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BBenenue

Opnum 3 Hambosee YyBCTBUTEIBHBIX PAJIUOOMOJIOTMYECKUX CIMOCOOOB OMPENETICHHUS] MU3MEHEHUH,
MIPOUCXOMSIINUX B OpraHU3Me MpH €ro 00JyYeHHUH, SIBISETCS IUTOTEHETUYECKU METOJI, OCHOBAHHBIN
Ha YyuyeTe cCrenu@uuecKux XpOMOCOMHBIX abeppaumii B aumdonuTrax mnepudepruyeckoil KpoBU
YeJIoBeKa. JTOT METOJ MPUMEHSIOT B JBYX AacleKTaxX: JJISI MHAWKALMU CTEIEHU PaguallOHHOIO
NOBPEXKIECHUSA OpraHu3Ma M pacyeTa MONIOUIEHHOM JO03bl M0 ILMTOTEHETUYECKUM MapKepam
(abeppariu XpOMOCOMHOTO THIIQ).

K xpomocomubIM abeppaiusimM, SIBISIFOIIMXCS MapKepaMH paJHallMOHHOTO BO3JEUCTBUS, OTHOCST
TUIEHTPUYECKUE U KOJBIEBbIE XPOMOCOMBI — a0eppalud HECTAOWJIBHOIO THIA, a TaKxkKe
TPAHCJIOKAIIMM M WHBEPCUU — CTAOMIIbHBIE XPOMOCOMHBIE TepecTpouku. [lepBbie — mpuBOAAT K
noTepe TEeHETUYECKOTO Marepuana, I[O3TOMYy B  pe3ylbTare Tru0end TeHeTHYEeCKH He
cOaJTaHCHPOBAHHBIX KJIETOK YMCIIO ATUX abeppaluii co BpeMeHeM CHUKaeTca. Bropeie, He Hapyiias
CYILIECTBEHHO T€HETUYECKOro OajaHca KIJIETOK, COXPAHSIOTCA B Mpolecce nponudepannu, U 4acTora
UX MaJIO MEHSIETCS CO BpEMEHEM OOJTydeHHUSI.

AHanu3 abeppaiuii XpoMOCOM OKa3blBaeTcs HamOosee d(PPEKTUBHBIM B CIydasx OTHOCUTEIHHOTO
paBHOMEpHOrO 00dyueHus mroae. OO0 ATOM CBHIIETEIBCTBYET XOPOIIEE COOTBETCTBHE MEXKIY
OLICHKAaMHU JI03bl, TOJYYEHHBIMU I[IUTOTCHETHUYECKUMHU, (U3MUECKUMU U TIeMaTOJIOTHYeCKUMHU
METOJIaMH.

[Ipy HepaBHOMEpPHOM BO3ACHCTBUM CpPEAHSA YacTOTA, HAIPUMEp, AHUIEHTPUKOB, OTPa)X)aeT 03y,
YCPEIHEHHYI0 IO BCeMy Tely, M sBisieTcs ManouHpopmaruBHoil. Kpome Toro, mnpuszHakamu
PAaBHOMEPHOCTH OONy4YE€HHs] OpraHu3Ma MOTYT CIYKUTh TaKU€ KPUTEPUHM KaK: COOTBETCTBHUE
pacmpeneseHusl AUIIEHTPUKOB O KieTKaMm (In vitro) TeopeTudeckomy pacmnpeneneHuto Ilyaccona u
OTCYTCTBUE CYHIECTBEHHBIX PA3JIUYUH 110 PA3HBIM HUTOTCHETUUYECKUM TOKA3aTENSIM: CPEIHEN YacTOTE
muieHTpukoB (Ha 100 nmpoaHanM3UPOBAHHBIX KJIETOK), MPOLEHTY KJIETOK C AUIIEHTPUKAMHU U YaCTOTE
JTUIEHTPUKOB (Ha 1 KJIETKY C JUIEHTPUKAMHU).

Jlist GMOI03UMETPUYECKUX HCCIIEIOBAHUN HCIONIB3YIOT PA3JIMYHbIE ITMTOTCHETHUYECKUE METObL:
PYTUHHBIN ITUTOTCHETUYECKHUI aHaIu3, MUKposaepHbIi TecT, Meton FISH, Mmeton nuddepenunanbHomi
OKpacKH XpOMOCOM H JIp.



1. OCHOBHBbIE TUMblI XPOMOCOMHbIX ABEPPALIA

Bce XpomMocomHble abeppauuu, BO3HMKaKOLME B COMATUYECKUX KIeTKax 4enoBeka WU
perucTpupyemble Ha ctagumM MeTadasbl, pasgensioTcsl Ha ABe OCHOBHble rpynnbl: abeppaumm
XPOMOCOMHOro TUna un abeppauun xpomatuaHoro Tuna (puc. 1).

AGeppauun AGeppaunm
XPOMATHAROFO TWRA XPOMOCOMHOTD THRA
Mpocrue O6mennwe flpocruwe
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Buytpuxpomocomnuue MeKXPOMOCOMHLIS
BuyTpu Memnne- Cummetpusi~ | ACummeTpuu-
NASYEBBLIE yeBLIe Hete HLe
Nastne Henoauwe

Puc. 1 Obwasn knaccuukauma abeppaumimm XpoMocom



OTHeceHne Ton UnNn nHom abeppauum K XpOMOCOMHOMY UIIM XPOMaTUAHOMY TUMy 3aBUCUT OT
TOro, Ha KakOM YpPOBHE (XPOMOCOMbI UM XpoMaTtuabl) NoBpexaeHa XpoOMOCOMa, BOBieYEHHAsA B
nepecTpouky.

AbBeppaunmn XpOMOCOMHOIo TUna oTpaxarT NoBpeXaeHNe XPOMOCOMbI Ha MPECUHTETUYECKON
ctagum (G,-pasa) nHTepasbl KNETOYHOrO LyKNa, Korga XpoMocoma pearmpyet Kak ogHoHUTYaTas
CTpyKTypa. Abeppaumm XxpoMaTngHoOro Tuna BO3HUKAKT NpU NOBPEXOEHMM XPOMOCOMbI Ha cTaguu
ee BYyX HUTen B pase S n G2.

Hepegko npun gencrtemMm mytareHoB Ha CTagun, Korga XpoMocoma npeacrasneHa AByMS HUTAMN,
nosBNAKTCA abeppaumm XpOMOCOMHONO Tuna, OoTpakawlime MNOBPeXOeHUss B UOEHTUYHbIX JTOKycax
oboux xpomatmg XpoMocombl. B Takux crnydaax roBopAT 06 Mn3oXxpoMaTuaHbIX paspbiBax Unn
abeppaumax. [llo cBoeMy TMPOUCXOXOEHUIO OHW  SABAAIOTCA  XpoMaTuaHbIMKM  abeppauumsimu,
MOPMOSIOrN4YEeCKM HE OTNNYMUMBIMU OT abeppaL i XPOMOCOMHOro TMna.

Cpeaun abeppaunn obomnx TUMNOB pasnuyaroT npocTble N obMeHHblIe abeppaunn. B ocHoBe Tex un
Apyrnx nexaT MNOoBpexaeHUst O4HOW WS HEeCKOSIbKO XPOMOCOM, npuBogsiume nubo K HapyLleHuto
LLeSTIOCTHOCTM M HEMNPEPbLIBHOCTM Tena XpOMOCOMbI ¢ 06pa3oBaHMEM CBODOAHbLIX UMM CBA3AHHLIX C HEW
doparMeHTOB.

[MpocTble npencTaBnAalT gerneuuto, Kotopas BedeT K (PopMMPOBaHMIO  aLEHTPUYECKOro
parmeHTa. PparmMeHTbl KnaccuuumpyrTcsa Kak OTAENbHbIN TUN abeppaunin (Knacc npocTbie) TOSNbKO
B TeX Cry4asiX, Korga OHW He cBsi3aHbl ¢ obMeHamun. B 3aBUCMMOCTM OT TOro, Npou3oLLen nn paspbiB B
OOHOW XpomaTuae unn B MOEHTUYHbIX NOKycax obenx xpomatug, pasnuyaroT oparMeHTbl OOUHOYHbIE
(XpomaTuaHble) U napHble (M30XpoMaTUaHbIE).

O6bmeHHble abeppaunn pasHooOpasHbl M NpeacTaBnsalT cobor HOBYK neperpynnupoBKY,
BO3HMKALOLLLYO NOCNe BOCCOeaHEHNSA KOHLIOB, 06pa3oBaBLUMXCA NOCe pa3pbiBa.



OOmMenbI KJIaccuGPUIUPYIOTCA M0 HECKOJLKUM NPUHLIUIIAM:

— B 3aBHCHUMOCTH OT TOI'0, MPOM3OIIECT JIU OOMEH BHYTPH OJHOM
XPOMOCOMBI MJIM MEXAY HECKOJIBKHMH XPOMOCOMaMHM, OHH ACIATCS Ha
BHYTPHUXPOMOCOMHBIE U MEKXPOMOCOMHBIE.

— 10 HaIPaBJICHUIO COCAMHEHMS KOHIIOB OOMEHSBIIMXCS YYaCTKOB
OOMEHBI TOAPA3ACISAIOTCS Ha CUMMETPUYHBIE U acCUMeETpHuHbie. Eciu
allCHTpUYECKHUE (PparMEeHTbl OJHOM XPOMOCOMBI  COCIMHSIOTCA C
[EHTPUYECKMMH KOHIIAMM JIPYroil MOBPEXKICHHOM, TO TaKue OOMEHBI
Ha3bIBAIOTCSI CHMMETPHUYHBIMU. Eciu ke aleHTpuyecKue (QpparMeHThI
OJTHOM TIOBPEXKJEHHOM XPOMOCOMBI COCIUHSIOTCS € aleHTPUUYECKUMU
(parMeHTaMHM JIpyroil XpOMOCOMBI, a IICHTPUYECKHE KOHIIbI 0O0EHX
MOBPEKJICHHBIX XPOMOCOM OOMEHMBAIOTCS MEXKAY COO00H, TO OOMEHBI B
TaKUX CIy4asX Ha3bIBAKOTCS aCCUMETPUYHBIMM.

— BCJICACTBHE TOIO, MPOM30IIE] JU OOMEH BHYTPU OJHOTO Ijicya
XPOMOCOMBI, HWJIM  MEXJY  pPa3IMyHbIMU  IUJICYaMH,  pPa3In4aroT
BHYTPHUILICYEBBIC U MEXKILICUEBbIE OOMEHBI.

— OOMEHBI, MNpPH KOTOPBIX IPOMCXOJAUT BOCCOCAMHEHUE BCEX
NEPEKOMOMHUPYIOIIMXCSI YYaCTKOB, HA3bIBAIOTCS IIOJHBIMH, a MpHU
KOTOPBIX BOCCOCAUHSIOTCS HE BCE YYACTKHM MOBPEKICHHBIX XPOMOCOM —
HETIOJIHBIMH.



1. 1. Abeppaumm XpoOMOCOMHOIo Tuna

Cpean abeppaumm XPOMOCOMHOrNo Tuna BblOENAT NPOCTble
(napHble pparMeHTbl) U OOMEHBI.

OOMeHbI BCTpeYatoTCst BHYTPUXPOMOCOMHbIE Y MEXXPOMOCOMHbIE.

lNMapHblie ppacmeHMbI
[TapHble parMeHTbl — 3TO aleHTpHYECKHE O0Opa30BaHUS,
OPEACTABIAIONINE  COOOM  CIIApeHHBIE  Y4YacTKH  JBYX  XpOMaTH],
pacIiojararomecs napamieabHO IPYT APYTY 3a CUET B3aUMHOTO MPUTSKCHUS
(puc. 1.1).

Pa3Mephl UX MOTYT BapbUPOBaTh OT OYCHb MAJICHBKUX, 1O OYEHb JJIMHHBIX
aJ0YKO00pa3HeIX CTPYKTYp. OHHU IPEACTaBISAIOT COOOM KOHIIECBBIC JICIICITUU
XpOMOCOM, XOTS HE HCKIIOYCHBI CIydad MapHBIX ()ParMEHTOB B PE3yIJIbTATe
MHTEPCTULHAILHBIX Aenenui. neaTudukanus mociIeaqHIX BO3MOXKHA TOJBKO
Ha OCHOBE IMPUMEHCHHS METOJ0B I PepeHIINATIBEHON OKPACKH XPOMOCOM.



[MapHble parMeHTbl NPakTUYeCcKU HUKoraa
He nexaTr psgaoM C XPOMOCOMOM OT KOTOPOM OHWU
oToLNN, Tak Kak obpaboTtka KIeToK
MMNOTOHMYECKUM pPacTBOPOM W nocneayroLwme
TEXHUYECKMe rnpouenypbl MNpu  MNpUroToBNEHUN
XPOMOCOMHbIX MpenapaToB OeNCTBYOT Ha HUX Kak
Ha caMoCTOATeNbHble eauHuubl. Ha ocHoBaHun
aTOro  MX  nerko  auddepeHumposatb  OT
N30XPOMaTUOHbIX npobenos. MapHble
dparMeHTbl, nexaume psgaoM C NoBpexgeHHOM
XpPOMOCOMM Bcerga CMelleHbl No ee  ONuHe.
PasnuyHbl 1 MexaHu3mbl 0BpasoBaHMs NapHbIX
dbparMeHToB M M30XpOMaTUAHbIX Npobenos.
[MapHble dparMeHTbl cYUTalT  pesynbraTom
NOBPEXOEHNUS XPOMOCOM Ha CTaguum ee OOHOW
HATU N UX CTAHOBIIEHME CBA3aHO C pensukaumnen
XPOMOCOMbI, W30XpoOMaTUOHble — pe3yabrar
HOBpe)KI[eHI/Iﬁ B 00eux XpomMatnaax B TOYKaAX,
JICKAUX Ha OJMHAKOBOM PAaCCTOSAHHUHN OT HCHTPOMCPHI.

