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NMpeaoucnosue

IIporpecc TeopeTUYeCKOW W KJIMHUYECKOW MEIULMHBI OOecmedyus
BO3MOXHOCTb JICUCHUS U NPOMUIAKTUKM TSIXKEIbIX, paHee CYMTaB-
IIUXCS HEU3JeUYMMBbIMM, 3a00JieBaHUI. DTO, MpeXae BCEro, OTHOCUT-
¢S K HACJIEICTBEHHBIM 3a00J€BaHMSIM, KOTOpPBIC SIBIISTIOTCS OCHOBHOU
MPUUYUHON JETCKOW CMEPTHOCTM M MHBanumHocTu. OQHAKO U3 roja B
roJl TOSIBJSIIOTCS METOABI JIeYeHU s, MPUMEHEHHEe KOTOPBIX TPOJJieBa-
eT XU3Hb 00JbHBIX. [IpM MHOTMX HacJeACTBEHHBIX OOJIE3HSIX, paHee
MPUBOAMBIINX K CMEPTH B BO3pacTe M0 S5 JeT (MyKOBUCIHMIO03, 00Je3Hb
JayHa), cpeaHs sl TPOJOJIKUTEIBbHOCTD XXU3HU CETOMHST COCTABIISIET YXKe
30—40 net u 6osiee. BHeaApeHUe COBpeMEHHbBIX METOJOB MPOPUIAKTUKMU,
OUAaTHOCTUKU U JICYEHMS 3a CYET HOBEUIIUX MEIUIIMHCKUX TEXHOJOTU I
nelraeT Mpoo6aeMy TTOMOIIIY HACIEACTBEHHBIM OOJBHBIM M MX CEMbSIM pa3-
pemrmMoit. MenuIIMHCKU Y MepcoHaJl BO MHOTOM MOXET TTOMOYb KaXJIOW
ceMbe MMETh 3I0POBOE IMOTOMCTBO WMJM OPraHU30BaTh COLMAJbHYIO U
MEIULIMHCKYIO TIOMOIb, €CJI1 00JbHOU peOeHOK pOAUIICS.

Ponp MeaIMIIMHCKON cecTphl B MOMOIIM OOJBHBIM C HACJIEICTBEH-
HBIMU 3a00JIeBAaHUSIMU U UX CEMbSM TPYIHO TEPEOUEHUTh. TecHoe
JUTUTEIbHOE 001IeHe ¢ 0OJIbHBIMU B CTallMOHApaX M Ha IOMY U MX POJIC-
TBEHHMKaAMM TIpeBpaliaeT MEAUIIMHCKYIO CECTPY MOYTHU B UJieHa CEMbH,
B aKTUBHOTO COBETHHWKA IIPU PEIICHUW MHOTMX CEMEHHBIX BOIIPOCOB,
0COOEHHO TICUXOJIOTUYECKUX, OBITOBBIX U COLIMATIbHO-9KOHOMUYECKUX.
JIJIs1 aKTUBHOTO y4acTHSI B 0OOCYKJIEHMU MPUHUMAEMbIX CEMbell pelle-
HUM MEAUIIMHCKUM paOOTHUK MOJKEH UMETh KIMHUKO-TEHETUUECKYIO
MMOATOTOBKY.

B 00s13aHHOCTM MEIUIIMHCKUX CecTep, paboTaloNINX B MEIUKO-TeHE-
TUYECKUX KOHCYJbTAIlMsIX, KaOMHETaX M cTalMoHapax ¢ OOJbHBIMU
HacJIeICTBEHHBIMM OOJIE3HSIMU, BXOAUT cOOp TMepBUYHOI MHMOpMaLU
0 HACJIENCTBEHHON OTSTOIMEHHOCTH OOJIBHOTO M €Ir0 CEMbH, COCTaBJICHUE
ponocioBHBIX. OT HUX BO MHOTOM 3aBUCUT TOUHOCTH TOJIy4aeMbIX CBE-
JNEHU, MOJOXUTENbHBINA 3((HEKT OT MEPBUUYHOIO KOHTAKTa ¢ OOJTbHBIM
M €ro poACTBEHHUKaMU. BBICOKMIT ypOBEHD MOATOTOBKY CIIEIIMAJMCTOB
B MEIMIIMHCKUX KOJIJIeIXKaX ITpeArojaraeT Terepb M Xopollee 3HaHUE
MEIUIIMHCKON TeHETUKMU.
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B yueOHUKe mpeacTaBieHbl COBPEMEHHBIE OCHOBBI OOIIIEi TeHETUKHU,
MoJapoOHast XapaKTepUCTHKa HACIeICTBEHHOM MaTOJIOTUH, BOIIPOCHI TIPO-
(GUTaKTUKU HACTIEACTBEHHBIX OOJIE3HEH.

leHeTHMUECKME 3aKOHOMEPHOCTH HE BCErma JITKO YCBaMBAIOTCS, IO~
TOMY CTYIEHT JOJIKEH HAaCTPOUTH ce0sT Ha BHUMATEIbHOE, MHOTAA HEOI-
HOKpaTHOE N3y4YeHME COOTBETCTBYIOMIETo pa3aeia. C 3Toii 11e1bI0 B KOHIIE
Ka X101 TJ1aBbl MPUBOASITCS BOMPOCHI AJs1 CAMOKOHTPOJISI U 3aKPEIJICHU ST
MmaTepuana. B KoHle yueOHMKa COAEPXKUTCS CIOBaph TEPMUHOB.

ABTOpHI yueOHMKa — TIpernojaBaresu Kadeapbl MeIUIIMHCKON TreHe-
Tuku IlepBoro MOCKOBCKOTO TOCYAapCTBEHHOTO MEAWLMHCKOTO YHU-
Bepcuteta M. .M. CedueHOoBa — MMEIOT OOJBIIOI ONBIT ITPEeNOgaBaHU I
nmpeaMeTa CTyAeHTaM, BpayaM, OpAMHATOpaM, aclMpaHTaM, a TaKXe
npomnaraHabl MEIMKO-TeHeTUYECKUX 3HAHUN Cpeau CpeaHEero MeauiuH-
CKOro mepcoHaja u HacejeHUs. OHU HeMOCPEeACTBEHHO OCYIIECTBJISIOT
MEIMKO-TeHETUYECKOe KOHCYJIbTUPOBAHNE COBMECTHO C MEAUIITMHCKUMU
cecTpaMu, a JaboOpaTOPHEBIE MCCICIOBAHUS IIPOBOIAT ¢ (heabalepaMu-
JlabopaHTaMMu.

Axkanemuxk PAMH H.II. Boukos



BeBepneHue

lTenemuka — Hayka O 3aKOHaX HAacJIEICTBEHHOCTH U M3MEHUYUBOCTU
XKUBBIX opraHusMoB. Ilonm wacaedcmeennocmvio TIOHMMAlOT CBOWMCTBO
OpPraHU3MOB TTOBTOPSITh B PAAY MOKOJECHUI MPU3HAKH, CXOAHBIC TUIIBI
oOMeHa BEeIIeCTB M MHAMBUAYAJIbHOTO PA3BUTH S B IIeJIOM. I pyTUMU CJI0-
BaMM, HaCJIeACTBEHHOCTh 00eCIIeYMBaeT BOCIIPON3BEICHNE HOBOTO ITOKO-
JICHU S B CTPOTUX (pOpMax MCXOIHOI'0 BUA 3a CUCT ITepeaadym HacJIeACTBEH-
HOIt MHGbOPMAlLlUU O MpU3HAKaX U CBOMCTBaX. M3amenyusocms — TIPSIMO
MPOTUBOIIOJOXHOE CBOMCTBO. biarogapsi U3MEHUYMBOCTU Y NMTOTOMCTBaA
MOSIBJISIIOTCS HOBBIe TTpU3HaKU. M3MeHeHHasl HacjaeACTBeHHasT MHGOP-
MaIus nepemaeTcs B MOCICAYIONIEeM OT IMOKOJCHU S K ITOKOJICHUIO.
HacnencTBeHHOCTh KaK CBOMCTBO BCEX OpPraHM3MOB WHTepecoBaa
Jnroaei ¢ apeBHUX BpeMeH. Ho Tonbko B XIX B. 3TO sIBJeHUE MOABEPIiIoCh
00bEKTUBHOMY H3yueHMI0. Onpeneasiomuii BKjiaa B TOHUMaHUe Mexa-
HM3MOB HacJjieloBaHU I MPU3HAKOB BHEC YELICKU I UccienoBaTeab ['perop
HoranH Mennaenb. Ero MOXHO CYMTaTh OCHOBATeJIeM HayYHOM T'€HETH-
ku. B 1866 r. I. MeHeab Ony0IUKOBaJI Pe3yJbTaThl SKCIIEPUMEHTOB Ha
ropoxe, B KOTOPHIX ITOKa3ajl, YTO HACJIECACTBEHHOCTH IIepemaeTcs depes
MOJIOBBIE KJIETKH 8 gude OUCKpPemHbuIX (pakmopog OT OJHOIO IOKOJCHUS K
IPYTOMY, He CMeuwusasch U He pacmeopsscs. DTU 3aKOHBI ObLIU MPUHSTHI
(mepeoTKphITH) TOJABKO B 1900 r. DTOT rox M cYUTAETCS TOAOM POXICHU S
FeHEeTUKH KaK HayKMU.
B nocnenytomue 100 get K HauboJjiee 3HAYUMBIM OTKPBITUSIM B TeHe-
TUKE MOXHO OTHECTH:
e 00OCHOBAaHME XPOMOCOMHOI Teopum HaciaeacTBeHHocTu (1910—
1920 rr.);
e J0Ka3aTebcTBO MHPopMmaumoHHoi poau JHK u paciugposky ee
cTepeoxuMuyueckon cTpyktypsl (1930—1953 rr.);
e pacmIM(PpPOBKY T'eHETUYECKOr0 KoJa M IFeHETUUECKMX MEXaHH3MOB
cuHTe3a 6enka (1960-e rr.);
e co3naHue TexHojoruii pekomObuHaHTHbBIX JJHK (renHHass mHXeHe-
pus) (1970-e rr.);
e paciudpoBKy reHoMoB opraHu3mMoB (1980—1990 rr.);
e CeKBeHUpoBaHUe reHoma yenoneka (1990—2003 rr.).
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B xaxgom gecsatusetun XX B. B TEHETUKE COBEpIIAIUCh OTKPBITUS
OrpoMHO# BaxkHOCTH. ITocTenmeHHO 3Ta HayKa 3aHsJIa KJIIOUEBbIC MMO3M-
1Y B @yHIaMEHTAJIbHON OUOJIOTUU U TUAUPYIOIIEE TTOJOKEHHUE.

HaciaencTBeHHOCTh M MI3MEHUMBOCTD SIBIISTIOTCS IICPBUUYHBIMU HEOTb-
eMJIEMBIMH CBOMCTBaMU XXMBBIX opraHu3MoB. OHHU JiexkaT B OCHOBE BCEX
JKU3HEHHBIX NposiBiIeHM. be3 HacaencTBEHHOCTH U M3MEHUYMBOCTU
HEBO3MOXHa Oblja Obl PBOIOLMS XU3HU Ha 3emuie. YenoBek sBasieTCs
«IIPOAYKTOM» IJIUTEIBHOM 3BOJIOLUYN XWBOW Mpupoasl. B ero ¢hopmu-
poBaHUM Kak Ouojoruueckoro suaa Yenoseka pazymHoro (Homo sapiens)
OTpaKeHBI BCE OOIICOMOIOTMYECKHE TEHETHYECKIE 3aKOHOMEPHOCTH.

Tenemuka yenosexa Hapsay ¢ MOpGhoIJIOTHel, (GU3UOJOTUEH 1 OMOXUMHU-
eil SBJISETCS TEOPETUUYECKUM (PYHIAMEHTOM COBPEMEHHON METUIIMHBI.
OHa u3syyaeT sIBJICHUS] HACJAEACTBEHHOCTU U M3MEHUYUBOCTU Yy YeJOBeKa
Ha BCEX YPOBHSX €ro OpraHm3alliy W CYyIIeCTBOBAHMS: MOJIEKYISIPHOM,
KJICTOYHOM, OpPraHM3MEHHOM U TIOIYJSIIIMOHHOM. B cBoeM pasBuUTHU
reHeTHKa YeJIOBeKa MOCTOSTHHO «IMOANMUThIBAaCh» U3 00IIeOMoI0oTUYeC-
KUX KOHIENIHUN (PBOJIOIMOHHOE yYCHUE, OHTOTCHE3), U3 TeHeTHYecC-
KUX OTKPBITUH (MEHAEIM3M, XpPOMOCOMHAsI TEOPUsI HACIECICTBEHHOCTH,
nHdopmanuonHas poab JHK), n3 gocTuxeHuit TeOpeTUIYECKON U KITU-
HUYECKON METUIINHEL.

