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leHeTuka — HayKa O HacNeaCTBEHHOCTH M M3MEHYMBOCTHM.

HacnepcTBeHHOCTb M MU3MEHUYMBOCTb OTHOCATCA K 0BLLMM CBOWCTBAM
YKM3HW U NPOABNAIOTCA HA BCEX YPOBHAX OPraHW3auuu XXMBOH MaTepHy.
Bnaropaps HacnefcTBEHHOCTM M W3MEHUMBOCTH OCYLLLECTBAAETCS He-
NPEPbIBHOCTb XXHU3HKU M IBOMIOLIMH YKUBbIX (hOPM.

lMop Hacne[CTBEHHOCTbIO NOHUMAIOT BUONIOrHUECKMIA NpoLiecc, obyc-
NOBNUBAIOLLMW CXOACTBO MEXKAY POAUTENAMU U NOTOMCTBOM.

Bnaropaps HacnencTBEHHOCTH reHeTMUECKas MHMOpMaLMs, Nony-
UEHHaA OT poJHTenen, peanusyeTcs MOBTOPEHHEM Y MOTOMKOB MOP-
chonoruyeckux, HU3HONOrMHECKUX U DMOXMMHUYECKMX NPU3HAKOB, a
TaKXKe NOBeAeHYECKUX pPeaKkLmWH.

HacnepncTBeHHOCTb, C OAHOW CTOPOHbBI, COXPaHSET KOHCEPBATH3M »Ku-
BbIX OPraHM3moB: y MefBeuLbl POXAAIOTCA MeABeXara, Y KOLWKH KOTs-
Ta, & UHy30pHs Tychenbka Npu AeneHun obpasyeT AouepH1e MHY30pUM
Tychenbkun. C Apyrol CTOPOHbI, HACNEACTBEHHbIE NPU3HAKK MOMYT U3Me-
HATHCA B pe3yNbTaTe MyTauui, KOTOPbIE COXPaHAKTCA OTOOPOM, €CIU OHM
cnocobCTBYIOT aAanTaun KuBbix hopM K oKpyKatowed cpene. Takum
06pa3oM, XKHBbIM OpraHW3MaM CBOMCTBEHHA H3MEHUMBOCT.

M3mMeHYMBOCTD — 3TO CBOWCTBO YKMBbIX OPraHW3MOB W3MEHATLCS M
CyWeCTBOBaTb B Pa3/IMuHbIX BapuaHTax. Y uenoBeka B pesy/ibTare Kom-
BuHaLUMK HacNeCTBEHHbIX NPU3HAKOB AeTH OAHUX POAMTENel MoryT
XapaKTepu30BaTbCA KakK 3HAYMTE/IbHbIM CXOACTBOM, TaK W CyLUECTBeH-
HO OT/IMHATLCA APYr OT ApYra NO MHOMMM NpH3HaKaM: No rpynnam Kpo-
BM, Nony, UBeTy rnas u 1.4. bnarogaps M3MeHYMBOCTH BO3HHKIO MHO-
roobpasue >xuBbix hopM Ha Hallel nnaHeTe.

M3meHunBOCTb, Kak M HACNeACTBEHHOCTb, UFPAET BAXKHYIO PO/b B
npouecce 3BonoUMH. HoBble CBOWCTBA OPraHH3MOB, HOBbIE OpraHu3-
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Mbl NOABNAKOTCA 6naro,napa H3MEHYUBOCTH, HO U3MEHUYHUBOCTb UrpaeT
ponb B 3BOJIIOLUMK NKUWb TONbKO TOrAa, Korga BO3HUKLIWE U3MEHEHWA
HacnegyltTca U3 NOKONEHUA B NOKONIEHHE.

KpaTkasi HICTOpUSi pa3BUTHs MpeACTaBIeHHH
0 Hac/NeACTBEHHOCTH M H3MEHYMBOCTH

OCHOBHbIE 3aKOHbl HacnefoBaHWs NPHU3HAKOB W CBOMCTB OpraHu3-
MoB B nokoneHusx 6oinu otkpsitel K. Mengenem (1822—1884), mo-
HAXOM, a NO3[Hee HACTOATENeM aBryCTMHCKOrO MOHacThips B . bpHo
(Yexus) (puc. 1).

B 1854— 1863 rr. . MeHgenb, W3HayanbHO MaTeMaTHk no obpaso-
BaHMIO NPOBEN MHOXECTBO OMbITOB MO CKPELMBaAHUIO Pa3HbiX COPTOB
ropoxa (puc. 2).

MmeHHO MaTeMaTHyeckoe oBpa3oBaHWe NO3BONWIO €My rPpamoTHO C
TOUKM 3PEHUS CTAaTMCTHKKM 0BpaboTaTh pesynbTarbl 3KCNEPHMEHTOR U CAe-
nath BblBOAbl. Pe3ynbrarbl CBOMX OMbITOB OH TLLATENbHO aHaH3MpOoBal,
fnaronaps YeMy cymen NPOBECTH XOPOLLO C/IaHUPOBaHHbIE 3KCNePHMEeH-
Tbi, NPW 3TOM MCNOMBb30BAN TONBKO YUCTOCOPTHbIE PACTEHWSA, OT/IHHal0-
LMeCH KOHTPACTHbIMK (aNbTEPHATUBHBIMHM) NPU3HAKaMK, @ TakXKe BBen
MaTeMaTHYecKMi nofcyeT notomcrsa. 3acnyra [. Mengena cOCTOMT He
TONbKO B TOM, Y4TO OH YCTAHOBM/ 3aKOHOMEPHOCTH HacNnenoBaHHs Npw-
3HaKOB, Ha3BaHHbIX Yepe3 MHOTO JieT «3akoHa MeHpens», HO W B TOM, 4TO
OH Brepeble CBA3a Pa3BUTHE NPU3HAKOB C AUC-
KPETHbIM HACNeACTBEHHBIM MaTEPHA/IOM, KOTO-
Pbi OH Ha3Ban «HacneACTBEHHble 3afaTKu».
Bnaropnaps AuCKpeTHOCTH HacNeACcTBEHHOrO
MaTep1ana KOHTPACTHbIE NPU3HAKK He TepAIoT-
Cs NpH ruBpUAM3aLMK U NPOSBNAIOTCS B NOC-
nenyiouMx nokoneHusax. HacneacteeHHble
3apatku, noctynuposaHHble . Menpenem, B
1909 r. parckui yuenbiii B. Morarcen Hassan
FeHaMM, COBOKYNHOCTb MEHOB OpraHu3ma —
TEHOTUNOM, a WX NposBeHHe — (DEeHOTHMOM.
Pesynbrathl cBoux onbitoe . Menpens
onybnukosan B 1866 r. B ato ke Bpems oH
AB2>kabl BbICTYNAN € JOKNA4aMU O CBOMX OT-
KPbiTHsax B BpioHHCKOM 0buiecTse ucnbiTare-

Puc. 1. [pezop Mendens
(1822—1884)
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Puc. 2. Yuacmok, 20e Mendene npoBodun onsimer no cxpewuBaruro

nei npupozbl. OH Takke pa3ocnan OTTHCKMU CBOEH CTATbM MHOTHM W3BECT-
HbiM Bronoram. OTkpbiTia Meraens He Gbinm nowsiTbl. OfiHa U3 NPHUKH 3TO-
ro — rocno/CTBO B TO BPEMSA rMNOTe3bl CMELLEHWS HAC/IEACTBEHHOCTH Y M-
praos. MNosTopHoe «oTKpbiTHe» 3akoHos I'. Menaens npou3sowno s 1900 r.
Tpems BOTaHHUKaMK, NONYUMBLUMMK NPH CKPELLMBAHWM APYTMX PacTeHMi
pesynbTarbl, CXoAHble ¢ onbitamk . Mengens. 3to 6binun . ge Mpus U3
lFonnananu (prc. 3), K. KoppeHc ua Nepmanun 1 3. Uepmak U3 Asctpui.

B ceasu ¢ atum 1900 r. cuMTaeTca ronom poXKAEHMsA reHETHKH Kak
Hayku. B panbHeliem mHorue uccnegosareny noaTeepaAMAM Hacheno-
BaHHe NPU3HaKOB Nno 3akoHam Mengens y pac-
TEHWH, XKUBOTHbBIX U YesioBeKa.

B 1901 r. ne ®pu3 onucan cywecrsosaHu1e
CMOHTaHHbIX U3MEHEHUI OAHOTO WU HECKONBKUX
MPH3HaKOB. 3TO SBNEHHWE OH Ha3BaN MYTaLUAMM
(ot nat. mutation — wameHenwe), Tem cambimM 3a-
NOXWN OCHOBBI YYEHHS1 O MyTaLHAX.

B 1906 r. anrnuiickuit 6otanuk Y. Bercon
NPeAnoXXWN TEPMUH «reHeTWka» (oT nar.
geneticos — nopoxgeHwe).

B Hauane XX B. nepes HayuHbIMW Kpyramu
BCTa/N BOMPOC, YTO TaKOE reH, CYLLECTBOBaHHe
KoToporo onpegenun . Mengens, v rge rew
pacnonaraeTcs B KieTke.

Puc. 3. ['yeo de Dpus
(1848—1935)

10

B 1902 r. uutonoru, Hemey, T. boeapu 1 amepuKaHey Y. CatTOH,
He3aBMCHMO ZIpYr OT Apyra NPULLAK K BbIBOAY, 4TO 3aKoHbi [, Menpens
4 MOBEAeHWe XPOMOCOM NPU MUTO3e U Mero3e COOTBETCTBYIOT APYr
Apyry. YueHble NPeAnoNoXHAM, YTO reHbl HAXOAATCA B XPOMOCOMAX.
y. C3TTOH BbICKAa3an rMnoTesy o TOM, YTO reHbl, PAacnonoXeHHble B ofl-
HOW XpoMocome, DyflyT HacnefoBaTbCcs BMecTe.

B 1906 r. B. BetcoH v P. MNexHeT Habniopant cuenneHye Np1u3HaKos, HO
He CMOTNIM OBBACHUTD M A0Ka3aTb XPOMOCOMHYIO MPUPOAY 3TOTO ABNEHHS.

HoBbIW Ka4eCTBEHHbIA 3Tan B Pa3BUTUM FEHETHKW CBA3aH C aMepH-
KaHCKHUM reHeTukom Tomacom XaHtom MopraHom, naypeatoMm Hobe-
neBCKo# npemMuu (puc. 4).

B 1909 r. T.X. MopraH cOBMECTHO CO CBOMMHM
cotpyaHvkamu K. Bpumkecom, A. CrepTteBaHToM
u . Mennepom aoKasas, 4To HacneacTBeHHOCTb
cBfAi3aHa C OnpefeNneHHbIMA MaTepHUasibHbIMK
CTPYKTYpaMM KNeTku — xpomocomamu. B akcne-
pUMeHTax ¢ NnofoBoi Mylwkown (Drosophila
melanogaster) GpiN0 AOKa3aHO, UTO MEHAeNes-
CKWe 3afaTKH, WM FeHbl, PacnoNoXeHbl B XPo-
MOCOMax «Kak ByCHHbI Ha HUTKe», MeXay Xpo-
MOCOMaMMW OJHOW napbl MOXeT NPOHCXOAUTL
0bMeH reHamu (KpoccHHrosep).

B 1910— 1916 rr. T. MopraHom 6bina cchop-
MyNMpOBaHa XPOMOCOMHas TEOPHA Hacnes-
cteeHHocTH. CaMo Ha3BaHWe «XPOMOCOMbI»
Bbino naHo Hemelkum aHatomom B. Banbaeh-
epom ewe 8 1883 r.

B 1925 r. . A. HagcoH u .C. @ununnos
AOKa3anu BO3MOXHOCTb MOJy4eHWUA WCKYCCT-
BEHHbIX MyTalMWit y rpubOB noj AeHcTBHEM
HOHM3WUPYIOLLErO M3NYYEeHHA.

B 1927 r. . Mennep (puc. 5) nokasan, uto
MYTaluuu B reHax MOXHO Bbi3BaTb UCKYCCTBEH-
HO, BO3/1eHCTBYS PEHTTEHOBCKUMM NyYaMu.

