBAHUS
TCHOMOB CEJIbCKOXO3SIMCTBEHHBIX pACTeHUH, WX OWOXMMHYECKOTO COCTaBa,
IIEJTMKOM 3aBUCAIIETO OT Ha0opa M CTPYKTYPHI T€HOB. M Ha OJTHO M3 MEPBBIX MECT
BBIJIBUTAIOTCS pa0OTHI IO OMOTEXHOJIOTHUH TEpEeHOCa TCHOB M KOHCTPYHUPOBaHUS Ha
TOM 0a3e pacTeHWH | IKUBOTHBIX C 3apaHee OIPEACICHHONW IHTATeIbHON
IeHHOCThIO. [IpM 3TOM B TNPOU3BOJCTBEHHBIE COPTA CEIBLCKOXO3SHCTBEHHBIX
MPOJYIICHTOB MOTYT BBOJUTCS T€HBI OT BHJOB, HEMPHUTOJHBIX K ITHUIICBOMY
UCIIOIb30BaHN0. I HA00opoT, M3 pacTeHU, HE HCIOJB3YEMBIX, K MPUMEPY, B
MUIIEBOM PAIMOHE CEIbCKOXO3SHCTBEHHBIX JKHMBOTHBIX, MOTYT YAQISITHCS TCHBI,
KOHTPOJHUpYIOIIKE oO0pa3oBaHWE TEX TOKCHYECKUX COCIWHEHHUH, KOTOpPBIC
OTIPENICIIAIOT HX IHUINEBYI0 HEMPHUTOAHOCTh. Ha MepBBIM B3IIA] KaKeTcs, YTO B
TaKOM TIOJXOJIC HET HHUYEro OIacHoro. Beab B KOHIIE KOHIIOB B HaIll OpraHU3M
OyIyT MOCTymnaTh HE UCKYCCTBEHHO CHHTE3WPOBAHHBIC, a IPUPOIHBIC BEIIECTBA, K
KOTOPBIM YEJOBEK JaBHO aJalTHPOBAJCAd Ha MPOTSHKCHUH CBOCH HSBOJIOINU.
OpnHako 3¢ (GEeKTUBHOCTh 3TOTO HAMPABIICHUS MPOW3BOICTBA TC€HHO-HHKCHEPHBIX
MPOJYKTOB 3aBUCUT OT MHOTHX BEIIeH W B TEPBYID OdYEpeab OT YETKOTO
NMOHUMAaHUS  HAIUX  THUIIEBBIX  IMOTPEOHOCTEH, MeTabojau3Ma  BEIICSCTB,
MOCTYTAOIIMX B HAIIl OPTaHU3M C MHINCH, U BIMSHUS Pa3IMYHBIX COCIUHCHUN Ha
PUCK pa3BUTHs TE€X WM HMHBIX 3a0oseBaHuil. Kpome Toro, HeoOXoauMo HMETh
XOpOIIIME TPEJCTABICHUS 0 METabOIM3Me TE€X BUJOB, KOTOPHIE MBI HCIIOIb3YEM
JUTSl TIPOM3BOJICTBA MPOAYKTOB. [IOCKOIBKY Ha MHOTHE W3 3TUX BOIPOCOB HET
JIOCTAaTOYHO YETKUX OTBETOB, K TEHHO-WHKXCHEPHOMY KOHCTPYUPOBAHUIO COPTOB
pacTeHUN W KUBOTHBIX, OOJAJAIONIMX 3aJaHHOW MHUTATEIHLHON IIEHHOCTHIO,
CJIETyeT TIOKa OTHOCUTBCS C HEKOTOPOI OCTOPOIKHOCTBIO.
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13. Ilepcnexkmugul pazeumus omeuecmseeHHol MONEKYIAPHOU MEOUYUHDBL

JIroqu cTapmmx MOKOJEHUH XOPOILIO MOMHAT TOT MEPUOJ B HAIIEH UCTOPHH,
KOIJla TeHeTMKa M KHOepHeTHKa ObUIM 3alpelieHbl, OOBSBIECHBI JHKEHAyKaMH,
«IPOJAKHBIMU JI€eBKaMU HMIlepruanu3Ma». [lapagokc 3akiaroyaeTcs B TOM, 4TO
MMEHHO 3TH JIB€ HAyKU B KOHILIE IIPOLUIOrO W B HA4YaJIe HBIHEIIHETO THICIYEIICTHS
ONpPENENWIA HOBBIM BHTOK LMBHWIM3ALMM B HCTOPUM 4YeJIOBEYECTBA. PasBurue
KHUOEpPHETUKHM 3aBEPIIMIOCH CO3JaHUMEM TJ100albHOM KOMIIBIOTEPHOH CETH
«MHTepHeT». A mporpecc B 00JaCTU I'€HETUKHU MPUBEIT K MMOJTHOW MM YaCTUYHOU
pacmn@poBKe CTPYKTypbl TEHOMOB MHOTHX BHJIOB OPTraHHU3MOB U B TOM YHUCIE
YEJIOBEKa.