Meouyunckas eenemuka W3y4aeT pOJib HACJIEICTBEHHOCTU B BO3HUK-
HOBEHUM MATOJIOTUM YeJIOBEKa, 3aKOHOMEPHOCTH Iepelnadrd OT IOKOJE-
HUS K MOKOJICHMIO HACJICACTBEHHBIX 0OJIe3HEH, pa3pabaThIiBacT METOIBI
IUAaTHOCTUKU, JIeYeHUsI UM MPpoDUIAKTUKU BceX hOpM HacCJIeACTBEHHOM
natojiorud. CUHTE3 NOCTUKEHUI B MEIUIIMHE M TeHETUKE HallpaBJIeH Ha
00opbOy ¢ 00JE3HSIMU U yIyUIIEHUE 3T0POBbS JIOACH.

MenunHCKas TeHeTUKA OTBeYaeT Ha CJIeAYIONINe KOHKPETHBIE BOII-
pOCHI: KaKWe HacCJeACTBEHHBbIE MEXaHM3MBI TMOAIEPXKUBAIOT TOMEOC-
Ta3 opraHu3Ma M OIpPEIesSiOT 3I0POBbe MHAMBUIA; KAKOBO 3HauyeHUE
HacJIeNCTBEHHBIX (PAKTOPOB B 3THOJOIMU OOJIe3HEH; KAaKOBO COOTHO-
ILIEHWE HACJIeACTBEHHBIX M CpeloBbIX (HEeHAcCJIeACTBEHHBIX) (haKTOpPOB
B ITaToreHe3e OoJIe3HEl; KaKoBa pPOJIb HACJIEICTBEHHBIX ()aKTOPOB B
oIpene/ieHN KIMHNYEeCKON KapTUHBI 00Jie3Hel (M HacCJIeACTBEHHBIX, U
HEHACJIEICTBCHHBIX); BIUSICT JIU (1 €CJIU BJIMSIET, TO KaK) HacJAeACTBEHHAs
KOHCTUTYIIHMS Ha MPOIECC BBI3MOPOBICHUS U Ha MCXOI OOJIE3HM; KaKue
HacJeICTBEHHBIE (PAKTOPHI OINpeneasaoT cneuuduky (GpapMakoJIoTuyec-
KOT0 M Ipyrux BUAOB JeYECHM .

B HacTosiee BpeMst MeIUIIMHCKASI TeHETHKAa MHTEHCUBHO pa3BUBacT-
Cs B pa3HBIX HAIIpaBJICHUIX: U3yUeHNE TeHOMa YeJIoBeKa, INTOreHeTUKa,
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MOJIEKYJIsipHass 1 OMOXMMMUYECKasi TeHeTUKa, UMMYHOIeHeTUKa, I'eHe-
TUKa pPa3BUTUS, MONMYISIIMOHHAS TEeHEeTWKa, KJIMHWYECKas TeHeTHKa,
9KOJIOTMUYECKasT TeHEeTHUKA.

B pesynbrare cTONETHEr0 pa3BUTHUS T€HETUKH UYeJIOBEKa CIIOXMINCH
OCHOBHBIE IOJIOKEHU I MEAULIMHCKON reHeTUKU, 3HaHKe KOTOPBIX 00s13a-
TEJILHO AJIsI MEAULIMHCKOTO pabOTHMKA.

1. HacnencTBeHHbIE 00JIE3HU SIBJSIIOTCS YaCThIO OOIlIeil HACAeACTBEHHOM
M3MEHYMBOCTHY 4YesioBeKa. HeT pe3koif TpaHUIIBI MEXIY HAcJIeICTBEH-
HOI M3MEHUYMBOCTBIO, BEAYIIEH K BaprallsiM HOPMaJIbHBIX ITPU3HAKOB,
1 M3MEHUYMBOCTBIO, BeIYIIel K HaCJIeACTBEHHBIM OoJIe3HSIM. B omHUX
M TeX Xe reHax MOI'YT BO3HUKATh U HEMTpalbHbIC, U MATOJIOTUYECKUE
MYTaLlUu.

2. B pa3BuTUM HaACIAEACTBEHHbBIX MPU3HAKOB UM OOJE3HEN MpUHUMA-
JOT ydJacTHWe HaCJeACTBEHHAs KOHCTUTYUMS (TEHOTHWN) W BHEIIH SIS
cpena. Bo Bcex XXKM3HEHHBIX MTPOSIBJICHUSIX MEXIY HACJIeICTBEHHOCTHIO
U CPEIoil Bcerma MMeeTCsl TeCHOe B3anMopaelicTBre. XOTs A pa3BUTHUS
OIHMX IIPU3HAKOB UJIU OOJIE3HEH OIpeAeIsIOIIYI0 POJIb UTPAET HACTIEIC-
TBEHHOCTb (T€HOTUII), a IJIS1 pa3BUTUS APYTUX CYLIECTBEHHOE 3HAUYCHUE
MMeeT BHELIHSS cpela, OJHAKO HeT TaKMX IPU3HAKOB, KOTOPbIC ObI
3aBUCEJIM TOJIBKO OT HACJIEACTBEHHOCTH UJIM TOJBKO OT CPEIbI.

3. YesioBEUECTBO «OTATOIIEHO» OFPOMHBIM «I'PY30M» PAa3HOOOPAa3HBIX MyTa-
LI, KOTOpPble HaKaIlJWBaJNCh B IIPOIECCE IIMTEIbHON 3BOJIIOLNM.
[MocTosIHHO MPOTEKAIOI KA MYyTALIMOHHBIIA MPOLIECC ITOCTABIISI HOBBIE
MyTallMu B TeHO(OHJ 4YeIoBeYeCcTBa, a €CTECTBEHHBIM OTOOp 16O
COXPAaHSIJI M YMHOXaJ MX YUCJI0, TMOO MPUBOIMI K MCUE3HOBEHUIO.

4. HacnencTBeHHasT <«OTSITOINIEHHOCTH» COBPEMEHHOTO 4YeJOBeUYecTBa
COCTOHUT M3 ABYX KOMMIOHEHT. OgHa — 3TO HAaKOIUIEHHBIC B IIPOIECC-
Cce 2BOJIIOLIMM U WCTOPUM YeJIOBEYECTBA IAaTOJOTMUYECKHE MYTAIWH,
JIpyras — BHOBb BO3HMKAIOIIME HACIEACTBEHHbIC M3MEHEHUS B I10JIO-
BbIX KJIeTKax. KonnyecTBeHHbINI 00beM BHOBb BOZHUKAIOIIMX MYTallUid
MOXET yBEJMYMBATHCS IOJ BJIMSHUEM MYTAareHHbIX (haKTOPOB Cpebl
(MoHM3MpYIOIIas paguals, XUMUUECKIE BEIIeCTBA U IpyTHe (haKTOPHI).

5. Cpena oOMTaHM S YejoBeKa B LIMPOKOM CMBICIIE CJI0Ba, TpaHUIIbI Opa-
KOB, IIJJAHNPOBAaHME CEMbH MTOCTOSTHHO MEHSIIOTCA. YeI0BeK cTaIKMBa-
€TCsI C HOBBIMU (haKTOpaMHU Cpefibl, paHee HUKOIIAa He BCTpeYaBILIUMUCS
Ha IPOTSIKEHUU BCEil ero 3BOJIIOLIMM, a TaKKe MCIBITHIBACT OOJIbIINE
Harpy3ku COIIMaJIbHOTO U 3KOJOTMYECKOro xapakTepa. DTO MPUBOIUT
K TIOSIBJICHUIO HOBBIX BUJIOB HAcCJIEACTBEHHOI ITATOJIOTUN — DKOTEeHE-
TUYECKUM 00Je3HAM. PacmpeH KpyT MOTeHIIMAIbLHBIX OpauYHBIX TTap-
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THEPOB, UPOKUX MACIITA0O0OB TOCTUIJIA MUTPALIMs HACEJIEHUsI, — BCE
5TO MEHSET TeHETHUYECKYI0 CTPYKTYpY MOMYISIINK YeJloBeKa. B To ke
BpeMs TIOMYJISIIIMOHHBIE TIPOILIECCHl 00Iada0T OOJBIIION CUION UHEP-
LI, ¥ TIO3TOMY HE CJIENYyeT OXMIAaTh, YTO MYTAIlMOHHBIN MpoIecC U
AKOTeHETUYECCKME PeaKIIMM MOTYT B KOPOTKHI CPOK (OTHO-IABA ITOKO-

JICHUSI) BBI3BaTh «B3PbIB» HACJIEACTBEHHOCTU YEJIOBEKA WM PE3KMI

MOAbEM YaCTOThI HACAEACTBEHHBIX 00Je3HEN.

6. Iporpecc MeAUUMHBI ¥ OOLIECTBA MPUBOIUT K YBEJIMUYEHUIO TIPOLOJI-
XKUTEJBHOCTH XM3HU OOJILHBIX C HACJIEACTBEHHBIMH 00JIE3HIMU, BOC-
CTAaHOBJIICHUIO Y HUX PEIPONYKTUBHON (DYHKIIMH M, CIACAOBATEIBHO, K
YBEJIMUCHUIO X YHCJIA B MOMYJISAINAX. BoabHOI MM HOCUTENb ITaTo-
JIOTMYECKOTO 3aJaTKa SIBJSETCS IOJHOIIPAaBHBIM YJEHOM OOIlecTBa
1 MMeeT paBHbIE IMpaBa CO 3A0POBBIM UYeJOBEKOM. Takue KOHILEMIUU
KaK eBreHHMKa, BBIPOXJICHWE CeMeW C HacJIeICTBEHHOM ITaTOJIOTHEH,
HEU3JIeUMMOCTDb HACJIEJICTBEHHBIX OOJIe3HEH, 3alpelieHrue OpakoB WJIN
CTEpUIM3AIMS TI0 TeHETUYECKMM ITOKa3aHUSIM YIUIA B IIPOIILIOE.
B nmarHocTuke, Je4eHUHN W MPOGUIaKTUKE HACIEICTBEHHBIX 00Je3-
Hell COBpeMeHHasl MeIuIlMHA 00JagaeT OOJbIIMMU BO3MOXHOCTSIMH,
KOTOpbIE B OyAyIlleM CTaHYT ellle OOblIle.

3HayeHNWe TeHEeTUKH AJIST MEOIWIIWHBI TPYAHO MEepeoleHNTh. Bo-mep-
BBIX, KaK 9aCTh TEOPETUICCKOTO (PyHIaMECHTAa MEIUIIMHBI, TEHETUKA pac-
MUPSIeT U yIIIyOJIsIeT OMOJOrnIeCKOe MBIIIJICHHE CTIeInaancTa. bymymmia
MEIUIIMHCKU paOOTHHUK Yepe3 MOHMMaHNWe 3aKOHOB HACIEACTBEHHOCTHU
¥ U3MEHUYMBOCTHU peajibHO MPEACTaBISCT BCE CTaAUU MHIAMBUIAYAJIbLHOTO
pa3BUTHS YeJoBeKa (OT OMJIOAOTBOPEHUS O CTAPOCTHU) MO YIJIOM 3pEHUST
peanu3aliy yHaCJIeMOBaHHOW WHIWBUIOM ITPOTPaMMBI B KOHKPETHBIX
YCIOBUSX cpeabl. [eHeTUYecKre 3HAaHUS HEOOXOAMMBI AJIST TTOHUMaHUS
HOBBIX METOHOB IMAaTHOCTUKM, JICUCHUS U MPOGUIaKTUKN HACTEACTBEH-
HBIX 0OJIE3HEN, CO3JaHU S HOBBIX BAKIIUH U JIEKAPCTB METOAAMU F€HETU-
YECKOM MHXKECHEPUU.

