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TEMA 1

HOCUTENU
HACNE[CTBEHHOM
UHOOPMALIUUA. OCHOBHBIE
FEHETUMECKMUE NPOLECCHI
B KJIETKAX

ce XUBBIE OPTaHU3MBI COCTOSIT M3 KJIETOK.

DBoyOIMS TIONUIA JIBYMST TIYTSIMM, CO3/aB
OpraHu3MBbl, HEe 00JTafaoIe THITUYHBIM KJIETOY -
HBIM SIIPOM ¥ XPOMOCOMHBIM aTapaToM (IpoKa-
PUOTHI), U UMelolue apo (aykapuoTsl). K mpo-
KaproTaM OTHOCSAT OaKTepuu W CHUHEe-3eJICHBIC
Bojopociau. Bce ocranbHble KUBBIE OpraHU3MbI
OTHOCSTCSI K dyKapuoTHieckKuM. B sipe xieTku
Jokanu3oBaHbl Mosiekyabsl JITHK. Anpo morpyxke-
HO B LIMTOIUTa3My. B niuromiasme comepxarcs 00-
pa3oBaHUsI, Ha3bIBaeMble OpraHe/laMu, OHU BbI-
TOJHSIOT pa3inyHbele QyHKUMKM. Hampumep,
MUTOXOHJIPUU  Ha3bIBAIOT  OHEPTeTUYECKUMU
CTAaHIMSIMU KJIETKU. B HUX TPOUCXOMSAT XUMMU-
YyecKue peakiiu, KOTOpble 00ecleynuBaloT dHep-
reTuyeckue LUKIbI B KieTkax. Ha pubocomax
MPOUCXOAUT CUHTe3 Oenka (puc. 1.1, cm. 1B.
BKJICHKY).

OpraHusm dejaoBeka cocTouT u3 10" KieTok.
Onu 06pa3yioT okoJjio 300 TUITOB TKaHel, U3 KOTO-
PBIX COCTOSIT OpTaHbl U cucTeMbl. OTHAKO UMEHHO
KJIETKA SBJISIETCS BaXHEWIIEW CTPYKTYPHOU U
(GYHKIMOHATBHOW eIUHUILICH, TOW apeHOl, Ha KO-
TOPOI pa3bITPHIBAIOTCSI COOBITUSI, UMEIOIIE 3Ha-
YeHue 7151 CyAb0bl OpPraHU3Ma B LIEJIOM.

OCHOBHO#1 CTPOUTEIBHBIN MaTepua, U3 KOTO-
pPOro COCTOSIT KJIETKU U TKaHU, — OeNKU. Y HUX
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YacTb 1. O6wme Bonpocskl

eCTh ellle OOHa BakHasl (PYHKLUMS — OHU SIBIISIIOTCS KaTaJM3aTOpaMM,
YCKOPSIIOIINMHU OMOXMMHUYECKHE TIPOIIECCHI, TOT CaMBIif 0OMEH, KOTOPHINA
SIBJISIETCSI OCHOBHBIM CBOMICTBOM JKM3HH.

B opranmsmMe yeysoBeka OKOJIO COTHM Thicsid OenkoB. Ho momo6HO
TOMY, KaK 3IaHUS CaMbIX NMPUYYIINBEIX apXUTCKTYPHBIX (DOPM MOKHO
ITOCTPOUTH U3 HEOOJIBIIIOTO YMCiIa Pa3HOBUIHOCTEM CTPOUTEILHBIX MaTe-
puajoB, TaKk U Bce MHOroo0Opasue OeJKOB COCTOUT Bcero u3 20 aMuHO-
KUCIIOT. BOMBITMHCTBO GEJIKOB Y YeJIOBEKAa COCTOUT U3 2 THIC aMUHOKHUC-
JIOTHBIX OCTaTKOB, OJHAKO M3BECTHBI M IICIH, BKJIIOYAIOIINE O 5 THIC
OCTaTKOB.

HNudopmaLus o ToM, KaKue «KUPIUYUKU» U B KAKOM ITOPSIIKE TOJIK-
HbI pacIlOJIOXKUTBCS B JUIMHHOM MosiekyJe, 3akoaupoBaHa B JIHK.

JHK mpencrapisgeT co0oil JIMHHYIO 3aKPYYEHHYIO B IBOMHYIO CITU-
pajb MOJIEKYJTy — TOCIeIOBAaTeIbBHOCTh HYKJICOTUIOB, KaXIbIil N3 KOTO-
PBIX COAEPXKUT OCTaTOK (POoCcHOPHOI KUCTOTHI, caxap (1e30KCupruodosy) u
OJTHO M3 YEeTBIPEX a30TUCTHIX OCHOBAHWIA. A30THCTEIC OCHOBAaHMS 0003Ha-
yaoT OykBaMu A (ageHuH), T (tumuH), I' (ryanuH) u Ll (HuTO3MH).