B 1920-e rr. nepef reHETUKOM BCTan BONPOC
O XMMU4eckoi npupoge reHos, bnarogaps co-
BMecTHO paboTe hH3HKOB, XHMUKOB, BHOdH-
3MKOB M reHeTMKOB HauYWHaNOCh aKTHBHOE MU3Y-

1

Puc. 4. Tomac MopzaH
(1866—1945)

Puc. 5. lepmar Mennep
(1890—1967)




Puc. 6. Hukonalii
KoncmanmuroBuy

KonbyoB
(1872—1940)

Puc. 7. [ocopdx
budn
(1903—1989)

Puc. 8. 308apd
Tedmym

(1909—1975)

YeHWe GHONOrMUECKH aKTUBHBIX MOMEKYJI, BXO-
AALKX B COCTaB KNETKHK.

Mpu u3yueHnH xumnueckoro cocrasa xpomo-
com BbIN0 MoKa3aHo, YTO XPOMOCOMbI COCTOSAT
3 BenkoB U HykneuHoBbIx Kucnot. B 1928 r. u
6onee noapobro B 1935 r. Haw cooTeyecTeeH-
Huk H.K. Konbuos (1872—1940) (puc. 6) sbia-
BUHYN rMNoTe3y, uTo reH 31o 6enok, 1 Bnepsbie
NPeANOXHN MaTPUYHBIH NPUHLMI BOCNPOM3Be-
AeHUA XPOMOCOM, COXPaHSAIOLMIA NOPAAOK re-
HoB. Teopus H.K. Konbuoea «rev — Genok»
OKa3anacb OLWHBOUYHOM.

B 1940-e rr. amepukaHckue yueHbie [1.Y. Bugn
(puc. 7) u 3.J1. Teiitym (puc. 8) pokasanw, uto
CTPYKTypa KaXaoro cuHTeaupyemoro Genka 3a-
KOAMpOBaHa B OHOM M3 reHOB; Takum obpa3som,
reHbl yNnpaBasloT CHHTE30M BenKkoe, B TOM
YuCne U (DepMEHTOB, a (hepMEHTbI peryupyloT
61oxuUMUUEcKHe npoLiecchl B opraHuame. OHu
NPEANIOXKIUIH POPMYNY: «OfHH FreH — OfuH chep-
MEHT», B NOCNEAYIOUME rOAbl WO YTOYHEHHE
3TOrO MOHATHA «OAWH FeH — OAuH Benok»,
«OfjHH reH — oaWH nonunentua». OTKpbITHE
Buana u TelTyma peako npoasuHyio Briepes
passuTHe MonekynspHon Buonoruun. [lokasan-
Has UMW LenouKa «reH — (hepMeHT — peak-
LUK — npu3Hak» BOOXHOBMAA HOMblUOe KOMU-
4YeCcTBO UccnefoBaTeNel Ha MOMCKH FeHHbIX
LeheKTOoB, BbI3bIBAIOLMX Pa3NiviHble 3a60/1eBa-
Hus. BoaMoXHOCTb 3aMeHATb «nopakeHHble»
reHbl «340POBbIMMY» CO3[ana NPEeANOChIIKK ANs
HOBOW OBNACTH HayKM — FeHHOM MHKEHepHH.

B 1928 r. aHriuiickuit Bpad-MukpoBronor
@. MNpudpcbutc Habnogan HacneacTBeHHbIE W3-
MeHeHUs GaKTepuasbHOro LTaMMa Nog, BAMAHUEM
Marepuana, nosly4eHHOro U3 YOUTbIX HarpeBaHm-
em baxTepuii gpyroro wramma. Takoe seneHue o
HasBan TpaHchopmaumen. Hepes 16 ner, 8 1944 r,
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0. 3sepw, K. Mak-Jleon, M. Mak-Kaptu nokasanm Ha 6aK'rvepMﬂx, 41O BE-
LIECTBA, MEHAIOWME HACNEACTBEHHbIE CBOWCTBA BakTepui, OTHOCATCA K
HyknenHoBbiM kucnotam (OHK). Takum obpazom, O. 3sepu nokasasn, 4To
HOCUTENEM HAaCNeACTBEHHOM MHchopmauwu sensetcs [HK.

Ewe 8 1869 r. weeHuapckui natonoroaHatom U.@. Muwep obHa-
PY)UNI B KNETOYHOM SIfP€ BELLECTBO, KOTOPOE OH Ha3BaN «HYK/IeHH».
B 1889 r. P. AnbTMaH Ha3gan 37O BELECTBO HYK/IEHHOBOW KMCNIOTOM.
B 1950-e rr. B nabopartopuu aHrnuickoro usnka M. Yunkuxca ¢ no-
MOLLIO PEHTFEHOCTPYKTYPHOrO aHan3a Bbink NosyyeHbl PEHTreHorpam-
bl wuteit HK. B 1950 r. amepukaHckui Broxiumuk 3. Yapradd noka-
3an, 4To OBLee KONMUECTBO aaeHHHa B kaxxaoi monekyne [HK pasHo
KOMMYECTBY THMUHA, & KOJIMYECTBO ryaHHHa — KOMHECTBY LIMTO3MHA. JTO
SB/IEHWe Ha3BaHO KOMNNeMeHTapHocTbio (npaeuno Yapradda). Ha ocHo-
BaHMM aHanu3a paHHbIX YunkuHca u Yaprada, 8 1953 r. [l. YorcoH
®. KpHK paclumdposant xumuueckyto cTpyktypy Monekynbi JIHK. Otkpbi-
tve [l. YotcoHa u @. Kpuka (puc. 9) cTano ogH1M W3 cambix KPYMHbIX OT-
KPbITHUH B UCTOPHK HayKH. C 3TOro BpemMeHu Ha4YWHAETCS MHTEHCHBHBIW Ne-
pHO[, H3yYEHHs CBOMCTB HYKNIEWHOBbIX KHC/IOT.

OTKpPbITHE CTPYKTYpPbl HYKNEUHOBbBIX KMCNOT NO3BONMIO XMMHKaM
CMHTE3MPOBaTb UX MCKYCCTBEHHO «B Npobupke», uTo Bbino Bnepebie
cnenato B 1955 r. Ouoa, kotopsii cuuTeaupoean PHK, ae 1957 r. KopH-
6epr cuHteanposan JHK. )

Hauanacb apa HOBOM 06/1aCTH HayKW — reHHOH HHXXEHEepPHH.

B 1958 r. ®. Kpuk chopMynnMposan OCHOBHOH NPUHLMN Nepefady
reHeTuueckoi uHcopmaumun «[IHK — PHK — 6enok» nonyuusLuni Ha-
3BaHWe «LeHTpasbHas AorMa MonekynspHou 6uonoruus. B 1958 r. uc-

Puc. 9. [ Yomcow
u @. Kpuk
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cnepoBaHusmin M. Mesenbcona u @, Crans Bbin yctaHOBNEH NONYKOH-
cepsaTUBHbIN cnocob pennvkauuu JHK,

B 1954 r. amepukaHckuit duank-Teopetuk A, [amos npeanoxun
rMNoTe3y, COrnacHo KOTOPOH KaX/as aMMHOKKCoTa KogupyeTcs B JHK
TPeMs HYKNeoTHaamy.

B 1961 r. chpaLiy3b ©. XKakob 1 XK.J1. MoHO OTKpPbIIH MHPOPMALMOH-
Hyio PHK (1-PHK), cumTbisatowuyio nHcpopmaumio o crpykrype 6enka s JJHK
1 nepefaioLLyto 3Ty MHHOPMaLMIO B annapar 6enKoBoro cUHTe3a KNeTKH.

B 1965 r. 6bina packpbita cTpykTypa TpatcnoptHoi PHK (T-PHK),
nepeHoCALULEeH aMMHOKHC/IOTbI K MecTy cuHTe3a Henka — pubocomam.

B 1961—1969 rr. 6bin paciumdposan reHeTUueckuit kog 8 paborax
M.Y. HupeHnbepra, Mares u Ouoa.

B 1970 r. I'.X. KopaHa 1 ero cotpyaHHKH CHHTE3HpOBaH MONEKYNY
[HK, cocrosuwyio 3 27 HykneotHaos. Mmu Takxe Bbin cuHTeaMpoBaH
nepBbli reH (APOXOKEH) H3 reHoB KMLWEYHOM nanoduku Escherichia coli,

B 1977 r. amepuxarupi P. Pobeptc u ®. LWapn, u3yuas reHom age-
HOBWPYCA, NPHLL/K K BbIBOAY, YTO reHeTMueckas MHOPMaLKA B reHo-
Me pacnosiaraetcs npepbiBUCTO. eHbl BbICLIMX OPraHM3MOoB, KaK oKa-
3a/10Cb, MOTYT COCTOSTb U3 OTAE/IbHbIX CErMEHTOB, Ha3BaHHbIX
IK30HAMU (KOAMPYIOLIME YHACTKH) U UHMPOHAMU «HEKOAMPYIOLLME
yuactku» [HK. 310 oTKpbiTHE pe3ko MeHsno npefcTaBneHue o reqe
KaK HenpepbiBHOM yyacTke monekynbl [IHK-HocuTene HacnencteeHHo-
ctu. B koHue 1970-x rr. 3aBepwmnnnch paboTbl NO M3yueHHio MOBUNL-
HbIX 3/1€MEHTOB reHoMa, OoTKpbiThiXx B 1940-e rr. B. Mak-Kauurok
(puc. 10), kak CTPYKTYPHbBIX 31EMEHTOB XPOMOCOM, CMIOCOBHDIX Nepeme-
LATbCA He TO/bKO NO CaMOW XPOMOCOME, HO U K APYrOH XPOMOCOME.

B 1977 r. Canrep paspabotan meTtog cek-
BeHupoBaHua [IHK (ot aHrn. sequence noc-
NefoBaTeNbHOCTb) — ONPefeNeHHe HyKNneo-
TUAHOM NOCNEefOBATENbHOCTH B Lenax
monekynbl JHK.

B 1997 r. @. BnartHep W apyrue pac-
wucbpoeanu reHom baktepun Escherichia coli
(E. Coli).

B 2000 r. pacwmbposaH reHom Apo3socbubi.

' B 1997 r. c noMowbio MeTopa sigepHo
Pﬁa:‘:{ﬂﬁfg‘ ?fa TpaHcnnaHTauuK Bbina KNoOHUPOBaHa U3BECTHas
(1902—1992) osua flonnu (puc. 11).

L e,
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Haubonee ycnewHo METOAWKY Nepecaiky fapa U3 KNeTKH Kulley-
HWUKA FrONOBACTHMKA B AULIEKNETKY NATYLIKHU, U3 KOTOPOH 6“blj10 yAaneHo
cobcTeerHoe Aapo, B 1962 r. NpOBEN aHIIMHCKHI Y4eHbIH k. l'ep,uou:u
(puc. 12). MopoBHbIe OnbITbl NPOBOAUHCH W paHee: B 1940 r. pycckuu
ambpuonor I.B. Nlonawes (puc. 13) pa3apaboran MeTof NepecagKku aep
B AiLeKneTky TputoHa, B 1952 r. aMepuKaHckue ydeHbie P. Bpurrc u
T.[>k. KuHr CTaBUIM Takue Xe IKCNepUMeHTbI.

B peaynbTaTte Tako# nepecagkq sapa passunach HopManbHas Nf-
rywka. Mpaeaa, I.B. Jlonawes, P. Bpurrc u T. k. Kunr, k. NepaoH
He CTaBM/M 3afady KNOHMPOBATb TPMTOHOB W NIAITYLIEK, OHW NbiTanKCh
BBIACHWTb, MOTYT i paboTaTtb reHbl aapa AMpdepeHUHpPOBaAHHDBIX KNe-
TOK, NOMeLLEeHHbIe B 3uroTy (puc. 14).