Bo-BTOpbIX, TOCTUXKEHUS] MEAUIIMHCKOW Te€HEeTHKM, KaK KJIMHUYEeC-
KOM IUCIUIIINHBI, 3(OEKTUBHO BHEAPSIOTCS BO BCE pa3aeabl MEIUIINH-
CKOIl MOMOIIM W 3IpaBOOXpaHeHUsS (OOJIBbHUUYHASA, MOJUKIMHUYECKAS,
IUcIaHcepHas cIyK0b1). HacinencTBeHHBIe 00e3HU 3aHUMAIOT CYIIECT-
BEHHOE MECTO B paboOTe KaskI0ro Bpaya M MEIUIIMHCKOM CECTPHI B CBSI3U
C UX YyacToTo# U TsaxecTblo. MU3BecTHO yke okoso 20 000 HacaeacTBeH-
HbIX TpU3HaKoB, MoYTHU 5000 U3 KOTOPHIX COCTABISIOT HAC/IeACTBEHHBIE
00JIe3HM, TTopaskaIlre BCe OpraHbl, CUCTEMBl U PYHKIIUU OpraHu3Ma.
Okoso 5% nereil poxmaeTcs C HACJACACTBEHHBIMM U BPOXIECHHBIMHU



12 BeeneHne

oosesHsamu. C BO3pacToM MeHsIeTCsl «Ipoduab» HACAEACTBEHHOI MaTo-
JIOTHHU, HO «I'PYy3» €¢ He yMeHbIIaeTcs. JeTn ¢ Heu3IedunMbIMu (hopMaMu
HACJICICTBEHHBIX OOJIe3HEUH WJIM TSKEIBIMU BPOXICHHBIMU ITOPOKAMU
ymupawT. Kazanocek 0bl, 3a cUeT JeTaJIbHOCTH B IETCKOM BO3pacTe yac-
TOTa HACJIeACTBEHHBIX O00JIe3HEH JOIKHA OblJ1a OBl yMeHbIIaThCA. OMHAKO
9TOro He HabJromaeTcs, IOTOMY YTO B MyOepTaTHOM BO3pacTe U I03XKe
pas3BuBaloTcs HOBble 00e3HU. [Tocae 20—30 geT HaUMHAIOT NPOSIBASITHCS
HacJIeICTBEHHBIE OOJIE3HHW Y B3POCIBIX, TJIABHBIM 00pa3oM — OOJIE3HU
C HaCJIeACTBEHHOM MpeapacnoyioxkeHHocThio. He Menee 25% Bcex 60Jib-
HUYHBIX KOEK 3aHSITHl MallMeHTAMM, CTpPamalolInMU 3a00JIeBAaHUSIMU C
HaCJICICTBEHHON MPEapacioloXeHHOCThIO, TAKMMHU KaK TUIIEPTOHUYEC-
Kasi 00JIe3Hb, UIleMUYecKas 00JIe3Hb cepilla, Icopuas, OpoHXMaJIbHas
acTMa, pacCessHHBII CKJIepo3, IJlayKoma.

TaxuMm o6pa3oM, HacJIEACTBEHHAasI ITATOJIOTUSI MOXKET «IIpeclielo-
BaTh» YeJIOBEKAa HA BCEX ATAllaX ero XXKMU3HU: OT 3apOXKICHUS 10 CTAPOCTH.
CrnegoBaTebHO, MEAMIIMHCKAS ITOMOIIb M TICUXOJIOTHUYeCKas IMOoAaepKKa
IOJIXKHBI 0Ka3bIBaThCS HE TOJIBKO 00JILHOMY, HO M €TI0 ceMbe. B aToM upe3-
BbIYalHO Ba>KHOM JieJie HEOILIEHMMa POJIb MEAUILIMHCKON CECTPHI.

HacneactBeHHble 060JI€3HU AJUTEIbHOE BpeMs He MOAdaBaIuCh Jeue-
HHIO, a EAMHCTBEHHBIM METOIOM IPOMMIAKTUKMN OblIa PEKOMEH IaIIVsI
BO3ICPKATHCS OT AETOPOXICHHUSI.

CoBpeMeHHasd MeOMIIMHCKAas TeHETHMKa BOOPYXMJAa KIMHHUIIKCTOB
METONAMM paHHE TOCUMIITOMHOM (HOKJIMHUYECKOIT) 1 MaKe mpeHaTalb-
HOI TMarHOCTUKMU HACJIeACTBEHHBIX OoJie3Heil. UHTeHCuBHO pa3BUBaIOT-
¢ (M B HEKOTOPBIX LIEHTpax yXe MPUMEHSIOTCS) METOAbI MpeuMITIaHTa-
LUOHHOU (0 MMITJIaHTALIMX 3apOIbINTa) TMATHOCTUKH.

IToHmMaHMe MOJIEKYJISIDHBIX MEXaHM3MOB IIaTOTeHe3a HacJeac-
TBEHHBIX 00JIE3HE!l M BBICOKME MEAMIIMHCKHE TEXHOJOTUHU 00CCIeCYMNIN
YCIIEITHOE JICYeHEe MHOTUX (POPM 3TOM MTaTOIOTUH.

Cnoxunach CTpoiiHas cucTteMa Npo(PUIaKTUKHU HaCIEACTBEHHBIX
0oJie3Hell: MeNMKO-TeHETUYECKOe KOHCYJIbTHPOBaHUE, MpeHaTalbHas
IMarHOCTHUKA, MaccoBas IWAarHOCTMKAa y HOBOPOXICHHBIX HaclelC-
TBEHHBIX OoJie3Hell oOMeHa, MOAJAILIMXCS AUMEeTUYeCKOl M JieKapc-
TBEHHOU KOPPEKIIMH, TMCIaHCepU3als OOJIbHBIX M YJCHOB UX CEMEI.
BrenpeHue 310 cuCTeMBI 00eCIeYMBACT CHUKEHUE YACTOTHI POXKICHM S
JIeTell ¢ BpOXICHHBIMU MTOPOKAMU Pa3BUTHUS U HACJIEACTBEHHBIMU 00J1€3-
HaMU Ha 60—70%.

MeauumHcKas cectpa U peabaiiep-1adopaHT BMECTe C BpauOM MOTYT
aKTHMBHO YYacCTBOBATh B peajM3allMM HOCTUXEHUI METUIIMHCKON T'eHe-
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TUKU B MPaKTUKY payd CYACTIUBOU CEMbU CO 3IOPOBBIM MOTOMCTBOM.
«O0BEKTOM» MEIWIIMHCKON TIOMOIIM C TEHETUYECKOM TOYKU 3peHMS
SIBJISIETCSI HE TOJILKO OOJIbHOM, HO M €TO CEMbsI, MHOT/A B IIMPOKOM CMbIC-
Jie cJIoBa (IBOIOPOIHBIE, TPOIOPOIHbBIE).

KOHTpOﬂbeIe BOMpPOCHI U 3aaaHUNdA

1. B yeM cOCTOUT CYTh SIBJICHU I HACJIEACTBEHHOCTU U U3MEHYMUBOCTU?
2. Yto Takoe HacaeICTBEHHbIE 00JE3HU C IBOTIOIIMOHHON TOYKH 3peHUs?
3. Yto usyvyaet MeaAMIIMHCKAs TeHeTuKa?

4. Ha3oBUTe OCHOBHbBIE MOJOXEHU ST MEAUIIMHCKON TeHETUKMU.

5. IlpuBenrTe OCHOBHBIC MPUMEPHI 3HAYEHU ST MEAUIITMHCKON TeHETUKU.



lmaesa 1
U,VITOJIOFI/I'-IGCKI/Ie OCHOBbI HACneaACTBeHHOCTU

1.1. CTPOEHUE U ®YHKUUN KJNNIETKU

Kak m3BecTHO, BCe XMUBBIE OpraHU3MBI Ojlaromaps IMPUCYIIEMY UM
MEPBUYHOMY CBOICTBY HACJIEACTBEHHOCTH COXPAHSIIOT B PSITY TOKOJICHU I
XapaKTepHbIE IJI51 HUX YEPThI, TO €CTh BOCIIPOU3BOIST ceOe MOMNOOHBIX U
nepeaaroT 3Ty IPEeEeMCTBEHHOCTh U3 MTOKOJIEHU S B OKOJICHUE B IIpoliecce
Pa3MHOXEHHSI.

Krnerka sBisieTcss OCHOBOW CTpOEHUS JIOOOro opraHu3Ma, a Tpu
pa3MHOXEHUN — CBI3YIOIIMM 3BEHOM JBYX TMokoieHuWit. KieTku pas-
HBIX OPTaHU3MOB U B Pa3HBIX TKAaHSIX OUeHb pa3HOOOpPA3HEI 10 pa3Mepy,
¢dopme, CTpoeHUIO U PYHKIIMK, OJHAKO OO0Ilasi cXxeMa CTPOSHUS KJISTKHU
onuHakoBasi. Bce KJIeTKM UMEIOT 000JI0UKY, €€ ellle Ha3bIBAIOT K.1emOouHOl
membpanoi. OHA COCTOUT U3 ABOMHOTO CJIOST IUTUAHBIX MOJEKYJ MEXIY
OBYyMsl ciosiMu Oenka. UYepe3 KJIETOUHYIO MeMOpaHy OCYIIECTBIISIETCS
aKTUBHBIN U TTACCUBHBIN ITIEPEHOC pa3IMYHBIX BEIIECTB BHYTPh U HAPYXKY.
Kaxnmast kieTka COCTOUT U3 sSIApa, OMHOTO MJIA HECKOJBKUX SIIPBIIIEK U
HuToraasmel (puc. 1.1).

Llumonaazma XUBOTHOM KJETKM — CJIOXHO OpraHU30OBaHHasl CHUC-
Tema. B Heil UMeTCSa opraHOMIbl: MUTOXOHIPUU, PUOOCOMEI, armapar
Tonbaxu, nu3ocoMbl, TIepokcucoMbl. LluTormmasma cocTaBiasieT OCHOB-
HYI0 Maccy KiaeTKn. OHa COCTOMT M3 KOJUIOMIHOIO pacTBOpa OCIKOB U
OPYTUX OpraHu4YecKux BeinecTs: 85% — Bona, 10% — Geaku u 5% — npyrue
coenuHeHus. [1o cBoeil CTpyKType LuTOomnaa3Ma HeogHOponHa. B Heli pac-
MOJIOXEHbI TJIACTUHYAThIE CTPYKTYPhI MJIM MEMOpaHbI, KOTOPbIe 00pa3y-
0T CJIOXHYIO CUCTEMY IUIOCKMX Pa3BETBJIEHHBIX KaHaI0B. X Ha3bIBaIOT
sHdonaasmamuueckoil cemvro MU pemukyiymom. Tlo KaHamaM peTUKYITY-
Ma pa3JIWYHBIC BEIIeCTBA IIPOXOMSAT OT HAPYKHOI MeMOpaHBI KJICTKU K
LIATOIIJIa3Me, OpraHOUAAM U SIApPY.

Mumoxondpuu — >To chepruyeckre WM MaJOoYKOBUAHBIE 00pa3oBa-
HUS CJOXHON CTPYKTYpbl. OHU COCTOSIT M3 MaTpUKCa, OKPYKEHHOTO
BHYTpEHHEW MeMOpaHOi, MeXMeMOpaHHOTO TMPOCTPaHCTBA M HapyXK-
HbIX MeMOpaH. B marpukce conepxarcs KoJblieBble MosieKyabl JTHK,
cnenududeckue PHK (cM. 1. 2), rpaHymsl coieil KajablMsI W Mar-
HUS. MeMOpaHbI cocTOIT U3 6eJIKOB U (pochonunugoB. MUTOXOHIPUUA
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Puc. 1.1. CtpoeHue KIeTKN 3yKapuoT

CMOCOOHBI K CAMOBOCIPOU3BENCHUIO. B MUTOXOHAPUSX 32 CYET OKMUC-
JIUTEbHO-BOCCTAHOBUTEJIBHBIX IMPOLIECCOB BbIPA0AThIBAETCI 3HEPTUs,
KOoTOpast HakanauBaeTcs B Bune mosiekysn AT® (ageHosuHTpudocdara).
KineTouHoe npixaHue (MCMOIb30BaHUE KIETKOW KMUCIOPOAA) TPOUCXOIUT
MPU YYaCTUU MUTOXOHIPUIA.
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Pubocombr — CN0XHO OpraHU30BaHHbBIE CYOMUKPOCKOMUYECKUE Tpa-
HYJIBI, pacIoJIOXXeHHbIe Ha MeMOpaHaxX HIOIJIa3MaTUYeCKONM CeTHU WU
CBOOOJHO B 1IUTOMJa3Me. PuOOCOMBI MOTYyT ObITh €AMHUYHBIMU WU
00BCIMHEHHBIMU B KOMILICKCH — noaupubocomsl. B MX cocTtaB BXOOST
0enxku u BeicokomoJiekyasipable PHK npuMepHo B paBHOM KOJIMUYeCTBE.
DdyHK1Mel puOOCOM SIBISIETCSI CUHTE3 OCJIKOB.