WX cTpoeHMe TaKOBO, YTO OHM MOTYT PacIiojlaraTbCs IPYT IPOTHUB JIPY-
ra TOJIbKO CTpOro omnpeaeaeHHbIM oopazom: A=T u I'=L1, T.e. BO3MOXHO
CYIIIECTBOBAHME TOJBKO ABYX TUTIOB Map HyKJIeoTuaoB. OOpazoBaHMe Map
HYKJICOTHIOB ITPOMCXOOUT B COOTBETCTBUU C MPUHIIAIIOM KOMITJIEMEH-
TapHOCTH (puc. 1.2, cM. IIB. BKJIEHKY).

Kaxnple Tpu HyKjIeoTuaa 00pa3yloT KOJOH (TPUILIET) — €AUHUILY re-
HETUYECKOTO KOJa, KOTOPBI OOBIYHO KOAMPYET BKITIOUCHHE OTHON aMM-
HOKUCJOTHL. [TocenoBaTebHOCTh KOIOHOB B TeHE OTIPeIeIIsieT MOCIeno-
BaTeJIbHOCTh AMUHOKHUCIIOT B IMOJIATICTITUIHOM eI OeJIKa, KOINPYeMOTO
9TUM TeHOM (Tabu. 1.1).

Taosmna 1.1. 'eHeTnuyeckuii Koz

Ha3Banue CooTBeTcTBYIOMHKE KOAOHBI
AMHMHOKHCJIOTBI (TpUILIeTHI)
AJlaHWH roy, ruu, rga, rur
ApruHuH Lry, Uru, Ura, Lrr, ArA, Arr
AcnaparuH AAY, AALL
AcnaparuHoBasi kuciota | TAY, TALL
Banun I'YY,TYL, VA, TYT
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Oxonuanue maon. 1.1

HasBanne CooTBeTCTBYIOLINE KOJOHbI
AMHHOKHCJIOTBI (TpUMIEeTHI)
T'uctuouu LAY, LHALL
Inuuun ITY, ITL, ITA, I'TT
I'nyramun LHAA, HAT
I'mytamuHoBas kuciaora TAA, TAT
H3zoneituun AYY, AV, AYA
Jleitunn LYYy, LYL, UYA, LYT, YYA, YVT
JIusun AAA, AAT
MeTuoHUH AYT
Hpomun LY, OO, TOA, T
CepuH YLV, VUL, YUA, VLT, ATY, ATLL
Tupo3un YAY, YALL
TpeoHnun ALY, ALLL, AA, ALLT
Tpunrtodan YIT
dennnanaHuH YVY, VYVl
Lucrenn yruy, yrij
Hayvano cunresa AYT
Cror-curHan YAA, YAT, YTA

B Hacrostiiee BpeMsi TPUILIETHBINM KO TTOJTHOCTBIO paciiudpoBaH 1
M3YYEeHBI €0 CBOWMCTBA: TPUILJICTHOCTh — COYETAHWE TPeX HYKICOTHIOB
YKa3bIBaeT «MMsI» OTHOW aMUHOKHUCIIOTHI; HETTPEPBIBHOCTh — MEXIY TPH -
IJIeTaMW HET 3HAaKOB TIpeNMHAHUS, T.e. MHOOpPMAlMSl CUUTHIBACTCS
HETIPEPBIBHO; HETIEPEKPBIBAEMOCTh — OJIMH M TOT K€ HYKJICOTH HE MO-
JKET BXOJIUTH OMTHOBPEMEHHO B COCTaB JBYX WJIW 0OJiee TPUTLIETOB; OTHO-
3HAYHOCTh — OTIPENEJIEHHBIN KOJIOH COOTBETCTBYET TOJBKO OMHOW aMU-
HOKUCJIOTE; BBIPOXIEHHOCTh (M30BITOYHOCTH) — OTHOW W TOM 3Ke
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YacTb 1. O6wme Bonpocskl

AMUHOKNCJIOTE MOXET COOTBETCTBOBATh HECKOJBKO KOIOHOB; YHUBEP-
CaJIbHOCTh — T€HETUYECKUIT KOJl paboTaeT OMMHAKOBO B OPraHMU3Max pas-
HOTO YPOBHSI CJI0OXXHOCTU — OT BUPYCOB JI0 YEJIOBEKA.

I'en — kio4YeBOE TOHSITUE B FeHETHKE. [€H — y4acTOK MOJIEKYJIbI
JHK, konupyouuii 11bo mocaeaoBaTeJIbHOCTh aMUHOKHUCIIOT B OeJike,
MO0 pa3Hble BUABI MOJIEKYJT puboHykienHoBoi kuciaotsl (PHK), yya-
CTBYIOIIIE B CUHTE3€ OeJKa.

MecTo pacrosoxeHus TeHa B XpOMOCOME Ha3bIBaloT JiokycoM. Ha ca-
MOM e JeJie KaK CyMMa KOAUPYIOIINX MOCIeI0BaTeIbHOCTEN TeH 3aHU-
MaeT JIIIb YacThb JoKyca. ['€Hbl COCTOSIT U3 KOAUPYIOIIUX YYACTKOB (K-
30HOB), pPa3NeJCHHBIX HEKOIUpyoIUMHU (MHTpoHamu). Kpome Toro,
MPUCYTCTBYIOT HEOOJIbIINE PETYISATOPHbBIC YUACTKH.