B nepuon «uapcrBoBanus» T. [I. JIpiIceHKO ydeHbIE, KOTOpPbIE OTCTAWBAaJIU
CBOM Hay4yHble YOEKIEHHUS B T€HETHKE, B JIYYIIEM CJIy4yae JIMIIAIUCh paldoThl, a
uHOrga W ku3HH. [lociaencTBus 3TOro BOJIIOHTapU3Ma JAPaMaTUYECKHUM 00pa3om
CKa3aJIUCh Ha BCEHl OTEUECTBEHHOW HayKe U OCOOEHHO Ha MEIUIMHCKOM U
CEIIbCKOXO3SIMCTBEHHOW TI'eHEeTHKe. JloCTaTOYHO CKa3arbh, YTO B IIOAABISAIOLIEM
OOJBIIMHCTBE BY30B COOTBETCTBYIOLIMX NpOo(uUiIeil NpernojaBaHUe T'€HETUKU [0
CUX MOp MPOBOAMUTCA B Kypce oOImiel OHOJIOTMM M €[Ba BBIXOAUT 33 PaMKH
IIKOJIbHOM IPOrpaMMbl. B MEIUIIMHCKUX MHCTUTYTAX CTYJAEHTOB, KaK IIPAaBUJIO, HE
3HaKOMAT C HAaCJEICTBEHHBIMH OOJIE3HSM YEJIOBEKa M C BONPOCAMU MEAMKO-
T€HETUYECKOIr0 KOHCYJIBTUPOBAHMS, HET KypCOB II0 IUTOICHETUKE, IIO
OMOXMMHUYECKOM M MOJIEKYJSIDHOM TeHEeTHKe, HeT Kadeap MO MEIULHMHCKOU
TE€HETHKE, IBHO HETOCTATOYHO KOJIMYECTBO YaCOB, OTIIYCKAEMbIX Ha IIPENOAABAHNE
OyaylIMM BpayaM MEAMIIMHCKON T'€HETHKH M Ha UX IMEpPEnoAroTOBKY B CHCTEME
MOCJIETUIIIIOMHOTO 0Opa3oBaHusi. KatacTpoduueckn He XBaTaeT mpenoiaBarene,
CIIOCOOHBIX BECTH 3THU MPEAMETHl U BJIAJCIONIMX COBPEMEHHON HH(OpManuen,
Kacarolleicss MOJEKYJISIPHBIX OCHOB pa3JIMYHBIX (opM naTosioruu. OTCYyTCTBYIOT
Y4€OHUKH Ha PYCCKOM $I3bIKE MO OOLIMM M YAaCTHBIM BONPOCAM MOJIEKYJISPHOU
MeAMLIMHBL. B mocneaHee gecsTwieTMe B CBA3M € YXYJUIEHHEM 0OIei
DKOHOMMYECKOHN 00CTaHOBKHU pe3Ko COKpAaTUJIOCh (¢buHaHCUpOBaHUE
IPOBOJMBILKXCS B CTpaHe (PYHIAMEHTAJIbHBIX HCCIEAOBAHUNA MO MOJIEKYJISIPHON
I€HETUKE, B TOM 4HclIe U 0 npoekTy «l'eHoM wyenoseka». Bcenencrsue 3Toro
oOpa3oBaJicsi MOUIHBIM MMOTOK MUTPAlMU U3 CTPaHbl MOJIOJBIX CIIELUAIUCTOB U
YYEHBIX CPEIHEro IoKojeHus. Eciu Bo BpeMeHa JIBICEHKO y4YeHBIM 3ampeniaim
3aHUMAThCSl TEHETHKOM, TO CEHYaC CO3aHbl TAKUE YCIOBHUSI, YTO OHU BBIHYKJICHBI
ye3aTh 3a TPaHUIly, YTOObl 3aHUMATHCS HAYYHBIMH MCCIIEIOBAaHUSIMHU B 00JIacTU
reHeTHKU. B cTpaHe ocTtasioch oueHb Mano JabopaTopuii, B KOTOPBIX HMEETCS
COBPEMEHHOE O0OpYyIOBaHME M JIOCTaTOYHO PECYpCoB g (PUHAHCOBOTO
oOecreyeHus: Hay4HbIX UCCIIEI0BAHUI, HE TOBOPS YXKE O 3apIulaTe COTPYIHUKOB, B
JECATKU Pa3 yCTYNAKIIEH TOW, KOTOPYIO aHAJIOTUYHBIE CIEUUAIACTBI - BBIXOALIBI
U3 Halllel CTpaHbl - moiydaroT B 1aboparopusix CIIA u 3anannoit EBpormbi.