B annapame lo4v0xcu HakanauMBaIOTCS pa3JuMUHbIC TPOAYKThI KJIETOU-
HOTO oOMeHa M TOoCTyMallde M3BHE BellecTBa. B ero metisx mpowuc-
XOIUT KOHIIEHTpAIMs BEIIeCTB B KaIlJIM WJIM TPaHYJIBI, KOTOPBIE 3aTeM
BBIBOIISITCS 32 ITPEeAesIbl KICTKH.

B nmromnazMe KieTKu comepxarcs auzocomvl. OHU UMEIOT BU MEIIIOY-
KOB, IMOKPBITHIX MeMOpaHOIi, coiepxXaT (epMEHTHI, pacIIeIISIoIIne
HYKJICMHOBBIE KMUCJIOTHI, O€JIKM, moaucaxapuabl. JIM30COMbI SIBASIIOTCS
«ITUIIEBAPUTEILHOM CUCTEMOI» KJIETKU. B cilyyae paspylieHuns MemoOpa-
HBI JTU30COMBI MOTYT TIepeBaprBaTh U COACPKMMOE IIUTOILIA3MbI KJICTKUA —
aBTOJIM3KC (CaMOIlepeBapuBaHHUE).

Ilepokcucombt KIETKH TIPEICTABIISIIOT COOOM TeIbIla OBaJIbLHOI (POPMHEI,
OrpaHMYECHHBIC MEMOpPaHOI U PACIIOJOXEHHBIE HA 00€MX CTOPOHAX PETH-
KyJayMma. BHYTpU mepoKCUCOM COAEPXKUTCS TPaHYJSIPHBIA MaTpukc, B
LIEHTPEe KOTOPOTO HAXOMSTCS KPUCTAJJIONMOMAOOHbBIE CTPYKTYPBI, COCTO-
sguue u3 ¢Guodpuiaa u Tpydbok. Comepxkumoe nepokcucoM — (GepMeHThI
OKMCJICHUSI aMUHOKMCJIOT U KaTana3a. [Ilpm metabonm3mMe aMHHOKMC-
JIOT oOpa3yeTcs MEPEeKUCh BOIOPOaa, KOTOpasl pa3pyllaeTcs KaTaaa3oil.
TakuM obOpa3oM, KaTaja3a MEPOKCHUCOM BBIMOJHSECT 3allIUTHYIO DYHK-
unio, Tak Kak H, O, ABIS€TCAa TOKCUYHBIM 1T KJIETKH COENNHEHUEM.

Llenmpocoma, NN «KJIETOYHBIN IEHTP», OOBIYHO pacIriojlaraeTcs B
LIEHTPE KJIETKU WU psaoM ¢ ssapoM. OHa COCTOUT U3 ABYX yeHmpuoel,
pacmojoXeHHBIX B ydYacTKe ILMTOILIAa3Mbl, OPTAaHM30BAHHOM OCOOBIM
obpazom. LleHTpocoMa yyacTByeT B IpoIecCe NeJICHUS KJICTKU, CO3MaBas
BEPETEHO NEJICHU .

WHorma B uuTorasMe KJAETKU BBISIBJISIOTCS BKIOUYeHUs1. OHU He
SIBJISTIOTCST 00s13aTeIbHBIM KOMIIOHEHTOM, ITOCKOJIBKY ITPEACTAaBISIOT pa3-
JIMYHBIC TPOAYKTH MeTab0oIM3Ma (KPUCTAJIIBI COJIei MOYEBOI KHUCIIOTHI,
MUATMEHTHBIC 3epHa, XHUPHI, OCJIKA U T.A.), U B cllydae HEOOXOIMMOCTHU
MOTYT OBITH UCITOJIb30BaHBI OPTaHU3MOM.

B iuTomnna3sme KJIeTKM HETIPEe PhIBHO IMTPOMCXOAUT OOMEH BEIIeCTB, TPU-
BOJSIIIMI K CAMOOOHOBJIEHUIO OEJIKOB U JPYTMX XMMUUYECKUX BEUIECTB.
DTO HOCTATOYHO OBICTPHIN Ipoliecc. Hampumep, B KjleTKaxX MeYeHU 3a
3—5 cyTOK MoJIoBMHA OEJIKOBBIX MOJIEKYJ MOXET 3aMEHSThCSI HOBBIMMU.
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buoxuMuyeckuMu MeTogaMU MOKa3aHO, UTO €CIU OTACAUTH AP0 U
BCE OPraHOMIbI KJETKM OT IIMTOILIa3Mbl, TO B Hell ocTaHyTCs (hepMeH-
Thl, KOTOPbIE YCKOPSIOT peakiiuu ooMeHa. Ho Bce e MogHbIA 0OMEH
BEIIECTB IIPOUCXOIUT TOJHKO B Clydyae B3aUMOICHCTBUS LIMTOIIA3MBI C
IPYTUMU KOMIIOHEHTaMM KJIeTKH. C TeHeTUYeCKON TOYKM 3pEHUSI, OMO-
XMMUIO IIATOIJIa3Mbl U €€ CTPOCHHUE HEOOXOAMMO paccMaTpUBaTh B CBETE
SIePHO-LIMTOIIa3MaTUYECKUX B3AUMOOTHOIIEHU, T. €. B3AaUMOBJIUSHUS
KOMTIOHEHTOB IIMUTOTLJIa3MBI U SIIpa.

Kax mpaBuio, B KJIETKE COAEPXKUTCS OIHO SIAPO, peke — HECKOJIbKO.
SI0po coCTOUT U3 XpOMaTHUHA («<XPOMAaTUH» — OT TPEYECKOTO chroma — 11BeT,
KpacKa) — BeIleCTBa, CIIOCOOHOI0 XOPOIIO BOCIIPUHUMATh KPACUTEIIU.
Xpomatun coctout u3 JHK u 6enkoB. B unTepdasHbix KiaeTKax Xpo-
MaTUMH MOXET OBbITb PaccesdH M0 BCEMY SAPY MJIM pacrojiaraTbCs B BUIE
OTIENbHBIX TIBIOOK. Mumepgasnvie Kiemku — KIJIETKU, HaXONSIIUeCsS B
COCTOSTHUM MEXY IBYMSI TIOCJIEIOBATEIbHBIMM MUTO3aMU B pa3e TTOKOS
WM XK€ B CTAIWM OT MOCJCAHEr0 MUTO3a OO0 TMOeNu KiIeTKU. B mHTEp-
¢a3HBIX Sapax XpOMOCOMEBI Pa3pBIXJICHBI U IeKOHIeHCHpOoBaHBl. OHU U
COCTaBJIIIOT HUTHM XpoMaTHWHA, MaKCUMaJjbHas KOHIEHCAIMsI KOTOPBIX
MPOUCXOAUT BO BPEMSI MUTOTUYECKOTO JIeJIeHU S KJIETOK ¢ 00pa3oBaHUEM
XPOMOCOM.

Kpome xpomaTuHa, B simpax BCTpPeUYalOTCs IMEPUXPOMATUHOBBIE W
MHTEePXPOMATUHOBBIC TPAHYIIBI, B KOTOPHIX comepxutcss PHK.

B snpe HaxoguTCs OMHO MJIM HECKOJBKO SIAPHIIICK. S0pbiuiko — caMast
MJOTHAas CTPYKTypa siapa, SIBISIONIAsICS MPOU3BOAHBIM XPOMOCOMBI, a
MMEHHO — OJTHUM U3 €€ JOKYCOB C HanuboJiee BBICOKOW aKTUBHOCTbIO CUH-
te3a PHK B nunTepdase. B saprimke odpasyrorcs pubocomaibubie PHK
1 pubOCOMBI, Ha KOTOPBIX MPOUCXOIUT CHUHTE3 OEJKOB IIUTOTIJIa3MBI.
OOpa3oBaHNE U KOJIUYECTBO SAPHIIIEK 3aBUCHUT OT UMCJIa MU aKTUBHOCTU
SITPBIIITKOBBIX OPTaHM3aTOPOB (YYaCTKOB XPOMOCOMBI, PACITOJIOKEHHBIX B
30HaX BTOPUUHBIX MEPETIKEK).

SAnpo orpaHUYEeHO OT LIMTOIIA3MBbl 20epHoil 060404Koll. SlaepHas 000-
JIOYKa COCTOMT M3 BHEIITHEH sSIepHO MeMOpaHbl 1 BHYTPEHHE MeMOpa-
HBbI, KOTOPBIE Pa3esIOTCS MePUHYKJIeapHBIM TPOCTPAHCTBOM WJIU ITHC-
TEPHOM sIIepHOI 00010UKH. B ssaepHOit 060109Ke comepkaTcs sIIepHBIC
mopel. YKCI0 AAEpHBIX IOP 3aBUCUT OT METAa0OJMUECKON aKTUBHOCTU
KJIETKHU: YeM OHa BBIIIIE, TeM OOJbIIIe TTIOp Ha eAMHUILY ITOBEPXHOCTH KJIe-
TOYHOTO sapa.

OcHOBHBIE (DYHKIIMU SAEPHONW OOOJOYKM 3aKJIOYAIOTCS B TOM, 4TO
OHa OTHAEJISIET CONEPKMMOE SIIpa OT IIUTOTLJIA3Mbl, OTPAHUYUBAET JTOCTYII
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B PO KPYIHBIX arperaToB OMOMOJMMEPOB, PETryJMpyeT TPaHCIOPT
MaKpOMOJIEKYJI MEXIY SIIPOM M IIUTOIIa3MOM, yJ4acTBYeT B (pUKcalluu
XPOMOCOMHOTO MaTepuajia B siape. Takum o0pa3om, SApO SIBISIETCS
HOCHTEJIEM T€HeTHMYEeCKOTO MaTepuajla M MECTOM, TIIe OCYIIECTBIISICTCS
ero (yHKIMOHUPOBaHUE U BOCIIPOU3BEACHUE.

1.2. CTPOEHME U ®YHKLUUU XPOMOCOM.
KAPUOTUN HYEJIOBEKA

Xpomocoma — CTPYKTYPHBIA 3JEMEHT KJETOYHOTO siapa Ie30KCUPU-
OOHYKJIEMHOBOI MPUPOILI. DTO Ha3BaHMWE MPOU3OIIIO OT CITOCOOHOCTH
XPOMOCOM OKpaIllMBaThCSI OCHOBHBIMU KpacUTENsIMU (chroma — IIBET,
soma — Teno; chromosoma — oKpauieHHoe TeJio). Kak camocTosiTenbHOe
oOpa3oBaHMe OIpeaeIEHHOI0 pa3Mepa U (popMbl XpOMOCOMaA BHISIBJISIETCS
npu geneHun KiaeTok. CaMoyIBOEHHE M 3aKOHOMEpPHOE paclpeacieHue
XpOMOCOM IO TOYEPHUM KJIETKaM oOccIeumBaeT TOYHYIO Iepemady
HacJieICTBEHHOI MHDOpMAlIUK.

Mopdonorusa XpoMocoM Jiydllle BCEro BUIHA B KJETKE Ha CTaIuu
MeTadasbl. OHM COCTOST U3 ABYX NAaJOYKOOOPa3HBIX TeJIEll, Ha3bIBAEMbIX
xpomamudamu. O0¢ XpoOMaTHABl KaXIOH XPOMOCOMBI MICHTUIHBI IPYT
IPYTy IO TEHHOMY COCTaBY.