OdeHb AMUHHBIE (PparMeHThl, 0Opasyroluecs B
pe3yiabTrare COCAMHCHHA AICHTPHYCCKUX YUYACTKOB
JIByX XpOMOCOM, HEOOXOJIMUMO OTHOCUTBH K OOMEHaM.
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Puc. 1.1 MNpoucxoxaeHne napHbIX 1 U30XPOMaTUAHbIX parMeHToB 1 OTNnYmne
napHbIX hparMeHTOB OT M30XPOMaTUAHbIX NPOOENOoB.



BHympuxpoMocoMHbIe
06MeHbI

BHyTpuxpomMocoMHble 0OMEHBI MOTYT OBbITh
KaK BHYTPHILICUYEBBIMU, TAK U MEKIUICUEBBIMU.

K BHYTPUXPOMOCOMHBIM BHYTpPUILJICUEBHIM
oOMeHaM OTHOCSTCSl alleHTPUYECKHE KOJIblla, a K
BHYTPUXPOMOCOMHBIM MEXKIUIEYEBbIM — KOJIbIICBbIC
XPOMOCOMBI, napaleHTpUUecKHe u
NEPULIEHTPUYECKIE UHBEPCUH.

AleHTpUYECKHEe KOJbLA. DTH CTPYKTYpbI
IPEICTaBISIOT COO0M CriapeHHbIE YUYaCTKU XPOMAaTHU]
B (hopMe KoJbIa, HE COMEpKalINX LEeHTpomep (puc.
1.2).

WX OTHOCAT K BHYTPHILICUYEBBIM OOMEHaM,
BO3HUKAIOLIUM B pE3yJIbTaTe WHTEPCTULUATBHON
JeNIelnd, T. €. «BBIPE3aHUSA» Y4acTKa XPOMOCOMBI
BHYTpU IUIe4a C TIOCIEAYIOUUM COEAMHEHHUEM
MEXIy  cO0OW  KOHILIOB  MHTEPCTUIMAIBHOTO
¢parmenTa. BcernencTBue B3aMMHOTO MPUTSIKEHUS
CECTPUHCKUX Xpomaruj] o0a KOJbla JIeKaT PSAIOM,
yaile BCEro C HaJOXEHHEM OJHOTO0 Ha JpYroe,
co3laBas  BIEYATICHHE  €OUHOW  CTPYKTYpHI,
UMEIOIEd BUJ  BOCbMEpKkU. MHorma  kombla
pacnonaratorcs  OOKOM B BHJIE  OBaJbHBIX
oOpaszoBaHmii ¢ mpocBeToM uiau 0Oe3 Hero. B stom
Clly4ae OHH BBINVISAST YTOJIIEHHBIMH 110 CPAaBHEHHUIO
C TOMEpPEYHUKOM XPOMAaTHUJbl, OKPYIJICHHBIMU
NaJI04K000Pa3HBIMU CTPYKTYpaMHu.

Puc. 1.2. IlpoucxoxjaeHue ameHTPUYECKUX KOJIEI

(BBepXy); CpaBHEHHE KOH(QUTYpPALIMH ALICHTPUYECKHUX
KOJIEI[ C TPOCBETOM U 0€3 mpocBeTa (BHU3Y).




ToueuHble ALICHTPUYECKUE
KOJIBIIA TPYIHO
ornuddepeHIMpoBaTh OT MapHBIX
(¢parMeHTOB HEOOJBIINX Pa3MEpOB.
Hx CIIEyET OTHOCHUTDH K
AIlCHTPUYECKUM KOJIbIIaM €CIIH HX
IaMETP COCTaBJISIET OoJIbIIIE
MoNepeyHruKa XpoMaTuabl W K
napHeiM  (parmMeHTam —  ecliu
auaMeTp UX OJM30K WM paBeH
MOTNIEPEYHUKY XPOMATHIBI.

Kouabuessie XPOMOCOMBI
(ueHTpUYECKHE KOJIbIIA).
Konvyesuvie MOHOYEeHmMpUyecKue
XPOMOCOMbL OTHOCSITCS K
MEXKIIJICYEBBIM  OOMEHaM. otH
abepparuy  MPEACTaBISAIOT  CcO00H
3aMKHYTbIC CTPYKTYPBbI C

00s13aTeNIbHBIM HAJIUYKMEM B KaKIOU
Y3 HUX LHeHTpoMepsl (puc. 1.3.).

B ocHOBe MexaHu3ma HX
o0pa3oBaHusl JIKUT TOBPEXKICHHUE

o0oMx  TIJIe4  XpPOMOCOMBI, B
pe3ysibTaTe 4ero cBOOOAHBIE KOHIIBI
LHEHTPUYECKOTO dparmenTa

COCTMHSIOTCS] MEXTY COOOM.
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Puc. 1.3. IIpoucxoxaeHre KoibIEBOH XPOMOCOMBI U COMIOCTABIICHHE
TOMOJIOTHYHBIX XPOMOCOM.

OHM OTAMYAIOTCS OT AICHTPUYECKUX KOJIEI] MO0 HAJMYUIO IIEHTPOMEPHI
¥ TMapHBIX (ParMEHTOB, KaK MPaBUJIO COMPOBOXKIAIONINX KOJIBIEBYIO
xpomocomy. Ilo yuciy mapHbIX (hparMEHTOB Ha OHO IIEHTPUYECKOE
KOJIBLIO MOXHO CYOUTh O ToJiHOTe oOmeHa. Ilpu momHomM oOmeHe
KOJIBIIEBAsI XpPOMOCOMA COIPOBOXKIAETCSI OTHUM MapHBIM (PParMEeHTOM,
MOCKOJIbKY 00a KOHLIEBBIX (hparMeHTa COEIUHSAIOTCS MEXAY COOOM.
[Ipy HenmonmHBIX OOMEHax KOJbIIEBAas XPOMOCOMa COIPOBOXKIAETCS
IByMsi TapHbIMU (parmeHTamMu. OIHAKO STOT KPUTEpUW HE BCeraa
HA/ICKEH, TaK KaKk BO3MOXKHA MOTeps (parMeHTOB, HaIUYHUE JIPYTHX
(parMeHTOB, HE CBA3aHHBIX C JAHHON abeppauuen, 4T0 MOXET ObITh
YCTaHOBJICHO TOJBKO MPY KAPHUOTUITUPOBAHUH MeTa(a3sHOW TTACTUHKH.



NMepuueHTpnyeckmne n napaueHTprUYecKkme NHBepCcumn.

lMepuueHmpuyeckue UH8epPCUU OTHOCATCS K MeXnre4yeBbiM oOMeHaM 1 npeactaBnaoT cobon
pe3ynsrat uHBepcun (nepesopoTta Ha 180°) cermeHTa, cogepalero LeHTpoMepy, C NocneayoLwmm
ero BK/IOYEHNEM B TY X€ XPOMOCOMY N BOCCOEANHEHMEM pa3opBaHHbIX KOHLOB (puc. 1.4.).

Ecnun Toukn obmeHa HaxogaTca Ha
pa3HOM PaCCTOSAHMM OT LIEHTPOMEpPLI, TO
NepULLEHTPUYECKYD WHBEPCUID  MOXHO
OOHapyXuTb Ha OCHOBaHUN WN3MEHEHUS
COOTHOLLEHMSA NNed B XpomocoMme. B Tex
cnyyasix Korga To4km obmeHa HaxogsaTtcs
NPUMEPHO Ha OOVMHAKOBOM pPacCTOSIHUM
OT LEeHTPOMEpPbI, NHBEPTUPOBAHHYIO XPO
MOCOMY MpPaKTUYECKN HENb3s BbISIBUTb
oes NPUMEHEHUSA METOO0B
AndopepeHLmanbHON OKpacKu.

lNapaueHmpudeckue UHeepcuu
npeacTasnsatoT cobon pesynerar
WHBEPCUN WHTEPCTMLUMANbHOIO y4yacTka
BHYTPU nreya NnoBpeXaeHHOM
XpoMocombl. [pn paBHOMEpPHOW OKpacke
XPOMOCOM 3TOT Tun abeppaunn He
MOXET ObITb MAEHTUPULMPOBAH.

L EST]
il

Puc. 1.4. lpoucxoxgeHne nepuLeHTpuYeckon
NHBEPCUN (BBEPXY); cornocTasrneHue
«NHBEPTUPOBAHHOM» XPOMOCOMbI C FOMOSIOrOM
(BHWN3Y).



MexxpomMocoMHbIe 06MeHbI

MexxpoMocoMHbIE OOMEHBI BCTPEUAIOTCS JOBOJIBHO
4acTo, B OCOOCHHOCTM TIPU HCCICNOBAaHUHM JIECUCTBUSA
u3nydeHus. B oOMeH moryt ObITh BOBIIEUEHBI ABE U Oojee
xpomocombl. [lo xapakTepy mnepekoMOMHAIIMH XPOMOCOM
cpenu MEKXPOMOCOMHBIX 00OMEHOB pa3ianyaroT
CHMMETPHYHBIE W aCHMMETPHYHBbIE  OOMCHBI. K
MEXXPOMOCOMHBIM OOMEHAaM OTHOCST TOJHULEHTPHUYECKHE
XPOMOCOMBI M PEIMIIPOKHBIC TpaHCIOKauu. Pequnpoxubie
TPAHCJOKAIMU. DTOT BHUJ MEXKXPOMOCOMHBIX OOMEHOB
MPENCTaBIIsAeT cO00M abeppaliui, BOSHUKAIONTUE B PE3yIbTaTe
B3aMMHOTO OOMEHa

MEX Ty JBYMSI XpOMOCOMaMH JMCTaIbHBIMU
alEHTPUYECKUMHU ydacTkamu (puc. 1.5.).
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Puc. 1.5. MNpouncxoxaeHne peLmnnpoKHO TpaHcnoKaumm
MeXay OBYMSI XpOMOCOMaMM U COMOCTaBneHne
nepekoMOUHMPOBAHHbLIX XPOMOCOM C FOMOJIOraMM.

Peyunpoxnvie mpancinoxayuu OTHOCITCA K CHMMETPHUYHBIM oOMeHaM. Kak M WHBEpCHHU, OHH
COXPaAHAIOTCS B PAAY KIETOYHBIX ITOKOJICHHH, T. €. SBISIIOTCS CTAaOMIBHBIMH aOepparusvu. [lpu
PaBHOMEPHOM OKpPacKe XpPOMOCOM PEIMIPOKHBIC TPAHCIOKAIIMN PACIIO3HAIOTCS TOJIBKO B TEX CIIydasx,
KOTJa OOMEHMBaeMbIe JUCTAIBHBIC YUYACTKH Pa3HOW JJIMHBI, YTO IMIPUBOIUT K TOSIBICHUIO HEOOBIYHBIX
no jiuuHe u (uim) popme xpomocoMm. MHoraa, eciu oOMEH ObIBa€T HEMOJIHBIM, MOXXET BO3ZHUKHYTH
alleHTpUYeCKUil (parMeHT. Eciam TpaHCIOKalMM IOABEPraloTCs paBHBIC IO JJIMHE IUCTAJIBHBIC
y9aCTKH XPOMOCOM, TO TaKOM OOMEH IPaKTHYECCKH HEeJIb3s OOHAPYKHTh 0€3 MPUMEHEHHUS METOIOB
muddepeHnranbHON OKpackh. B HEKOTOPBIX Clydasx B PEHHMIPOKHYIO TPAHCIOKAIMIO MOTYT OBITh

BOBJICUCHBI TPHU XPOMOCOMBEI.



IHoiuueHTpHUYECKHE XPOMOCOMBI.  OTO MEXXPOMOCOMHBIE OOMEHBI, BKJIIOYAIOIIUE JIBE U
Oonee 1eHTpoMephl. Bce OHU ABISAIOTCS acCUMETPUYHBIMM OOMeHamH. Yaine BCTpevaroTcs
JTULEHTPUYECKUE XPOMOCOMBI  (JIUIICHTPUKH), KOTOpbIE TMPEACTABIAIOT coOoi  abeppaiuu,

BO3HHUKAIOIIHE B pe3yjIbTare 0OMeHa MKy COO00M ABYX IEHTpUUYeCKuX (parMeHToB (puc. 1.6.).