B 1999 r. yyeHbie u3 CLLUA knoHupoBanu Mbillb, KOPOBY, NOPOCAT.
B nocnefHWe [ECSTUNETUS aKTMBHO pa3BnBaeTcs HOBOE HanpasfieHue
B MONEKYNAPHON BUONOTMM — reHOMHKA, U3yyatoLlas MONEKYNSAPHYIo
CTPYKTYpY HBbix opraHuamos. C 1986 . 8 AmepHKe BbljeneHbl Kpyn-
Hble OEeHEeXHble CPeAcTBa Ha M3yyeHWe reHoma yenoBeKa. B 1995 r:
NOSIBUACS MHCTHTYT MCCefOBaHWA reHoMa YenoBeKa, BO3I’{IaBﬂHthM
®. Konnunsom. OH cTan pyKoBOAUTENEM MeXAYHAapPOAHOW nporpam-
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i AR Auexnatka Ooa Aapa by Nl o A g
SRR ‘ OOWOMANANACH L
© NOHOPCKOR KNATKOR 8
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Knetka, BasTan u3 BeiMeHn 9 9 1
AOHOPA, KYNETHBMPOBANACH wne < \
o Tenenve 6 aHel ‘ * ) ‘ ’
% W
’ OBpagyOUMACH 38POaMILL 'y |
NBPOHOCNH B TRETHIO OBLLY, I k
HeonnoAoTROPEHHAR ARLEKNeTKE BWNOAHUBLIYIO POk '
HIATA OT APYrof OB \J CYPPOraTHOR MATEPH
3 . ' Y cypporaTHod MaTepu
E # POAMNGA AFHEHOK — ORBYKA
# - ) o Aonnu, renaTeckn
\o’) ¢ o WAeHTMYHA OBLG, KOTOPaR

g ! y CMYXWNAE AOHOPOM KNOTKW
Y DBMOHA

Puc. 11. OBeura fonnu Geina knorupoBara uz noaoBod kaemku Bapocaold o&ébt.
KnorupoBarue BoizbiBaem Bo3pocwul uHMepec Yy CenbCKozo T03AUCmaea.
BeicokokayecmBennsie 0Bubl, noayderHHsie 8 pesyssmame cenekmuBHozo
ckpewuBanusa, mozym Gelmb KAOHUPOBAHGI U NOMYYEHO 2EHEMUYeCcKU
udenmuuroe nomomcmBo Bmecmo zeHemuyecky BapuabensHozo nomomcmaa,
nonyyeHHo2o nNpU NON0BOM PAIMHONCEHUU
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Mbl «['eHom uenoseka». OcHosHas 3afjaya npo-
rpammel «[eHOM uenoseka» — 3to CeKBeHWpo-
BaHWe Noc/nef0BaTe/IbHOCTH BCeX MOJIEKY AHK,
obpasytouux reHom. Paclwmudpoeka reHoma ye-
7IOBEKA B OCHOBHOM Bbina 3asepiuena s 2003 r.,
Pa3mep reHoma uenoseka cocrasnset 3,2 mappg
HYKNIEOTUAHBIX NOCnefoBaTeNbHOCTEN B ranso-
uAaHOM Habope. BakHeHLwmMM WTorom CEKBEHWpO-
BaH1s reHoma crano onpegenexue obuiero yuc-
/1a reHoe Yenoeeka (okono 25 000—30 000),
6osbwasn yacTb KoTopbix (okono 22 000) yrxe
HaeHTUUUMpoBaHa. CpegHuii pasmep ofgHoro
reHa oKo/Io 3 ThICAY Nap HyKNeoTMAOoS. Crpykry-
Pa reHOMOB Nlofel pasHbIX HauMOHaNbHOCTeN,
Pa3HbIX pacoBbix W aTHU4ecKux rpynn Ha 99,9% Casall
MAEHTWYHa., MexuHaueuayanbHan BapHabenb-
HOCTb @€ Npr CeKBEHWPOBAHUH reHOB NpeacTa- KI[ETKA
BUTener 6enoi, >kentoi u YepHOH pac He npe-
sbiwana 0,1% wu 6bina obycnosneHa, rnasHbiM
06pa3oM, 0AHOHYKNEOTUAHBIMM 3aMeHamum,
lomumo reHoma yenoseka, k HacToslemy
BPEMEHU CEKBEHUPOBAHbI FEHOMbI MHOMMX fpy-
MMX OpraH13mos, B ToM uucne okono 400 Bugos

Puc. 13. Meopauii
BukmopoBuy . *
Jlonawead BakTepuii, a Takxe APOXOKeH, APO30hHbI, He-

Marop, ANOHCKoM pbibkn Pufo (Fugu rubripes)
W mMbiwu. Ha noaxope pacwudpoeka renomos KPbICbl, KPO/IMKa, CBU-
HbH, LIKMNaH3e U [pYrux opraHu3mos,
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Puc. 14. Oneim fxc. Fepdora no nepecadxe A0pa u3s KAEMKU KuweyHuKa
2onoBacmuka B IHYKNeupoBarHYIo alyeknemky AASYwKu




Knetka — cTpykTypHas, thyHKUMOHANbHAS €AHHMLA HHBBIX cdopm
Ha Haweil nhaHete. Knetkn aBoniouMoHHpyioT Ha 3emMne B TeueHHe noc-
nenhux 3,5 mnpg net. CerogHs M3BECTHO ABa TMNA KNETOYHOM opraHu-
3auMM: NpoKapMUoTbl M aykapuoTsl (puc. 15—19).

MpokapuoTbl 3YKapHOTbI OTAMYAIOTCA APYr OT ApYra NPUHLMNH-
a/bHO PasHblM CTPOEHMEM UX KNETOK. TUNUUHAS 3yKapHOTHUECKas KNeT-
ka B 6onblMHCTBE Cnyyaes BONbLUMX pa3Mepoe 1 COAEPIKHT AP0, OK-
Py>XeHHOe MeMBpaHOH, B KOTOPOM HAaXOAATCA XPOMOCOMbI. Kpome
TOrO, 3YKapHOT COAEPIKHT Pa3/IH4HbIE OPraHenibl, OrpaHHYEHHbIE MeM-
BpaHoi, TaK1e Kak MUTOXOHAPHH, NIACTHAD], TM30COM bl, annapar (Kom-
nnekc) Monbpxu, a Takke HemeMmBpaHHbie opraHennbl pUHOCOMbI U
KNeTouHbIN LUeHTp. lNpu 3TOM OHa yCTpoeHa CyLIeCTBEHHO CIOXHEE, YeM
NPOKapUOTHYECKAA KNeTKa.

Y NpoOKapHOT HeT opraHenn, orpaHUyeHHbIX MeMBpPaHaMH, W reHe-
THYECKUI MaTepuan B BUAE KONbLEBOH XPOMOCOMbI COMIEPXKHUT B CBOEH

M AHK

Leuxywan
yacTh
KryTHKA

Krymux

Kaneyna
Kneroywas crenxa

Mnaamarnyecxkan

memOpara

Puc. 15. Cxema cmpoerus npokapuomuyeckoi Knemxu
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Puc. 16. Cmpoexue npoxapuomuyeckol
KAemku:

1 — KNeTo4Has CTeHKa, 2 — nna3mMaTHUecKan
membpaHa, 3 — pubocombi, 4 — 3anacHble
nuTaTeNbHble BellecTea, 5 — yutonnasma,
6 — konbuesas monekyna [1HK , 7 — mesocoma,
8 — nunu wnu bumbpun, 9 — poToCHH-
TeTudeckue membpanbl, 10 — kancyna, 11 —
HryTuk, 12 — nnasmugpl

Puc. 17. Cmpoenue sykapuomuueckoi kaemxu. Pacmumeneras knemxa

cTpykType 20% 6enkoB, KOTOpbIE YYaCTBYIOT B KOMNAKTU3ALMM W NPH-
Kpennenun [IHK k obonouke Gaktepuu.

3yKapuoTbl MOTYT BbiTb OAHOKNETOYHBIMM W MHOFOKAETOUHBIMM.
K HuM npuHapnexxar sce Makpockonuueckme hOPMbI KHU3HM, TaKMe KaK
Pactenusn, rpubbl M UBOTHBIE.
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Puc. 18. Cmpoerue 3ykapuomuqeckol iuBomHold kKnemxu

MpokapHoTbl — 0BbIYHO OAHOKNETOUHbIE OpraHK3ambl. K HUM oTHO-
cATCA BaKTepuu U CUHe-3eNeHble BOAOPOC/M, KOTOPbIe CerogHs Hasbi-
BaIOT UMaHODaKTepUAMH. JyKapHOTbI U NPOKAPHOTbI, BEPOSTHO, [BE BETBH
>KUBbIX OPraHM3MOB, OTAE/IMBLUMXCA APYr OT ApYyra B NpoLecce 3BO/O-
LUMH KNETOUHbIX JOPM YKHU3HHW Ha paHHWX cTaguax. Paznuuus mexay
3yKap1oTamMW H NPOKapMoTaMi O4eHb BaXKHbI, U XOTA OCHOBONOara-
LLME NPU3HAKM reHOB Bbl/IK 3a/10KeHbI eLLE A0 PACXOXAEHHA ITUX ABYX
BETBEM XKHMBbIX OPraHM3MOB, TEM HE MEHee CYLLECTBYIOT 3HaYMMble pas-
JIAYUA MeXXYy CTPYKTYPOKW reHOB WM WX 3KCNPECcCHenr Y Npo- U 3yKapuo-
ToB. Kak y>ke ynoMmMHanocb, MHOrMe ayKapMoTHUYECKHe reHbl pa3aene-
Hbl Ha UHMPOHE! U 3K30HbI, NPOKAPHUOTUUECKHE YKe reHbl COCTOAT TONbKO
W3 3k30H0B. Ha oCHOBaHWM NPOCTOTbI 3KCNEPUMEHTA/IbHbIX MaHWUNyNA-
UMK BOoNbLUAs YacTb U3BECTHbIX MONEKYNSAPHO-TEHETUYECKUX UCCNeno-
BaHKMH Obia BbINOSHEHA HA NPOKApHOTax, B 4acTHOCTH Ha E. coli. Jkc-
NepPUMeHTbI C KIETKAMH U LeNIOCTHBIMK OPraHM3MamMu MNIeKONMUTAOLMX
Honee TpyaHbl B NPOBEAEHHH, U B TEUEHUE [ONTUX NET HalK 3HaHWA 06
3KCNPECCHH reHOB OCHOBbLIBAIMCb HA JaHHbIX, NONy4eHHbIX Ha E. coli,
Jluwb 8 Hayane 80-x rr. XX cronetus uccnepoBateny CMOrM HayaTb
IKCNepPUMEHTbI HAa 3YKApPUOTHUYECKMX MUKPOOPraHuaMax, Takux Kak
LPOMOKK., IKCNPECCUsi NEHOB Y APOXOKEH NPOUCXOAMT TaK e, Kak y
BbICLUMX YKHBOTHbIX W Yenoseka. OfHaKo CXOACTBO BCE e AocTaTou-
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Mnaamias
Koneuesas AHK Knetouman creqka
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Puc. 19. Cxema cmpoenus knemku: 1 — npoKapyoTH4ecKas KNneTka;
2 — >KMBOTHaA KNeTKa; 3 — pacTuTenbHas Knetka

HOe, A/ TOro YTOObI MOXKHO BbINO IKCTPANONMPOBAThL Pe3y ibTaTbl, No-
NyYyeHHble Ha LPOXKXKaX, HAa KNETKH XXUBOTHbIX. M 3TO ny4wwui cno-
cob poctuub nporpecca B BMONOMMK: CHayana WccnepoBaTb NPOCTbIe
OpraHM3mbl, a 3aTeéM NOCTENeHHO NepexoauTb K WccneposaHuam bo-
Jiee CNOXHO YCTPOEHHbIX hopM.

KnemouHslii yukn 0eneHus Kaemku

YBenuueHue uucna KNeToK NPOMCXOAMT NyTeM AeNeHHus MCXOLHOH
Knetkn, OBbIYHO AENeHUI0 KNeTOK NpeawecTsyeT peaynimkaums Xpo-
MocomHoro annapara, cuHtes JIHK.

Bpems cyuiectBoBaHHa KNETKW OT AeNeHWA A0 CheayloLlero gene-
HHUS UNK CMEepPTH Ha3bIBAKOT KNETOUHBIM (>KU3HEHHbIM) UHKIOM (puc. 20).

B TeueHue >kM3HM KNeTKK pacTyT, AucepeHUMpPYIOTCS, BbINOAHSA-
0T onpepeneHHble (HYHKUMH, PA3MHOXKAKOTCA, FMOHYT.
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Messgan o B knetouHom uukne sbigens-
Mpopasa | Tenogasa

10T UHTepd a3y BKAOYAIOLLYIO
NOArOTOBKY K/METOK K AeNeHHUIO,
W camo aeneHue (MHT03). B 3xu3-
HEHHOM LWKNe BoNbWHHCTBA
KNETOK ecTb nepuoasbl (puc. 21,
1abn. 1), Koraa KNeTku BbINOA-
HAIOT onpegeneHHbie MyHKLUHUH,
Ee z - ApYrye BCTYnaloT 8 MUTO3.