PaccMoTpuM, Kak MPOUCXOOUT CUHTE3 OesKa.

CHayvana uHgopmaluio Hajo cuuTaTb. Ha aToM sTamne aBoitHas mMo-
nekyna JHK pacruietaeTcs, 1 Ha OOHOU W3 ee HUTEU CUHTE3UPYETCS
Hutb Mosiekyabl PHK. Ona otiuuaercsa ot JIHK Tem, uro coctout u3
OJIHOIt HUTU, UMEET APYroi YrjieBOAHBI OCTaTOK — puOO3y, a a30TU-
croe ocHoBaHue TUMUH (T) 3aMeHeHO B Helt Ha ypauua (Y). DToT npo-
LlecC Ha3bIBAlOT TpaHCKpuMuuei (OT JaT. transcription — TNEPENuChI-
BaHUe).

CuHTEe3upOoBaHHAas MOJIEKyJa MAaTPUYHOU PUOOHYKJIEUHOBOU KUCIIO-
ol (MPHK) nmoaBsepraercst nonoaHUTeIbHBIM MpeBpaleHusM (puc. 1.3,
CM. IIB. BKJIEIiKY). B GonbIIMHCTBE ciayvyaeB ucxoaHast Mojekyiaa MPHK
pa3pe3aeTcsl Ha OTaejbHble parMeHTbl. OgHU (parMeHTbl — WHTPO-
HBbl — PACUICIUISIOTCS 1O HYKJICOTUAOB, a IPYyrue — 9K30Hbl — CIIIMBA-
1otcs B 3pesiyto MPHK. Tlpouecc coenrHeHMs1 95K30HOB «0e3 y3€JIKOB»
Ha3bIBAIOT CIUTaiicMHroM. TakuM 00pa3oM MPOUCXOAUT MPOLECCUHT (CO-
3peBaHue) — obpasoBaHue MoJjiekyal MPHK, mpencrasisitommx Hempe-
PBIBHYIO MOCJIEI0BATEbHOCTh HYKJIEOTUAOB, KOMILIEMEHTAPHYIO TOJIBKO
9K30HaM.

Hanee monekynbsl MPHK BBIXOIAT 13 sipa B IUTOTUIA3MY U COEAUHSI-
I0TCS ¢ pruOOCOMaMHU, Iie MPOUCXOMUT MPOLIECC TPaHCASIUUU. TpaHCs-
LIMSI 3aKJII0YAETCS B CUHTE3€ MOJUMETITUIHON 1IeTTA B COOTBETCTBUU C UH-
dopmauumeii, 3akogupoBaHHoit B MPHK.

ITonaHoCTBIO MpolLiece Tepeaaun reHeTnueckoit nHpopmauuu ot JTHK
¢ moMompio PHK kx Gesnkam Ha3bIBalOT aKcmpeccueil (paboToii) reHa
(puc. 1.4, cM. 1IB. BKJIEHKY).

IMocnenoBaTeIbHOCTh MATPUYHBIX PeaKIUil TP OUOCUHTE3e OEJIKOB
MOXHO TIPEICTaBUTh B BUJIC CXEMBI.
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Herpanckpubupyemas uens JHK AT T r r o T AT
Tpanckpubupyemas uens JHK T A LI o o r T
Tpanckpunuusa JHK U U J
Komonst MPHK A Y T r I 1o VAY
Tpancasuus MPHK U U U
AHTukonoHsl TPHK YV A I o or A Y A
AMMUHOKHCIIOTHI OeiKa MeTnoHUH Inmuuux Tuposun

OO1ee yuciio reHoB y yesioBeka mpesbiinaeT 30 Toic. [Joaroe Bpems
CUMTAJIN, YTO OJIMH T€H COOTBETCTBYET OJTHOI MOJIeKyJie OeJika (1leHTpab-
Hasl IorMa MoJIeKyJsapHoi Ouosiorun). OgHaKo 3aTeM ObLIO MOKa3aHo,
YTO OJIHY OEJIKOBYI0O MOJIEKYJY MOTYT KOAMPOBAaTh /1Ba U 0oJjiee TEHOB.
A Tociie 3aBepIIeHUs] MPOorpaMMBI «['€HOM YejloBeKa» OKa3ajoch, UTO
OIIMH TeH MOXET KOIMPOBATh HECKOJIBKO OETKOBBIX MOJIEKYJ Oaromapst
CJIOXKHBIM MeXaHU3MaM PeTYJISIIIHN.