[lo xapakTepy NnepeKoMOMHAIUU €€ MOXHO
Ha3BaTb ACUMMETPUYHON TPAHCIOKALUEH, KOTOpas
KaK IIPaBUJIO, COIPOBOXKIAETCS ITAPHBIM 0
al[EHTPUYECKUM (ParMEHTOM, B PEIKUX CIydasix - 0 U OO
nBymsi. Hanuuume NByX MapHbIX (PparMeHTOB MpH Q 8 U
OJTHOM JTUALEHTPUYECKOU XpOMOCOME a
CBUJIETEJILCTBYET O HEMOJIHOM OOMEHE. U
[Ipu GoNbIIOM UYKCIIE TOBPEKICHUM B KIIETKE
MOTYT BCTpEYaThCsi OOMEHBI MEXKy TpeMs U Oosee Eg -
XpOMOCOMaMHu C 00pa3oBaHUEM TPHUIICHTPUUYECKUX, @
KBaJpUlleHTpuueckux ¢uryp. MHorma BcTpevyarorcs
JTUALEHTPUUECKUE XPOMOCOMBI C «BCTaBKaMHU» U3 = gg
Ipyrux xpomocom. Takas CTpykTypa ObIBaer
HEOOBIYHO JJIMHHOM, €€ JJIMHa BMECTE C Puc. 1.6. [IlpoucxoxaeHue AUIEHTPUYECKOU
COMYTCTBYIOIIMUMHU AllCHTPUYECKUMU (PparMeHTaMU XPOMOCOMBI U COIOCTaBIEHUE 110 JUIMHE XPOMOCOM,
IPEBBIIIACT CYMMApHYIO JJIHHY COCTABIISAIOLINX €€ BOBJICHICHHBIX B JMLCHTPIHICCKYIO CTPYKTYpPY, € MX

TroMoOJIoramMu.
IByX xpoMocoMm. Ilo uywciay pa3pblBOB Takue

JTUIICHTPUYECKUE  XPOMOCOMBI  3KBHBAJICHTHBI
TPULIEHTPUYECKUM.



1.2. AGeppanuu XpoMaTHIHOIO THUIIA

Kondurypanus abepparuii XpoMaTHIHOTO TUMA KpailiHe pa3zHooOpasHa. Cpemu abepparuii
XPOMATHUTHOTO THIIA TAKXKE BBIJCISIOT IPOCThIE (OUHOYHBIE (DparMEeHThI) U OOMEHBI.
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B ocHoBe mexaHM3mMa obpasoBaHUs
9TUX abeppauun HaxoauTcs
noBpexaeHue ogHom XpomMatugbi. y O J U
dparMeHT Bcerga nexut psgom  C
FOMOOMMYHbBIM y4acTKOM

HenoBpeXaeHHoOW xpomaTtuasbl (puc. 1.7). 3

0

Nx 4acTo npuxoanTca
andpdepeHUmpoBaThb oT
N30XpoMaTUAHbIX npo6enos. O
dparMeHTax roBopssT B TOM crydae,
Korga nocneaHunmn CMeLLeH no
OTHOLUEHMIO K WOEHTUYHOMY Yy4acTKy
OPYron HenoBpeXOeHHOM XpomaTtuabl
nog yrriom, no ASIHe Unu B CTOPOHY.

Puc. 1.7. OgnHo4Hble hparMeHTbl U XpomaTuaHble npodensl.



BHympuxpomMocoMHbIe eHympurnsieyeeblie 06MeHbI

OHM MOryT BO3HMKAaTb Yalle BCero B pesynbraTe OBYyX MOBPEXOEHUA B OOHOW U TOW Xe

xpomatnge unu B 0b6emx xpomaTtugax. WMHoroa obmeHbl BO3HMKaAT nNpu Bonblem 4ucne
NOBPEXOEHUN.

BHyTpuxpomaTugHble OOMEHbI.

BHYTPUXpPOMOCOMHbIE BHYTPUMNIEYEBLIE BHYTPUXPOMaTUOHbIE OOMEHbI ObIBAIOT MOSMHBLIMU U

HenonHbiMM (puc. 1.8.). BO3MOXHO HECKONbKO BapwaHTOB MNepekoMbuHaumm dqparMeHToB
NOBPEXOEHHOWN XpoMaTnabl.

Puc.1.8. [NpoucxoxaeHne U
BHYTPUXpOMaTUOHbIX BHYTPUNIIEYEBbIX - U
0OMEHOB 1 NX KoHdUrypaums.

¢ bl




[1Ba noBpexgeHns B OOHOM M TOM e nnede xpomaTtuabl MPUBOLAT K MOSBIEHUIO
AUCTaNbHOMO N MHTEPCTUMUMAaNbLHOrO cerMeHToB. [locrnegHnn MOXeT MHBEePTUPOBATLCHA C
nocneayowmum BKIKOYEHNEM B Ty Xe Xpomatuay, 4YTO NpMBOAUT K BOCCTAHOBIIEHUIO
nocnegHen. BcneoctBne 9TOro HapywaeTcda MeCTOMNOSIOKEeHWe WAEHTUYHbIX Yy4YaCTKOB
CECTPUHCKUX XxpomaTtng. B cuny B3aMMHOro npuUTSXXeHUs y4acTKOB CECTPUHCKUX XpomaTug
obpasyoTca KOHuUrypaumm, bopma KOTOpPbIX 3aBUCUT OT NoKanusauum Todek paspbiBOB MO
ANMHe xpomatuabl. Ecnu paspbiBbl Nokanu3oBaHbl HE 04eHb ONM3KO ApYr K Apyry, TO ogHa
N3 XxpomMaTtug Ha ypoBHe Touek obMeHa Bbirmbaetcsa B Buae Ayru. A aHanornyHbln y4acTok
XxpomMmatuabl obpasyeTt neTnio, YTobbl MOEHTUYHbBIE TOYMKN CECTPUHCKUX XpoMaTua coBnaganu
Ha O4HOM YpOBHe.

B AOpyrux cnyyasix pasopBaHHble KOHLUblI MHTEPCTUMUMANbLHOrO CerMeHta MoryT
COeauHATBCA Apyr ¢ Apyrom, obpasyd aueHTpuyeckoe KOorbLo, a gucTanbHbl CErMeHT
MOXET COEAUHUTBbCA C LEHTpuYecknm csBouMn cBobogHbiMM KoHuamn. O6pasyetca
KOHJoMrypaums, cxogHad C BbIWEONUCAaHHOW, C TeM pasfnuyuMeM, 4YTO MOBpexaeHHas
XpomaTtnga He cBA3aHa C KONMbLIOM M YETKO onpenenseTcd no Bcen AsfivHe.

NHorga WHTEpCTUUMAnbHbIMG CerMeHT MOXeT OblTb yTepsaH. B atom cnyvae
onpegenseTcs Nub AyroobpasHas KoHUrypauus HenoBpeXXaeHHoM XpomMaTmabl.

[Mpn HENOMNHbIX 0BMEHax MOryT BO3HUKaTb BapuaHTbl, Korga AucTanbHbIn oparMeHT He
COeguMHEH C LUEHTPUYECKMM WM He COoeauHeHbl Mexay cobon CcBODOAHbIE  KOHLbI
NHTEepCTUUMarnbHOro parmeHta. Bo Bcex crnyyasax gpyrme 3arnemMeHTbl MoBpeXaeHHOU
XpPOMOCOMbl 0BMeHMBalTCs Mexay coboMn.



Me)KXpOMaTM.quIe OOMEeHbI.
MPUHATO Ha3bIBaTb X OOMEHaMN CO CNIUSHUEM CECTPUHCKUX XpomaTtug (puc. 1.9.).

B ocHoBe wux obpasoBaHus nexart

n3oxpomatumaHble paspbiBbl. OHU MOTyT
ObITb MOMHBIMX M HenonHbiMKU. [Mpu
NONMHOM OOMeHe coeAuHeHbl MeXay
cobOoW KOHLbl KaK LIEHTPUYECKOro, TakK U
ANCTanbHbIX aLEeHTPUYECKNX
1

dparmeHToB. [lpn HenornHoM obmeHe
COelMHEHbl He  BCe  3JIEMEHTHI
noBpeXaeHHOM XPOMOCOMBbI.

CoeanHEeHHble mMexay cobow

ancTarnbHble aLeHTpun4eckmne
doparMeHTbl MMEKT XapakTepHbIn BUA
ayrm U UX  uOeHTudukauuss  He

npencTaBnsieT 0cobbIX TPYAHOCTEN.

00 o

Puc. 1.9. OOMeHbI CO CNUSIHNEM CECTPUHCKNX
XpomaTtug.



BHympuxpoMoCOMHbIe
MeXxnredyeebie 06MeHbI

Kondurypanus BHyTpUXpOMOCOMHBIX MEKILJIEYEBBIX OOMEHOB
XPOMAaTUAHOTO TUIA YacTO OBIBACT CIIOKHOM M MX HICHTHU(PHUKAIUSA
nmopo  TpeOyeT KapHOTUIIMPOBaHUS  MeTada3HOW  IIIACTUHKH,
OCOOEHHO B T€X CllyyasiX, Korjua B IMOCJeHENH HeJOCTaeT OJHOM-IBYX
XpOMOCOM.

B pesynabrate paspeiBa B 000MX IUIeYaxX MOSIBIISAIOTCA
JIUCTallbHble (parMeHThl XpPOMAaTHABI C OTKPBITHIMU KOHIIAMH,
crocoOHBIMU BeTynaTth B oOMeH (puc. 1.10.).

O6a KOHIIa HEHTPUYECKOTO y4yacTKa XPOMaTH/Ibl TAK)KE MOTYT
BcTynarh B oOMeH. [Ipu Takoil cuTyalluu BO3MOXKHBI /1Ba BapuaHTa
NepeKOMOUHAIINH

a) B OOMEH BCTYINAWT MEXIy CO00M CBOOOHHBIC KOHIIBI
LEHTPUUYECKOr0 y4yacTKa XpOMaTH ibl, 00pa3ys CBO€OOpa3HOE KOJIbIIO;
JUCTallbHbIe (hparMeHThl MOTYT TAK)Ke COCAUHSTHCS (B TAKOM Cllydae
o0Opa3zyeTcst TOJIHBIN 0OOMEH) WJIM HEeT (HETOJIHBIH OOMEH);

0) B 0OMEH BCTyHaroT JUCTaJIbHBbIC (parMeHThI, 0OMEHUBASCH
C MPOTHUBOIOJIOKHBIMU KOHIIAMU HEHTPUYECKOTO yUaCTKa XPOMATHUIbI.
B 3aBucumoctu ot nopsjika coeuHEeHUs OOMEHUBAEMbIX 3JIEMEHTOB
KOHUTypanuss OOMEHOB MOXET ObITh pa3HOi. B OonbminHCTBE
Clly4aeB NepeKOMOMHUPOBAHHAS XPOMOCOMa UMEET XapaKTePHBIH BUJ
,pakeTku". Takas koHpHUTyparys BEINISIAUT OCOOCHHO OTYETIIMBO MPHU
oOMeHax B OOJIBIIMX XPOMOCOMaxX, €CJIM OJIHa M3 TOYEK pa3pbiBa
HAXOJIUTCSl HeNaJeKko OT LEHTPOMEphI, JIpyras — B JAUCTaJIbHOM
parione xpomaruasl. Ecim o0e TOUKM pa3pbiBa HaxXomATCs B
JUCTAIbHOM paiioHe, TO oOpasyercsi He3aMKHyTas B JABYX MecTax
KOJIBLIEBUHAS CTPYKTYpA.
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Puc. 1.10. lNpouncxoxgeHne n KoHurypaums
BHYTPUXPOMOCOMHbIX MEXMNEYEBbIX
XpomaTnaHbIX OOMEHOB.




MeXXpOMOCOMHbIe OOMeHbl. Takme obmeHbl XpomMaTuagHoro Tuna
BCTpeyalTcs bonee 4acTto, Yem apyrme obmeHbl M3 3TOW rpynnbl, NPU 3TOM
MoOpdonorns uUx KpamHe MHoroobpasHa. dopma 3TUX OBMEHHbLIX CTPYKTYpP
3aBUCUT OT 4ucra XpPOMOCOM, Yy4vacTBywWMX B OBMeHe, BeNUYUHbBI
obMeHMBaEMbIX Yy4aCTKOB, CUMMETPUYHOCTM NN aCUMMETPUYHOCTU, NOMHOTHI
OOMEHMBaAEMbIX Y4acTKOB, T[OMOSMIOrMYHOCTM XpoMocoM. Bmecte ¢ Tem
naoeHTndunkaums MexxXpoMOCOMHbIX OBMEeHOB He npeacTtaBnser 6onbLimnx
TpyaHocTten. [lpyn mMx aHanuide, Tak Xe, Kak npu aHanmse nobbix Apyrux
abeppauunn xpomaTUaHOro 1 XpOMOCOMHOIO TUMNOB, HEOBXOAMMO NMOMHUTL 00
OAHOM LWTOreHETUYECKOM T[paBuUne:. CECTPUHCKME XpomaTuabl B3auMMHO
NPUTArMBaKOTCA HE3ABUCMMO OT UX NEPEMELLIEHUS.

XpomaTtugo-xpomatugHble o6MeHbl. Yaule Bcero obHapyxuBaloTcH
obMeHblI Mexay Xxpomatmgamm ABYyX XPOMOCOM (oTcoga U obo3HavyeHue ux
TEPMUHOM  «XpOMaTUAO-XpoOMaTUAHbIE», MNoAYEPKMBAlOLLEE  YPOBEHb
nepekombmHauum B obenx Xxpomocomax). M3-3a xapaktepHou KOHdurypauum
obMeHbl Mexay ABYMsi XpomMocoMamMu - nonydunn  un gpyroe, 6onee
pacrnpocTpaHeEHHOe, Ha3BaHNe «KBagpupaguanbi» (puc. 1.11.).
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OOMEHHI.

PasBepHyTOe 0603Ha4YeHne 3TUX ODOMEHOB, MPUMEHSIEMOE HE 4acTo U TO NULb B
cneunanbHOW NUTepaType, Y4UTbIBaeT HEKOTOPLIE CTOPOHLI MeXaHn3Ma NX CTaHOBIEHUS.
TOT e KBagpupaanan MOXHO NpeacTaBUTb Kak «XpomMaTuao-XpomMaTuaHbI NOSTHbIN (Mnn
HEMNOMHbIM) CUMMETPUYHBIN (MM ACUMMETPUYHbLIN) MEXXPOMOCOMHbLIN OOMEH».