XpoMocoMbl auddepeHIIMPOBaHbI O AJuHe. Bce XxpoMoCOMBbI UMEIOT
LHEHTPOMEPY MJIM MEPBUYHYIO MEPETIXKKY, ABE TeJIOMEPHI U IBa Ijieda.
Ha HeKoTOpBIX XpOMOCOMax €Ille €CTh BTOPUIHEIC TEPETIKKU U CITYT-
HUKU. [lenmpomepa — O4eHB BaxXHasl YaCTh XPOMOCOMBI, OIIPEICISIOIIAT
TOYHOE pacIpeleieHrue XpoMaTh K ABYM IMOJI0caM JIeasIeiics KJIeTKH.
JHK 1eHTpoMepbl OTAMYaeTCsd XapaKTEpPHOU IMOCaAea0BaTeIbHOCThIO
HYKJIEOTUIOB U crneluduyeckumu denkamMu. B 3aBUcUMOCTU OT pacrio-
JIOKEHH S IIEHTPOMEPHI Pa3JInJaloT aKpOIEHTPUUIECKHIE XPOMOCOMEI, Cy0-
MeTaleHTPUYECKUEe U METALIEHTPUUYECKHE XPOMOCOMBI (puc. 1.2).

HexoTopble XpOMOCOMBI UMEIOT BTOPUUHBIE MepeTsIKKU. B oTnmyne
OT MEPBUYHOM TEePETIKKHU (IIEHTPOMEPHI) OHU HE CIyKaT MECTOM TIpH-
KpeTjieHUsS HUTEN BepeTeHa U He UTpaloT HUKAKOW POJIM B IBUXKEHUU
XxpoMaTua. HekoTopble BTOpUYHbBIE NEPETAKKM CBSI3aHbBI ¢ 00pa30BaHU-
eM SIpBIIIeK, B 3TOM CJIy4ae WX Ha3bIBAIOT SIAPBIIIKOBEIMM OpraHu3a-
TOopaMu. B SOpBITIIKOBBEIX OpTaHM3aTOPaX PaCIIOJOXEHEBI TeHbI, OTBETC-
TBeHHBIe 3a cuHTe3 pPHK. OyHKIIMSA OpyTuX BTOPUUYHBIX MEPETIXKEK
elle He scHa.
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Puc. 1.2. CxemaTu4ecKuii puCyHOK TUTIOB XpOMOCOM 4eJI0OBEeKa Ha CTaauu MeTada-
3pl: @ — MeTaueHTpudeckue (1-g u 16-s1 xpomocoma); 6 — cyOMeTalleHTpUIECKIE
(2-au 7-s1 xpoMocoMma); B — akporueHTpuuyeckue (13-s u 21-sg xpomocoma); 1 — xpo-
MaTUIbI, 2 — LIEHTpOMepa; 3 — BTOPUUHAS MEepeTsIKKa; 4 — CIIyTHUKU
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Y HEKOTOPBIX aKTPOLIEHTPUYECKUX XPOMOCOM €CTh CHYMHUKYU — ydac-
TKH, COCAMHEHHBIC C OCTAJIbHON YacTbi0 XPOMOCOMBI TOHKOW HUTBHIO
xpomatuHa. @opma 1 BeJIMYMHA CIIyTHUKA OCTOSIHHA JIJIsI JaHHOM XPO-
MOCOMBI. Y YejioBeKa CHYTHUKU UMEIOTCS y MITU nap xpomocom (13—15
u 21-22 napsi).

KoHmeBbIe yuacTKH XpOMOCOM, OOTaThie CTPYKTYPHBIM IreTepoXpoMa-
TUHOM, Ha3bIBAIOTCI meaomepamu. TeaoMepbl IPEnsITCTBYIOT CIMTIaHUIO
KOHIIOB XpOMOCOM TIOCJIe PEeAYIJIMKAIMA U TeM CaMBbIM CIIOCOOCTBYIOT
COXPaHEHUIO UX LeJOCTHOCTU. Clef0BaTebHO, TETOMEPhl OTBETCTBEHHBI
3a CYIIECTBOBAHME XPOMOCOM KaK MHAMBUIYaJIbHBIX 00pa30BaHUM.

XpOMOCOMBI, MMEIOIINE ONMHAKOBBIN MOPSIIOK TE€HOB, HAa3bIBAIOT
2omonocutHbIMY. Y HUX ONMHAKOBOE CTpOEHHUE (IJKMHA, PacloJIoXEeHUe
LEHTPOMEPHI U T.11.). Hecomonoeuutsvie XpOMOCOMBI UMEIOT Pa3HBI TEHHBIN
Habop M pa3HOEe CTPOCHMUE.

WzydeHne TOHKOM CTPYKTYpPhl XPOMOCOM IT0Ka3ajo, 4YTO OHU COCTO-
T U3 ne3okcupubonykiaenHoBoit kuciaoTel (JHK), 6enka u HebOobIIO-
ro xonuuectBa PHK. Monekyna JJHK HeceT oTpuuaTenbHbie 3apsiabl,
pacmpeneieHHBIC ITO0 BCEil AIMHE, a TPUCOCAWHECHHBIC K HEll OelKm —
TUCTOHBI 3apsiXeHbl MOJOXUTeabHO. DToT Kommiekc JHK ¢ 6enkom
Ha3BIBAIOT XPOMAMUHOM. XPOMAaTHH MOXET UMETh Pa3HYIO CTeIleHb KOH-
neHcanuu. KoHIeHCMpPOBAHHBIM XpPOMAaTWMH HAa3bBIBAIOT eemepoxpoma-
muHom, NEKOHIEHCUPOBAHHBIM XpoMaTuH — ayxpomamurom. CTemneHb
JNEeKOHIeHCAllM XpOMaTHMHa OTpaXxaeT ero (MYHKIIMOHAJIbHOE COCTOSI-
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Hue. ['eTepoxpoMaTUHOBBIE y4acTKU (PYHKIIMOHAJbHO MEHEEe aKTHMBHBI,
YeM 3YXpOMAaTWHOBBIC, B KOTOPBIX JIOKAJIM30BaHa OOJIbIIAsT YaCTh I€HOB.
PaznuuaioT CTPyKTYpHBIN TeTepOXpOMATUH, KOJMYECTBO KOTOPOrO pas-
JU4YaeTcsd B pPa3sHBIX XPOMOCOMax, HO pacliojlaTaeTcs OH IOCTOSHHO B
OKOJIOIICHTPOMEPHBIX paitoHaxX. [IToMUMO CTPYKTYpPHOTO reTepoxXpoMaru-
Ha, CYIIEeCTBYeT (DaKyJIbTaTUBHBINA Ie€TEPOXPOMATUH, KOTOPBIM MOSIBIISI-
€TCs1 B XpOMOCOMeE MpPU CBEPXCIUpATIU3ALIMU dyXPOMAaTUYECKUX PalilOHOB.
IMoaTBepxxaeHUEM CYIIIECTBOBAHUS 3TOTO SIBJICHUSI B XpOMOCOMax 4eJio-
BeKa CIYXUT (PaKT TeHCTHMYCCKOW MHAKTUBAIIMUA OTHON X-XpOMOCOMBI
B COMaTHUYECKMX KJIETKaX XEHIIMHBI. ET0 CyTh 3aKkiouaeTcs B TOM, UTO
CYIIECTBYET 3BOJIOIMOHHO CHOPMUPOBABIIMIICA MEXaHW3M WHAKTHBAa-
LIMY BTOPOM MO3bI I'€HOB, JOKAJIN30BAaHHBIX B X-XpOMOCOME, BCJICACTBUE
4yero, HECMOTPsI Ha pa3HOE YMCIO0 X-XPOMOCOM B MYXKCKOM U KEHCKOM
opraHmu3Max, KOJMYeCTBO (DYHKIIMOHMPYIOIIMX B HMX T€HOB YpaBHEHO.
MaxkcuMaabHO KOHIEHCUPOBAH XPOMAaTUH BO BPeMsI MUTOTUYECKOTO JieJie-
HUSA KJIETOK, TOT/Ia €T0 MOXXHO OOHAPYXXUTH B BUJIE IUIOTHBIX XPOMOCOM.
Pasmepsr monexkyn JAHK xpomocom orpomunl. Kaxpgas xpomocoma
npencrasiieHa ogHoi MojiekyJoii JIHK. OHu MoryT 1ocTurath COTeH MUKPO-
METPOB U Jake cCaHTUMETPOoB. M3 XxpoMocoMm yesioBeka camasi 00blIast — nep-
Bas; ee JJHK umeer obiyto anuny go 7 cm. CyMMapHas AJarHa MOJIEKYJI
JHK Bcex XxpoMOCOM O HOI KJIETKHU yesioBeka cocTaBisieT 170 cum.
Hecmotps Ha rurantckue pasmepsl mojekyn JJHK, oHa noctatouHo
IJIOTHO yIIaKOBaHa B XpoMocoMmaX. TakKymo cIenu(puyecKylo YKIaaKy
xpomocomHoii JIHK oGecrieunBaioT 6e1Ku TUCTOHBI. [MCTOHBI pacrioia-
ratotcs no aauHe mojaekynabl JJHK B Buae 6710koB. B oguH 610K BXOOAUT
8 MoJieKya TUCTOHOB, 00pa3ys Hykaeocomy (0Opa3oBaHUE, COCTOSIIIEE U3
Hutu JJHK, HaMoTaHHOI BOKpPYr OKTamepa r'mcToHOB). Pa3zmep HyKJe-
ocoMbl okoyio 10 HM. HykiaeocoMbl MMEOT BUA HAaHM3aHHBIX HA HUTKY
oycuHoK. HykieocoMbl u coenuHsomue ux yuactku JHK nmiaoTHo yna-
KOBaHBI B BUJIC CIIMPAJIM, Ha KaXIblif BATOK TaKOW CIIMPaIu IPUXOIUTCS
6 HykJjaeocoM. Tak opmMupyeTcs CTPYKTypa XpoMocoMBlI (puc. 1.3).
HacnencrBennass mHdopMalms opraHu3Ma CTPOTO YIIOpsiTodyeHa IIo
OTIETbHBIM XpoMocoMaM. KakIb1ii opraHn3M XapaKTepu3yeTcsl OTpeneeH-
HBIM Ha0OPOM XPOMOCOM (IHCIIO, pa3Mephl M CTPYKTYypa), KOTOPHIN Ha3bIBa-
ercs kapuomunom. KaprmoTumn deoBeKa IIpeaCcTaBiACH ABAAIIATHIO YCTHIPHEMSI
pa3sHBIMM XpoMocoMaMU (22 mapbl ayTocoM, X- U Y-xpomocombl). Kapno-
TUI — 3TO MMacnopT BUIa. AHAIU3 KapUOTUIIA TO3BOJISIET BBISIBISITH Hapy1Ie-
HUS, KOTOPBIE MOTYT IIPUBOANUTE K aHOMAJIUSIM Pa3BUTU S, HACJICACTBEHHBIM
00JIE3HSM UM TUOEU TIONOB M SMOPMOHOB Ha pAHHUX CTAIMSIX PAa3BUTHSI.
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HYKJIEOCOMaMHU
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TMCTOHOBBLIX MOJICKYJI

12 um

Puc. 1.3. CtpykTypa HyKJI€OCOM U UX COOTHOIIIEHNE C XPOMOCOMOI 1 MOJIEKYJIOi
JHK (B MeTacda3Hoit XpoMocome)

JauTtelbHOE BpeMs MmoJjiaraju, 4To KapuoTUIl YeJoBeKa COCTOUT U3
48 xpomocoMm. OgHako B Havyasie 1956 r. ObLI10 OIY0IMKOBAHO COOOIIEHUE,
COTJIACHO KOTOPOMY YKCJIO XpPOMOCOM B KapMOTHIIE YeJIOBEKA paBHO 46.