I'en onpenensier mpusHak. [Ipr3Hak — heHOTUNTMIECKOE MTPOSIBJICHNE
reHa, (hakTopa BHEUTHEW Cpellbl WJIM UX COBMECTHOTO JACMCTBUS, eAMHUIIA
KaKO-TO TMCKPETHOCTH YeJI0BeKa, IO KOTOPO OJIMH OPraHM3M OTIYa-
€TCsI OT JIpyroro (IIBET IJ1a3, Macca TeJia, TPyIna KpoBu U T.1.). [TpusHaku
JIEJISTCS Ha HOpMaJIbHbIE (TIPOSIBIISIIONINECS B TpefiesiaX YCTaHOBJIEHHBIX
JUTS HUX TPAHUIL) U MATOJIOTMYeCKe, BBIXOISIINE 32 TPAHUIIbI, JIMOO HO-
Bble. [laTomornyeckue Mpu3HaKl — CUMITTOMBI.

COBOKYITHOCTb TIPU3HAKOB TAHHOTO OpraHuW3Ma Ha3bIBaloT (heHOTH-
oM. Taxk xe, Kak 1 TIpu3HaK, (eHOTUTT MOXET ObITh HOPMaJIbHBIM U T1a-
TosiornueckuM. Ecim pedb MaeT o COBOKYITHOCTY HOPMAaJIbHBIX TIPU3HA-
KOB — 3TO HOpMaJIbHBIN (eHoTut. [laTomornueckuii heHOTUTT — COBO-
KYITHOCTb OTIPEJEIEHHBIX TaTOJOTUYECKUX TMPU3HAKOB, BBISBISIEMBIX Y
MTaHHOTO WHAWBHIA Ha (hOHE OPYIMX HOPMAaJIbHBIX IMpH3HaKoB. [TaToso-
TMYeCKUii (peHOTHUT OTIpeiesisieTcsI enle Kak 00Jie3Hb WK CUHIPOM. B Ha-
CTosIIIiee BpeMsT UMCJIO M3BECTHBIX BpauaM HACJIECTBEHHBIX 0oJie3HEl
YyeJIoBeKa HaCUMTHIBAET HECKOIBKO THICSY.

COBOKYITHOCTb T€HOB OpTaHU3Ma, TIPOSBISIIONINXCS (heHOTUTTMYECKH,
Ha3bIBAIOT TCHOTHUIIOM.

Crreryet paznnyaTh OHSATHASI TEHOTUT U reHOM. ['eHOM — o01iiee Ko-
suyectBo JIHK B ramongHoM Habope (3TO MOHSITHE OIpeae/sieTcs aaaee
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YacTb 1. O6wme Bonpocskl

B 2TOI T71aBe) xpoMmocoM, T.e. Bcsa JJHK. 'eHoM yenoBeka coaepxut 60-
Jiee 3 MJIpJ TIap HYKJIeOTUAOB (T1.H.), U JIUIIb HEOOIbIIYIO YaCTh 3TOTO KO-
JIMYECTBA COCTABJISIIOT TE€HBI. Y 4YejloBeKa HEKOMMPYIOIasl «MoJTyaliass
JHK cocrapnsieT npuMepHO */, TeHOMa, a FeHbl PAacIIpe/e/ieHbl B HETeH-
Hoit JIHK, mo oGpa3HOMY BbIpak€HUIO, KaK OCTpoBa B okeaHe. Jlo cux
nop posb HereHHoil JIHK ocTaeTcs 3araakoii.

COBOKYITHOCTh TEHOTHUITOB BCEX OCOOEH MOMYJISIIIMNA Ha3bIBAIOT TEHO-
GoHIOM MOMYJISIUH.

YcTaHOBJIEHO, UTO OTHOW XPOMOCOME COOTBETCTBYET OJHA MOJIEKY-
na JHK. B gaapax sykapuoTuyeckux KjiaeTok kKomruieke mosekya JHK
C 0COOBIMU OEJNIKOBBIMM MOJIeKyJTaMu (TMCTOHAMM) Ha3bIBACTCST XPO-
MaTHHOM.