XpomaTtunao-usoxpomatmaHbie ooMeHbl. B oOMeHax 3Toro Tmna npMHUMatoT
yyYacTue aBe XpOMOCOMbI, B O4HOM N3 KOTOPbLIX NPOU30LLES XpoMaTUaHbIU paspbiB,
B ApYyrou - nsoxpomatugHoin (puc. 1.12.).
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Puc. 1.12. XpomaTugo-u30xpomMaruaHbie
O0OMEHBI.

B 3aBUCMMOCTHM OT TOro, Kakue€ O3JIEMEHTBl XPOMOCOMBI, B KOTOpPOH
MIPOM30LIENT M30XPOMATUAHBIA pa3pblB, BCTyHAalOT B OOMEH CBOOOIHBIMHU
KOHLIAMU C APYroll XpOMOCOMOW, OHM IOJAPa3AEiAIOTCS HA CUMMETpUYHbIE (B
9TOM ciydae aleHTpHUuecKre (pparMeHThl BCTYNA0T B 00OMEH) U aCUMMETPUYHbIE
(B oOMeHe ydacTByeT INEHTpUYEeCKuU (parmMeHT). B cBsI3u ¢ XapakTepHOi
KoH(Urypauueil sToro Tuma abeppanuii HpUHATO Oojiee YMOTpeOHTENbHOE
Ha3BaHUE — «Tpupaauam». OJHAKO TAaKOE€ Ha3BaHME HE IOJYEPKUBAET TEX
0COOCHHOCTEH, O KOTOPBIX OBUIO CKa3aHO BbIMIE. P ncciaemoBareseil BeIACISIOT
3TH 0OMEHBI B OTJICJIbHYIO TPYIIy —a0eppaliy CMEIIaHHOTO THIIA.

XpoMaTuI0-u30XpOMaTHAHbIE OOMEHbl MOTYT OBITh TOJHBIMH H
HENOoNHbIMU. bosee TpynHbl B uaeHTH()UKAIIUN HETIOIHbIE OOMEHBI ¢ Y4acTHEM
LHEHTPUYECKOro (parMeHTa, KapTUHY KOTOPBIX MOTYT CO3JaBaTh CIIydyau
CONIPUKOCHOBEHHsI (WJIM HAJOKEHUS) TEJIOMEPHBIX KOHIIOB Kakoi-1rbo
HETMOBPEKICHHOM XPOMOCOMBI CO CBOOOTHBIMH KOHIIAMH XPOMOCOMBI, B
KOTOpPOI nMeeTcsl pa3pblB xpomarubl. OJTHAKO TaKue Clydyau OY€Hb PEIKU MpU
xopormieMm pazdpoce xpoMocoM Ha npenapare. OOBIYHO TP y4acTHH B OOMEHE
LEHTPUUECKOTO (pparmMeHTa OnpeAensoTcs HapHble alleHTpUIeCcKue (pparMeHTsl,
Ha OCHOBaHUU 4ero jerde AuddepeHunpoBars «Tprupaanam oT apTe(aKToB.

[Tpu npoBenernn mMerada3HOTO aHAIM3a XPOMOCOM BO3MOXKHBI JBa BU/IA
yuyeTa XpPOMOCOMHBIX a0eppauuil: ¢ kapuomunupoganuem MeTadazHOU
IUTACTUHKU U 6e3 kapuomunupoeanus. IlepBblii MeToq Hauboiee TOYEH, HO
TpyroeMkuii. OH HpPUMEHSIETCS B OCHOBHOM IIpU HU3YyYEHUU CIIELHATIbHBIX
BONPOCOB, TaKUX Kak pacmpeneneHue aleppauuii Mo rpymmnam, o IJIUHe
XpOMOCOM, aHaJI13 XPOMOCOM Y4aCTBYIOIIUX B IEPECTPOUKAX U T. 1.

Jlnst meneit TecTupoBaHus (PaKTOPOB Cpebl HA MYTAareHHYI0 aKTHBHOCTh
HCIIONIB3YETCSl yYeT XPOMOCOMHBIX abeppauuii 0e3 KapuoTHUNHpoBaHus. B
Cllydasix CJIOKHOM UIeHTU(UKAIIMH abeppaliiii XpoOMOCOM B BUJIE TPAHCIOKALIUI
WA UHBEPCHUI 0053aTeTbHO IPOBOAUTCS KApUOTUITMPOBAHUE.



OcHoBHbIe npaBuna npuv aHanuse 1 ydyete abeppaumm XpoMoCcom:

‘B nepBoM MWTO3€ AULEHTPUYECKME U  KOMbLEBbLIE XPOMOCOMbI MOYTM Bceraa
conpoBOXAalTca napHbiM parmeHToM. OBe 3TU CTPYKTYPbl PErnCTPUPYIOTCA Kak oaHa
abeppauus.

flpn aHanuse konu4yecTBa MOBPEXAEHHbLIX XPOMOCOM KaXAbll OOWHOYHLIA U NapPHbIN
dparMeHTbl Y4MTbIBAOTCA Kak O4Ha NOBpeXaeHHasi XpoMocoMma.

‘BHYTPMXpOMOCOMHbIE OBMEHBbI, XpoMaTugHble U XPOMOCOMHbIE OOMEHbLI MeXay ABYyMS
XPOMOCOMaMU y4UTbIBAOTCA KaK ABe NOBPEXAEHHbIE XPOMOCOMbI.

flpn yvyactum B obmeHe Tpex u Bornee XPOMOCOM YMCIIO MNOBPEXAEHHBIX XPOMOCOM
paccyMTbiBAeTCs Ha 4YUCIO paspbiBOB, HeobxoauMblx ANst obpasoBaHust Habnogaemowu
abeppauum.

-[Mepen Ha4anomMm aHanusa B GnaHk-npotokon (puc. 1.13.) 3anuceiBaeTca Wndp npenapara,
Ne mwuKkpockona, damunua wuccriegosatensa W garta uccnegoBaHusa.  Kaxgbin U3
NPAMOYrofnibHMKOB Ha GnaHke COOTBETCTBYET OAHOM MpPOaHanu3vpoBaHHOW KneTke. B Hux
OTMEeYaeTCcsl YMCII0 XPOMOCOM, KoopAuHaTbl NNacTuHKN. Ecnu numeetca abeppauns, To OHa
3apucosbiBaeTcs. Knetkm 6e3 abeppaumn ob6o3Ha4vaoTcss cMmBorom N.

-[locne 3aBeplUeHUs aHanum3a npenapata B 6naHk 3aHocATcAa cregywowme pesynbraThbl:
obLLee KonMYecTBO NpoaHanmnanpoBaHHbIX KNETOK, YACNO KIETOK ¢ abeppaunsiMm XpoOMOCOM,
obLee yncno abeppaumin, obLee YNcno NoBPEXOEHHBLIX XPOMOCOM, TUMbl abeppauui.
-Pe3ynbraTtbl UMTOrEHETUYECKOrO aHanm3a BHOCATCA B Tabnuuy.



HPOTOKOJ HUTOT'EHETUYECKOI'O AHAJIN3A

Puc. 1.13. Obpasen 6naHka-npoToKona LMTOreHETMYECKOro aHanunaa

Ne nmpenapara

Ne muxpockomna

®.1.0. uccnenopares

OO6I11ee KOIMYECTBO KIECTOK

Uncrno KIIeTok ¢ abeppanusimMu

Uucno abeppanmit

Yuco noBpexaeHHBIX XPOMOCOM
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2. CNOHTAHHbIX YPOBEHb ABEPPALIM XPOMOCOM YEJIOBEKA

B kayecTBe KOHTpOMsa Npu MccnegoBaHUM MHAYLMPOBAHHBIX TEM U MW UHBbIMK (bakTopamu abeppauuin NpUHUMaKTCA
KONMMYECTBEHHbIE W KayeCTBEHHble MapaMeTpbl CMNOHTaHHbIX XPOMOCOMHbIX abeppauun. [locnegHwe MoryT 6biTb
NHOYLUMPOBaHbl pagnaunen, XMMn4eckumn seLectsamu n gpyrumm daktopamm. O CNOHTaHHbIX XPOMOCOMHbIX abeppaumsax
FOBOPAT B TEX Cry4asix, Korga ToMHas NpuMyYnHa Mx BO3HMKHOBEHMS HEU3BECTHA. OTOT TepMUH Bonee NPUHAT NPUMEHNUTENBHO K
COMaTUYECKUM KrneTkam 300pOoBbIX NnL,.

HwXe paccMOTpeHbl OCHOBHbIE NapamMeTpbl CMOHTAHHbIX XPOMOCOMHbIX abeppauun B NMM@oumTax KpoBY YenoBeka.

Mpn nccnepgosanum 6onee 60 Tbic. kKNeTok B 531 KynbType oT 437 YyenoBek 0bHapyXeHO, YTO CPeaHsst YacToTa KIETOK C
XpPOMOCOMHbIMK abeppaumsmn coctaengaeT 1,19 %, a ymcno abeppaunin Ha knetky He npesbiwaet 0,0124. CpaBHeHMe aTUX
nokasaTenen y nuu pasHoOro Bo3pacTa W rosia He BbISBUMO MX CYLECTBEHHbIX KorebGaHwi, T. €. YyacTtoTa CMOHTaHHbIX
XPOMOCOMHbIX abeppauun HaxoanTCa B OOHUX N TeX Xe npeaenax y UHOMBUOOB MYXXCKOro M KEeHCKOro nona B Bodpacte ot 0
no 70 net (Tabn. 2.1).

Tabnuya 2.1. YactoTa CNOHTaHHbIX abeppaunm XpOMOCOM Y fnuL, pa3HOro Bo3pacTta M nona

Bo3spacTthas ITon OO6cnenoBaHo UccnenoBano O6muree uucno | AGeppaHTHBIC Abeppanmii

rpymnmna WHUBUJIOB KYJIBTYP metadas KIIeTKH, %0 XpoMocoM Ha 1
KJICTKY
M 58 64 6641 1,29 0,0133
Hogopoxnen X 49 56 5548 1,19 0,0119

HBIC

M-+X 107 120 12189 1,25 0,0126
M 160 225 22776 1,19 0,0127
20—30-neTHue XK 97 128 13455 1,11 0,0114
M-+X 257 381 39031 1,15 0,0120
M 51 58 5800 1,48 0,0155
55—70-neTHue XK 22 30 3000 1,03 0,0103
M+XK 73 88 8800 1,33 0,0138
Bcero: MX 437 561 60020 1,19 0,0124




Bce npoaHanu3upoBaHHbIE KYJABTyphl ObLIM  pa3deieHbl Ha 2  TPYMIbL:
3adukcupoBaHHble Ha 50—60—M dYacy KyJabTHBUPOBaHMUS (MEPBBIA MHUTO3) U Ha
70—74—m uyacy (BTopoi MmuT03). CyIIECTBEHHBIX pa3iduuii B dacToTe MmeTadas ¢
abeppanusaMu U KonudecTBe abeppamuii Ha 1 mMeTadaszy npu Qukcanuu B IepBOM U
BTOPOM MHUTO3aX 00HaApy>Ke€HO He ObLI0 (Tadm. 2.2).

Tabnuuya 2. 2.
YacToTta cnoHTaHHbLIX abeppauum B nepBOM U BTOPOM MUTO3aXx
Bpewms O6miee uncno | [IpoananusupoBa | AOeppaHTHbIE Abepparuit
KyJIbTUBHPOBAHUS KYJIBTYD HO MeTadas KJIETKH, B % XpoMocoM Ha 1
(B yacax) KJIETKY
50-60 428 43489 1,16 0,0118
(I muTO3)
70-74 211 16531 1,28 0,0141
(IT MmuTO3)




Cpenu oOHapykeHHBIX abOepparuii Oonmee 90% cocTaBWIM  AllCHTPUUYECKUE
dbparmMenTsl (OAMHOYHBIE W mapHbIe) (Tabm. 2.3). OOMeHHBIE abeppaluy COCTABUIIH
okojio 6—8%. IIpu aHanu3e TUMOB XPOMOCOMHBIX abeppaldii B KJIETKax IMEPBOTO U
BTOPOT'0 MUTO30B OBLIO OTMEUEHO U3MEHEHUE COOTHOIICHUS abeppaliiii XpOMaTUIHOTO
1 XpOMOCOMHOTIO THIIA.

Yacrora XpoMaTHaHbIX abeppaumii (OOUHOYHBIC (PAarMEHTBI M XPOMATHIHEIC
oOmeHbl) cHu3uiack ot 63,3% npu dukcanuu Ha 50—60—M yacy KyJIbTUBUPOBAHUS 10
54,1% Bo BTOpOM MHTO3€. J0JIs XK€ XpPOMOCOMHOTO THIIa abeppaliii Bo3pacraia.