Hecmotps Ha 1O yto Hayka B Poccum mnepexuBaer celdac HeE JIydIlHe
BpeMeHa, paboThl B 00JACTH MOJIEKYJISIPHON METUIIMHBI BCE YK€ MPOJIOJIKAIOTCS.
HyXHO OTMETHTBH, 4YTO MNpENOJaBaHUE TE€HETHUKH COXPAHWUJIOCh HA IPEKHEM
BBICOKOM YPOBHE BO MHOTHX YHUBEPCUTETAX, U 3TO B PABHOM CTEIIEHU OTHOCUTCSA
K Kadeapam MEOUIIMHCKOW TE€HETUKU, MOJEKYJSpHOW Ouonoruun um Ouou3uKy,
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OTKPBITBIM B pSAA€ MEIUUMHCKHX YHUBEPCUTETOB W aKaJeMHil, a TakXke B
HEKOTOPBIX TEXHUYECKUX By3aX. TakuM o0pa3oM, UMEETCsl MOCTOSHHBIN MPUTOK
IOHBIX, XOpOUIO  IOJATOTOBJICHHBIX  CIEHHAIUCTOB B  COOTBETCTBYIOLIUE
nabopaTopuu, MEJIUKO-TE€HETHYECKUE KOHCYJIbTallUH 151 KaOWHETHI.
dyHIaMeHTabHbIE UCCIEIOBaHUS B 00JACTH MOJIEKYJSIPHOW T'€HETUKH YelioBeKa
YCIEHIHO MPOAOJDKAOTCA B pAne MHCTUTYTOB PAH, Takmx Kak MOCKOBCKHE
WHCTUTYTHl MOJICKYJIIPHOM OHOJIOTHH, MOJIEKYJISIPHOM TEHETHUKH W 0OIen
reHetuku, [lerepOyprckuil MHCTUTYT siaepHOM (pusuku, MHCTUTYT nutonoruu u
reHetukn HoBocubupcka, WHCTUTYT OHOXMMHH U TEHETHKH Y PalbCKOTO
Hayuynoro Ilentpa. He wmenee ycmemHo u ¢ OoJblIed MPUKIAIHOU
HAIPaBIEHHOCTHIO MOJOOHBIE HCCIEAOBaHUA MPoBoaATCA B MHcTUTyTax PAMH,
npexzae Bcero B MockBe B Menuko-I eHETUYECKOM HAydyHOM LIEHTpE, B
OHIOKpUHOJIOTHYECKOM,  OHKonormyeckoM M Kapamonornyeckom HaydHBIX
nentpax, B HUM neBponoruu; B IlerepOypre B MHCTUTyTE akyiepcTBa u
runekosiorn, B HUUM skcnepumentansHoii meaunubbl, B HUM onkosoruu, a
takke B MHcTtuTyre  Ouoperymsiuu u reponTosiornv; B Tomcke B HUU
MEAMIMHCKOW TreHeTUKU. OCHOBHAs TSDKECTh MPAKTUYECKOW paldoThl 1O
MEIUIMHCKON TIE€HETUKE JIEKAT HA MEAUKO-TEHETHYECKUX KOHCYJIbTAlUAX U
KaOuHeTaX, CeTh KOTOPBIX CO3/aHa MO Bceil cTpaHe. B OoJbIIMHCTBE 3THX
YUPEKICHUM NPOBOJUTCS UUTOICHETUYECKAss JAUArHOCTMKA XPOMOCOMHBIX
OOJIE3HEN.

MounekynsipHass ~ AMarHOCTMKA  MOHIEHHBIX  3a00JieBaHWi,  BKJIIOYas
JOCUMIITOMATHYECKYIO U TNPEHATAIBHYIO JHATHOCTUKY, OCYLIECTBIIETCA B PAIE
7abopaTopuil CTpaHbl, HAXOJIAIIMXCS B MEPEUYHMCICHHBIX BBIIIE WHCTUTYTaX W
LEHTpaxX, B OTHOLIEHUM TaKUX 3a00JeBaHUM, KaK MyKOBHUCLIHJI03, TeMopuiusg A u
B, denmnkeronypus, muoauctpodus [lromenna/bekkepa, HekoTOpbie (HOPMBI
KOHEYHOCTHO-TIOSICHOM MMOAMCTPO(PHH, MHUOTOHHUYECKass IUCTpo(us, ceMmelHas
TUIIEPXOJIECTEpUHEMHUS], CHHAPOM MaptuHa-bes, aqpeHo-TeHUTAIBHBIA CUHAPOM,
HEKOTOpbIe (DOPMBI CIIMHAIBHBIX ¥ HEBPAIbHBIX aMUOTpoduii, 6oe3us Bunbcona-
KonoBanoBa, xopes ['enTunrrona, MoHorenneie gopmbl 6one3nu [lapkuHcoHna u
Oomne3Hu Anblreiimepa u Ipyrue.