Oo6mas mmHa Beeit JIHK B keTke yejioBeKa COCTaBIISIET TTOUTH 2 M.
DTN ITMHHBIE HUTHU JTOJDKHBI YMECTUTHCS B SIIpe KIETKM TUaMEeTPOM He-
CKOJIBKO MUKPOH, Jia ellle TIOTOM ¥ TIOJIEIUThCS Ha JBE TOUYEPHUE KIETKU.
JIJ1st TOro 4ToOBI 3TO OBLIO BO3MOXKHO, CYLIECTBYIOT CHELIMaIbHbIE MeXa-
HU3MBI KOMITakTu3auu. [1pencraBum cede, YTo B KOP3UHKE Y BSI3AIBIIN-
1Bl JOJKHBI YMECTUTBHCS HUTKU. I 3TOTO MX HEOOXOAMMO CMOTaTh B
MOTKHU 1 Ki1yoku. Mosekynbl JIHK HaMaThIBatoTCss HA TMCTOHOBYIO OCHO-
BY, 00pasysl «ki1yO0OuKr», KOTOpbIe Ha3bIBaIOT HYKJIEOCOMaMuU. DTO 00e-
CIleYrBaeT KOMIMAaKTU3allMIo XpoMaTHa B 6—7 pa3. Enie B 40 pa3 kommnak-
THEe XPOMOCOMBI CTAHOBSITCSI, KOTJa HYKJIEOCOMBI 3aKpYYMBAIOTCS B
cripaib. JlanbHeinee YIJIOTHEHNE MOXKET IIPOMCXOIUTD 3a CUeT 00paso-
BaHUSI TIETENIb BIOJIL XpoMaTuHa. Ellle Oosblliee yBeIMUeHNe KOMITaKTH-
3allMU BEJET K TEepPeXoy XpoMaTMHA B HeaKTHBHOe cocTostHue. [Ipouc-
XOIUT CIUPAIU3alis MOJIEKYJ W TIOSBJICEHUE TUIOTHBIX, BUIWMBIX B
CBETOBOI MUKPOCKOIT 00pa30BaHWiT — XpOMOMEp — OJIHUX U3 IPOMEXKY-
TOYHBIX YPOBHE KOMITAKTU3AIIMN XpPOMaTHHA.

KoMIakTn30BaHHBI XpOMAaTHH TIPENCTaBIsIET CO00I reTepoxpoma-
THH, NTEKOMIIaKTU30BaHHBIN — 3yxpoMaTuH. CTereHb KOMIaKTU3aluu
XpoMaTHHa OTpaXkaeT ero (PyHKIIMOHAJIbHOEe cocTosiHMe. ['eTepoxpomaTu-
HOBBIE YYaCTKH (PYHKIIMOHAJIEHO MEHEee aKTUBHbBI, YeM 3yXpOMaTUHOBEIE,
B KOTOPBIX COCPe0TOUYEHA OO0JIbIIasi YacTh TeHOB. HUTH XpoMOCOMBI He-
OIHOPO[THA TT0 Beel nHe. [1pu cnienmanbHoi 00paboTKe s3yXxpoMaTrye-
CKVe M TeTepOXpOMATUUYECKUE PallOHbl OKPAIMBAIOTCSI C Pa3HOM WHTEH-
CHBHOCTBIO, 00pa3ysl yepeloBaHNe CBETIbIX U TEMHBIX MTOJOCOK pa3HOM
mpuHbl. Habop aTHx monocok (05HI0B) cienudUdeH s KaXI0h Xpo-
MOCOMBI, 4TO TTO3BOJISIET HE TIPOCTO PACTIPEACTUTH XPOMOCOMBI T10 TPYII-
1aM, HO M TIPUCBOMTH KaXI0il N3 HUX CBOI HOMeEP.
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Yewm Gostee nuddy3eH XxpoMaTUH UHTEPdA3HOTO SApa, TEM aKTUBHEE B

HEM ITPpOXOAAT CHMHTCTHYCCKME ITPOILICCCHI. CHuXeHue YPOBHA CHUHTE3a

JHK 1 PHK B kj1eTKax 00bIYHO COMPOBOXKAAETCS YBEIUUEHUEM KOJTUUE-
CTBa KOMITAKTU30BAaHHOIO XpoMmaThHa. MakcuMaJlbHO KOMMaKTU30BaH

XpOMaTHuH BO BpEMA MUTO3a, Korjaa €ro O6Hapy>KI/IBaIOT B BUAC TIJIOTHBIX

TeJIel] — XPOMOCOM.

Kaxxmasg xpoMocoMa WMMeeT TIEpBUYHYIO ITIEPETSKKY, Ha3bIBAEMYIO
eHTpoMepoii. ITooxXeHre IIEHTPOMEPHI SBIISICTCST CTPOTO (DPUKCHUPOBAH-
HBIM JIJI51 KaXK10M XpOMOCOMBI U orpeessieT ee popmy (tadu. 1.2; puc. 1.5,

CM. 1IB. BKJICIIKY).

Paznuuator Tpy TMIIA CTPOCHUST XPOMOCOM:
— aKpOLEHTPpUYECKHE (XPOMOCOMBI C OYEeHb KOPOTKUM, ITOUYTH

HEe3aMETHBIM BTOPBIM ILJIEUOM);
— cyOMeTalieHTpruecKue (C rjaedyaMu HepaBHOM JJTMHBI);

— MeTaleHTpudyeckue (X-o0pa3Hble XPOMOCOMBI, OOJlagauIre
TUIeYaMU paBHOW JUTMHBI).