Tabrnuya 2. 3. TUNbl CNOHTAHHbLIX XPOMOCOMHbIX abeppauumn

Tunesl I MmuTO3 II muTO3
abepparuii guciao | %or |uucio | % ot
00I11IeTO 00I1IeTO
ypcia ypcia
OnuHoYHBIE (parMeHTHI 300 60,5 124 53,2
[Tapubie ¢pparMeHTbI 155 31,3 97 41,6
XpoMaTuaHbIE OOMEHBI 14 2,8 2 0,9
JIMIEHTpHUYECKHE XPOMOCOMBI 17 3.4 6 2,6
ATHUNIMYHBIE XPOMOCOMBI 5 1,0 1 0,4
KomnbrieBbie XpoMOCOMBI 1 0,2 2 0,9
AIICHTpHUYECKHE KOJIbIIA 1 0,2 0 0,0
Pa3peIBBI B 00J1aCTH IIEHTPOMEPHI 3 0,6 0 0,0
[Ipoune 0 0,0 0 0,0
Bcero 496 100,0 233 100,0




Pacnpenenenne MCCIENOBaHHBIX KYJIBTYp IO YacTOTE KIETOK C XPOMOCOMHBIMHU
adeppalsaMu OKazajaoch ciaenayromum (taoi. 2.4): u3 527 uzydyeHHbix Kyaetyp 30,4%
Obutn 0e3 abeppauumii, 38,1% wuMenu mo ogHOM abeppaHTHOW Meradaze M OTHOU
XxpomMocoMHOM abeppanuu, 19,9% — no ase, 8,3% - no tpu, 2,1% — no yvetwipe, 0,4% —
o Tk, 0,6% — mo mecth u 0,2% — no cemb. Takum oOpazom, 96,7% wuccienyembix
KyJIBTYp JUM(POUMUTOB OT 3I0POBBIX JIMI[ MMEIH YacTOTy aOEppaHTHBIX KIJIETOK H
XpPOMOCOMHBIX aOeppanuii B mpeaenax or 0 go 3%. DTo pacnpenesieHUE KylbTyp
COOTBETCTBYET TEOPETUUECKOMY pacnpeaeneHuto [Tyaccona, Ha OCHOBaHHHM YErO MOKHO
cAenaTh 3aKJIOYEHHE O TOM, YTO MAaKCHUMAaJIbHBIM YPOBEHb KIJIETOK C XPOMOCOMHBIMU
adeppalsaMu B KyJbType JTUMQPOIUTOB UeJIOBEKAa B HOpMe He npeBbiaet 3%. [Ipoepka
COOTBETCTBUSI AMIIUPUYECKOTO pACOPEACIICHUS KYJBTYp IO YacTOT€ KIETOK C
abeppanuamMu  XpoMocoM ¢ pacnpeaeneHuem Ilyaccona, a Takxe OHMHOMUAIBHBIM
pacrpeesieHueM HE MOKa3Id OTIWYUM HU OT OJHOTO, HA OT JPYTrOro TEOPETUYECKOTO
pacnpenenenusa. CpeaHsis BEIMYMHA YACTOThI KJIETOK C XPOMOCOMHBIMHM aOepparusiMu
IUISL pACCMATPUBAEMBIX pacupenenenun coctasisetT 1,18%.



Tabnuya 2.4.
Pacnpep,eneHMe KynbTyp NO 4YacCcToTe KNeTOK C XPOMOCOMHbLIMMU

abeppauuamm
% abeppaHTHBIX MeTada3 B Pacnpenenenne Kynsryp
KyJIBTypE
SMIIUPUYECKOE Teopetuueckoe Ilyaccona TEOpPETHUIECKOE
OMHOMHAIIbHOE
0 160 161,9 160,8
1 201 191,1 192,0
2 105 112,7 113,5
3 44 443 443
4 11 13,1 12,8
5 u Oosee 6 3.9 3,6
Bcero 527 527,0 527,0

NHOonemabl, CO cpeaHen 4acToTon BcTpevyaemocTn abeppaumm XxpoMocom OT
2% 0o 4% cocTaBnAT rpynny rnoBbILLEHHOIO reHeTU4YeCcKoro pucka. B rpynny
BbICOKOIO reHeTU4eCcKoro pucka OoTHOCATCS JiMua Co cpeHen YacToTom
abeppaHTHbIX KNEToK B KpoBu npeBbiwatoLen 4%.
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3. MONEKYNAPHbIE MEXAHU3Mbl OBPA3OBAHUA PAOAUALIMOHHO-
WHOYUUPOBAHHbIX ABGEPPALIMA XPOMOCOM

Pagnauna BbICOKMX 3Heprnn cnocobHa paspyLlumnTb Nobyto CBSA3b B OpraHMYEeCcKMX Mosnekynax, Yto onpeaensiet
MHOTFOCTOPOHHOCTbL €€ OeUCTBUA. OPAEKT MOHUBUPYIOLLMX NyY4el Ha KIEeTKM BO3HMKAET BCneacTteve apcopoumm
3Hepruun B6nnan monekynsl JHK.

Hapywenna OHK cBsizaHbl co cnegywowmmm cobbitusmun: paspbiBbl uenen OHK (ogHo- M OByHUTEBbIE),
nospexaeHnsi ocHosaHun, cwmekn OHK-OHK (npogonbHble CLUMBKM MEXAYy OCHOBaHUSMU M MOMepedHble- Mexay
ABYMS LLensaMu B ogHon cnvpanu) n cumnskn HK-6enok.

Brvonornyeckne nocnegcTBus OT MOSIBMIEHUS CLUMBOK HEBENEKUW WU BO3HMKAKT OHWU pexe, YeM [OBYHUTEBblE
paspbiBbl [HK. Cwuekn OHK-OHK Bo3HukatoT pexe, yem cwmkm [OHK-Genok. Kpome TOro pagvaumsa vHayumpyet
TaKkKe HapyLlleHUs BTOPUYHON, TPETUYHOM N YeTBepTUYHON CTPYKTYpbl AHK.

lMonagaHve kBaHTa aHeprun npwu obryvyeHun KIeTku - Npouecc crydanHbli, OOHAKO KOHEYHOEe NoBpexaeHue
obpasyetca NpeMMyLecTBEHHO B onpefeneHHbIX ydacTkax XpPOMOCOM, B TakK Ha3blBaeMbIX «FOPSYMX TOYKax». IATO
SABNEHNEe MOXHO OOBbSCHUTb MUrpauuen 3Heprum unu 3apsga BAOMb XPOMOCOMbI K Hanbonee «paHUMbIM» MeCTaM.
Murpaumsi anekTpoHHoro Bo36yxaeHus no monekyne [OHK MoxeT pacnpocTpaHsaTbCs Ha OonbluMe paccTosiHUSA
—1 03—1 04 map OCHOBaHHUH. yCTaHOBJ'IeHO, YTO €CJIM IICPBOHAYATIBHO ITOPAKACTCA HauOoJee paﬂHoyCTOﬁqHBaH KOMIIOHEHTA B CMECH
((d)OC(l)aT—CaXEIp», KOTOpPasaA B KOHCYHOM CHCTC JIOKAJIMU3YCTCS Ha caxapHofI KOMIIOHEHTE CMCCH. I[anee MUT'pallMd SHCPIruu HJIH
3apsgaja UACT B HAIIPABJICHHUU HauboJIEe JIETKO BO36Y)K,I[aeMBIX A30THUCTBIX OCHOBaHHﬁ, KOTOPBIC U ABJIAIOTCA IIPEUMYIICCTBCHHBIMU
MecTaMu ataku 31ekTpoHoB. C caxapHbiM pparmentom JIHK snekTpoH mpakTHUECKH He pearupyerT, a JHIlb CTAOUIU3UpyeTCs U 3a
CUYCT 3TOT0 MPUHHUMACT Yy4aCTHUC B PCAKIUAX C a30TUCTBIMHU OCHOBAHHUAIMU I[HK O6paByIOH_II/II7IC§I 1o ,HeﬁCTBHCM ’Y-O6J'Iy‘—|eHVIFI
aHWOH-paanKan MOXeT BO3HUKaTb CyyYamHO Ha NoBOM M3 YeTbipeX HYKNeoTUAOB, a 3aTeM He CrapeHHbIN 3NEeKTPOH
nepegaeTca Ha TOT HyKneoTua, KOTopbli obnagaet HanmbonbLUMM SNEeKTPOHHbIM CPOACTBOM. [locne 3Toro aHWoH-
pagukan npespalaetca B cTabunbHbIn. Taknm ob6pas3om, HeE3aBUCMMO OT MecTa NepBOHaYaribHOro nNonagaHusa KBaHTa
SHEpruM nepBuYHblE MOBPEXAEHUS Ha4yMHAT (opMmMpoBaTbCA Ha MUPUMUAMHOBLIX HykneoTugax. bonee Toro,
MUrpaumsa aHeprmm U 3apsiga BO3MOXHa He Tonbko BHYTpu monekynbl OHK, Ho u ¢ [JHK Ha npoTtekTtop. Ecnun Ttakon
MUrpauun HeT, TO NEPBUYHOE pagnaunoHHOE NOBpeXaeHNe NIOKanmM3yeTcs Ha a3oTUCTbIX OCHoBaHUAX OHK.



®pazveHnmauyus [JHK. B HacTodulee Bpems [OOKasaHO CyLIECTBOBAHWE BbICOKO MHTEHCUBHbLIX paanauyMoHHO
MHOYUMPOBaHHbIX npoueccoB gerpagaumm monekyn OHK go mMeHbwunx cybbeanHuy, n dparmeHToB. B cnyyae ecnu
HYKNEeNHOBbIE MONUMepPbl codepXaT WMOEHTUYHbIE UMW MOBTOPSOLWMECS eOuHULbI, TO MOryT BO3HWKaTb HEOOHOKpaTHble
NMOBTOPHbIE paspbiBbl B OOHUX W TeX Xe canTax. OTO CBUAETENbCTBYET O TOM, YTO MPOUCXOAUT MEPEHOC 3JHEepPrum,
NOrmnoLeHHON B OQHOM TOYKE MaKpOMOSeKyrbl, BOOMb Hee BNoTb 40 Hanbonee HeyCTONYMBOro canTa.

Pa3pbiebl 00HOU u oboux uenet cnupanu QHK. MNMpn obnyyeHnn opraHmamMa BCTpPEYarTCsa paspbiBbl Kak OAHOMN,
Tak U 0OAHOBpPEeMeHHO AByX uenen monekynsl AHK.

[Mog oencTBMeM MOHM3MpYHOLWEN paguaumm ydawe Bcero nospexgaetrca ogHa Hutb OHK. MMpu atom obpasytotcs
Takue rnepBuYHbIE MOBPEXAEHUSA, KaK Ae3aMUHMPOBAHME OCHOBAHWUK, anknimpoBaHme, BO3HUKHOBEHME OKCUMOB LIMTO3UHA,
AnMepusauunsa unu rmgpatauus nIMPUMMONHOBBLIX OCHOBAHUA U Ap.

NoHnsnpyrowme mnsnyyeHns cnocobHbl Bbi3BaTb paspylleHne ocdoanacTepasHbiX CBA3EN Mexay YrneBOAHbIMU
ocTaTKkaMu neHTo3 n dpocdatamm B NosiokeHnn 3'—5’ unn nonoxeHmn 5'—3’.

Pa3spymienuss ¢gocdoaudcrepazHpix CBsi3ed MOTYT HPOUCXOAUTHh HEMOCPENCTBEHHO JAPYr MPOTHUB Jpyra WIM B Ipeaenax
ONPEACICHHOTO PACCTOSIHUA 1O JUIMHE MakpoMojeKkynbl. [Ipu pasppiBe XUMHUECKHX CBSI3€H HEMOCPEACTBEHHO IME€pel U
HEIIOCPENCTBEHHO IIOCJE€ IIEHTO3 C OJHOBPEMEHHBIM pa3pylIeHUEM BHYTPU JBOMHOW CHUPAIM BOJOPOAHBIX CBS3EU MEXKAY
COOTBCTCTBYIOIIUMHU KOMIUVIEMCHTAPHBIMHA a30TUCTBIMHA OCHOBAHUAMU ITPOUCXOAUT MOTEPA ABYX HYKICOTHAOB C ABYX CTOPOH.

BoccranoBnenue 1en0CTHOCTH OAHOM W3 IIeTel Mocie pa3pbiBa MEXIy YIIEpOAHbIMU U (ochaTHBIMU OCTAaTKaMH BO3MOXKHO
IIPU OTCYTCTBUHU PACXOKJI€HUSI 00pa30BaBIIMXCs KOHIEBBIX (pparMeHTOB. Takoe BOCCTaHOBIIEHUE UCKIIIOYAETCS, €CIIH XOTS Obl OJTUH U3
KOHIIOB IIOCJIC pa3phbiBa Hpe6I>IBa€T B PCAKTUBHOM COCTOSAHUU; HOCHG}IHI/Iﬁ MOXET 1O BOSI[GI\/'ICTBI/ICM KHCJIOpOaa OBITH MOABCPrHYT
MNEPCKUCHOMY OKHUCIICHUIO, U, CJICAOBATCIILHO, YTPATUTh CIIOCOOHOCTE K perapaTiBHOMY BOCCOCANHCHUIO.

Hapymenne HagMoneKyIsipHON CTPYKTYpBI (Aecnupain3aliusi) o0ycioBieHo qBoiHbIME pa3peiBamu [JHK, koTopsie Bo3HUKAIOT,
ecnu onuHouyHbIe pa3pbiBel HUTEH JJHK pacnonoxens! Ha pacctosiHuu He 60s1ee 10 map HyKI€OTHAOB APYT OT Apyra.