XpOoMOCOMBI UeJIOBeKa pa3InvyaloTcs 1o pa3Mepy, pacoI0KeHU IO [IeH-
TpOMepbl M BTOPUYHBIX MepeTsakeK. BrepBrie noapasneaeHue KapuoTuna
Ha rpynnsl 06110 MpoBeaeHo B 1960 1. Ha KoHdepeHuuu B I. [leHBepe.
B onucanue KapuoTturia yejoBeKa nepBOHavaJbHO ObLJIM 3aJIOXKEHBI JBa
CIIENYIOIIUX TTPUHIINIIA:

— PacroJoXeHHUe XPOMOCOM MO UX JJIUHE;

— TPYIIUPOBKA XPOMOCOM IO PACMOJOXEHUIO LIEHTPOMepPHhl (MeTa-

LEHTPpUYECKNE, CyOMeTalleHTpUUeCKHe, aKPOICHTPUUISCKHUE).
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Bce xpomocombl monpa3aeasiiuch Ha 7 TPYIII:

A — xpynHbie MeTanieHTpuueckue (1—3);

B — kpynHbIe cyOMeTanieHTpuueckue (4 u 5);

C — cpenHero pa3mepa cyomeTaneHTpuueckue (6—12 u X);

D — kpynHbie akpoueHTpuueckue (13—15);

E — manenpkue cyomeTtaneHTpuueckue (16—18);

F — manenpkue metaneHTpuyeckue (19 u 20);

G — manenbkue akpoueHTpuyeckue (21,22 n'Y).

B mocnenyromue rogpl KiacCu(pUKAIIASI XpOMOCOM ObIJIa TOTOJTHEHA
JTaHHBIMU O TIOJIOKEHUM BTOPUYHBIX MepeTskeK (JlIoHmoHcKas KoH(e-
peHuus). OogHaKO MOTPEOHOCTU KJIMHUYECKON TMpPaKTUKU IMOKa3alu,
4YTO MpeaiokeHHas rpynnoBas [IeHBepcKas U yTouHeHHas JIoHIoHCKas
KJ1acCU(UKAIINHA XPOMOCOM HEIOCTATOUHHI ISl MHAWBUIYAaIbHOU UICH-
TUGUKALIAU XPOMOCOM.

3HaHUEe MOJIEKYJSPHON CTPYKTYpPbl XpOMOCOM CTajl0o OCHOBOMW AJs
pa3paboTKM MeTOomoB OuddepeHIINalIbHOTO OKPAIIMBAHUSI XPOMOCOM,
KOTOpOE TIPU MPUMEHEHUN KPAaCUTEIICH, CITIeIN(PUICCKU CBSI3BIBAIOIINX-
ca ¢ yuyactkamu JJHK ompemeneHHOro cTpoeHHUs, MO3BOJMIO UICHTH-
duLpoBaTh Kaxayo xpoMocoMy. [IpryeM uaeHTubUKaLMS XPOMOCOM
OCYIIIECTBIISCTCS HE 110 OTACABHBIM CIAyYaifHBIM IpU3HAKaM, a peajbHo,
110 UX CTPYKTYPHO-(OYHKIIMOHAIBHON OpraHn3allnn.

PasnHbIc nccaemoBaTeiu mpeaarajin pa3JIundHbIe METOABI BEISIBJICHU S
JIMHEMHOU HEOOHOPOAHOCTHU (CerMeHTallMu) OTIECIbHBIX XPOMOCOM.
B 1971 r. Ha ITapuxckoit KoH(MEpEeHIINU 10 CTaHAApTU3AIIUN 1 HOMEHK-
JIaType XpOMOCOM YeJIOBEKa BCE 3TU METOIBI OBIJIN COITOCTABIICHBI I OBIIIO
MMOKa3aHO, YTO UMW BEISIBIISTIOTCS, B MIPUHIIUIIC, OOHU U Te XK€ YYaCTKU
XPOMOCOM MJIM CErMEHTHI. Pa3iuuHbie cerMeHThl 0003HAYUJIMU IO METO-
IaM 1 KpacUTeasIM, KOTOPBIMY OHU JIYYIIle BCETO BBISIBISIIOTCS:

1. Q-cermeHTHI (quinacrine, akKpUXU1H).

2. G-cermeHTH (Giemza, [mM3a).

3. R-cermMeHT®HI (revers, 00OPOTHBIN).

4. C-cermeHTHI (constitutive heterochromatin, cTpyKTypHBI#l reTepoX-

pPOMAaTHH).

Ha puc. 1.4 nzobpakeHa coBpeMeHHas CXeMa paclipelesieHus cer-
MEHTOB.

CrenyeT MOOYEPKHYTh, YTO MPU BCEM Pa3HOOOPA3UU MCIOJIb3YyEMbIX
00pabOTOK XPOMOCOM Pa3IMUYHBIMU KPACUTEISIMU, BBISIBJIsIeMast JIMHEHAST
HEOTHOPOTHOCTh XPOMOCOM BcCeTa OdHa M Ta Xe. PUCYHOK KaxXXIOoW mapsl
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Puc. 1.4. Cxematuueckoe u300paxeHue XpoOMOCOM uesioBeka Nnpu auddepeHum-
aJIbHOI OKpacke (3yXpoMaTUuyeCKKe pailioHbI PeACTaBIeHbI OEJIbIM IIBETOM; I'eTe-
pOXpoMaTHUUYECKKE — YePHBIM; 3allITPUXOBAHBI MECTA BTOPUYHBIX MEePETSIKEK, NN
SIPBIIIKOOOpa3yoliue paiioHbl)

XPOMOCOM CTpOro crienuduieH. PazMepsl 1 KOJTMIECTBO CETMEHTOB B XPO-
MocoMax HeognHakoBHL. Ilo manHBIM [lapukckoit HOMEHKJIATYpPhI, KO-
YeCTBO OKpPALICHHBIX M HEOKPALIEHHbBIX CETMEHTOB B XpOMOCOMHOM Habope
MpU cpenHel cTeneHu KoHaeHcauuu coctabistior 400. B xpoMocomax Ha
craguu mpo@dasbl X yuciao 0oJbiie (MoxeT gocturath 1000 u 6onee). s
puMepa MpeacTaBUM CTPYKTYpY 1-if m 2-if XpOMOCOM B 3aBUCHMOCTH OT
crerneHu cnupaauzauuu (puc. 1.5). Ucrioab3zoBaHue MeToaoB n1uddepeH1n-
aJILHOT'O OKpAIIMBaHUSI XPOMOCOM ITO3BOJIMJIO «y3HABAaTh» KaXXIyI0 XpOMO-
COMY U LIMPOKO UCIIOJIb30BaATh 3TOT IPUEM B KJIMHUYECKOM LIUTOI€HETUKE.
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Puc. 1.5. Crpykrypa 1-it u 2-ii xpomocoM npu auddepeHiinaibHoOil oKpacke Mo
T'um3a ¢ TpeMd ypoBHsIMU pa3pelieHus (cieBa — npuMepHo 400 mosioc; B IEHTpe —
550 mosoc; cripaBa — 850 mosioc); p,q — COOTBETCTBEHHO KOPOTKOE W JUIMHHOE
TJIEYU XPOMOCOMBI
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TouyHOe MOCTOSIHCTBO YMCJIa XPOMOCOM, MX WHAMBUIAYaJIbHOCTb U
CJIOXXHOCTh CTPOCHMUST CBUICTEIBCTBYIOT O BaXXHOCTHU BBITIOJHSIEMO MU
dynk1Mu. XpoMOCOMBI BHITIOTHSIOT (DyHKIIMIO OCHOBHOTO T€HETUUYECKOTO
amnmapara KJIeTKU. B HuX B TMHEITHOM TTOpsSAKe PaCcIOJIOXEHBI TeHBI, KaX-
IBII U3 KOTOPBIX 3aHUMAET CTPOTO OMpPEeAcICHHOE MECTO (JIOKYC) B XpOMO-
come. B kaxkmoii XxpoMocoMe MHOTO T€HOB, HO JJ1s1 HOpMaJbHOI'O Pa3BUTH S
opraHu3Ma Heo0xoaruM HabOp reHOB MOJTHOI0 XpPOMOCOMHOIO Habopa.

1.3. TEHETUMECKMWE MEXAHU3MbI
NMPEEMCTBEHHOCTU HACJIEACTBEHHbIX
CBOMNCTB — AEJIEHUE KNETOK

I[IpeeMCTBEHHOCTb HACJEACTBEHHBIX CBOWMCTB OIpEAEasieTCs YHU-
BepCaJbHBIMM 3BOJIOIMOHHO 3aKPEIJICHHbIMU IpoliecCaMU NeJICHU S
KJeToK. Mumo3 obecrneduBaeT MPEeeMCTBEHHOCTb B PSIIYy KJIETOYHBIX
MOKOJIEHU M, a Mello3 — B Py TOKOJEHU OpTaHU3MOB.

B ocHOBe MUTO3a M Melio3a JeXXKUT QyHIaMeHTaJIbHAsI CIIOCOOHOCTH
XPOMOCOM K aBTOKATaJIUTUYECKOM PEAYIIMKALIMU, B PE3YJIBTATE KOTOPOI
BCE PACIOJIOXEHHBIC 0 AJTMHE XPOMOCOMBI T€HBI YABaWBaIOTCS CO CKPYITY-
JIE3HOM TOYHOCTBIO, a 3aTEM PACIIPELEISIOTCA 110 JOYEPHUM KJIETKAM.

1.3.1. MuTO3

ITpoMexXyTOK XKM3HU KJIETKU OT €e 00pa3oBaHUs 10 AeJeHHUs Ha JBe
JOYepHNE Ha3bIBAIOT KJIICTOUYHBIM IIUKJIOM. Y pa3HBIX OPraHMU3MOB U B
pPa3HBIX TKAHSIX MPOIOXKUATEIBHOCTD KJIETOIYHBIX IIMKJIOB pa3IndIHa.

CoOBITHSI, KOTOPBIE pa3BePTHIBAIOTCS B TEUCHUE XKM3HCHHOTO IIUKJIA
KJIETKHU, MPOTEKAIOT C YAUBUTEIbHOM TOYHOCTHIO. MUTO3 SIBISIETCS YHU-
BEpCaJIbHbIM CIIOCOOOM JeJIeHUSl KJIeTKU, oOecreuyuBaloluM repeaayy
HacJieACTBEHHOM nHdopmanuu (puc. 1.6).

Ileprog Mexnmy OeJdeHUSIMM KJIETKM Ha3bIBaeTCS unmepgaszoi. Xpo-
MOCOMBI B CTaIWX MHTepGha3bl HAXOAITCS B SIApe B IeCIHMPaIM30BaHHOM
coctossHMU. OHM NPaKTUYSCKU HEBUAMMBI B CBETOBOM MHUKPOCKOIIE IO
HavaJla MuTo3a. MHTepdasa U MUTO3 COCTABIASIOT KJETOUHBINA IIMKII.
KeTouyHbIi UK COCTOUT U3 YEThIPEX MEPUOIOB: MPECUHTETUUECKUN —
G,; mepuon cuntesa JIHK — S; mocreunTetnyecknii — G,; Muto3 — M.
CregyeT OTMETUTD, YTO HEITOCPEACTBEHHO MUTO3 B COMAaTUUECKHUX KJICT-
Kax TPOJOJIKaeTCsa OKOJIO OOHOro Jaca. JJIMTeIbHOCTh MHTEep(ha3HOTO
neproaa KoJjiedbseTcss 04eHb CUJIBHO (OT HECKOJBKMX YacOB IO JECSITKOB
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S nepHas obonouka
Hutu xpomatuHa
S npeiko
Hurepdasza LleHTpHOIM
Lnronnazma

Kierounast MemOpaHa

3Be3na

LleHTpuonb
SnepHas o6onouka
AnpbIko

ITapa xpomaTu
LlenTpomepa

IIpodasa

HuTtu Beperena

Meradasa
LlenTpomepa
Ha 3KBaTope BeEpeTeHa

JlouepHHE XPOMOCOMBI
pacTacKMBalOTCs

B CTOPOHBI

CBOMMH LICHTPOMEpaMU

Amnadaza

Ilapa uentpuosnei
SAnpbiko

Hutu xpomaTruHa
SnepHas obonouka

Tenodasa

Puc. 1.6. CxeMbl uHTepha3bl ¥ TTOCIEAOBATSIBHBIX CTAINIT MUTO3a
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JIET) B 3aBUCUMOCTHU OT TKaHU. HekoTopble KJIETKU MpeObIBAIOT B AJIU-
TeJbHOM HHTepda3HOM COCTOSSHUU (MTUMGOLUTHI). B Takux ciydasx
CYMTAETCH, YTO KJIETKH HaxoaAaTcd B ¢paze G, U3 KOTOPOI OHU BCTYMAIOT
B (pasy G, mocjie akTUBUPYIOLIETO CTUMYJIA 1 TUMOOLIUTOB.