Ta6mmma 1.2. Conepxkanue JJHK 1 nmoyioxkeHue 1LieHTpoMEPHI B XpOMOCOMax

Howmep OTHocuTeNbHOE OTHoleHue pa3mepa AJTHHHOTO
XPOMOCOMBI kommyectso JTHK, % 1J1eYa K JUTMHE BCeil XPOMOCOMBI

1 4,32 0,51

2 4,22 0,61

3 3,49 0,53

4 3,34 0,72

5 3,20 0,73

6 3,02 0,65

7 2,77 0,61

X 2,70 0,62

8 2,55 0,67

9 2,37 0,65

10 2,33 0,69

11 2,38 0,59

12 2,35 0,72
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Oxonuanue maoa. 1.2

Homep OTHocuTebHOE OTHoueHne pa3vepa AJTUHHOTO

XPOMOCOMBI koamuectso IHK, % 1jieya K JUIMHe Beeil XpoMoCOMBI
13 1,86 0,85
14 1,80 0,85
15 1,69 0,84
16 1,55 0,60
17 1,49 0,68
18 1,40 0,75
19 1,08 0,55
20 1,20 0,55
21 0,82 0,76
22 0,86 0,77
y 0,92 0,76

Kaxnmelii Bum MMeeT CTpOro OmpelneicHHOE KOJIMYECTBO XPOMOCOM
OIpelIe/IeHHOM CTPYKTYpPhI, U J1I000¢ OTKJIIOHEHUE IMpEeACTaBiseT co0oi
MyTaiup. OrnpeneleHHbIE HabOp XpoMOcOM (KOJMYECTBO, pa3MephI,
CTPYKTYpa) y 0co0€eil 0AHOIro BUIa MpeAcTaBIsieT Kapuotui (puc. 1.6).

XpOMOCOMHBIIT HAabOp COMATMYECKMX KJIETOK YeJIOBEKa COCTOMT W3
46 XpoMOCOM, 00pa3yoLIKX Maphl. 22 Mapbl COCTOST U3 XPOMOCOM, Ha3bl-
BaeMbIX ayTocoOMaMU. XpOMOCOMBI 23-i1 mapbl OBIBArOT ABYX BUIOB. Kpyri-
Hasi XpOMOCOMa, HAIIOMMHAIOLIAs 10 CTPYKTYpe OYKBY «X», TaK ¥ Ha3bIBa-
ercss — X-Xxpomocoma. bojiee Menkasi, cO CMEIIEHHOI ILIEHTPOMEPOIi,
HarioMuHaeT OyKBY «Y» M Ha3bIBaeTCsI, COOTBETCTBEHHO, Y-XpoMOCOMa.
MMeHHO 3TH XpOMOCOMBI OIPEICIISIOT TT0J1, TTO3TOMY WX Ha3bIBAIOT ITOJI0-
BBIMM XpoMocoMaMU (TeTepoxpoMocoMaMm). 2KeHCKUe KIIETKH B HOpME
comepxaT aBe X-XpOMOCOMbBI, a MYXCKUE — OgHYy X- U OOHY Y-Xpo-
MOCOMY.

Cyl11eCTBYIOT oIpee/ieHHbIe IIpaBuia 0003HaYyeHUs Kapuoturna. CHa-
yajila yKa3bIBalOT OOIllee YKMCIO XPOMOCOM, 3aTeM — KaKue I10JIOBbIe
XpPOMOCOMBI BXOIST B XPOMOCOMHEINM Habop. Jlajee Imepedmncisior, Ka-
KMe OTKJIOHCHUSI OT HOPMEI BCTPEUYarOTCs Y JAHHOTO MHANBUAYYMa.
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Tak, HOpMaJIbHBIA KapUOTHII XEHIIMHBI OyIeT 3amucaH Kak 46, XX;
HOPMaJIbHBI KapruoTum MyxXuuHbl — 46, XY. Eciu B KjIeTKax, Hampu-
Mep, TIPUCYTCTBYET JIMITHSIST XpoMocoMa (Tipu cuHapome JlayHa — xpo-
MocoMa 21), kKapuoTuIl OyaeT 3anucaH ciaeaytoimm oopazom: 47, XX, +21
(myst xxeHIyHbL) win 47, XY, +21 (11 My>XUWHBI).

Onnako He Bcs JJHK kieTtok BXomMT B cocTaB xpoMocoM. YacTb
TeHeTHYECKOro MaTepuaia (IpuMepHO 5%) JIoKain30BaHa B MUTOXOH-
JIpusiX U HazbiBaeTcss MmutoxoHapuanbHoil JIHK. C HapyuieHUusIMu MUTO-
xonapuanpHoit JJTHK cBs3aHbl HeKOTOpble HacCeACTBEHHbIE 0O0JIE3HU
yeoBeKa.