J e B s MHorue KneTk1 MneKkonuTato-
LMX BXOAAT B 0cobyio thasy kne-
TOYHOrO UMKNA, Ha3bIBAKOLLEMCA
Gthasa. B atoi chaze revibi, ko-
Aupytowme Besku, 3anycKaioliue NPoLEece AeNeH s, «BbIKIIOYalOTCA».
Y MHOrMX TUMOB K/IETOK «BbIK/IKOUYEHHbIE» reHbl BKAKOUatoTea cHosa. Oa-
HaKO Y BbICOKOAUMhEPEHLHPOBAHHbIX KNETOK, TAKMX KaK HEMPOHbI MK
MbilLEYHble KNeTKW cepaua (KapAHOUMTbI), UMK LeNeHWs nNpUoCTaHoB-
NeH W He BO30DHOBNSAETCH, KNETKa Tak M HaxoauTcs B chase G,

Jpyrue knetku cnocobHbl nocToaHHO AenuTbes. OHu 0BHapYKeHbI
B OBHOBNAIOWMXCA TKaHAX (3NMTENUanbHbIX), B KDOBETBOPHbIX Opra-
Hax. Hanpumep, KNeTKU NOKPOBHOTO 3MHTENHSA, KPOBETBOPHbIE KNETKH
KOCTHOTO MO3ra WKW CNM3WCTOM YKeNyA0UHO-KHLIEYHOrO TpaKTa No4TH
HenpepbIBHO Aenstcs, 3ametss norubwue. ObbiuHO B Noboi TKaHu ae-
NHUTCA HEBObLLIOE KOMUECTBO KNETOK.

KneTku akTMBHO AENATCSA NOCNe NOBPEXAEHWS OPraHoB U TKaHei.
Knetku, Haxopswmecs B KNETOYHOM UMKNE, COAep»aT pas/iMyHoe KO-
nuuecteo [IHK, B 3aBUCMMOCTH OT cTagui aToro yukna.

Vismepgasa (G, 5, Gy)
Muros

Liwroxmes (C)

Puc. 20. Cxema kaemoyHozo yukna
coMamuyeckol Kaemxu

TouKa

Puc. 21. Knemoursili yukn. Bpems npomekanus pasnuyHelx nepuodoB
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Tabauya 1
MpoponKMTeNbHOCTL KNETOYHOMO LIMKAA Y Pa3/iHuHbIX 00beKTOB

Opranusm MpogonxutenbHOCTS, 4
i Kykypy3a 12—20
Nyk 13—23
Osec 10
WnuHar 25—35
| Mbiwb
INUTENHIH 11—38
CNepMaToroHuM 26—30
Kpbica
neyeHb 14—47,5
INUTENWI 9—10,5
Yenosek
amMBpuoHanbHbie hubpobnactbl 18,5
NEeVKOLMTbI 18
KOXa 28
noyka 21=27

My>KCKHe W KEHCKWe NONOBble KETKH WMEIOT ranionaHbii Habop
xpomocom. Mpu ONNoJOTBOPEHUU MPOUCXOAHMT CIIMSIHWE 3TUX KNIETOK,
B pe3ynbTate yero obpasyercs gunnougHas knetka. Yasoenue JHK
NPOUCXOAHT B CHHTETHYECKOM nepHoae WHTepdasbl. Knetku HauuHa-
IOT [ENUTBLCA TOMbKO NOCAE 3TOrO NEPHOAA.

lModzomoska knemku k deneHuro

Bce kneTku opraHnama HaxoaaTCs B Kakon-nubo ase KneTouHoro
uMKna.

B knetouHoM uukne BbigenaoT cobeTeeHHO MUTO3 (M) W HHTepda-
3y. UHTepdasa BkAloYaeT NpecUHTETUYECKHWH (MOCTMUTOTUYECKHH)
G,-nepuoa, cuHTeTHUECKMI (S) nepuoa U NOCTCHHTETUYECKUI (NpeMu-
TOTHueckuH) G,-nepHog,.

MoaroToBka KNETKHM K AeNeHMI0 NPOUCXOAMT B UHTepdhase. MNpecuH-
TETUYECKMH NepHoL, MHTepdasbl CaMbii A/IMTENbHbIN. Y 3yKapuoT OH
MOXET NPOAO/IKATLCA OT HECKONBKHX YaCOB 1O HECKONBbKHUX CYTOK.

B npecuHTteTueckom nepuope (G,), Hactynawouiem cpasy nocne
MUTO3a, KNETKH HMEIOT AUNIOUAHBIH HABOP XPOMOCOM W reHeTUYeCcKo-
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ro matepvana [JHK. B atot neproa HauMHaeTca pocT KNeTok, CUHTe3
6enkoe, PHK. Mpoucxoaut nogrotoska knetok k cuntedy AHK (S-ne-
puopn). MNoBbilwaeTcs akTUBHOCTb (PEPMEHTOB, YHACTBYIOLIWX B IHEpre-
THUECKOM obMeHe.

B S-nepuop (CMHTETHUECKMH) NPOMCXOAMT PENNMKALMA MONEKYN
[HK, cHTe3 GenKoB-rucTOHOB, C KOTOPLIMU CBA3aHa Kaxkaas HUTb JHK.
Cunres PHK yBenuumusaetca cootsercteenHo konuuectsy JHK. Mpw
pennukauuu ase cnupanbHble HuTW JHK packpyuusaiotcs, peytca Bo-
LOPOAHbIE CBA3W MEXAY KOMNNEMEHTapHbIMU a30THCTbIMW OCHOBAHH-
AMM, W KQXKAAA HUTb CTAHOBMTCA MaTpMLEeH A/151 BOCNPOM3BOACTBA HO-
Bbix uenovek JIHK. Cunres Hoebix monekyn JHK ocywectensiercsa npu
Hanuuuu hepmeHToB. Kaxkaas M3 Asyx 0Bpa3oBasLUMXCA HOBbIX Mone-
kyn OHK Bk/ilouaeT ofiHy CTapyto W OfiHY HOBYIO CrIMpPab, HOBblE Mone-
KY/ibl HAEHTHYHDI CTapbIM. Takon cnocob penauKauru HasbisaloT Nony-
KOHcepBaTHBHbIM (puc. 22).

Karkpas xpoMocoMa cocToMT M3 ABYX CECTPUHCKHMX XpOMaTHf, CO-
Aepxut [IHK 4c, uncno xpomocom He meHsetcs (2n).

Y MNekonuTalowmx S-nepuog MUTOTHYECKOro uukna aautca 6—
12 yacos.

B noctcuHTeTHYECKHI NepHo (G,) nponcxoaut cuntes PHK, Hakan-
nuBaetcs aHeprus B Monekynax ATMD, Heobxoaumas Ana fgeneHus knet-
KM, 3aBEpPLUAETCS YABOEHUE LIEHTPHUONENH, MUTOXOHAPHH, NAACTUL, CHH-
TeaupytoTcs BenkM, U3 KOTOpbIX CTPOUTCA axpOMaTHHOBOE BEPETEHO
AeneHuns, 3aKaH4yuMBaeTcs pocT Knetku. Hu copepxkanue OHK (4¢), Hu
YWUCNIO XPOMOCOM (217) HE H3MEHAIOTCS.

MpogomxutenbHocTb 3TOro nepuoga — 3—6 vyacos. [lnutenbHocTb
KNETOYHOro LMKNa HEOAMHAKOBA Y Pa3HbIX KNETOK, HO NOCTOSAHHA ANA
[AaHHOHW TKaHM.

Hanpumep, B KynbType pakoBbiX KNETOK YeN0BeKa ANUTENbHOCTb
G,-nep1opa pasHa 8,5 uaca, § — 6,2 uaca, G, — 4,6 vaca. [imrenbHocTb
muto3a coctasnset 0,6 yaca. Becb knetounbin umkn gnutea 19,9 yaca.

Pezynauus knemo4Hozo uukna

B perynauun knetouHoro uukna yuacteyor Genku-umkaunsl (A, B,
[, E). OHu aKTUBHUIUPYIOT UMKIMHO3ABUCUMbIE NPOTEMHKHMHA3LI, U Te
MoryT chopMUpoBaTh crneuuduieckue Benku, yyacTeyiollme B Nogro-
TOBKE KNEeTKW K Aenenuto. Luxkaux-/ perynvpyer nepexoj, KNetku u3

24

Poautensckas Pomurenbckasn
Lers «— lelb

©
..Q ‘()mnmqlrm" {

POITETRCKIEC
Lenn

e
ouyepHHe
1emnu

Cxema nonykoncepsatusHoii pervmkanus [ITHK

a 6 B
Poanrensckne
MOJIEKYJTbI
& ———

= < & ,; [leproe
- - & 4 nokKoJeHue
‘5; S é g & g% ‘ g-/‘ & Bropoe
“ & -~ - ? ~ TIOKOJIeHHe
- > = =
Mozneau penankaipn JTHK: a — noaykoncepsaruras, 6 — KoHcepBaTHBHAA,
B — JIMCTIEPCHOHHAA,
Po TeIbeKHe HENmH MoKa3alhi KPacHbIM 1{BETOM, BHOBL CHHTE3HPOBAHHBIC — CHITHM

Puc. 22. lTonykoHcepBamuBHelli memod penaukayuu
u modenu penauxayuu JHK

G -thasbl B S-chasy: uminuHbl A v E aktusupytot crHTes [HK Ha Ha-
YanbHOW cTaamK S-hasbl; UMKAWH B perynupyeTt nepexof KNetku u3
G,-tpasbi B M-chasy.

KneTouHbIl UMKN COCTOMT U3 neprogos pocTa, curtesa [IHK v pene-
Hus, [POAOHKATENBHOCTD 3TOMO LIMKNA U A/IUTENBHOCTL KaXKA0ro U3 ero
COCTaBMAIOWMX KOHTPOMPYETCA HapYXKHbIMU U BHYTPEHHUMU XUMMUYeC-
KUMU curHanamu. Mepexop oT KaxkaoH chasbl UMKna TpedyeT WHTerpaLum
CrneuuchUYeCcKUX XMMUYECKUX CHrHaIOB M TOYHOTO OTBETa Ha 3TH CHIHasbl,
Ecnu curHanbl BOCNIPUHMMAIOTCS HENPABM/IBHO MM €C/IK KJIETKA He roTo-
Ba OTBETUTb COOTBETCTBYIOLLMM 0DPa30M, KNeTKa MOXET CTaTb PaKOBOM.
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CoBpeMeHHas TouKa 3peHUs Ha KOHTPO/Ib KNETOYHOro LMKNA 3aK-
/I04AETCA B TOM, HYTO NEPEXOf, MeXAy pasHbiMW dazamu unkna (G,, S,
G,, M) perynupyetcs B Tak Ha3biBaeMbiX KOHTPONbHbIX TOUKaX (MK
TO4YKax KOHTpons). Touka KOHTPONIS SBNSETCA MexaHUu3MOM, KOTOPbIH
noAnep>K1BaeT NPOXOXKAEHUE Yepes LMK L0 KPUTHUECKOro NpoLec-
Ca, Takoro Kak 3asepwenue cuHTesa JIHK unu go penapauuu paspy-
wenHoi [IHK. MonekynapHbiit MexaHW3M, KOTOpbIN ONpeaenseT TOuKy
KOHTpONA, Agnserca cnoXkHbiM. OgHako U3secTHO, YTo ABa Tvna Ben-
KOB HrpaioT 0COBEHHO BAYKHYIO PONib: YUKAUHBI U YUKAUHO3ABUCUMBIE
KuHasel, yacto obosHavaemble kak CDK.

CDK sBNStoTCS KaTaNMTHUECKM-aKTUBHBIMW KOMMNOHEHTaMH B MeXa-
HU3ME PEeryifauuu KNeToyHOro UMkna. 3T Benku perynupyioT akTue-
HOCTb Apyrux 6enKkoB nyTeM nepeHoca Ha HUX GocdarHoM rpynnbi.
Opnako ocdopunupyiotas aktusHocTs CDK 3aBUCHT OT npuCyTCTBMS
UHKAHHOB. LInKnuHbI ienaloT BO3MOoXKHbIM BbinonHere dyHkuuii CDK
nytem obpasosaHus komnnekcos uuknuH/CDK. Korga uuknuubl or-
CYTCTBYIOT, 3TH KOMMNIEKCbI He MOryT oBpa3osbisatbes U CDK HeakTHB-
Hbl. CnefoBaTenbHO, NPOXOXKAEHHE UEpPe3 UMK/, T.e. MPOXOMAeHHe
uepes KaKAYI0 TOUKY KOHTPONs, TpebyeT nonepemerHoro obpazosa-
HWA WK Aerpajauuy koMnnekca uwknud/CDK.