[IIlupoko  pa3BOpayMBaIOTCA B  HACTOALIEE  BpPEMs  MCCIENOBAaHUA,
HaIlpaBJICHHbIC HA BBISIBJIEHWE M aHAJIM3 TE€HOB MPEAPACION0KEHHOCTH, a TaKkKe
Ha pa3pabOTKy MPOPUIAKTUYECKUX MEPONPUSITHA B OTHOIIEHUH TPYII JIUI,
MMEIOIIMX TMIOBBIIIEHHYI) TE€HETHUYECKYI) CKIOHHOCTh K PAa3BUTHUIO IIHPOKO
pacmpocTpaHeHHbIX 3a0osieBanuii. HauOosbliiee Koau4ecTBO padboOT B ITOM
HaIlpaBJICHUU KACaeTCsd  CEpIECYHO-COCYIMCTOW  MAaTOJIOTMH,  BKJIKOYas
aTepoCKIIepo3, TUNepTeH3uto, nHpapkT Muokapaa. C 3Tol Lenblo aHAIU3UPYIOTCS
I€Hbl, YI4aCTBYIOIIHME B KOHTPOJIE JIUIIUIHOIO TOMEOCTa3a, COCTOSHUS COCYIUCTON
CTEHKH, B paboTe pPEHUH-AaHTMOTEH3MHOBON CHCTEMBI U CHUCTEMbI CBEPTHIBAHUS
KpoBH. IlocnenHue u3 mepedncIIeHHBIX N'€HOB AHAIM3UPYETCsS TAaKXKE B CBSI3H C
PUCKOM pa3BUTHUA TPOMOOTHYECKMX 3a00jeBaHM, BKIJIOYas BEHO3HBIE U
apTepuagbHble TPOMOO3BI U B TOM 4HCIIe MHCYNIbT. Ha mpeapacmnonoxeHHOCTh K
3TUM 3a00JIEBaHUSAM TaKKE€ MOXKET OKa3blBaTh BJHMSIHHE COCTOSHUE CTEHKHU
cocynoB. C npyroii ctopoHsl, fedekTHas paboTa 3TUX TEHOB MOXKET (HOPMUPOBATH
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TEHETUYECKUH PUCK PAa3BUTHUS HEKOTOPHIX (HOPM BAPUKO3HOTO pacIIupeHus BeH. B
psne nabopaTopuil ~ aKTUBHO HCCIEAYIOTCS TEHbI, MOBPEKIACHHUS KOTOPBIX
OTBETCTBEHHBI 32 pPa3BUTHE ayTOMMMYHHBIX 3a00JIEBaHHM M B MEPBYIO OYEpEb
nuabeta. B 3THX cilydasix BakHOE 3HAQUEHHE UMEET aJJICIbHOE COCTOSIHUE T€HOB
Komiuiekca rucrocoBMectumoct (HLA). Ho coBepiieHHO MHAs TpyIia reHOB
y4acTBYeT B ONPENEICHUU DPHUCKA PA3BUTHUA HAMOOJEE TAKEIBIX COCYIUCTHIX
OCIIO)KHEHHI mpu nuabere, Takux Kak Hedpomatvss W peTuHomnatus. HauaTel
paboThI 1O ONPENEIEHUIO TEHETUYECKOW MPENPACIIONIOKEHHOCTH K OpOHXHAIBHON
acTM€ M aTONuU. 37IeCh Ha IEPBOE MECTO BHICTYMHAIOT T€Hbl UMMYHHOM CUCTEMBI, a
TaK)X€ TEHBI, OTIPEIEIISAIONINE CEKPETOPHBIC (PYHKITMU KJIETOK OPOHXOB M JICTKHX.
CymectBeHHOe Momudumupyroniee BIUSHAEC Ha OTH 3a00JICBaHUS MOTYT
OKa3bIBaTh T'€HBI CUCTEMBbI JETOKCUKAIIMM KCEHOOMOTHMKOB. HO cocTostHus 3Tux
TEHOB HE SBJSIOTCH creruduueckuMu pakrtopamu pucka. OHU MOTYT BIMSATH Ha
OUYEHb pa3Hble OOJIE3HH, TaKUE, HAPUMEpP, KaK SHIOMETPUO3 U ocTeonopol. [lpu
ATOM OYEBHUIHO, YTO OCHOBHOM BKJIaJ] B (POPMUPOBAHHUE MPEAPACTIOIOKEHHOCTH K
paznuyHbIM (hopmam 3TUX 3a00sieBaHUN OyayT BHOCHUTH T'€HbBI, HETIOCPEICTBEHHO
Y4acTBYIOIIME B KOHTPOJE METAaO0OJMYECKUX TPOIECCOB, HAPYIICHHBIX B
MaTOJOTUYECKUX TKAHSIX.