Bo Bcex kieTkax MHOTOKJIETOYHOTO OpraHu3Ma KOJIMYECTBO XPOMO-
COM 13 TIOKOJICHUSI B TTOKOJICHUE HE M3MEHSIETCSI. DTO MOCTOSTHCTBO 00e-
CMeYrBaeT MUTOTHMYECKOE AesieHre KIeTOK (MUT03). COOTBETCTBEHHO,
LIVKJT IeJSIIecst KIeTKM Ha3bIBaloT MUTOTHYECKMM 1TuKiIoM. Ho miepen
TeM KakK TIPOM30MIET NejeHWEe, KOJIMYECTBO TEHETUYECKOro MaTepualia
IOJKHO yaBouThest (puc. 1.7, cMm. 1B. Bkieliky). Ha HekoTopoe Bpems
JIBOMHAsl CTIMpaib pacIuleTaeTcsl, 1 Ha KaXIoil HUTHU, KaK Ha MaTpulie
COTJIaCHO TIPUHIIMITY KOMIUIEMEHTApHOCTH, CHUHTE3UpPYeTCsS TOYHasl ee
Komnus (penyrivkanus Mosiekysibl). CTaiuio MUTOTUYECKOTO LUK, Ha
koTtopoii ocymectsisiercs cunre3d JJHK, HaspiBaioT S-azoii (oT cioBa
«cunTes»). IpenmecTsyromnnyio emy craauio HasbiBaroT G -hasoit, a mo-
cnenyromyio — G -dasoii. BMmecre G, S, G, coctaBusior nHTepdasy —
TPOMEXYTOK MEXJIy JABYMSI KJIETOUHBIMM AejieHusIMA (MuTo3amu). Ecim
KJIETKU He JEJISITCS U HaXOMISTCS B COCTOSIHUM TTOKOSI, TOBOPSIT, YTO OHU
Haxonarcs B G -(ase; mocsie CTUMYJISLIMY OHU MOTYT Ha4yaTh JAEJIUTHCS U
nepeinyt B G -dasy.

Opnna Huth JHK B xpoMocoMe HazbiBaeTcs xpoMaTuaoi. Takum 00-
pasoM, no cuntesa IHK, B G|, Kaxmasg XpoMOCOMa COCTOUT U3 OXHOM
xpoMaruisl. B S-haze npoucxonut ynsoenue kommuectsa JJHK, u B G,
KaxXk1ast XpOMOCOMa COCTOUT YXKe U3 ABYX XpOMaTH/I.

Muto3, B CBOIO OYepeab, YCIOBHO pas3aeisaioT Ha 4 dasbl (puc. 1.8,
CM. 1IB. BKJICHKY).

1. ITpodasza (nepsas ¢aza aeneHus). JAByxpoMaTuIHbIE XpPOMOCO-
MBI CITUPAJTU3YIOTCS, SIIPBIITKN PACTBOPSIOTCS, LIEHTPUOIN PACXOISIT-
cd, spepHas 000J0YKa pacTBOPSIETCsI, 0Opa3yloTCs HUTU BepeTeHa
JeJICHUS.

II. Metada3za (¢asza ckorieHus XxpoMocom). Hutu BepeTeHa aeneHus
TIPUCOENNHSIIOTCS K IIEHTPOMEPAM XPOMOCOM, JIBYXPOMAaTHUIHBIE XPOMO-
COMBI COCPEIOTOUYMBAIOTCST Ha 9KBATOPE KIIETKMU.
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I11. Anada3za (asa pacxoxaeHust xpomocoM). LleHTpoMepsl nensrcs,
OJTHOXPOMATHIHBIE XPOMOCOMBI PACTSITUBAIOTCS HUTSIMU BepeTeHa Jelie-
HUS K TTOJTFOCaM KJIeTKU.

IV. Tenodaza (dpasza okoHuaHus aeneHus ). OGHOXPOMATUIHbBIE XPO-
MOCOMBI JIECTIUPAIN3YIOTCSI, C(HOPMUPOBBIBACTCS SIIPHIIIKO, BOCCTaHAB-
JIUBaeTcs siAepHas 000109Ka, Ha 9KBaTOpe HAUMHAET 3aKJIaIbIBaThCS Tie-
peropojKa Mexy KJIeTKaMH, paCTBOPSIIOTCSI HUTU BEpeTeHa JIeJICHHUS.

CrioxkHee TIPOMCXOAMUT TMpollecC O0pa3oBaHUS IIOJOBBIX KJIETOK.
H1s1 3apokeHnst HOBOM XXU3HU HEOOXOIMMO CIVSIHUE JTBYX POIUTEIh-
CKUX KJIETOK, Ha3bIBa€MbIX TaMETaMU — SIUTIEKJIETKN U CTIepMaTO30M/a.
[Mocne ux ciusHUs oOpasyeTcsl 3UroTa, U3 KOTOPOI pa3BUBaeTCs Op-
TaHU3M.