JIBOiiHO pa3pbIB, @ MMEHHO pa3pblB 00€UX Lienel JBOMHOMN Crupalii, MPOUCXOIUT JIMILb B CIIy4ae JIOKAIU3alMKi OBPEXKICHUN
K&)I(I[Of/i n3 HGHGIZ Ha pacCTOAHUU MCHEC IIATHU HYKJICOTHAOB APYT OT ApyTra. Takoe cocrostHHEe HACTynacT, €CJIM ABa OAMHOYHBIX pa3pbiBa
OKa3bIBAKOTCA B HGHOCpeHCTBeHHOﬁ 6J'II/130CTI/I, WK K€ €CJIM YacCTHulla C BBICOKOH INIOTHOCTEIO HOHHU3alIUN IMPOU3BOJUT pa3pbiB 00enx
nenei. s sroro Heooxoaumo okosio 500 3B nipu knactepe nonuzammu 10 20 [,

Pacuersl mokasbiBatoT, uTo yxke npu no3e 1 I'p B kaxnon kierke yenoBeka noBpexaaercs 5000 ocHoBanuii monekyn JJHK,
Bo3HuKaeT 1000 omuHouHbIX ¥ 10—100 BOMHLIX pa3pbiBOB, KaXKAbIA U3 KOTOPbLIX MOXET CTaTb NpUYnHON abeppaumn.



Pa3pbiebl 8000p00HbLIX cesizel deolHol cnupanu JHK. Bropuursie peakumm — 310 paspbisb
BOOOPOAHbIX CBA3EW, KOHUrypauMOHHble W3MeHeHUsa HagMmonekynsapHbolx cTpyktyp OHK, a Takke BHyTpU- un
MEXMOMNEKYNSAPHbIEe CLUMBKM NOSIMMEPHbIX Lenewn.

Psin Momexkyn mytem oOpa3oBaHUsS BOIOPOAHBIX CBS3€H MEXIy WX (YHKIIMOHAIBHBIMH TPYyNIaMH CIIOCOOHBI (OPMUPOBATH
TpexmepHbie cTpykTyphl. B JIHK oHm 00pa3yroT ABOiHYIO CriMpaibh MOCPEICTBOM MAapHOTO CBS3BIBaHMS OCHOBaHWU. J[BE BOMOPOIHBIC
CBSI3M, KOTOPHIC COCIUHSIOT KOMIUIEMEHTApHBIE OCHOBaHWS aJeHWMH W TUMHH B HatuBHou JIHK, moryt ObITH HapyIIeHBI, YTO
MIPEAMISCTBYET MOJTHOMY pa3IeJIEHUI0 JIBYX a30THCTBIX OCHOBaHHM. BomopomHbie CBSI3M Kak BHJ CIa00TO B3aUMOJICHCTBHSI SIBIISTFOTCS
BBICOKO PaJIMOYYBCTBUTEIBHBIME. VX pa3pyiieHne mpu oOIydeHUH IPUBOIUT K CEPhE3HBIM U3MEHEHUSM MOJICKYISIPHOM CTPYKTYPHI.

Buympumonexkynapnoie nepexkpecmuvie ceéa3u JIHK. Tipu o6nysennu wmoryr dopmupoBathes He
CYIIIECTBYIOIIME B HOpPME MEPEKPECTHBIE BHYTPUMOJIEKYJSApHbIE CBs3M B mpenenax asorHou crnumpanu JJHK. [Ipumepom sTtoro moxer
CIIy>)KUTh 00pa3oBaHUE KOBAJEHTHBIX CBS3€H MeXAy ABYMS NUPUMHIMHOBBIMU OCHOBAHHSIMH, BO3HHMKAIOIIME IO/ BO3JIEHCTBUEM
yABTParOIETOBOTO U3ITYUCHHUS.

B nBycnmpansnoit Mmonekyine [JHK cMexxHble KOMITIEMEHTapHBIE TTapbl @30TUCTHIX OCHOBAHUM aIcCHUH—TUMUH U aAeHUH—TUMWH,
Nno CyLeCTBY, pa3gensioT mexay cobon ogHy nrocKoCTb CUMMETPUN. [1Ba CMEXHbIX TUMUHOBbLIX OCHOBAHUA HE COeAMHEHbI
Apyr C OpYyrom, TMOCKOMbKY OHM acCoUMMUPYIOTCA C ABYMS KOMMNEMEHTapHbIMW adeHWHaMu Mnpu NOMOLUM  OBOWHbLIX
BOAOPOAHbIX CBA3EW, naparnnenbHbiX MO OTHOLIEHWIO APYr K APYry U nepneHauKynapHbIX No OTHOLLEHUIO K NPOOO0SIbHON OCu
ABOWHOM cnvpann makpomorsiekysnbl. Peanusaums pagnaumoHHbIX 9¢hgeKkToB Ha4YMHAETCA C MOSIBIIEHUSA NEepBON KOBaNeHTHOMN
cBA3n mexay atomamu C, u C, B IByX CMEKHBIX TAMHHOBBIX OCHOBAHHUSX (M3 YETHIPEX CYNIECTBYIONIMX BOJTOPOHBIX CBA3EH MEMKILY
JIByMsl TapaMH OCHOBaHMWI aJleHWH-TUMHH OCTAIOTCSA JIMIIb TPHU: NPOTSHKEHHOCTh MX CYHIECTBEHHO IMIPEBBIIIAET TAaKOBYIO B
¢buznonornyeckux ycioBusix). OOpa3oBaHHE NaHHOW TEPBOM KOBAaJEHTHOM CBA3M O3HAYaeT MPUTATMBAHHME OJHOTO W3 THUMHUHOBBIX
OCHOBAaHMH NPYTMM, YTO MPEJINOIAracT POTAIMIO CMEKHOTO THMHHA BOKPYT [B-TMMKO3MAHOW CBsi3W atoma N, mMpuMHIMHOBOTO
ocHoBaHust ¢ aroMoM C | 2-/1e30Kkcuprb03bl, Jlasiee MOHU3UPYIOIINE U3y YEHHS BbI3BIBAIOT Pa3phiB OCTAIBHBIX TPEX BOJOPOIHBIX CBA3EH
MHIYIMPYIOT 00pa3oBaHHe BTOPOH KOBAICHTHOM CB3M Mexay atoMamu C. u C, IBYX CMEXHBIX TUMHHOB. OOpasoBaHHE 3aMKHYTOM
CTPYKTYpbI C5—>C5—>C6—>C6 (mmmkmoOyTaHa) COMPOBOXKIAETCSI HEKOTOPOW HemapasuiebHON poTalell ByX TUMHUHOBBIX OCHOBaHUH
BOKPYT' MX COOTBETCTBYIOIIMX P-TMMKO3NOHbIX CBA3EW; 9TU poTaumm obycrnoBnvBaloT 3aMeTHOe MeCTHOe UCKaXeHne (popMbl
ABOMHOW cnvpanu Makpomosiekynbl. HepaBHas poTauus OBYX CMEXHbIX TUMWHOBBIX OCHOBaHWW cTabunuaupyetca npu
obpasoBaHun Mexay Humu yrna 90°. B panHOM ciiyuae BeNMYMHA PAAMAIIMOHHOTO MOBpexaeHHs Mmonekynbl JJHK MakcuManbHa.
BaxxHo OTMeTUTBH, YTO KOBaJE€HTHAas CBS3b JAMMEPOB SIBISETCS CYIIECTBEHHO Oojiee CTaOMIIbHOM, YeM BOJOPOJIHBIE CBSI3U MEXIY
KOMITJIEMEHTApHBIMHU OCHOBAHUSMHU.



lNMomeps OHK nypuHoebix ocHo8aHul (OenypuHuposaHue).

OpnuMm u3 yacteix u3MeHenunit JJHK mpu oOmydeHuun SBISETCS MOBPEKICHUE
OCHOBaHUH (MMOTEPU U XUMUUYECKUE MOAUDUKALINN).

M3 a30TUCTBIX OCHOBAHUM OOJIBIIIEH PaAUOYYBCTBUTEILHOCTBbIO 00Jaar0T
NAPUMHUJIMHOBBIE (TUMHH, IMTO3UH), M3 KOTOPBIX CaMblil JAOWUJIbHBIM THUMMH.
[lyprHOBBIE OCHOBaHUSI B 2 pa3a yCTOMYMBEEC MUPUMHUIMHOBBIX (aJ€HWUH, T'YaHHH).
[IprueM HYKJICOTHUIHBICE OCHOBAaHHWS MOBPEKIAIOTCS dalle, 4eM caxapodocdarHas
yacte JIHK, mpumepno B 3 paza. Cimenyer ormetuth, 4to 80—90% 51I€KTpOHOB U
paauKagoB, oOpa3yOIKUXCS MpU OOJYYEHUH, PEarupyroT C a30TUCTHIMU OCHOBAHMS
MU — CaMbIMU JIAOMJIBHBIMM YacTSIMH MOJIEKYJbl u Tojibko 10—20% »Hepruun
pacxomyeTrcs Ha paslokeHue caxapodocdarnoro ¢parmenta JIHK. Hawubonee
PaIUOyCTOMYMBBIMU SIBJISIIOTCS YIVIEPOAHBIE CBSI3U, KOTOPBIE B 7,5 pa3 cTaOUIbHEE, YeM
bochoausrpupHbIE.

OTHU MPOLECCHl NPUBOAAT K YPE3BBIYAHHO TSKEIBIM HAPYIICHUSIM CIIOCOOHOCTH
JIHK xpaHuTh reHeTHYeCKyI0 HHPOpMaIIHUIO.



3.1. MexaHn3ambl pekombuHauum OHK

CyuwiecTtByeT Tpu Buga pekombuHauun: obwasa (romonormyeckas), cant-cneumnduyeckas n crnyyamHas (HeromonormyHas).

O6uwas pekombuHayus. O6wasa pekombuHaumsi (roMonorMyHas UnNu KPOCCUHroBEpP) NPOUCXOAUT MeXAy NPOTSXKEHHbIMU
yyacTKamMn WOEHTUYHBIX UMW FOMOJSIOMMYHLIX HYKNEOTUMAHbIX nocriegoBaternbHocTen. pu obwen pekoMmbuHauum NpOUCXOAUT
pa3pbIB ABYX roMOsiormyHbix yyactkos [AHK, n kaxabii 3 KOHLOB OOHOMO CEerMeHTa COeMHAETCHA C COOTBETCTBYIOLLMMM KOHLAMN
Apyroro Taknm obpasom, 4To obe obpasyroLmecs Monekynbl cogepXxat pasHble pparMeHTbl 06enx y4acTBYOLNX B pekoMOuHaumm
AHK.

Ha camom gene caunTbl, N0 KOTOPbLIM MPOUCXOAUT PaspbiB U BOCCOEAMHEHNE KaXKaoW N3 ABYX Lienen, 4acTo He CoBMaaroT.

O6blvHO 0obLias pekoMOBuHaUMS NPOUCXOAUT MeXAy FOMOSIOMMYHBLIMW WU annernbHbiMKU yYacTkamu pasHbix monekyn OHK.
PekombuHaLma MOXeT NPOU3ONTM MexXay roMOMOrMyHbIMU, HO HeannenbHbIMU 06nacTaMmn pekoMbnHUPYOLWNX Monekyn. B aTtom
crniydae oauH u3 NpoaykToB pekombuHauumn ytpaumsaeT YacTtb OHK, a gpyron npuobpetaer «MWHUAY CerMeHT. OTOT npouecc
Ha3blBaeTCs HepaBHbIM KPOCCUHroBepa.

WHorga pekomMOGUHAUMS MPOMCXOAMT Mexay HeannenbHbIMW ydacTKamMu OOHOW U TOM Xe XPOMOCOMbI (Mexay
nosTopsiowmmmcs nocnegosatensHoctamu  [IHK) ¢ cooTBeTcTByloWwen noteper obrnactu, nexaiwlen Mexay cantamu
pekoMOnHauuu.

HekoTopble pekoMOBUHAUMOHHbIE COBLITUA HepeuunnpokHbl. OavH M3 0bpa3oBaBLUMXCA NPOAYKTOB MAEHTUYEH OOHOW U3
NCXOOHbIX MOMEKYI, a APYron oTnMyaeTcs oT 060MX NapTHEPOB. ATOT NPOLECC Ha3blBaeTCH reHHON KOHBEPCUEN.

UTobbl MOrna npou3onWTU pekoMOMHaUMSA Mexay ABOWHbIMK ChvpansaMu, Kaxgas u3 YeTblipex uenen AormkHa ObiTb
pasopBaHa 1 3aTeM coenHeHa C HOBbIM MapTHEPOM.

B ocHoBe pekombuHauuMm JaHHOro Tuna NexuT roMofornyHoe crnapuBaHue Lenen, npuHagnexawux pasHbiM cnupansm
OHK vnu mexay aBymsa nostopamu B npegenax ogHon monekynbsl OHK vnn mexay anneneHbIMU U HeannenbHbIMU SfieMeHTaMum
OOHOW 1 TOW Xe NnocneaoBaTenbHOCTU B BYX Pa3HbIX XPOMOCOMaX.

NmetoTca HekoTopble 0coBeHHOCTU 3Toro mexaHusama. ObpasoBaHume ownbo4yHbIX Nap (reTepodyniekcoB) B panoHax,
dnaHkupytowmx 6pewb, 0OycnoBnuBaeT MOMyYeHWE KakK PeuunpoKHbIX, Tak W HepeuunpoKHbIX peKkoMBuHauun Mexay
reHeTmyeckuMmn Mapkepamn. Ecnmn aByxuenoveuHbli paspbiB npoucxoguT BONu3M (unu B npegenax) yvactka, rae Mexay
cnupansaMy MMeroTcs pasnuuns (3amMeHbl OCHOBaHWW, Aderneuuun, BCTaBKWM, MHBEPCUMUM U T.M.), TO peKoMBuHaHTbl yHacneaywoT
HYKNeoTUAHYI0 nocneaoBaTenbHOCTb NapTHepPa, Y KOTOPOro paspbiBa HE MPOUCXOAUIIO. ATOT MEXaHM3M OObACHAET MHOTMe cryyau
FEHHOW KOHBepcuW, OCOBEHHO Te, B KOTOPbIX MNPOTSXKEHHas MocrnefoBaTenbHOCTb OAHOMO  Aynrekca 3amellaercd
COOTBETCTBYIOLLEN, HO OTIMYaloLLENCA NOcnegoBaTeNnbHOCTLIO APYroro Aynnekca.