B Mockge, Cankt-IleTepOypre u B psifie Apyrux KPymHBIX TOPOJIOB CO3/aHa
CeTh JIabOpaTopHii, B KOTOPBHIX ucrosnb3yercss meton [P nns guarnoctuku
IIMPOKO PACTIPOCTPAHEHHBIX BUPYCHBIX U OakTepualbHbIX HHGEKIud. MHorue u3
ATUX JIabopaTopuil paboTalOT Ha KOMMEPYECKOW OCHOBE. B pasHbIX IeHTpax
pa3paboTaHbl pazivyHble MOAU(MUKAIUU TEHOMHON JTaKTUJIOCKOIMHUHU, KOTOPbHIC
HCIIOJIB3YIOTCSl HE TOJIBKO B KPUMUHAIMCTUKE WU JIJIsl YCTAHOBJIEHHUS OTIIOBCTRBA,
HO W JJI1 UJICHTU(PUKAIIUU OCTAHKOB JKEPTB MHOTOYHMCIIEHHBIX TEPPOPUCTUUECKUX
U KOHTP- TEPPOPUCTUUECKUX OMeparuii, TPOUCXOIAIIMX B IMOCIEAHEE BpeMs Ha
TEPPUTOPUU HALIEH CTPAHBI.

He ocrarorcs B cTOpOHE BOIPOCH MOJIEKYJISIPHOM OHKOnorMU. mu mpexnae
BCET0 3aHUMAIOTCS B CIIEHMAIM3UPOBAHHBIX LIEHTPAX U UHCTUTYTaX. B 3TOM CcBs3M
UCCIIEAYIOT COCTOSIHUSI OHKOT€HOB, CBSI3aHHBIX C PAKOM KPOBHU, MOJIOYHOM KEJE3bI,
KUIIEYHUKA, NPOCTaThl. B T'EpPOHTOJOTMYECKUX LEHTpaX aHaJU3UPYIOTCS
MOJIEKYJIIPHBIE OCHOBBI, TaK Ha3bIBAEMBIX, CTapyeCKUx 3aboseBanuii. B psme
nabopatopuii  MockBel  u  Cankt-lIletepOypra  Hawamack  pa3paboTka
IEHOTEPANEBTUUECKUX MPOrpaMM B OTHOIICHHH MuoaucTpoduu JlromeHHa,
MYKOBUCLIUJI03a W HEKOTOPBIX OHKOJIOTMUECKMX 3abojeBaHuil. OJgHAKO 3TH
HCCIIeIOBaHUS HE JTOCTUTIIN TTOKA CTAINK KJIMHUYECKUX UCTBITAaHUH.