OpHa 13 cambix BaYKHbIX TOYEK KOHTPONS KAETO4HOro umkna START
W HaxoauTCA B cepeaute dasbl G,.

Knetka nonydaer KaKk BHELUHWE, TaK U BHYTPEHHWE CHIHa/bI B 3TOM TOY-
Ke, KOTOpbIe ONPeAensiior, KorAa OHa roToea nepexoauTts Kk S-chase. Ita
TOYKA KOHTPONA perynupyetca uuknuHamu D-tuna B covetanmun ¢ CDK-4.
Ecrm knetka Bnocnenctsum Hanpasnsercs yepes START TouKy KoHTpons
komnnexkcom D /CDK-4, B Heit MOXeET NpOMCXOAMTb BTOPOIt KPYr penuka-
umn [IHK. UHrubutopHbie Genku, kotopble cnocobHb! onpeensTs (aetek-
TMPOBaTb) NPOBIEMHbIE CUTYaLMK B KOHLE G,-thasbl, TaKKe KaK HU3KHH ypo-
BEHb NWTaTe/IbHbIX BEWEeCTB UK pa3spylwenuid IHK, moryT HapywmTts 0b-
pasosaHue komnnekca uuknuH / CDK v npeaoTpaTtHTb BXOXAEHHE KNETKH
8 S-chasy. Mpu oTcyTcTBUM Takux npobnem koMnnekc uukauH D /CDK-4
HanpasnseT K/IeTKy Yepe3 OKoH4YaHWe G -thasbl B S-hasy, UHWLMMPYS pen-
nvkaumio [IHK, koTopas npegectsyer KneTouHoMy neneHuio.

B onyxoneBbix KneTkax TouKa KOHTPONSA KNETOYHOTO LMKNA B TH-
MUYHBIX CAYYasx Heperynupyemas. 310 HapylWweHHWe perynsauuu BO3HW-
KaeT B pe3y/ibTaTe reHeTHYeCKUx NeeKToB B MEXaHW3Me, KOTOpbIi
NonepeMeHHO NOBbLILAET UM NOHWKAET KONMYECTBO KOMN/IEKCOB LIMK-
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nmn/CDK. Hanpumep, rexbl, kogupytowme uuknuHbl unu CDK, moryt
HbITb MYTaHTHbIMHK, MO reHbl, KoAUpyloLMe 6enku, KoTopble oTBeYa-
joT 3a chopMUpoBaHHe Komnnekcos uukauH /CDK unu perynupytor Ko-
JIMYECTBO 3THX KOMMNAEKCOB, TakXKe MOryT ObiTb MyTaHTHbiMH. MHorHe
pa3/IMYHbBIE THMbI TEHETUYECKHX HapyLLeHWH MOTYT HapylaTb peryns-
LMI0 KNETOYHOIO LiMK/1A C OTAANEHHbIMU NOCNEACTBUAMM, KOTOPbIE NPH-
BOAAT K NPEBPAaLLEHUIO HOPMA/IbHOW KNETKW B PaKoByio.

KneTtku, B KOTOpbIX Touka koHTpona START umeeT HapyLeHus (pyH-
KLIMOHHPOBaHUA, OCOBEHHO CKNOHHbI K NPEBPaLLEHHIO B paKoBbie. Tou-
ka koHTpons START onpepensieT BXOXAeHWe B S-hasy KNeTo4HOro
urkna. Ecnu [HK B kneTke paspylweHa, BakHo, 4TOBbl BXOXKAEHWE B
S-chasy bbino 3agepaHo, Ans Toro HToObI penapHpoBaTh NOBPEMHAEH-
wyio AHK. Mnaue [HK c HapylweHnusmi Bynet penivuuposaHa u nepe-
naHa Bo Bce KneTkd, obpasosaHHbie no3aHee. HopmanbHbie KNeTKH
3anporpaMMHpoBaHbl Ha To, 4Tobbl caenatb nay3y B TOUKE KOHTPONA
START, pns Toro utobbl NOATBEPAWTD, UTO penapauqs 3aseplueHa [o
Toro, kak npoucxoaut pennukauus JHK. Hanpotue, knetku, B KOTO-
pPbIX NPOHUCXOAMT HapylueHue yHKLUWK ToUKK KoHTpons START, nsu-
wyTcs K S-chase 6es penapaunn nospexaerHon [HK. Mocne cepun
K/IETOYHbIX LMKIOB MYTalMW, KOTOPbIE BO3HWUKNW B pe3y/bTaTe penu-
Kauuu HepenapupoBaHHoW [HK, moryT HakannvBaTbcs M Bbi3blBaTb
fanbHedlee HapyLUeHWe Perynsauud KAeToyHoro uukna. Knool kne-
TOK C HapyLueHuem yHKuMM B Touke KoHTpona START moryT, cnepo-
BaTesIbHO, CTAHOBUTHCA PaKOBbLIMU.

[feneHue RNETRHA

Mumo3z

MuTO3 (rpey. mitos — HKUTH) HenpsiMoe AenexHue Knetku. MuTos co-
CTOMT U3 yeTbipex chas: npochasbl, MeTacasbl, aHacdasbl, Tenodasb
(puc. 23—25).

Mpodaza 3anumaer 0,60 spemeHH Bcero mutosa, metadasa — 0,05,
anacbasa — 0,05 v Tenocbasa — 0,3 sBpemeHu Bcero mutosa. [nurens-
HOCTb MWTO3a pa3fiMuHa y paaHbix knetok. [ins BonblumMHCTBa KNeTok
MneKonuTalowwmx asbl MUTO3a anatcs okono 12 vacos. B untepdas-
HOM ffipe XPOMOCOMbI MOJ, CBETOBbIM MUKPOCKOMNOM He BMAHbI. .

B npoghase yeenuursaetcs obbeM, spa CTaHOBATCSA BUAUMDI, XPO-
MOCOMbI CMPaNMU3yIoTCA, YKopaduBaloTcs, yronwaorca. BuaHo, 4to
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Puc. 23. Cxema mumosa
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Ka)K[as XpOMOCOMA COCTOMT M3 ABYX XPOMATH[, COEAHHEHHbIX LIEHT-
pomepon. Llentpuonu pacxogarca k nomocam knetku. Mopmupyetcs
BepeTeHo aenewus. K koHuy npodhasbl sApbILKKY M saepHas obonouka
pacTBOPSIOTCS, U XPOMOCOMbI OKa3blBalOTCA B LMTONa3Me.

lpoghasza — camas npopomkuTenbHas asa mutosa. B npochase
Habop xpomocom paseH 25, konuwuectso JAHK 4c.

Memaghasa — cnupan1sauns XpOMOCOM JOCTHraeT MakcCMMyMa, Xpo-
MOCOMbI PAcno/araloTcs B 3KBATOPUabHOW NIOCKOCTH BEpeTeHa fene-
HUA. MUTOTHYECKOE BEPETEHO MOMHOCTLIO CCHOPMMPOBAHO M COCTOMT M3
HUTEH, COBAMHAIOLLMX MONIOCa C LeHTpoMepaMu xpomocoM. OTueTnBo
BWHO, YTO XPOMOCOMbI COCTOST M3 ABYX XPOMATHA, COEMHEHHbIX B 06-
NacTi LeHTpoMepbl. YeTKo BUAHbI YMCNOo U hopMa XPOMOCOM, YTO NO3BO-
NSET COCUMTATb MX U M3YunTb CTpoeHHe, MeTachasa o4eHb KOpPOTKas.

Anaghasza — UeHTpOMepbl pa3fenstoTcs, XpoMaTuasl (fovepHuHe
XPOMOCOMbI) CTAHOBSITCA CAMOCTOATENbHBIMU XpOMocoMamu. Hutu se-
peTeHa AeneHus, NPUKPENNeHHbIE K KHHETOXOPaM LEeHTpOMep, TAHYT
DOYEPHHE Tenepb XPOMOCOMbI K NOJIOCaM KNeTKH. [BuxeHHe XpoMo-
com obecneunBaeTcs B3aWMOAEHCTBUEM LIEHTPOMEPHbIX YYaCTKOB XPO-
MOCOM C MUKpOTpyboukamn BepeteHa nenenus. B knetke HaxopsTcs
ABa aunnouaHbix Habopa xpomocom. AHadhasa oueHb KOPOTKas.

Tenoghaza — XpoOMOCOMbI, COCTOSALWME U3 OQHOM XpOMaTw/bl, Ha-
XOAATCA y NONOCOB KneTku. OHU Aecnipanu3yloTcs M CTaHOBATCA He-
suaumbimi. OBpasyeTcs agepHan 060104Ka, HUTH aXPOMaTHHOBOT O Be-
peTteHa pacnapaiotcs. B sgpe copmupyertca sapbiwko. Mpoucxoaut
[eNeH1e UUToNNasmbl (LMTOTOMKS M UMTOKKMHE3) U obpasoBaH1e ABYX
AOYEPHUX KNeToK. B KneTkax >KMBOTHbIX UMTONNa3Ma AeNuTCA nyTem
NepPeTsXKH, BNAYMBAHMEM LIMTON/IA3MaTHYECKOW MeMbpaHbl OT Kpaes
K LueHTpy. B knetkax pacteHni obpasyetca membpaHHas neperopog-
Ka, KOTOpas pacTeT Mo HaNpPaB/eHKIO K CTEHKaM KNeTkH; nocne cop-
MUPOBAHWA NONEPeYHOM LMTONNa3MaTHueckoi MembpaHbl obpasyer-
CA LUENNIONAPHAA CTEHKa.

3HaveHuUe mumosa

B pesynbtate MUTO3a NPOMCXOAUT TOUHOE pacnpeneneH1e reHeTu-
YECKOro MaTepuana Mexzay AByMs fo4epHWMM KneTkamu. Obe goyep-
HUE KNEeTKH NoNy4atoT AUNIOHAHbIM Habop xpoMocoM. Mutos obecne-
Y1BaeT NoAnepIKaHKe NOCTOAHCTBA YHC/a XPOMOCOM B PAJY NOKONEHWH
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W CNYKMT KNeTOYHbIM MEXaHW3MOM NPOLIECCOB POCTa, Pa3BUTHSA opra-
HW3Ma, pereHepaumrH, Hecnonoro pasMHOMEHHs.

MMpu HapylLeHUH XOAa MUTO3a, MPOMCXOAALLErO NOA AEHCTBHEM He-
KOTOPbIX (haKTOpOB, HAONIOAAETCA HEPaCXOX/AeHHe XPOMOCOM, Hapy-
LEHWE WX CTPOEHUs, NOBPEXAeHue BepeTeHa fAeneHqs. Beneactere
NOBPEMXAEHHH XPOMOCOM BO3HHUKAIOT Pa3/iiiHble MyTaLWH.

Monunnoudus u noaumeHus

B peaynbTaTe HapyLEHWst MUTO3a MOTYT BO3HUKHYTb MOJIMNAOWA-
Hble KNeTKH. 3TO NPOUCXOAHT, EC/IM MHTO3 He 3aKaHUMBAEeTCA LUTOTO-
MWeit U B KNeTKe BOKpYT Kaxkaoro Habopa xpoMocoM He obpasyetcs
anepHan obonouka. [lea uHTepdasHbix aapa uMeloT no 21 Habopa Xpo-
mocoMm. B S-nepuope uHtepdasel JHK peaynnuumpyetcs. Knetka cHo-
BA MHUTOTHUYECKW OENUTCH, XPOMOCOMHble Habopbl obbeauHsAOTCS, H
€C/IH B KOHLLE MUTO3a MPOHCXOAWT UMTOTOMUSA, TO NOABNAIOTCA ABE KNET-
KM C OQHUM TeTpaniouaHbiM (4n) appom Kaxxaas.