IMpecunreTnyeckuit mepuon G, HacTymaeT cpasy IOCie HEJIEHU
KJeTKU. B 3TO BpeMms B KJIeTKe MHTEHCHMBHO HaKalJWBAIOTCS pa3ivy-
Hble BelecTBa ((DEPMEHThI, aMUHOKUCIOTHI, HYKJIEOTUIbl U T.I.). DTOT
nepuod KJeTKW caMblii OaMTeNbHBbIA. Jlanee HacTymaeT (aza cHUHTe3a
HHK (S). B kietke ynBauBaetcs konudectso JHK u mpoucxogut cuHTte3
PHK u Genkos. 3arem cienyer ¢asa nocrcunreruyeckas G,, KoTopas
XapakTepusyeTcs npopojixkeHueM cuHte3da PHK u apyrux coepmHeHuii;
konuuectBo JJHK He meHsieTcsi, 1 uaeT npoiiecc HaKOMIEHUsT KJIETKOMN
9HEPruMu s nocjaenyloiiero aeaeHus. [oToBas K JeJeHUIO KJIEeTKa BCTY-
naet B MUTO3. MUTO3 noapasaesieTcsd Ha 4 ctaauu: mpoda3sy, metadasy,
aHada3sy u teaodasy.

B npoghaze mpoucxonsiT clOXHBIE SBIEHUS B IIUTOIIA3ME U SIJpE.
XPOMOCOMBI CITMPATU3YIOTCS M CTAaHOBSITCS BUAMMBIMU CTPYKTypaMHU B
BUJIE IBYX XpOMaTU I, COCAMHEHHBIX IIEHTpOMepaMu. XpoMaTUIbl 00pa30-
BaJIUCh B MpOLIECCE PEAYMJIMKALUU XPOMOCOM. Pedynauxayus mpoucxo-
IWT TaK, YTO B KaXKJI0M XpoMaTHIe MUMEETCs OJHA «CTapasi», U OlHa BHOBb
cuHTe3upoBaHHas HUTH Mojekyasl JIHK. B nutonnasme dpopmupyercs
CHelaibHBIM armapaT JeJIeHUSI — aXpOMaTUHOBOE BEPETEHO, COCTOSI-
mee 13 0eJIKOB, KOTOPBIC HAKOIMUINCH B ITepruod nHTepda3bl. [TocTeneHHO
XPOMOCOMBI YKOPAuyMBAIOTCS M YTOJIIAIOTCSI MyTeM CIUpand3alMH.
B koH1e mpodassl ncuesaeT sAPhIIKO, siAepHasi MeMOpaHa pacTBOpsIeTCs,
1 XPOMOCOMBI OKa3bIBAlOTCS B LIUTOMJAa3Me. XpOMOCOMBI IBUXKYTCS IO
HampaBJIeHUIO K 3kBaTopy. [IpomeTadasza 3aBepiiaeTcs, Kak TOJbKO LIEH-
TPOMEPHI BCEX XPOMOCOM O0Ka3bIBAIOTCS B 9KBATOPUAJIBHOM IJIIOCKOCTH.

B memaghaze xpoMOCOMBI pacmonararoTcs CTpOTO B 30HE SKBaTOpa IeJIsI-
1Ieiicss KJIeTKu, oopa3ysl TaK Ha3biBaeMyr MeTada3HYIo IJIacTUHKY. Ha
cTaguu Metadasbl XpOMOCOMBI UMEIOT CaMylo MaJylo IJIMHY, MMOCKOJbKY
B 9TO BpeMs OHU CHUJIBHO CITUMPaTU30BaHbl U KOHACHCUPOBaHbI. TonHa
K€ XpOMOCOM JIOCTUTAeT MakcuMmyMa. B aToil cTamuu, eciu pa3pylIuTh
MJACTUHKY C TTOMOIIBIO TUTTIOTOHU M, MOXHO TTOACYUTATh YUCIO XPOMOCOM
B KJIETKE, OMKCATh UX CTPOCHHUE, OMPEACIUTH pa3sMephl. Y TUILIOMIHBIX
OpraHM3MOB Kax/Jasi XpOMOCOMa MpeicTaBieHa IByMsI TOMOJIOraMu, OJHA
U3 KOTOPBIX YHAcjJeI0BaHa OT MaTepu, Apyras — OT OTlia.

Anaghaza HauMHaeTCcs ¢ AeJeHUs LEeHTPOMep, KOTOPhIE 10 3TOr0 Bpe-
MEHU yIep>XXMBaau 00€ XpOMaTUIbl KaxX a0l XxpoMmocoMbl. HUTU BepeTeHa
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OTTSATUBAIOT JOYEPHUE LIEHTPOMEPHI K IMPOTUMBOIOJOXHBIM IOJIOCAM.
LeHTpoMepsl TAHYT 3a CO0OI OTAEIUBIINECS APYT OT ApyTra XpOMaTHUIbI,
KOTOpBIE TeNepb Ha3bIBAIOTCS XPOMOCOMaMM.

HakoHe1, XpOMOCOMBI JOYEPHUX KJIETOK COOMPAIOTC K MOJI0CaM, U
HACTyMHaeT 3aKJIOUYUTEIbHAs CTaAusl MUTO3a — mesopasa. B 3To Bpems
Ha KaXJOM M3 IIOJIOCOB M3 CKOMMBIIMXCS 3[1€Ch XPOMOCOM 00pa3yioTcs
aapa godyepHux kjaeTok. INosgpasitoTes sapbeiiiku. B Tenodase nmpoucxo-
IWT U AeJeHUe IIUTOIIa3MBbl, ITpUYeM 00pa3yIoTcs IBe TOoYepHUE KICTKH,
o0Jazaronire moJHBIM 00beMOM HacIeICTBeHHON nHpOpMany Kaxaas.
OpraHoubl LUTOMAAa3Mbl PENYIIULUPYIOTCS U IPUMEPHO PABHOMEPHO
pacnpenensioTcss MEXAY JOYEPHUMHU KIETKaAMHU.

Y XMBOTHBIX LIMTOIJIa3Ma ACIUTCS IYTEM IEPETSKKU, Y PaCTCHUIA,
KakK IpaBHJI0, 00pa3yeTcsl KJeTouHas cTeHKa. JlouepHue KJIETKU MOTYT
OBITH pa3HOrO pa3Mepa B 3aBUCHMMOCTU OT MecTa oOpa3oBaHUs Tiepe-
TSKKW WM KJETOYHOW CTEHKM, OJHAKO TeHeTudeckass MHQopMaius,
colepxXallasicss B UX sApax, MAEHTUYHA, MOCKOJbKY PAaCXOASILIMECS K
IIPOTHUBOIMOJOXHBIM IOJIIOCAM XPOMATUIbl SIBIASIOTCS TOUHBIMMU KOIIMSI-
MU JpYT IpyTa.

Murto3 cocranser He Gonee '/, — '/ 4aCTH KJIETOYHOIO ILIMKJIA.
IMpomomxxurenbHOCTh (ha3 MUTO3a pa3MYHa B KJIETKAX Pa3HbIX TKaHEN.
Kak npaBuiio, npodaza — caMmasi AJMHHAs CTaausi MUTO3a, MeTodasa —
camasi KopoTKasl.

B pesysnbraTe MUTO3a BO BCeX KJIETKaX MHOT'OKJIETOYHBIX OPraHU3MOB
B POy IOKOJCHUI MOAACPXKMUBAECTCS IOCTOSIHHBIM HabOp XPOMOCOM,
cnenuduUecKuit I JaHHOTO BHUaa. MUTOTMYECKOE AejieHUEe KJIETOK
MIPUBOAUT K YBEJIMYCHMIO UX YMCJIa, 00eCledynBaeT IPOLECChHl pocTa U
pereHeparnuu.

CienyeT OTMETUTh, YTO BCE€ IPOILIECCHI, IIPOUCXOMASIIINE B KJIETKE, B
TOM YUCJie U MUTO3, HaXOMSITCS TOJ TeHeTUYeCKUM KOHTposieM. [eHbI
KOHTPOJIUPYIOT TTOCIeAOBaTeIbHbIC cTagun penyrmkanun JHK, npu-
JKeHUe, HIUTOKKMHE3, CIIMPaJn3aliuio XpOMOCOM U T.II.

1.3.2. Meiio3

O0pa3oBaHue MOJOBBIX KJIETOK (raMeT) MPOUCXOAUT MHavYe, YEM MPO-
1IeCC pa3MHOXEHU I COMaTUYeCKMX KJIeToK. Eciin Ob1 0Opa3oBaHue ramMeT
IO TAKHWM K€ TYTEM, TO TTOCJIC OIIJIONOTBOPEHUS (CIUSTHUS KEHCKOU U
MYXKCKOI raMeT) YMCJIO XPOMOCOM KaX bl pa3 yABauBajsoch 0bl. OQHAKO
9TOro He nmpoucxoauT. KaxjaoMy BUIY CBOMCTBEHHO OMpPeAeIeHHOE YMCIIO
1 cBoil cnenuduueckuit Hadbop xpomocoM (kapuotun). IlomaepxxaHue
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3TOro Npasujia BO3MOXHO TOJbKO TOrAa, KOraa npyu o0pa3zoBaHUM raMeT
OyIeT MPOUCXOAUTHh YMEHBIIEHNE YKCIa XpOMOCOM BIBOE.

Meiio3 — nMeHHO Takasi (hopMa KJIETOUHOTO JIeJIEHU S, KOTOpasi CONpo-
BOXIAeTCSI YMEHBIICHUEM YHMCIa XpPOMOCOM C ITUITJIOMIHOIO 0 TaIlJIon/I-
Horo. [Ipy 3TOM B CTBOJIOBOI 3apOABINICBOI KJIETKE MPOUCXOAUT OIHO-
KpaTHOE yIBOCHUE YMCIa XPOMOCOM, 3a KOTOPHIM CJAEAYIOT ABa ACJCHUSI.
W3 ogHOI AUMNIOMIHOI KIETKU 00pa3yloTcs YeThipe rarnjJouaHbiX (puc. 1.7).

Meiio3 mpoTrekaeT B BUAE ABYX HejieHnil. [lepBoe KaeTOYHOE JAeIeHre
Meiio3a obo3HavyaeTcs meito3 I, BTopoe — Mmeito3 I1. B kaxkaom aejneHuu

(2n) JunionaHast poauTeIbcKast KjieTKa
(c 00HoII MapOii TOMOJIOTUYHBIX
XPOMOCOM)

Ot marepu O Ot oTuA

Kaxnast xpomocoma ynsausaetcs (cuHTe3 JIHK),
o0pa3sys 1Be Mapbl XpOMaTu /I

[lepBoe neneHue
Meiio3a (Meito3s I)

Bropoe nenexue
meitosa (Meiios I1)

(n) (n) () (n)

Puc. 1.7. CxeMa OCHOBHBIX 3TaIlOB Meiio3a (AyTIMKallMs OMHOI XpPOMOCOMBI U 1Ba
MOCJeAYIOIINE SIACPHbIC U KJICTOUHbIC IeTCHIST)
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Meiio3a Mo aHaJorMu C MMUTO30M pa3iauyaroT npodasy, Mmetadasy, aHa-
¢dazy u renodasy. Haubosee cioxHas ctaaus meiioza — npodasa I. OHa
COCTOWT M3 psiia CTaAU — JISITOTCHBI, 3UTOTEHBI, ITAXUTEHBI, TUTIJIOTE -
Hbl U fuakuHe3a. HauaBmuiica B unTepdase cunte3d JHK npogonxaercs
B rpoda3se I, yero He 0OHAPYKMBAETCS B MUTO3E.

Camas paHHss ctaaus npodassl | — senmomena — He oTIMYaETCS OT
npocdasbl MUTO3a. Ha 3TOii cTanuu nosiBASIIOTCSI TOHKME MepeKpyUYeHHbIe
HHUTH XpoMocoM. HUTHM XpoMOCOM B 3TOT MEpHOI B OCHOBHOM OJMHOY-
HBIe, HO MHOTIa Ha KOHIIaX pa3IBOCHHBIC (CECTPUHCKHUE XPOMATHUIHI).