Eme  pa3 mnomgyepkHeM, 4YTO YPOBEHb TOCYJIapCTBEHHON (PUHAHCOBOM
MOAJCPKKU  HCCJICOBaHUM, TMPOBOJMMBIX B HaIlle CcTpaHe B o0rnactu
MOJIEKYJIIPHON MEIUIIMHBI, HE COMOCTaBUM C TEM, KOTOPBIM XapaKTepeH s
MHOruX cTpaH 3anaanor EBponsl, Anonun, Muauu u naxxe Kuras, He roBops yxe
o ctpanax CeBepHoii AMepuku. Eciu 3Ta cutyanus B Ombkaiiiiee BpeMs He Oyner
KapJWHAIBHO MEHSTHCS, MBI 3apaHee oOpekaeM ceOs Ha 3HAYUTEIIbHOE OTCTaBaHUE
OT MPOMBIIIJIEHHO Pa3BUTHIX CTPAaH B OJHOM M3 CaMbIX MEPEIOBBIX HAIMPABICHUI
31paBOOXPAHEHUS.
3axnouenue.
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3aBepInack nepBas «CTPYKTYpHas» 4acTh NpoekTa «I'eHoM yenoBeka». B
pe3ynbTaTe HACHTU(PUIIMPOBAHBI BCE TE€HBbI 4YeJlOBeKa M pacimudpoBaHa UX
MOJIEKYJIsipHasi npupoja. B Ommxaiimme roasl OynyT MACHTU(GUIMPOBAHBI BCE
OelkM dYeloBEeKa M MpOYUTaHa MX AMHHOKHUCIIOTHAs IOCJIEeI0BATEIbHOCTD.
3HAaYEHUE ATUX OTKPBITUNA JJIs1 MOJEKYISPHON MEAUUMHBI TPYAHO MEPEOLICHUTD.
[Ipexne Bcero, 95TO TMPUBEAET K CYIIECTBEHHOMY pPACIIMPEHUIO CIIHCKa
3a00JIeBaHUM, aHalM3 KOTOPBIX MOXKET OCYIIECTBIATHCS C HUCHOJIb30BAHUEM
MOJIEKYJIIPHONI METO/JOJIOTUU. 3HAYMTEIbHOE Pa3BUTHE B 3TOM CBS3M MOJTy4aT
JTMArHOCTHYECKOE U MPO(UIAKTHIECKOE HAMPABICHUS MOJCKYIIPHOU MEAUIIMHEI,
OCHOBaHHbIE = Ha  aHalW3e  MHIMBUAYaJbHBIX  OCOOCHHOCTEH  TeHOMa,
dopMupoBaHHM Ha 3TOM 0aze Tpymm pHUCKAa MO OTACIbHBIM HO30JOTHSAM H
pa3paboOTKe  CHoCOOOB  MpEaynpexacHuss  3a00JeBaHUl 70  MOSABJICHUS
KJIMHHYECKUX CHMIOTOMOB H/WJIM  HACTYIUICHUS KaKHX-TO  HEOOpaTUMBIX
NATOJIOTMYECKUX U3MEHEHUM.

Ycrexu B CTpyKTYPHOM T€HOMHUKE CO3Jal0T OCHOBY JUISI MOIITHOTO Pa3BUTHS
«(pyHKIIMOHAJIBHOTO»  HANpaBJ€HHUS  STOM  HAyKu  WIM  [POTEOMHKH.
WNnentuduxanuss TreHOB OTKPBIBAET JOPOTY IS aHAIM3a MX KCIPECCUH, OTBETA
Ha Bompoc: «B kakux TKaHsX, HAa Kakod craguu JupGepeHIUpPOBKU U C KaKou
MHTEHCUBHOCTBIO pabOTaeT TOT WJIM HHOM TreH?». YKe celyac MOXKHO JaTh
IpUOIU3UTENIbHBIE OLIEHKH KOJMYECTBA T'€HOB, YYacCTBYIOIIHMX B 0Opa30BaHUU U
(GYHKUIMOHUPOBAHUM PA3IMYHBIX TKAaHEH W OpPraHoB, TO €CTb (POPMHPYIOUIUX
cnenuuyeckrue «reHHble ceTu» (puc.). XOTs TMOJ0OHBbIE OLEHKH eIle
YTOUHSIOTCS, B Onmkaiilee BpeMsi 3TH BONPOCHI OyAyT MOJHOCTHIO perieHbl. U
TOTJla CTaHET COBEPILIEHHO SICHO, CTPYKTYpy KakuX T€HOB HEO0OXOIUMO
aHAJIM3UPOBAaTh NIPHU HACJIEICTBEHHBIX Je(eKTaxX pa3BUTUS U (PYHKIMOHUPOBAHUS
cnenupUYecKnX TKAaHEH U OpPraHoB.