MonunnougHbie opraHuamel cogepxxat Boblumrii 0bbeM reHeTHuec-
Koro Matepuana v obnagaloT 60/bLMMU (DYHKLUOHABHBIMK BO3MOX-
HOCTAMH. HanpuMep, nonMnnonaHbie pacteHus umetoT bonee KpynHbie
NNOMAbI M YCTOMUMBbI K AeHCTBMIO HeBAaronpuaTHbIX hakTopoB.

B C/IIOHHBIX »Kene3ax HeKOoTOPbIX ABYKPbIIbIX (MyXu-Apo3odmunb)
MOXHO YBUAETb MMraHTCKMe XPOMOCOMbI, NPEBbILLAIOLLME NO pa3Mmepam
o6bluHble B COTHU pa3 (puc. 26). 3To nonnTeHHble xpomocombl. OHu
06pa3yloTCA B COMATHUECKUX KNETKax B pe3ynbTaTe MHOTOKPaTHOM
pennuKauuM B HHTEpchase S-nepuosia McxofHoU xpomocomsl Bes noc-
NeLYIOLLEro ee PacXoXAeHUs, konudectso xpomotem (1000 u 6onee)
W JHK yBenuuMBaetcs, 4TO NPUBOAMT K YBENHUEHHIO A/IWHDI W AHaMeT-
pa xpoMocoM. [UnaonaHOE KONMYECTBO XPOMOCOM OCTAETCA MPEKHUM.

Mpu HabnoeHUM OKPALLEHHBIX NONWTEHHbIX XPOMOCOM B CBETOBOH
MWKPOCKON XOPOLLO 3aMeTHb! MonepeyHbie Noock! (AMCKHM), TeMHbIe U
cBeT/ble (MEXAMCKOBbIE NPOCTPaHCTBA). Kaxabiit Auck cocTouT i3 1024
UOoeHTHYHbIX nocneposatenbHocTer [IHK, pacnonoxeHHbix pagom apyr
C ApYrom.

MNoTHO ynakoBaHHbIM KOHOAEHCHPOBaHHbIH MaTepuan AWCKOB MO-
keT obpasoebiBatb nyddbl. Mydd npescraenser coboi yyactok, B
KOTOPOM XPOMOCOMHbIE HWUTH HaxoasTcs B Gonee packpyyeHHOM pe-
KOHEHCHPOBAHHOM BHIE NO CPABHEHHIO C OBbIUHBIM COCTOSHHUEM, KOT-
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XPOMOCOMBI PACTIPABHAUCH Ha TIPEIMETHOM

cTeke B peaynTate padzanausanns. Kaxan

POAHTENLCKAA XPOMOCOMA CIIAPEHA CO CBOMM

TOMOJOTOM (COMaTHUeCKmii cuuancuc). EcTs paiions,

I71€ {BE XPOMOCOMBI JIEKAT PA3AENLHO (aCHHANCHC).

Bc,% XPOMOCOMBI {‘BFIJHII[;:I LEHTPOMEPHBIMH PAHOHAMI Puc. 26. [TonumerHoie

B 06MiT XpomoterTp. B 1eBoM HuKHeM yray

10KA3AHEI MHTOTHYECKHE XPOMOCOMBL H3 KIETOK Zpomocomel 8 Knemxax
AHYHHKOB TIPH TOM K YBeJIHYeHHH. CAIOHHLIX HCene3 HaCeKOMbIX

Nla oH1 ynakoBaHbl B aucke. OBpasosaHue nycdos CBA3AHO C CHHTE-
3om PHK B peaynbrate TpaHckpununu. Pasmep nyda 3aBUCHUT OT WH-
TeHcuBHOCTH cuHTe3a PHK, Mydd — 3To Auck, coaeprkaluii akTHBHO
TPaHCKPHOUPYEMbIW TeH.

Amumo3s

AmMumo3 npsiMoe fIeNeHne KNETKH, NP1 KOTOPOM AP0 HaXOAMTCA B
MHTepa3HOM COCTOSHUK. XpPOMOCOMbI He BbisBnsAloTcsA. BepeteHope-
neHus He obpasyeTcs. AMWTO3 NPUBOAMT K NMOSB/IEHUIO ABYX KNETOK,
HO OYeHb YACTO B pe3y/bTaTe aMWTO3a BO3HUKAIOT ABYSA€PHbIE U MHO-
rosiiepHbIe KNETKH.

AMUTOTHUECKOE AeNeHWe HauYMHAETCA C U3MEHEHHUA (DOPMbI U YKC-
na agpbiwek. KpynHbie sapbiwky aenstcs nepetsaxkou. Benen 3a pe-
NeHWeM SAPbILLIEK NPOUCXOAUT AeNeHUs aapa. Fnpo MOXeT AenuTbecs
nepeTsXKkoH, obpa3ys gea sgpa. B opyrux cnyyasx MMeeT Mecto MHo-
YKECTBEHHOEe pa3fieneHue aapa, ero parmeHTauus. Anpa MoryT bbiTb
HepaBHOW BENUYMHDI.

AMWTO3 BCTPEUABTCA B OTYKMBAIOLWLHX, AETEHEPHPYIOLLMX KNeTKax,
KOTOPbI€ He MOryT AaTh Ha4ano HOBbIM XKM3HECTOCOBHbIM KNeTKaM.

B HOopme amuTOTHYECKOE JeneHue sfep BCTpeyaeTcs B 3apofpiiue-
BbiX 060NOYKAX YKUBOTHBIX, B (DONIMKYNSPHBIX KNETKAX SUYHKUKA.
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AMWTOTHYECKM OeNsLLMEcs KNETKW BCTPEYAIOTCA NPW pa3nHyHbiX na-
TONOTMUYECKKX npoueccax (BocnaneHue, 3N0Ka4ECTBEHHbIA POCT U Ap.).

Meiio3

Meitos (o rped. meiosis — ymeHblueHre) npeacTasnset coboi pe-
LNYKUHOHHOE [efleHHe: MPOUCXOAUT yMeHblleHHe UMcia XpOMOCoM B
kneTke ¢ gunnouaHoro (2n) go rannoupHoro (7). Meio3 snepsbie Onu-
can Ban-benpen 8 1883 r.

Meiio3 conpoeoaaeT obpasoBaHWe ramer y MBOTHbIX W hopMHpo-
gaHMEM Crop y pacTeHuii. B peaynbrare Melio3a 06pasyioTcs ranouaHble

MONOBbIE KNETKM, NPH CIMSAHWK KOTOPbIX BO BPEMS OMN/IOA0TBOPEHHUS BOC-

CTaHABNMBAETCH AWNIOMAHBINA HaBop XPOMOCOM 3UroThl (puc. 27).
Melio3 BKAKOYaeT ABa MEHOTHYECKUX AeNneHus. A pennukauua

JHK npoucxonuT TonbKo OAWH pa3. B kakaoM MeHoTHYecKOM fe-

Puc. 27. Cmaduu metosa |
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NEHWMU BbIAENAIOT YeTbipe cTaguu: npodasy, metacasy, aHadasy H
Tenodasy.

MepBoe MeHOTHUECKOe AeNeHHWe Ha3blBaloT peayKUMOHHbIM. B pe-
3ynbTate U3 OHOM KNETKH C AMNNOHAHBIM HaBopoM XpoMocoM obpa-
3yloTCA /B C rannolaHeiM Habopom. Bropoe penenve (meios Il) Ha-
3blBaeTCcA 3KBaTOpHanbHoe (puc. 28).

Metio3s |

lpoghaza | camas npogonmkutensHas. Mporcxoant cnupanusauus
M YKOpPOUYEHWe XPOMOCOM, FOMOJIOrHUHbIE XPOMOCOMbI KOHBIOTUPYHOT
LPYr C pYrom no Bcei AnuHe. Takoe obbearHeHne XpOMOCOM-roMONIO-
rOB OCyLLeCTBAseTCA Brarogaps NpUCYLLEH TONbKO MeHo3Y YHHKabHOH
CTPYKTYpe — CUHanToHemasnsHoMy komnnekcy. Kaxxaas napa KoHbloru-
pyloWmx xpoMocom obpasyioT BuBaneHT, cocTosawmm U3 4 xpomarua.
MpOUCXOANT KPOCCHHIOBEP-0OMEH ydacTKaMK MeXay HEececTPUHCKH-
MW xpomatuaamu. B Touke obmena obpasyioTca KpecToobpasHbie
CTPYKTYPbI XHa3Mbl.

Npodasall Meradasa ll An-cbm 1] Tenogasall

e A >
MHKDOTPYBOMKH, NPWKPENNSHHBIE
il TANNOHAHLIE KNOTKH

TN e
SSw 1 Qs
VST

Puc. 28. Cmaduu metiosa Il
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[Mpochasy ycnoBHO AeNnAT Ha NATb CTaAHH: NenToTeHy, 3UroTeHy, na-
XUTEHY, AWMNOTEHY U auakuHes (puc. 29).

JlentoTeHa (cTapus TOHKMX HUTeN). BMmecTo rpaHyn xpomaTtuHa WH-
Tepa3Horo sapa B anpe Tenepb BUAHbI TOHKME AMHHBIE HUTH XPOMO-
com. B snpe BugeH punnouaHsiit Habop xpomocom. HauuHaetcs cnu-
panu3auua XpoMoCcom.

3uroteHa (cTagus O0O6befHHEHHUS HUTEH) NPOUCXOAHT KOHDbIOraLums
rOMOJIOMUYHbBIX XPOMOCOM. [OMONOrMYHBIMKU Ha3bIBAIOT XPOMOCOMbI,
MMeloLLHe OAHHAKOBYIO hOPMY M pa3Mep: OfHA M3 HUX MOJlyYeHa OT
maTepu, Apyras oT oTua. [OMONorMuHbIE XPOMOCOMbI NPHTAMMBAIOTCS
W NPUKNafbIBAIOTCS APYr K ApYry no Bcei anuHe. LleHTpomepa oaHo#
M3 NapHbIX XPOMOCOM TOYHO MPHUAEraeT K UeHTpOMepe APYroW, Ka-
[as XpoMomepa npuneraeT K roMONOrHYHOM Xpomatuae apyroi. OHu
COENMHAIOTCS APYT C APYrOM Hanofobue 3acTeXKH-«MOoNHUK» . CuHan-
TOHEeMaJsIbHbIA KOMNNeKc obecneunBaeT TeCHbIM KOHTAKT MEXY roMo-
NOTHYHBIMK CErMeHTaMH XpoMarug,

MaxuTteHa (cTagus TONCTbIX HWTEH). KoHblOrMpYioLMe XPOMOCOMbI
TECHO NpHAeraoT Apyr K Apyry. TakWe caBOeHHble XPOMOCOMbI Ha3bl-
BaloT Busanentamu. Karkabiii BrUBaneHT cocToMT U3 YeTBepkM (TeTpa-
Abl) xpomatua. Yucno GusaneHTos pasHo rannouaHomy Habopy xpo-
mocoMm. [TpoucxopuT fanbHerwas cnupanMsaums XpoMOCOoM.

) Tpodasa | )
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Puc. 29. Cmaduu npoghbazsl melioza
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JunnoteHa (cTanus ABOMHBIX HUTEH) XapaKTepU3yeTcs BO3HUKHOBEHM-
€M CH/1 OTT/IKMBaHWSA. XPOMOCOMbI, COCTABNSIOLLME BHUBANEHTDI, HAUHUHAIOT
oTXoauTh Apyr ot Apyra. PacxoykaeHue HaumHaeTcs B 0b6nactv LeHTpoMep.
B 370 Bpemsi CTaHOBMTCS BUOHO, YTO TE/A ABYX XPOMOCOM NEepensieTalorcs.
Durypbl NepeKPeLLEHHBIX XPOMOCOM HANOMWHAIOT BYKBY «XH», TO3TOMY 3TH
MecTa Ha3saiM xva3Mamu (rped. chiasma — nepekpect). Hanuume xuasm
CBA3aHO C NPOLLIEALLIMM KPOCCUMHIOBEPOM (aHrJ1. crossingover — nepexkpecr).
XpOMOCOMbI CNMPANK3YIOTCA U YKOPa4YMBAKOTCS.

[JluakuHes xapakTepu3yeTcs MakCMManbHOW CrnMpanu3au1en, yKo-
pOYEHHEM W YTOJILLEHHEM XPOMOCOM. BuBaneHTbl HauMHaKT nepeme-
warbcs banxe K agepHon obonouke. OTTankMBaHWe XpoOMOCOM Npo-
[I0/>KAETCA, HO OHU OCTAKOTCH COEAMHEHHbIMU B BMBANEHTbI HA OJHOM
unu oboux KoHuax. AapbiKo W agepHas ob6onoYKa pacTBOPAKOTCS.
LleHTpHonu pacxogarca K nonocam.