Ha cragum 3ucomens: TpOUCXOOUT KOHBIOTAIIMSI cHadajla OTHC-
JIBHBIX YYaCTKOB TOMOJOTHMYHBIX XPOMOCOM, a 3aTeéM IO BCEU IJMHE.
Konbroruponapiiasi mapa XxpoMocoM Ha3blBaeTcsl OuBajieHTOM. B HeM
YeThIpe XPOMATHUIbl, HO OHU €llle HE Pa3JIUYUMbl MUKPOCKOITUYECKU.

Cranust naxumens XapaKTepHU3yeTCs TaIUIOMIHBIM YUCJIOM OMBaJICH-
TOB. XpOMaTUIBI KaXI0H XPOMOCOMBI — CECTPUHCKHUE — YK€ XOPOIIIO
BUAHBL. Ha cTagnmm maxmMTeHbl MOXHO BUACTH SIAPBHIIIKH, ITPUKpPEII-
JICHHBIC K OIIpeAeCHHBIM yJacTKaM XPOMOCOM B 00JIaCTUM BTOPUYHBIX
MmepeTskKeK.

B dunaomene 4eTKO BbISIBASIIOTCSI CTPYKTYPbl OMBaJIEHTOB U UX COCTaB-
JISTIONIME YEThIpe XpoMaTHIbl. [I03TOMY OMBaJIEHT B 9TO BpEMST Ha3bIBAIOT
TeTpagoii. PenynaunupoBaHHbIE TOMOJIOTHM OTTAJKMBAIOTCSI IPYT OT
npyra. HececTprmHCKME XpOMaTUIBI MOTYT OBITh COCAMHEHHI (TIeperieTe-
HBI) MEXIY CO00il B HEKOTOPHIX TOUKaX, 00pa3ys (purypy B BUe rpedec-
Koif OykBoI . Ilo3TOMYy MecTa ImepeKkpecTa Ha3BaJu XMa3dMaMU. XUa3Mbl
CBUAETEJbCTBYIOT 00 OOMeHe B OMBaJIeHTE ydacTKaMM TOMOJOTMYHBIX
XpPOMOCOM (KPOCCUHTOBED).

Hanee XxpoMocoMbl, 0Opa3yolire OMBaJeHTbl, HAUMHAIOT COKpallaTb-
cs IyTeM CIUpaln3alui — CTanus duakunesa (IBUXeHU). B nmakuHese
YCUJIHUBAETCs CIMpaIn3allisl XpOMOCOM, YMEHBIIIACTCS YMCIO XMa3M 3a
CYeT MX MePeABUXEHUS K KOHIIAaM XpOMOCOM. buBaJIeHTHI MepeMelIarTcs
B 9KBaTOpHabHYIO MJockocTh. McuesaloT obosiouka siapa U SIAPBILIKHU.
OkoHyvaTesbHOE (hopMUpOBaHME BepeTeHa JAeJieHMsT 3aBepIiialoT mpoda3sy I.

B meTacdaze I OuBaeHTHl BHICTPaMBaAIOTCI B 3KBAaTOPUAJIbHOM TJI0C-
KOCTH KJIETKH, 00pa3ys MeTaca3HYIO IIJIaCTUHKY. XpOMOCOMBI ITPU 3TOM
CUJILHO CIMPAaJIN30BaHbl — YTOJIICHB M YKOPpOUeHBI. YMCI0 OMBaICHTOB
BIBOE MEHBIIIC, YeM YMCJIO XPOMOCOM B COMaTHUYECKOM KJIETKE OpraHu3-
Ma, TO €CTh PAaBHO rarJIOUJHOMY YMCJTY.

B anacdaze I romosioruaHbIe XPOMOCOMBI PACXOASITCS K TTPOTUBOIIO-
JIOXHBIM TomtocaM. [lpuHUIMNUanpHOe OTAMYMe aHadasbl Melio3a oT
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aHada3bl MUTO3a 3aKJIIOYAETCS B TOM, UTO B PeIYLIMPOBAHHbBII ranjaou-
HBII HAOOp MoIMajgaeT Mo OMHOU TOMOJOTMYHOU XPOMOCOME M3 KaXXA0TO
OuBaJjieHTa.

Tenodasza I ouenn kopoTkasi. OHa xapakTepusyeTcs HOpMUPOBAHUEM
HOBBIX s7ep U SAepHOIT MeMOpaHbl. Tak 3aKaHYMBAETCS IIEPBOC MEHOTH-
yecKoe nesieHue — pedykyuonHoe. [lanee HacTynaeT cTaausl MHTepKUHE3a;
OHa HeMpoAOJKUTeIbHA, U B Heil He mpoucxoaut cuHTe3a JJHK u yaBo-
€HU S XPOMOCOM.

3a UHTEPKUHE30M HACTyMaeT BTOPOE MEHOTUYECKOEe NeJIEeHUE — IK8A-
YyuoHHOoe. DKBAIIMOHHOE JIeJICHIE COCTOUT M3 TaKUX Ke (a3, KaK U MUTO3.
B npoghasze 11 xpoMocoMBI criMpanu3yIoTCs, UCUYe3aeT saepHas 000I0uKa
U SIAPBIIIKO; GOpMUpPYETCS BepeTeHO nejaeHus1. B memaghasze 11 xpomocombl
pacnonaraloTcsl B 9KBaTOpuaabHON MaocKocTu. Ha aToii cranuu meiio3a
XpPOMOCOMBI MOP(hOJOTUYECKU OTINYAIOTCSI OT MUTOTUYECKUX OoJiee YeT-
KO IBOMHOM CTPYKTypoil u cnupanusauueit. Hutu BepeTeHa npukperie-
HEI K IeHTpoMepe. B aragase 11 mocie mpomoabHOTO TeJICHHUS LIEHTPOMEPBI
OIHa XpoMaTHuaa UAET K OMHOMY MOJIIOCY, a BTopasi — K Apyromy. B meao-
¢aze 11 obpa3ylo Tcsa 4eThIpe ramJOUAHBIX sSApa. B KiaeTke mpoucxonut
LIUTOKMHE3, B pe3yJbTaTe KOTOPOro 00pa3yroTcsl YeThIpe KJAETKHU.

3apopblnieBasi TKaHb Y BBICIIMX XKMBOTHBIX U YeJIOBEeKa MpeacTaBeHa
IMO-pa3HOMY B Pa3JMYHBIX TMOJIOBBIX IPYMNax: CEMEHHUKAMHU — Y MYXK-
CKOTO TT0J1a U SMYHUKAMHU — Y )KeHCKOTro. B ceMeHHUKaX MCXOMHBIE KJIET-
K1, OIUTIJIONIHBIC CIIEPMAaTOTOHMWM, ITPEBPAIalOTCS B CIIEPMaTOLMUTHI
I-ro mopsiaka, B KOTOPBIX MPOUCXOAUT MEPBOE MEHOTHUYECKOE AeJeHUE
(puc. 1.8). B pesynbraTe 3TOro neiaeHus o0Opa3yloTCs IBa TamJIOUMIHBIX
cnepMmaronura I mopsiaka. OHU neasiTCs SKBAIMOHHBIM JIeJICHUEM U JIaloT
YeThIpe CiepMaTUubl, KOTOPbIE YXe 0e3 KaKuX-JIu0o AeJeHuil mpeoopasy-
IOTCS B 3pejible CIIepMAaTo30Uabl. Bech IMKII OT ACACHUS CIIEPMATOTOHUS
JIO 3PEJIOro CIIepMaTOo30MIa y YeJIOBEKa COCTaBIsAeT 2—3 Mecsa, T.e. 3a 3TO
BpeMsI IIPOMCXOAUT KaK Obl OOHOBJICHUE CIIEPMATOTOHMATBHOI'O SIUTEIH .

B sauyHMKax MCXOAHBIMM KJETKaMU SIBJSIOTCS OOMOHUM, KOTOpPbIE
JIaloT HayvaJio oBolMTaM | mopsaka. B TakoM oonuTe MpoUCXOAUT Mep-
BOE€ MeMOTUYeCKOe ejieHre, HO TIPU 3TOM LIUTOIMJa3Ma pacipeaeasieTcs
MEXIy JTOUYepHUMHM KJIeTKaMU HepaBHOMepHO (puc. 1.8). B pesynbrare
obOpa3syeTrcs KpyIiHblii oouuT Il mopsinka u MajgeHbKoe, 0eJHOe LIUTOoMIa3-
MO TIepBO€ IMOJIIPHOE TEJblle, KOTOPOE TaKKe MOXET AeJUTHCS Ha 1Ba.
Hanee oouut Il mopsinka AeaMTCS 9KBAallMUOHHBIM J€JI€HUEM, UYTO OMSTh
MMPUBOAUT K HEPAaBHOMEPHOMY pacIIpelelIeHUI0 IUTOIlIa3Mbl. B urtore
o0OpasyeTcs, C OAHOI CTOPOHBI — TanjouaHas sileKJieTKa, U, C Apyroi —
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CriepmaToreHes OBoreHe3s
CriepMaToroHuu

B CEMCHHMUKE
1 OBOI'OHUMU

B SIMYHUKE
MHOTOKPAaTHO
NeNsITCs
MHOTHYECKHU
OBoroHuit
CriepMaToOLUT OBouuT
I mopsinka I mopsinka
IlepBoe
_ = — — MeifoTuueckoe — i i
JeieHue CpBOC
CHepMa— nonsip-
TOLIUT Osouur I nopsanxa HOE
I mopsinka Bropoe Tesble
_— — — MeioTuyeckoe — — I
Crniepma- m ‘D (b nejeHue
THABI Aiineknetka
CnepMaTo301 1
Bropoe
TOJISIPHOE
TeJTblIe

3urora

Puc. 1.8. CxeMbl OCHOBHBIX 3TAIlOB CIiepMaToreHesa u OoreHesa.

MaJieHbKO€ BTOPMYHOE IOJIIpHOE Telble. TakuM oGpa3oM, oBouut I
MopsiiKa JaeT IOJHOIEHHYIO SUMIIEKJIEeTKY CO BCEeMU HEOOXOAMMBIMU
LMTOIJIa3MaTUYECKUMHU 3aracaMyi M TPU TOJSPHBIX TeJiblia, KOTOPbIE
JeTeHEepUPYIOT.

Hrak, npu oOpa3oBaHUM MYXCKUX M KEHCKUX ITOJIOBBIX TaMET KaxX-
nas WCXOMHas OUIIJIOMAHAS KJIeTKa (CIIepMaTOTOHUI WM OBOTOHUIA)
B pe3yJbTaTe ABYX MCHMOTHMUYCCKMX NEJCHWI HaeT 10 YeThIpe TarlIOnI-
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Hble KJeTKMU. TOJBKO y MYXCKOIO OpraHM3Ma 3TO YeThIpe CIIOCOOHBIX
(GyHKIMOHUPOBATh CIEpMaTO30Mja, a y KEHCKOro opraHu3Ma — OJHa
crocoOHast GyHKIIMOHUPOBATH SHIIEKJIeTKA U TPU MOJISIPHBIX Teblia, He
MPUHUMAIOIINX YIACTHE B OTLIONOTBOPECHUU U TTOTN0AOIINX.

KOHTpOﬂbeIe BOMpPOCHI U 3aaaHUNdA

. HazoBuTe opraHessibl KJIeTKH.

. laiiTe XapaKTepUCTHKY OCHOBHBIM OpTaHOMIaM KJIETKH.

. JlaiiTe onmpeneneHue MUTO3a.

. HazoBuTe ¢da3bl MUTO3A.

. B ueM cocTout reHeruueckoe 3HaueHUe MuTO3a?

. HaiiTe onpenenenue meiioza. HazoBuTe OCHOBHbBIE CTaiuU Meii0o3a.
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. B ueM 3akitouaeTcst OMoOrnuyecKuii CMBICT Meio3a?
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. KakoBa ¢pyHK1IMs1 XpOMOCOM?

9. OnumuTe MOp(POIOTNIECKOE CTPOSCHME XPOMOCOM U Ha30BUTE UX TUIIHI.
10. OxapaxTepu3yiTe MOJEKYISIPHYIO CTPYKTYPY XPOMOCOM.

11. Kakue knaccudukamuy XpoMOCOM CYIIeCTBYIOT?

12. laiiTe ompeneneHue KapuoTUIIa.