HepeumnpokHas obwan pekoMbrnHaumst Mcnonb3yeTcs 1 Npu penapauun HekoTopblx nospexaeHun OHK. Hanpumep, ecnu
TUMUHOBbIE AMMEpPbI He Bbinu yaaneHsl n3 Y®—obnydeHHon AHK oo Toro, Kak K HUM nogoLuna pennukaTMBHasi BUKa, TO CUHTE3
KOMMMAEMEHTapHOM Lienn B 3TOM y4yacTke He MOXeT BObiTb 3aBeplueH. [10CKOnbKy TUMUHOBbLIE OUMEPbI, HaXOA4AWMECS HanpoTuB
6peLun, He MOryT ObITb BbiLWEeNneHbl, OCTaeTCa OAMH NyTb A8 CnaceHnst XxpoMaTuabl — UCMONb30BaTb reHETUYECKY0 MHAOPMaLIMIO
FOMOSIOrMYHON CECTPUHCKON XpoMaTuabl U 3anonHUTb 6pelb. [ns 3Toro NpMMeHSeTCs Takow Xe MexaHu3M, Kak Ans penapaumm
OpeLen.



Caiim—cneyuguueckaa pexkomounayua. PexoMOWHaIMsg Ha3bIBaeTCs calT—crenuduyueckas, €Ciau CalThl
pa3phiBa U BOCCOCIUWHEHHUS B JIByX PEKOMOMHHUPYIOIIUX MOJIEKYJ WIHM ABYX (pparMeHTax OJHON W TOM K€ MOJEKYIbI
JIHK HaxopasTcst B ipeniesiax TOBOJIbHO KOPOTKUX CTIEIIM(PUIECKUX TOMOJIOTUYHBIX HYKJICOTHUIHBIX MOCIIEI0BATEIbHBIX —
He Oosee 25 HyKIeoTHI0B. Takue KOpPOTKHUE MOCIEA0BATEILHOCTH MOXKET UMETh TOJIBKO OJIMH W3 MapTHEPOB (Cirydaii
TPAHCIO3UIIUKA HEKOTOPBHIX MOOMIIBHBIX 3JIEMEHTOB Y 3y— U MPOKAPUOT) Uiu 006a (Ipoiiecc UHTETpaluu—BbIIIEIICHUS
JHK). C mnomomipio calT—crnenupuiyeckol pekoMOMHAIMKA TPOUCXOAST 3alporpaMMHUPOBAHHHBIE TEPECTPONKU
xpomocomuoit JIHK wnu popmupyercst paznooOpazue antuten. O6mas pekomOunanus JJHK mexmy moObimu mapamu
TOMOJIOTUYHBIX TOCJIEIOBATEIbHOCTEH OCYIIECTBISIETCS C MOMOIIBIO OHOTO M TOTO € KOMIUIekca GpepMeHTOB. Jlms
KaXKJIOTO CiTydas canT—crenuduuecko peKoMOMHAIIUM HEOOX0IUM CBOM HAOOp (hepMEHTOB.

Hezomonozuunan  pekomounayua.  PexomMOMHAIMST ~ MEXIYy  HETOMOJIOTMUHBIMH  HYKJICOTHIAHBIMU
MOCJIEIOBATENIbHOCTSAMU MPOUCXOAUT B DYKAPUOTHUECKUX KJIETKaX BechMa 4acTo. K HEroMojlorMHONW peKoMOWHAIUU
OTHOCHUTCSI TPOIECC CIIydalHoro BcTpawBaHusg BuUpycHouW wuinn masmuaHoun JIHK B JIHK knerok XWBOTHBIX, B
pe3yJIbTaTe Yero MOsBIISICTCS MHOXKECTBO Jejiennii U ayruinkanui. Konusl pazopsannon JJHK MoryT coequauThcs, naxe
€CJIM OHM HETOMOJOTMYHBL. B HEKOTOpBIX clydasx pEeKOMOWHAIMA TMPOUCXOJUT MEXAY IOCIEI0BaTEIHLHOCTIMH,
COJIEpKAIIUMUA HECKOJIbKO TOMOJIOTMYHBIX Map OCHOBAaHWM, WA MEXIYy KOPOTKMMH YaCTUYHO TOMOJOTHYHBIMU
ydyacTkamu. PekoMOMHHMpyIoluecs CerMeHThl HE MMEIOT TOMOJIOTHYHBIX IMocjenoBatesnbHocTe. [lepBuunbie
nospexaenus JIHK Moryt ObITh penapupoBaHbl, UJIM BO3MOXKHO 00pa3oBaHHWE TOYKOBBIX MYTAallUil, UM TIEPBUYHBIC
paJvaIlMOHHbIE TOBPEXKIACHUS HYKICOTHIOB MOTYT JaTh Hadallo LEeNU COOBITHH, MPUBOIAIIMX K (HOPMHUPOBAHUIO
XPOMOCOMHBIX abeppaliuii.

«ToukoBbie» MyTalMK — 3TO cTabWibHbIE U3MEHEeHHs Ha ypoBHe HykieotunoB JIHK. Ilpu oGpazoBanuu
«TOYKOBOI» MyTalliy HE HAPYIIAETCS IIETOCTHOCTh XPOMOCOMBI U HE 3aTParuBaeTcs €€ OCIKOBBI KOMITOHEHT.

WNuaynupoBaHHbie 00TyYeHUEM «TOYKOBBIE» MyTalu (OPMUPYIOTCS B 00Jiee KOPOTKHM MPOMEKYTOK BPEMEHH U
B MEHBIIEH CTEIEHH, YEM XPOMOCOMHBIE MEPEeCTPOUKU. OHM 3aBUCAT OT PAa3TUYHBIX BHYTPUKJIETOYHBIX MPOLECCOB, B
TOM yucie U penapanuoHHbIX. CHopMUPOBAHHBIE MYTAIlMM B 3aBUCUMOCTU OT CBOETO (YHKIIMOHAIHHOTO 3HAYCHUS
IPUBOJIAT WM K U3MEHEHUIO T€HOTHIIA, UITU K THOETTH KIIETKH.

PanuainimonHbie HapyIIeHUsS XpPOMOCOM T10 CBOEMY BUY HE OTIMYAIOTCS OT «(OHOBOI» naronoruu. Ecinu kineTka B
MOMEHT OOJIy4eHHsI TOTOBUTCS K JIENIEHHUI0, TO Yallle BCcero ctpaaaroT xpomaruasl. Ecnu xe JIHK eme He ynBounace, To
U3IIyYEHUE MTOPAXKAET €€ LETUKOM.



3.2. PainanoHHO-UHAYIIUPOBAHHBbIEC adeppanuu XpoMOCOM

AGepparuu XpoMOCOM, HHIYIHPYEMble MOHM3UPYIOIMIMM H3TyYCeHHEM B COMAaTHYECKHX KJIETKAaX YeJIOBEeKa,
TIOJIPa3IeISIFOTCS Ha 2 THMA: XPOMOCOMHBIE U XpoMaTuAHbIe. Tum abepparuii 3aBUCHT OT (ha3bl KJICTOYHOTO IIUKIIA B
MOMEHT JICUCTBUS U3ITyUEHHUSI HA XPOMOCOMBI.

Abeppannn XpOMOCOMHOTO TUma o0pasyrorcst mpu obmydeHnu kinetok B G, G, u paHHeM S-meprogax
uHTep(da3pl KJIeTouHoro nukia. Ha cramqum meradassl cpein HUX BBIACTSIOT HapHble pparMeHTsl (WM TePMUHATEHAS
Jienenus), aleHTPUIECKHe KOJbIa, IEHTPHUUECKHE KONbIa, TUIEHTpUYECKUe (MU TOMHIIEHTPUIECKUE) XPOMOCOMBI,
WHBEPCUU U PELIUITPOKHBIE TPAHCIOKAIINH.

CuMMeTpuuHble OOMEHBI XPOMOCOMHOTO THIIa B BUJE NEPULIEHTPHUUECKUX WHBEPCHUI W TpaHCIOKaIwii 6e3
IPUMEHEHUS CTIeIIMaIbHBIX METOJOB MOTYT OBITH 3aMEUEHBI B CIydae, €CIM HaOMI0IaeTCsl CMEIICHNEe IIEHTPOMEPHI B
XpOMOCOME.

B nepBoM nocne BO3AeHCTBUS paaualdd MUTO3€ adeppali OOMEHHOTO THIA MOYTH BCET/a BCTPEYAIOTCS C
COTIPOBOXKIAIOIIIUMH MX MapHBIMHU PparMeHTamMu. OTCYTCTBHE COMyTCTBYIOUINX (DpParMEHTOB CBHJIETEIBCTBYET O TOM,
4TO Mocje o0aydyeHus: abeppaHTHAs KIIETKa MpeTepriena OIuH MUTO3. BplIo moka3zaHo, 4TO 4aCTOTa BOSHUKHOBEHHUS
ACCUMETPUYHBIX U CHMMETPHUYHBIX OOMEHOB B JINM(OLMTAX YEJIOBEKA MMOocie 00IyUYeHus in Vitro OJMHAKOBa.

Aleppalnyii XpOMOCOMHOI'O THIIA, JIMIIEHHbIE LEHTPOMEpHI (MapHble (QparMeHThl, alleHTPUUYECKUE KOJIbIIA),
AIIMMUHUPYIOT NOCJE NEPBOTO JIENEeHUs. YTpaTa XpOMOCOMHOIO Marepuaja Jo4epHEH KIIETKOW oOyciaBiIMBaeT ee
PENpPOAYKTUBHYIO THOETb.

LlenTprueckne Kojblla, AWICHTPUKA M TMOJUIEHTPUKH MOTYT OOpa3oBbIBaTh MOCTHI B aHadaze MHUTO3a,
KOTOPBIE MEXaHWYECKH MPEMSATCTBYIOT PACXOXKICHHUI0O XPOMOCOM B JIOUEPHHUE KJIETKH M YaCTO MPHUBOIAT K THOEIH.
CuMMeTpHUYHBIE MEKXPOMOCOMHBIE OOMEHBI (TPAHCIOKAIIMN) U WHBEPCHH, HE HAPYIIal0T HOPMAIBLHOTO TIPOTCKAHHS
MHUTO3a U MOTYT BOCITPOU3BOAMUTCS MIPH JICTICHUU.



Aleppani XpOMaTHUAHOTO THMA BO3HHUKAIOT MpHU OOMy4YyeHUu KiIeToK B G ) S u mozmHem G, — mepuomax
uHTepdaszpl.  Cpeau  HUX — BBIACNSAIOT  OJMHOYHBIE  (XpoMarwaHble)  (parMeHThl,  XpOMATUIAHBIE U
XpOMaTHI0—HU30XPOMaTHIHbIE OOMEHBI.

Aleppanii XpOMaTHAHOIO THUMA, €CIM OHM HE MPENATCTBYIOT DPA3ACNIEHUI0 XPOMaTHA BO BpEMsS MHTO3a,
COXPAHSIOTCA B IOUEPHUX KJIETKaX U MPH MOCIEAYIOIIEM JIEJIEHUU BBISBISIOTCA Kak abeppaluyu XpOMOCOMHOTIO THIIA.

OpuHoYHbIE U MapHbIEe (pParMeHThl, TULEHTPUKH, NOTULIEHTPUKHU, KOJIbLA (UEHTPUUYECKUE U allEHTPUUYECKUE) U
XpOMaTHIHbIE OOMEHBI, KOTOPbIE OOBIYHO YTPAYMBAIOTCS MOCJE MEPBOTO MUTO3a WIM IPHU MOCIEAYIOLIUX IEICHUSIX
KJIETOK, OTHOCST K abeppalusiM «HecTabuiIbHOro» Tuna. CUMMETPUYHbBIE MEKXPOMOCOMHBIE OOMEHBI (TPAHCIIOKALIUN)
Y UHBEPCUU COXPAHSIIOTCS MIPU JI€JICHUU U TIOJYYUIIU Ha3BaHWe adeppaluy CTaOUIbHOTO THIIA.

B oTHOmEHUN «CcTaOMiIbHBIX» a0eppaluii OTMEYEHO, YTO HUX KOJIMYECTBO MOCJE OOIYy4YEHHUs KOPPEIUPYET C
BEJIMYMHOW MOMIONIEHHOW J03bl U COXPAHSETCS HEM3MEHEHHBIM B T€UEHHUE JJIUTEIbHOrO BpeMmeHu. [lomararor, 4uro
HaJIUM4Me CTaOWIbHBIX abOeppauuii B JuM@OUMTaX YEIOBEKa Cpa3y IMOCJIE OCTPOro O0OJydeHHs OOYCIOBIEHO
HEMOCPEJICTBEHHBIM TOBPEXACHUEM JUMQOIMTOB, a UX COXPAHHOCTh B JUM(OLUTAX Yepe3 MHOIo JEeT MOocIie
00yuyeHus: ONpenesnsieTcs TeM, YTO IEPBUYHOE MOBPEKIECHUE MTPOU3OILIO B CTBOJIOBBIX KJIETKAaX, HOTOMKaMU KOTOPBIX
SBIISIFOTCS. TUM(POLUTHI.