Mbl  yxke mmcamu O TOM, 4YTO pacmudpoBKa aMHHOKHCIOTHOM
NOCJI€I0BATEIBHOCTH O€JIKa MO3BOJISIET OMPENENATh HE TOJIBKO IPOCTPAHCTBEHHYIO
CTPYKTYpY, HO BO MHOTHX CJIy4asX U €ro (yHKIHH B OpraHu3Me dyeioBeka. B
HACTOSIIIEE BPEMsl IMOJTHOCTBIO WJIM YaCTUYHO HM3BECTHO HA3HAYECHHE IMPUMEPHO
TpeX 4YeTBepTed M3 BCeX MJEHTU(UUUPOBAHHBIX OeiakoB. OKOIO TPEeTH U3 HHUX
OTHOCHUTCSI K CTPYKTYpHBbIM O€jKaM KJIETKH. 3HauuTeJIbHas 4acThb Y4acTBYEeT B
IPOU3BOJCTBE U MOTpedsieHnu 3Hepruu. llpuMepHO paBHOE KOIMUYECTBO OEJIKOB
3aJIeCTBOBAHO B KOMMYHMKAIMAX BHYTPM M BHE KJIETKM W B €€ 3alUTe OT
uH(pEeKIUi 1 MoBpexXaeHU. Pa3Hble rpynmbl OEJIKOB OTBETCTBEHHBI 32 (PUKCALIMIO
MOJIOKEHUS KJIETKU U €€ MPOCTPAaHCTBEHHOE Nepemelienne. Hemuorum 6onee 5%
OEJIKOB yYacTBYIOT B BOCIPOM3BOJCTBE KJETOK. MaeHTudukauus nepBUYHOTO
OnoxumMuyeckoro gedekra Npu pa3iudHbIX (opMax MaTOJOTUH, MOHHUMaHHUE
byHkuuid 3TOoro Oenka W XapakTepa €ro B3aUMOACHCTBUS C JAPYTUMH
MOJIEKYJIIPHBIMU KOMIIOHEHTaMH BHYTPH W BHE KIETOK CO3JAlOT OCHOBY [UIS
pa3pabOTKM TNATOreHETHUYECKUX METOAOB Tepanmuu. W 3TO  BakHeiIiee
HaIpaBJICHUE MOJICKYJISPHON MEIUIIMHBI. TEeMIIbl ero peaju3alui B OmKanime
roJpl OyayT 3HAUUTENBHO YCKOPSATHCS MO Mepe Pa3BUTHS «(HYHKIHMOHATBHO
T€HOMMKHU U MOCTENEHHOr0 MEPEX0/1a OT NOHUMAaHUS XapaKTepa B3auMOACHCTBUS
OEJIKOB, KOJIMPYEMBIX TE€HAMH OJHOM «CeTW», K BBUICHEHHUIO Xapakrepa
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B3aMMOJICUCTBUS TPYNN OEITKOB, KOHTPOJIUPYEMBIX PA3HBIMU «TCHHBIMU CETSIMI.
[TonoOHbIE «(YHKIIMOHATBHBIC» 3aJadyd TCHOMHUKH HE MEHEE CJIOXKHBIC, YeM ee
CTPYKTYpHasi 4acTbh, U TOTPEOYIOT IS CBOETO PEIICHHUST HECKOJIBKUX JECATHICTHH.
Ho eme Oosee TpyaHbIM OyIeT NEpexox OT OSTOro dTama K MOHUMaHHUIO
(YHKITMOHUPOBAHUS KJIETOK M OpTaHU3Ma B IEJIOM, KaK HHTETPAIBHBIX CUCTEM.

OskmmaeTcsi IPOPhIB U B OOJIACTH TEHHOW TEpamuu, XOTS CPaBHUTEIBHO
HeOOoNbIION 3(P¢GeKT OT OrpoMHBIX (PUHAHCOBBIX BJIOKEHUH  IOCJICIHETO
JECATUIICTHS B 3Ty 00JIacTh, a TaKXKe P HEy/ad, COMPOBOXKIABIINX HEKOTOPHIC
T€HOTEPAINeBTHUECKHE MPOTPAMMBI, BHECIIH OIPEACIICHHBIE pa30uyapoBaHUsl.

Yepes 2-3 nmecaruneTuss B psAAe CTpaH CTaHET pealbHOW pabdoTa 1o
TEHETHIECKOM nacrapTH3aIluu HaCeJICHUS. Haunercs COCTaBJICHHE
KOMITBIOTEPHBIX 0a3 TaHHBIX, B KOTOPHIX OYAYT YYUTHIBATHCS HHAUBUAYaIbHBIC, B
MEPBYI0 OdYepeqb, MATOJOTHUECKHE OCOOCHHOCTH TEHOMa U XapakTep WX
HACJEOBaHUS B CEeMbsX (MOJHAS KOMIIBIOTEpPHU3alUs POAOCIOBHBIX). ITO
MIO3BOJIUT pa3pabdaThiBaTh METOAB MHIANBUIYAIBHON TEPAIUU, TO €CTh JICUCHHS HE
007e3HU, a OOJIBLHOTO C YYETOM OCOOCHHOCTEN ero reHoMa 1 00pasa >KU3HHU.