Takum obpasoM, B npochaze 1-ro MEHOTHUECKOrO AeNeHUs Npouc-
XOAMT TPH OCHOBHbIX NpoLEecca:

1) KOHBIOrauWs roMOJIOrHYHbIX XPOMOCOM;

2) obpasoBaH1e GUBANEHTOB XPOMOCOM W/ TETPAJ, XPOMATHA;

3) KpoccuHrosep.

Memaghasza I. B metachaze BuBaneHTbl XxpOMOCOM pacnonaraoTcs
no 3KBATOPY BepeTeHa AeneHus KneTkH. K xpomocomam npukpenns-
IOTCA HUTH BEpETEHa AeNeHHS.

Axagbasa /. [omonoruyHbie XpOMOCOMbI OTAENAIOTCA APYr OT ApY-
ra, ¥ K Non0Ccam BepeTeHa Ae/IeHUA PacXoanaTCA XPOMOCOMbI, COCTOS-
LMe U3 ABYX Xpomatug. B gouepHue KNeTku nonafaroT TONbKO No oA-
HOM Nape roMo/IOrHYHbBIX XPOMOCOM.

Tenogbaza I. B tenocpase 1-ro MEHOTUHECKOrO AENEHHA YUCIO XPOMO-
COM B K&KJ0H KNETKe CTAaHOBUTCA ranionaHbiM. XpOMOCOMbI COCTOAT U3
nByx xpomatug. Becneacteue kpoccuHrosepa npu obpa3oBaHWM Xva3m
XpOMaruabl reHeTH4eckn HeoaHopoaHbl. Ha kopoTkoe Bpems obpasyer-
ca sipepHas 06010uKa, XPOMOCOMBI [ECNUPANTU3YIOTCS, AAPO CTAHOBHTCS
UHTEpha3HbIM, 3aTEM Y XKHBOTHOW KNIETKM HAYMHAETCH LENEeHHE LWTO-
nnasmbl, @ y pacCTUTENbHOH KNeTKW — (hOPMHPOBaHHE KNIETOUHOM CTEHKH.
Y MHOrMx pacteHui Hert Tesnodasbl |, KnetoyHas creHka He obpasyercs,
HeT uHTepdpasbl Il, kneTku cpa3y nepexoaaT u3 aHadbasbt | 8 npodasy |l.

Hrumepgpaza /l. Ita cTapua OTMEYaAeTCA TONBKO Y KMBOTHbIX K/ie-
ToK. Bo Bpemsa WHTepdasbl Mexxay NepsbiM W BTOPbIM AeNeHWEM B
S-nepuofe He NPOUCXOAMUT pepyniaukauus monekyn JHK.
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Metios Il

Bropoe meioTHyeckoe feneHue HasbiBaoT IKBaLMOHHBIM, OHO no-
xoe Ha MHTO3. M3 xpomocom, uMetoLmux Ase xpoMatuasl, 0bpasyioT-
CSl XPOMOCOMBbI, COCTOSILLME M3 OAHOM XpOMaTHbl.

lpogpasa /. B npocbase BTOPOro MEHOTHYECKOTO AeNIeHUst XPOMO-
COMbI YTO/ILLAIOTCS W yKOpauMBaloTCs. SApbIlWKo M sagepHas 0bonouka
paspywatorcs. ObpasyeTca BepeTeHO AeneHus.

Memagbasa /l. B meTachase 2-ro MEHOTHUECKOTO Ai@NEHUS XPOMO-
COMbI BbICTPAMBAIOTCA BAONb 3KBATOpA BepeTeHa. HUTM axpomaTuHo-
BOrO BEpeTeHa OTXOAAT K nonocam.

Aragpasza Il. LlenTpomepb! fenstcs W TAHYT 3a coboit K NpoTHBONO-
NOXHbBIM NOJOCaM OTAENWBLUMECS APYT OT Apyra XpOMaTHAbI, KOTOpPble
Tenepb CTAHOBATCS XPOMOCOMaMM.

Tenogbasza Il. Xpomocombl [ecnMpanuayloTcs, CTaHOBATCS HEBHAM-
MbiMK. HiTu BepeTeHa ucuesatot. Bokpyr saep hopmupyetcs aaepHas
obonouka. Aapa conepkar rannouaHbli Habop xpomocom. Mpowucxo-
AMT [leNleHHe UMTONNa3Mbl H obpa3oBaHue KNETOUHON CTEHKM pacTe-
HWH. B pesynbTtate Melo3a obpasyercs yeTbipe ranioWaHbIX KNeTKM.

3HaueHue meliosa

1. Moaneprkarne noctosHcTBa Yncna xpomocoM. Ecnu Bbl He Bo3-
HWKana pefyKuWa YMcna XpOMOCOM NPU NOSIOBOM Pa3MHOMEHWH, MOo-
NIOBble KNETKW HE UMENU ranNonAHbIM Habop XPOMOCOM, TO U3 NOKo/e-
HUs B NokoneHue Bo3pactano Bbl UX YUCNO.

2. B npouecce KpoccuHroepa MMeeT MecTo peKkoMBHHaLMA reHe-
TMYeckoro marepuana.

MpakThyeckn Bce XPOMOCOMBI, NONaJaloLMe B rameTbl, cogepxar
YHacTKH, NpoMCXoAsLLMe NePBOHAYANIbHO KaK OT OTLOBCKOM, Tak M OT
MaTePMHCKOM XPOMOCOMBI. ITUM AOCTUraeTcs Gonbluas CTeneHb ne-
PekoMBuHaumMW HacnepCcTBeHHOrO MaTepuana. B 3Tom ogHa U3 NPHYKH
KOMBUHATMBHOM M3MEHUMBOCTH, AatoLLed matepuan ans otbopa.

Omnuyua mumosa om melio3a

5 Mpu MUTO3e B NpOthase KOHBIOraUUA rOMONOTHYHBIX XPOMOCOM
BIBAET TONBKO B TOM C/lyyae, €CM FOMOJIOTMYHbBIE XPOMOCOMbI OKa-
KYTCS pAAoM, U Torga MoXKeT NPoM3oiTH kpoccunrosep (puc. 30).
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Puc. 30. Omauqus mumosa om melo3sa

Y BOEHWE XPOMOCOM COOTBETCTBYET KEXKAOMY AE/EHHIO KNETKH B
MHTO3E.

B meTtachase npu MUTO3e Ha 3KBATOPE BbICTPAHBAOTCS XPOMOCOMbI,
COCTOSALIWE W3 [IBYX XPOMATHA,.

B aHacha3e npv MUTO3€ K MOJIIOCAM PAaCXOAATCA XPOMATHLbI.

B Tenochase AouepHHUe KNETKW COAEpXaT TO XKe YUCNO XPOMOCOM,
UTO W MaTepUHCKHe.
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Mpy Me#o3e B npodhase | NPOMCXOAUT KOHBIOraLMA FOMONOrHYHbIX XPO-
MOCOM, HMEET MecTO KpoccuHrosep. Obpa3sytotcs BuBaneHTbl XpoOMOCOM.

B metacbase | npu Meio3e Ha aksaTope pacnonaratotcsi GuBaneHTbI
XPOMOCOMbl.

Mpu meiose B aHadase | K nonocam pacxofaTca XPOMOCOMBI, CO-
CTOALLUME M3 ABYX XpOMaTHA,.

B tenodase | Meito3a UWCIO XPOMOCOM B JOHEPHHX KNETKaxX BABOE
MEHbLLE, YEM B MATEPHHCKHX, PefyKLUMOHHOE JeneHue.

Mexay | v Il neneHusmu Meliosa B uHTepdase HeT cuHTesa JHK.

B pesynbTate meio3a npu cnepmaroreHese 0bpasyioTcs UeTbipe Knet-
KM, NP1 OBOreHe3e OfHa NONOBas KNeTKa U TPU HanpasHTeNbHbIX (Nonsp-
HbIX) TeNbLia, 1 BCe OHW BYAYT MMETb ranoMaHbIi HABOP XPOMOCOM.

KpoccuHeosep 8 npogpaze |

B npodhaze meiosa | perynsipHo npoucxoaut obmeH Mexxay romMono-
TM4HBIMKU XPOMOCOMaMH NyTeM KPOCCHHIOBEPA. JTO NPMBOAMT K HOBbIM
COYETaHWAM XPOMOCOMHbIX CErMeHTOB (reHeTHYecKas pekoMBuHaLms).

llpoghaza meiiosza |

Mpochasa meito3a | npoxoauT uepea pap chas,
KOTOPbIe MOryT BbITb pa3feneHsl yCNOBHO, XOTS
OHH NpoTeKaloT HenpepbisHo. B cTaguu nento-
TEHb! XDOMOCOMbI CTAHOBATCS CHauana BU4UMbI-
MH KakK TOHKWe HWTenogfobHble CTPpyKTypbl. B
3UrOTEHe XPOMOCOMbI CTAaHOBATCH BHAMMbIMH
KaK KOHbIOrHpOBaHHblE CTPYKTypbl. Kaxaas
XPOMOCOMa SBNAETCA YABOEHHON W COCTOMT M3
ABYX XpOMAaTHL, KOTOPbIE YAEPKUBAIOTCS BME-
CTe B 06nacTi UeHTPOMepbI (KaxKaash XpoMaru-
A3 ConepXuT ofHY MONeKyny [BYCNUpPanbHO
AHK). e romonoruuHbie XxpOMOCOMBI, KOTO-
Pbie NPOKOHBIOrMPOBANK (BOWNM B CUHANCKC), =X
obpasyior GusaneHT (puc. 31, 32). B craguu N
NaxuTeHbl GUBaNeHTbI CTAHOBATCH TOMLLE W KO-

Pode. B punnotete pee romonoruuHbie Xxpomo- Puc. 31.

co u CunanmoremansHbili
Mbl pasgensiotcs, no Gonblwek YacTy, HO BCe Komnnexc mexcdy

’K€ OcTaloTCA npUKpenneHHbIMK Apyr K opyry B 6uBanenmamu
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Xpomocoma 1

Marepunckan
XpOMOCOMa

Xpomocoma 2

- JUCH X}

Xpomocoma 3

Ornosckas
XpoMocoMa

Xpomocoma 4

L

; T . 1 \
Hurepdasa Jlentorena 3urotena IMaxurena Jlunaorena Jlnaknues

Puc. 32. CunanmonemaneHsili KOMNAEKC

HeCcKO/IbKMX ToYKax (xMa3mbl). B nocnepytolen ctagyu, AMnnoTeHe, Kax-
Jas XpOMOCOMHas napa pasgensercs ewe 6onee cunbHo (fUakuHes),
ocobeHHo B 06nacTH LeHTpoMepbl, HO 0fHa iU Bosiee AUCTanbHO pac-
MONOYKEHHDIX TOYEK OCTAIOTCA COedUHEHHbIMU (xHa3mbl). Kaxkpas xu-
a3ma cooTBeTcTByeT obnactu, rae npou3oLwen KpoccuHrosep. B noc-
nepHel ctaguu npodpassl |, AWakuMHese, XPOMOCOMbI Y)KE WHPOKO
pazfeneHbl, XOTA BCE elLe NPUKPEN/eHbl B AUCTaNbHbIX KOHUax. X1as-
Mbl CABMraloTCA AMCTanbHO (TepMuHanusauus). B koHue auakuHesa
snepHas membpaHa MCYe3aeT, U KNeTKa BXOAUT B MeTadaay |
Hesanonro Ao naxuTeHbl rOMOJIOrMYHbIE XPOMOCOMbI NPHABHUIaIOT-
€5 oueHb BAW3KO ApYr K Apyry U obpa3ytoT CHHaNTOHeMabHbIM KoM~
NeKC, cnocobBCTRYIOWMI KOHBIOraLM rOMONOrMUYHbIX XpoMocoM. bu-
Ba/sieHT COCTOUT M3 yeTbipex xpomatug (1 v 2): aee xpomaTupibl
MaTepPHHCKOro NPOMCXOXAEHUS U iBe xpomaTuabl (3 1 4) oTuoeckoro
NPOUCXOXAEHHUA. ITO HHULMHPYET 0Bpa3oBaHKe XMa3M 1 npeaLwecTsyet
KPOCCHHIoBepy M nocnepytouiei pekombunaumu (puc. 33, 34).