B oTHOmeHuM «HecTaOWIBHBIX» abdeppaluii MOKa3aHO, YTO HMX KOJIMYECTBO IOCJIE OJHOKPATHOIO OCTPOTO
00NydeHHUs KOPpEIUpPYeT C BEJIMYMHOW TOMIOMEHHOW J103bl. [locie oOnydeHuss KIETKU C HecTaOWIbHBIMHU
abeppallisiMM HAYMHAIOT SIIMMUHUPOBaTH M3 KpoBW. [lpeamonaraercs, 4To MNOJYyNEPHOA BBIBEIECHUS KIETOK C
HECTaOMIbHBIMU a0eppalusIMU COCTABISIET 3—7 JIET.

Hekotopple paavallMOHHO-MHAYLUHUPOBaHHbBIE a0eppaluy SBISIOTCS  PE3YJIbTaTOM MPOXOKICHUS Yepe3
XpPOMOCOMY JIMIIb OJHOM HMOHU3UPYIOIIEH 4YacTUllbl (OJHO TMOMNaJaHue M 00pa30BaHME XPOMATUIHOTO (PparMeHTa),
NO3TOMY HX BBIXOJ MponopuuoHaieH no3e (aD). Takue abeppaiuu Ha3bIBalOTCA ONHOYyAAapHbIMU. [lpyrue abeppauuu
(IMLIEHTPUKH, KOJIbIA) BBI3bIBAIOTCSA MPOXOKIECHUEM JBYX OTAEIBHBIX YAaCTULl U UX BBIXOZ IMPOIMOPLMOHAJIEH KBAAPaATy
10361 (BD?) ¥ X OTHOCAT K By XYAapHBIM.

Beixon stux abeppaumii (Y) nocne obmydenust kietok ¢ Huzkoi JIIID B HeOonbIIMX A03aX ONUCHIBAETCS
ypaBHEHUEM:

Y =oD + BD?

rne D — no3a, o u 3 — KOHCTaHTBI



Onnoynapubie abeppallid JHMHEHHO 3aBUCAT OT J03bI, a JIg OoJjiee CIOKHBIX abeppaiuii HaOromaeTcs
HEJMHEHas 3aBUCUMOCTh. BBIX01 ogHOyAapHbBIX abeppaliuii He 3aBUCUT OT MOIIHOCTH JI03bI, TAK KaK €CITU COOBITHSA
110 MOHU3AIMH TPOUCXOIAT ¢ YacToToi 1 pa3 B 1 ¢ unum 1 pa3 B 1 MUH U Kax70€ Takoe COOBITHE BBI3BIBAET Pa3phIB, TO
COOTBETCTBEHHO uepe3 | MuH unu yepe3 1 yac B 00oux ciydasx OyleT moiayyeHa O/Ha U Ta K€ MOIVIOLIEHHAs 1032 U
BO3HMKAET OJIHO M TOXe 4uciao (okojmo 60) MOTEHUHAIbHBIX PAa3pbIBOB XpOMOCOM. [[Ba MOBpEeXIEHUS OIHOU
XPOMOCOMBI, HEOOXOIMMBIE I 00pa3oBaHUs Oojee CIOKHBIX abeppalyii, MOTYT MOPOXAATHCS OAHUM WM JIByMS
TpeKaMu MOHU3UPYIONINX YacTull. MictuaHas dopma kpuBoi 103a—3h(eKT aiist AByXynapHbIX abeppaliiuii, Harmpumep,
HECTAaOWJIBHBIX JUIIGHTPUKOB, OyleT 3aBHCETh OT MOIIHOCTH JO3bl M JIMHEHHON mepenadn sHeprum (JII1D)
U3ITyYCHHUS.

MoIHOCTh /103l UMEET Ba)KHOE 3HAUCHUE /I 00pa30BaHus ABYXydapHbIX adeppanumii. X 4yucio 3aBUCHUT OT
BEPOATHOCTU TOTO, UYTO TIEPBBIA U BTOPOW pa3phiBbl OYAyT HAXOAUTCS PAIOM JAPYr C JPYroM B MPOCTPAHCTBE U
BpPEMEHHU.

UccnenoBanus mo onpeneneHuto XxapakTepa J1030BbIX 3aBUCUMOCTEH MpH Y-00ydeHUH JTUM(OIIUTOB YeIOBEKa
B nuamnasone 103 0,5—5 I'p nmokazanu, uro PpparMeHTsI (T. €. OHOYAApHBIE a0eppaliK) XapaKTepU3yOTCs JIMHEWHON
3aBUCUMOCTBIO OT JI03bl, @ OCTaJbHbIE THUIBI abeppanuii (AUIIEHTPUKH, I[EHTPUYECKHE KOJIbIla U JIp.) —
JMHEHHO—KBaApaTHUecKoi. B 0061acTu BHICOKUX /103 CYIIECTBYET MEPEX0/1 OT JIMHEHHO—KBAAPATUIECKON K JIMHEHHOU
3aBUCUMOCTH BBIXOJa OOMEHHBIX abeppaluii, 4To OOBSICHICTCS Pa3HOW CKOPOCTHIO pernapardu Mpu HUBKUX U
BBICOKHX J03aX. Kpome Toro, oOmydeHue auMEOIMTOB BHICOKMMHU Jo03aMu (5—12 I'p) BBI3BIBAE€T OTKJIOHEHHE OT
JMHENHOM 3aBUCUMOCTH YacCTOTHI ()ParMEHTOB C WX BBIXOJIOM Ha Ii1aTo. BO3MOXHO ¢ yBeTUYeHHEM J103bI BO3pACTAET
CpellHee 4YHCIIO TOBPEXKICHUN Ha OAHO IJIEY0 XPOMOCOMBI M TaKUM 0O0pa3oM, Bce OOJbINasi 4acTh MEPBUYHBIX
MOBPEXKICHUN OyJIET «pacxo/I0BaThCs» Ha 00pa3oBaHNEe OOMEHHBIX abeppaluii, CHIKasi KOJIMYEeCTBO (PparMeHTOB.

J1030BBIE€ KpUBBIC MOTYT UMETH CIOXKHYIO WJIM HEOOBIYHYIO 3aBUCUMOCT.

Hecmotpst Ha HEOTHOPOIHBIN XapaKTep MO T030BBIM 3aBUCUMOCTSIM abeppalifii XpoOMOCOM MX aHaJlu3 O0CTAeTCS
BaYXHBIM METOJIOM TIPH U3YUYEHUH TIPOIIECCOB BOSHUKHOBEHHUS abeppaluii XpOMOCOM.



CrnenyronmmM BaXHBIM MAapaMETPOM B OMOJIOTHMUYECKON JTO3UMETPHUM SIBJIsIeTCs JIMHEeHHas nepenada sHepruu (JII13), mockonbky
OJMHOYHBIN TPEK TIOTHO MOHU3UPYIOIIEH YaCTHUIIbI TP IEUCTBUU M3ITyueHUs ¢ Bbicokoi JIITD nerko MoxeT BbI3BaTh JBa NOBPEXKACHHUS,
HEOOXOIMMBIX Ul 00pa30BaHMs JBYXYy/AapHbIX abepparuii.

PenTreHoBckMe © y-IIydd OTHOCATCSA K wu3nydeHusM ¢ Hu3koi JIIID (penkomonusupytromue). K TIOTHOMOHU3UPYIOUIIM
n3nydeHussM (Beicokast JIIID) mpuuucnsior oOnydeHUs: HEMTpOHAMH, MPOTOHAMH, O-4aCTUI[AMHU M Jp. BBICTpble HEUTPOHBI, SHEPTHS
KOTOpBIX Besnka (mopsiika 15 M»sB u Belle) XapakTepusyroTcs MeHee IJIOTHOM WMOHM3aLuel, YeM MPOMEKYTOYHbIE U MEIJICHHbIC
HEUTpOHBI, oTInyaronuecs 6osuee Boicokoi JIID.

buonornueckas 3¢ppekTHBHOCTh MOHU3MPYIOMIUX W3Ty4deHHH ¢ Bbicokod JIIID B 2 pasa Bhille Y- U PEHTTCHOBCKUX JyYEH.
Honunzupyromme ayyn ¢ Bbicokoi JIIID oTnmyaroTcss OT y- U PEHTTEHOBCKUX JIydeil Takke M M0 HEKOTOpbIM ApyruM 3¢ddexkram. OHu
MHJIyIIMPYIOT OTHOCHTEJIBHO Goblie 00MEHOB XpoMocoM. BoszaeiicTsue HellTpoHOB Ha KiieTkU B G /G, cragusax uHTepdassl KIECTOYHOTO
IIUKJIa IPUBOJUT K MOSBJICHUIO 3HAYUTEIILHOTO KOJIMYeCcTBa abeppaiuii XpoMaTuaHOTo TUIIA.

CrnenyeTr OTMETUTbH, YTO HOHBI ¢ HU3KOH sHepruel B 100—1000 pa3 menee 3¢pdexruBHb B 00pasoBanuu paspsiBoB JIHK, yem nonst
C BBICOKOM DHEPTHEM.

Takum 00pa3oMm, MPU PEHTTEHOBCKOM M Y-O0JIyUY€HHH, a TaKKe MPU BO3ACHCTBUM OBICTPHIMM HEHTPOHAMHU YMCJIO OJHOYAAPHBIX
abeppanuii XpoMOCOMHOro THma (TapHble (ParMEeHThI) YBEIMUYUBAIOTCS C IOBBIIIEHWEM J103bl JIMHEHHO, IBYXYJapHbBIX abepparuu
(IMIEHTPHUKH U KOJbIa) — BO3pPACTAET MPUMEPHO B KBAAPAaTUYHOMN MIIM CTENIEHHOHM 3aBUCMMOCTHU OT A03bl. IIpu 00iydeHnn HeHTpoHaMuU
BBICOKMX SHEPI'Uid, 4aCTOTA MapHBIX (PPArMEHTOB, TUIIEHTPHUUECKUX U KOJIBLEBBIX XPOMOCOM MOBBIIIACTCS TMHEWHO C JI030M.

DOKCHEepUMEHTAJIbHBIMU JIAaHHBIMU ObUIO YCTAHOBJICHO, YTO Pa3IMUMil MEXAy YHCIOM abeppalifii XpoMOCOM B YCIOBHUSX in Vitro u
in vivo He HaOoaeTcs. DTU JaHHBIE TOCTY KU OCHOBOM [ HCIIOIBb30BAaHMSI KPUBBIX 103a—3((EKT, MOTYUEHHBIX B HCCIECOBAHUAX In
Vitro, B KauecTBe KaJTUOPOBOUYHBIX IPH OIIEHKE BEJIMYMHBI MOMIOLUICHHOM O3Bl Yy CllydyailHO OONMy4YeHHbIX Jofed. Yaie HCIoab3yroT
KaJTMOPOBOYHYIO KPHMBYIO, OMHMCHIBAIONIYIO BBIXOJ HAauOoJiee TOYHO YUUTHIBAEMbIX abeppaiuii - TUIEHTPUKOB M Kojel. Mcrnonb3oBanue
YacTOThl JAULEHTPUKOB U KOJBIEBBIX XPOMOCOM OO0YyCIOBICHO MX Oojee jerkoi uiaeHTHdukanuei. OnHako, ¢ IOMOIIbIO 3TOrO THIIA
abeppanuii BO3MOXKHA OLIEHKA TOJBKO OONBIIMX 1103 00my4yeHus. IlosTomy, Kpome 3TOro KpUTEpHUsl HCIONb3YIOT JOMOJIHUTENIbHBIC
IIUTOT€HETUYECKUE TTOKA3aTeNn: OOIYyI0 YacTOTy abeppaluii XpOMOCOM M MPOLIEHT a0eppaHTHBIX KJIETOK. B KOMILIeKce 3TH Mmoka3areinu
MO3BOJISIFOT OLIEHUTD JI03Y PaJMALUH ITPU JOCTATOYHO HU3KUX YPOBHSX OOMyUYCHHUS.

PacueT 103 mo KaauOpOBOYHBIM KPHUBBIM y MOCTPAJABUIMX OT OOJYYEHMS JIUI] MOXET OBITh HAJEKHO OCYILIECTBIECH JIMIIb IPU
OTHOCHTEIIbHO pPaBHOMEPHOM OOIydYeHHMH opraHusma. Hampumep, yactoTa AWUIEHTPUKOB IPHU TOTaJIbHOM 0OmydeHuun B no3e 100P
HEBeJKa, ofHaKo npu oomyyenun 10% tynosuia B 1o3e 1000P ona Bo3pactaer e B 10, a B 100 pa3. JIMLEHTpUKH pacTIpeesisiioTCs O
KJIeTKaM coracHo 3akoHy Ilyaccona. IIpu HepaBHOMEpHOM OOJIyUYeHHH XapakTep paciupeaeIeHus JUIEHTPUKOB 10 KIETKaM MOXET ObITh
VHBIM.

B Hactosmee Bpems 1t OMONOTHMYECKOW MO3MMETPHUM IIMPOKO HCIONB3YIOT aHajiM3 HEeCTaOWIbHBIX abeppaiuii XpomMocoM
(IMIEHTPHUKH, HNEHTPUYECKHE M aleHTPUYECKHE Koyblia) B JUMOIMTaX Nepudepuyeckoil KpOoBH, MO3BOJSIOMIUI OICHUTh YPOBEHb
MOIVIOUICHHOM J103bl HEMOCPEICTBEHHO MOCe OOMy4YeHHMs WM €ro Hayajo, a TakXe ISl OINpelesieHHs MHIUBUAYaTbHOW O3Bl Y
KOHKPETHOI'O Y€JI0BEKa.
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