Cy1iecTBEHHbIE YCIIEXU OKHUJIAIOTCS B JAUETOJIOTHUH, & 3HAYUT U B TaKOM
PO(QUIAKTUIECKOM HAIMPaBICHUNA MOJICKYJISIPHONW MEIUIMHBI, KaK «ITUTATEIbHAS))
reHOMHMKA. 3/1eCh OJTHO U3 MEPBBIX MECTO OyJIeT MPUHAIEKATh pa3paboTKe reHHO-
WHXCHEPHBIX METOJIOB IPOU3BOJCTBA OHOJIOTMUECKH AaKTHUBHBIX MHUIIEBBIX
100aBOK M JICKAPCTBEHHBIX MpemnapaTtoB. He meHee, a MoxeT ObITh gaxe Ooliee
BOKHOE 3HAUCHHWE OyJeT MMETh TaKKe TeHHO-WH)XCHEPHOE KOHCTPYHPOBAHUE
TaKUX COPTOB CEINBCKOXO3SIMCTBEHHBIX PACTEHUI U JKUBOTHBIX, KOTOPBIC 00JIa1aIn
Obl cOaTaHCHPOBAaHHBIM HAOOPOM HEOOXOJWMBIX IMUTATEIHHBIX KOMIIOHEHTOB H
MIPOU3BOICTBO KOTOPHIX OBIJIO ObI SKOHOMUYECKH OIPaBIaHO M HE HAHOCHJIO Bpe/a
DKOJIOTHH.

A Kakue OIMacHOCTH OXKUJIAIOT YEJIOBEYECTBO B CBSI3U C PaCHIM(pPOBKOMA
CTpYKTYpbl reHoMa? ['1aBHast OMacHOCTh COCTOUT B BO3MOYKHOCTH MCTIOJIB30BAHMS
ATOM MH(POPMAIIUA B BOCHHBIX IIEJISIX, JUIS pa3pabOTKH CIIOCOOOB HAIPaBICHHOTO
YHHUTOXKEHUS OTMPEACIICHHBIX THUYSCKUX TPYII WIA HAPOOB, TPOKUBAIOIIUX Ha
oTpejieNieHHON TeppuTopur. Ham He XoTenoch Obl IeTaTbHO OCTaHABIMBATHCS Ha
9TOM TeMe. 3aMETHM TOJIBKO, YTO IMOJJ00HOE OMOJIOTHYECKOE OPYKHE HAHECET BPel
BCEMY YEJIOBEYECTBY M HEM30EKHO KOCHETCS ero pa3paboTymkoB. Bropas He
MEHEE Cephe3Has OIACHOCTh CBfA3aHAa C BO3MOYKHOCTHIO HEMPOHM3BOJIHLHOTO
CO3JaHMsl W BBIXOJAa W3 MO J1a0OpaTOpHOTrO KOHTPOJS T'CHETHYCCKU
MOAU(UITMPOBAHHBIX IIITAMMOB BHUPYCOB W OaKTEpHii, CIIOCOOHBIX BBI3BIBATH
TsDKEJbIe 3a00JICBaHUS y 4YeloBeKa. XOTS B JIA0DOpaTOpHsIX MPEAyCMOTPEHBI
OTIPE/ICIICHHBIC CITOCOOBI 3alUTBI M BEPOSTHOCTh TAKOTO COOBITHS HEBEIIHKa,
MTOJTHOCTBIO €T0 UCKITFOYUTH HENb34.

OTkpeITHS B 00JACTH TEHOMHUKH TIOPOKIAIOT OTPOMHOE KOJIMYECTBO
OTHYECKHUX, IMPABOBBIX W COLHUAIBHBIX MPOOJIEM, TPUYEM TaKHUX, C KOTOPHIMHU
YEJIOBEUECTBO PaHBIIE HE CTAIKUBAIOCh. MBI HEMHOTO KacajuCh dTHUX BOIIPOCOB
pu 0OCYXKIEHUU TeHETHYeCKoro macrnopTa. Llenbie mHCTUTYTHI paboTaroT ceivac
HAJ] W3y4YeHHWEM TMpoOJIeM aJanTaluy 4deJloBeKa W O00IecTBa B IEJIOM K
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BOCIIPUATHUIO I[OCTI/DKGHI/Iﬁ ICHCTHUKH, €C IIPOHUKHOBCHUIO HEC TOJIBKO B MCAUIIUHY,
HO 1 BO MHOT'HC OPYTHUC 00J1aCTH YEIT0BEUYCCKOM JACATCIIBHOCTH.

Her coMHeHuss B TOM, 4TO pacmiu@poBKa CTPYKTYphl T'€HOMa YeloBeKa

HMCCT OIIPCACIIAIOMICC 3HAYCHUC TJIsA IIOHUMAHUA CI'o OMOJIOTUH U OBOJIFOIMH U B
21-oM Beke 6yzxeT CACJIaHO OYCHb MHOT'O OTKpI)ITI/Iﬁ B 3TOM HaAIIPaBJICHUHU.
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