[portecc, mpuBoOIINIA K 00pa30BaHUIO TaMeT, HA3bIBAETCST MEIO30M
U COCTOUT M3 JIBYX TTOCJIEOBATEIbHBIX IPOIECCOB NesieHusT. MeioTude-
CKUe JIeJIeHUsT Ha3bIBalOT, COOTBETCTBEHHO, MEPBBIM U BTOPHIM. Kaxkmoe
13 HUX, TOJJOOHO MUTOTUYECKOMY JIEJICHUIO, TIPOXOIUT Te e (pa3bl, yTo 1
MpU MUTOTUUYECKOM JieJieHun — npodasy, MeTtadasy, aHadasy u Teaoda-
3y. [Ipu BTropoMm fesieHru He TIPOMCXOIUT YABOCHUST TEHETUIECKOTO MaTe-
puaia, a Kaxaas U3 JOYePHUX KJIETOK (raMeT) IMOJydaeT JUIb OOHY U3
JIBYX TTAPHBIX TOMOJIOTUYHBIX XpOMOCOM. TakuM 00pa3oMm, YMCIIO XPOMO-
COM B raMeTax y JejloBeKa cocTaBiisieT 23, U Takoil Habop Ha3bIBAIOT Ta-
TJIOUIHBIM HabopoM. [Tocie ciiustHusT TaMeT 00pa3yeTcsl 3UroTa ¢ JUTIO-
WIHBIM HaOOPOM, COEPKAIIUM 46 XPOMOCOM.

B mpodaze mepBoro MmrTosa MpoOMCXOAUT OYEHb BaxKHBIN TIPOIIECC
oOMeHa TeHEeTUYECKUM MaTepualioM, Ha3bIBaeMbIli KPOCCUHTOBEPOM
(puc. 1.9, cm. uB. Bkieiiky). OH 3aK/I04aeTcs B TOM, YTO TOMOJIOTUYHBIE
XPOMOCOMBI (HAaITOMHUM, YTO Kax/1ast 13 HUX COCTOUT M3 IBYX XPOMATHI)
cxonaTcs (KOHBIOTUPYIOT) M 00pa3yIOT CTPYKTYPHI M3 YEThIPEX XPOMaTHI.
Hanee mpoucxoanT oOMeH yJyacTKaMy MeXITY TOMOJIOTUMYHBIMU XpOMaTH -
JaMu. Mecta oOMeHa Ha3bIBalOT XMa3MaMU: TIPU MOCIIEIYIOIIeM Pacxo-
KJIEHUW XPOMOCOM OHM OCTAIOTCS HEKOTOPOE BpeMsI CBSI3aHBI B TOUKAX,
TJie TIPOU30IIENT KPOCCUHTOBEP, MOP(OJIOTMYECKN 3TO HAITOMUHAET OyK-
BY «X», YTO M OTPaXXeHO B Ha3BaHWU. Y yeJOBeKa Ha XPOMOCOMHBII Ha-
Gop npuxoauTcs ot 35 10 66 xuaszm (1 gaxe 10 100 y xeHmuH). Hackosb-
KO BaXX€H 3TOT IPOIIeCC, TOBOPUT TOT (haKT, YTO Y KEHIIWH 1podasza 1-ro
Meiio3a aKTMBHO MPOTEKAEeT B TEUEHUE HECKOJBKMX MECSIIEB B TIEPUOT
BHYTPUYTPOOHOTO pa3BUTHSI, a TIOJIHOCThIO 3aKaHIMBAETCS TOJIHKO K MO-
MEHTY OBYJISIIIMU YX€ B TTOJIOBO3PEJIOM BO3pacTe, a Y MYXUYUH JIUTCS
2025 cyr.
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DTOT MEXaHU3M UTPaeT BaXHYIO pOJb B (DOPMUPOBAHUU T€HETUYE-
CKOW M3MeHYMBOCTU. Eciiu Obl He ObLJIO KPOCCUHTOBEPA, TEHETUYECKUMN
MaTepuan IepegaBajics Obl B IOJHOM 00beMe OT 0alyliek W Aemy-
ek BHykaMm. OnHaKO KPOCCUHTOBEP MOXET U He MPOU30UTU. ['amMeThl,
B KOTOpbIE MOMaI XpOMaTUAbI, HE MpeTepIieBlIne KPOCCUHTOBEp, Ha-
3bIBAIOT HEKPOCCOBEPHBIMU (MX OOBIYHO OOJIbIIIE); TaMEThl, B KOTOpPbIE
rnonajau MpeTepreBIIe KPOCCUHIOBEP XPOMATUbI, HAa3bIBAIOT KPOCCO-
BEPHBIMU.

HopManbHblii )XeHCKUI KapruoThil — 46, XX, M03TOMY B XXE€HCKOM Ia-
MeTe (SHLIeKJIETKe) BCerna MPUCYTCTBYET TOJIBKO X-XpoMmMocoma. A BOT
MYXCKME TaMeThl (CIepMaTO30U/Ibl), U3-3a TOTO YTO KAPUOTUIT HOPMaJlb-
HOTrO MYX4uHBI — 46, XY, MOIYT HECTH JIIOOYIO M3 ITOJIOBBIX XPOMOCOM:
kak X, Tak 1 Y. [1on 6ynyiero pebeHka 3aBUCUT OT TOTO, KaKoi criepma-
TO30UI OyIeT yyacTBOBaTh B (hOpMUpPOBaHUM 3UTOTHI (puc. 1.10, cM. 1B.
BKJIeHiKY). TakuM 00pa3oM, UMEHHO OTILIbI OMPEAEISIOT, KTO Y HUX POAUT-
Csl — ChIH WIH A0Yb.