Puc. 33. O6pazoBarue xuazm mexoy
20MOMI02UYHBIMU XPOMOCOMAMU
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Puc. 34. Cxema pekombuHayuu mexcoy 20MON02UYHbIMU XPOMOCOMAMU

Xua3mbl

Korpa xva3mbl obpa3oBanuch, Kaaas M3 ABYX XpoMaT[, OaHOH
XPOMOCOMbI CONMKABTCA € APYrOW XPOMaTHAOW rOMONOTMYHOW XPO-
mocombi (Hanpumep, 11 3, 2 v 4 1 1.4.). OBpasoeaHue xMa3m sBnseTCA
UWTONOMMUYECKMM NPEeALLIECTBYIOWMM COBBbITHEM 18 KPOCCHHIOBEpa M
BaXKHBIM /18 YETKOK cerperaunu xpomocom. LleHtpomepa urpaet sax-
HYIO PO/b B 0BbEAMHEHWH CECTPUHCKMX XPOMATHE, U AasbHerILen cer-
peraulu XpoMocoMm,

[eHemuueckas pekombuHayus ¢ NOMOULbIO KpOCCuUH208epa

C NOMOLLbIO KPOCCHHIOBEPa BO3HUKAIOT HOBble KOMBHHALIMK B XPO-
MOCOMHbIX cermeHTax (pekombuHaums) (puc. 34).

Hapsgy ¢ MCXOAHbIMU FOMONIOrMYHBIMK XPOMOCOMaMH, MMEIOLLIMMM
obnactu, cogepxawme annenu A-B-C-D-E (nokazaHbl kpacHbIM Lge-
TOM) 1 a-b-c-d-e (noka3aHbl CUHHM LIBETOM) COOTBETCTBEHHO, 0bpasy-
IOTCS HOBbIE COYETaHWA annenei B peKOMBWHAHTHBIX XPOMOCOMax: a-
b-C-D-E u A-B-c-d-e.

lMaxumera u duakuHes ¢ NOMOWbIO CBEMOBO20 MUKPOCKONAa

Ha mukpochotorpadusix (puc. 35) naxureHHble XpOMOCOMbI XOPO-
WO BUAHbI Kak BuBaneHTbl, HeobbluHas CTPYKTypa B naxureHe obpa-
3yetcs mexay X- n Y-xpomocomamu. OHu, no-suaMMomy, Npucoean-
HATCA KOHel K KOHUY. [leWcTBUTeNnbHO, KOPOTKUE CErmMeHTbl
KOPOTKUX nney B 0HNacTH roMONOrHYHbIX NOCNEeAOBaTeNbHOCTEH
CKOHblorMpoBanu. B 6onee no3gHWx cTagusax MOXHO BUAETb, YTO OHH
B OCHOBHOM pa3fieNeHbl Ha BCeM NPOTsXKeHWH. [lns n3yyeHus merHo3a
CeroaHa oBbIYHO MCNONB3YIOTCA 3NEKTPOHHbIE MUKpOdoTorpadmuu.
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Puc. 35. @omoepagpus
L | XpomMocom nocae
/ ‘o KpoccuHzoBepa

PopmuposaHue zamem

Monosble KneTku (rameTbl) 0BpasyloTcs B roHagax. Y My»uqH npo-
Lecc HasblBaeTcs cnepmatoreHe3 (obpasoeaHue cnepmaTo30MA0B)
(puc. 36), y »keHwmH — oBoreHe3 (popMupoBaHWe OBOLMTOB) (pwc.
37). MpumopamanbHbie 3apofbilleBble (repMUHATHUBHDBIE) KNETKH, KO-
TOpblé MUIPHPYIOT B FOHafbl BO BPEMS pPaHHEro pasBuTHA 3apofpila,
Pa3MHOXalOTCS NyTeM MUTOTHUYECKOro aenexus. [encteutenbHoe 06-
pasoBaHWe NOMOBbIX KNETOK, raMeToreHes, HadyuHaeTcs ¢ melosa. Mei-
03 Yy CaMUOB W CAMOK OTNIMYAETCA NO ANMTENbHOCTH U pe3ynbTatam.

CnepmamozeHe3

[unnoupHble cnepmatoroHuu 0BpasyloTcs NyTeM NOBTOPSIOLMXCS
MMTOTHUECKHMX KNneTouHbix genenuin. K nybepratHoMmy Bo3pacTy Heko-
TOpbI€ KNETKH HauMHaloT AnbhepeHLUpOoBaTLCA B NepBHYHbIE CepMa-
TouuTbl. [lepBoe MEHOTHYECKOE KNETOUHOE AieNEHHE NPOUCXOAWT B 3THX
knetkax. Mpu 3asepluennn Merno3sa | cnepmartoumnTsl | obpasosanu aga
nepenuHbIX cnepmaroumTa Il, KaXkabid U3 KOTOPbIX HMEeT rannoMaHbIA
Habop yaBoeHHbIx xpomocoM. Kaxaas xpoMocoma COCTOMUT M3 ABYX
CECTPUHCKUX XPOMATU[, KOTOPbIe CTAHOBATCS pa3feneHHbIMU BO Bpe-
ms Mero3sa ll. B merose Il kaxkabiii cnepmaTouuMT BTOPOro nopsiika ae-
nutca ¢ obpasosaHuem pyx cnepmatui. Takum obpasom, ofuH nep-
BWUYHBIN CNEpMaToOLMT NEPBOro nopsaKa obpasyer yeTbipe CnepMaThabl,
KaXkaas ¢ ransioMaHbIM XpoMocoMHbiM Habopom. Cnepmatuaa ardde-
peHuWpyeTca B 3penbie cnepmaro3ounibl. CnepmartoreHes y camuos
ABNIAETCHA HENPepbIBHbIM NpoueccoM. Y yenoeeka nepruoa Mexxay aud-
hepeHUMPOBKOH B NEpPBHYHbIE CMEPMAaTOLMTDI, BKIOYAIOWMUE COBbITUSA
meWo3a | u obpa3osaHHe 3pesbix CNepMaToO30HWAOB, AJIMTCS OKOJO LWe-
ctv Hepenb (puc. 38—41).
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Puc. 36. Cxema cnepmamozeresa

OsozeHes

OBsoreHe3om Ha3biBaloT (hOPMUPOBAHHE KEHCKHUX AHLEKNETOK Y ca-
MoK (puc. 42).

OeoreHes oTnMuaeTcs oT cnepMaroreHesa no BPpeMeHH U pesynbra-
Tam. CHayana roHOUMTbI MUTPHPYIOT B SIMUHUK, PA3MHOXKAKOTCS NyTem
MOBTOPHbIX MUTO30B (0bpasosaHue 0BOroHWeB). Y KeHWMWH Mero3 |
HauuHaeTcs NPUOIU3UTENBHO 3a YeTbipe HeAeNH A0 POXAEHHs, B pe-
3ynbrare obpasyloTcs nepeHuHble oBoUMTbI. OaHaKo Meio3 | ocTaHas-
MBaeTcs Ha cTaflu Nnpodhasbl, Ha3bIBAEMOW AUKTHOTEHOH. [lepBuyHbie
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Puc. 39. Cmpoenue
cnepmamo3zouda

Tepninias noaosas
KACTKa 2n20)

Camka XX
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OBOLHT NEPBOrO NOPAIKA (2540)

Puc. 37. Cxema oBozeHesa

=

Puc. 40. Ckanupytowas 31€KmpoHHas
MuKpoghomozpagus
cnepmamo3oudoB venoBexka

TMepuoe nospHOe TebLE (a2¢) 7

\ &
%4_

OBoUHT BTOPOIO NOPSIIKA (a2¢)

Bropoe nonsproe Tessiie (ac)

AliinexaeTra (ac)

-
. Gxspmpme

Puc. 41. CmpoeHrue cnepmamozouda

OBOLMTbI COXPaHAIOTCS B 3TOW CTa[iMH 10 OBYNALMH, TO/IbKO 3aTeM Npo-
nomiaetcs meno3 | (cobbiTua pekoMbuHauMKu 34eCb He NOKa3aHbi).

Y YEeHLWMH LHTONNa3Ma AeNUTCA aCHMMETPHYHO B 0BOUX AeNeHUAX
Meiosa | u meiiosa Il. Kaxkapii pa3 310 npMBOAMT K 0Bpa3oBaHHIo BYX
KNeTOK HepaBHOro pasmepa: Gonblei, kotopas byaeT obpa3osbisath
AALO, U MeHbLUEH, Ha3blBaEMO# NoNApHbIM TenbleM. Koraa nepsuuHbii
OBOLMT fenutca, obpasyloTcs BTOPHYHBIM rannouHbli OBOLMT U No-
napvoe tenbue 1. MNpu neneHuu BTOpUHHOro oBOLMTa (CHOBa Hepas-

Puc. 38. [lpoyecc
cnepmamozernesa
B ceMEeHHbIX KQHANbUaxX
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Puc. 42. lpoyecc 0BozeHe3a B AUYHUKAX U MAMOYHbIL MPY6ax

HO) pe3ynbTaTOM SBNSAETCA 3PEJiblid OBOLMT U ApYroe NosIspHOE Tenb-
ue (nonapHoe Tenbue 2). MonspHble Tenbua He pa3sMBatoTCs B Aanb-
HeWwwemMm, a aereHepupytot. B pegkux cnyyasx, Korga 370 He NpowMc-
XOLMT, NONAPHOE TeNblLie MOXKET ObiTb ONNOAOTBOPEHO, HTO NPHBOAHT
Kk 0Bpa30oBaHHMIO HELOCTATOUYHO pa3BuTbix 6aM3HeLos. Bo sToprHyHOM
OBOLMTE KaKAAA XPOMOCOMA CyLLeCTBYeT B BUAE [BYX CECTPHUHCKHMX
xpoMmaTua. OHK He pa3fpensioTcs A0 CNeAYLEro KeTO4HOro Ae-
nenus (meios ll), Koraa oHW OKa3blBAIOTCA B ABYX Pa3HbiX KNeTKax.
Y 6ONbLMHCTBA NO3BOHOUYHbIX CO3PEBAHWE BTOPHYHbIX OBOLMTOB OC-
TaHasnMBaeTca BO Bpems Mero3a |l. B 370 BpeMa npoHCXOAHT CO-
3peBaHue Tak Ha3biBaemMoro PoNNUKYNa TOHKOCTEHHOTO Ny3blpbKa,
COCTOSLLErO U3 MENKUX PONNHUKYNAPHDBIX KNETOK, OKPYXatoLnX
KPYNHbIFA OBOUMT nepeoro nopsaka. @onnukyn cospesaert, u dop-
MUpyeTca rpaacdoB Ny3bipek, UMEIOWWI XapaKTepHYo CTPYKTYpY
(puc. 43). Mpu 0BYNAUMM BTOPUUHBIA OBOLMT BbICBOBOXAAETCA W3
SMUHMKA, W B AWLEBOAE NPOUCXOAUT ONNOAOTBOPEHHUE, 3aTeM MeW-
03 3aBeplaeTcs U hOPMUPYETCH OBOLUT BTOPOTO NOPAAKA, MNH AH-
ueknetka (oBoTuaa).

HenpasunbHoe pacnpefeneH1e XpOMOCOM MOXET NPOUCXOAUTb B
menoa3e | Tak e, Kak u B Merose Il

MaKCUMManbHOE YMCNIO NOMOBbLIX KNETOK B IMYHUKE Nioja YeNoBeKa
Ha nsaToM Mecsue okono 68 x 105, K porkaeHHIO OHO CTaHOBUTCA peay-
urposaHbiM o 2 x 10°u k nepuoay nonosoi apenoct — go 200 000.
M3 Hux okono 400 osynupyioT.
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Onolnt
1 nopsiaka

Ipanymmpune
KACTRH

Puc. 43. [paago8B
ny3ssipek ¢ oBoyumom
nepBozo nopsadka

[ auTenbHblk nepyoa Mexxay Medo3oM | v oBynsiLUel ABNSeTCA npes-
NO/IOXKUTE/IbHBIM (PAKTOPOM B OTHOCHTE/IbHO YACTOM HapyLUEeHHH KOHb-
foralmmM roMoNOrMyHbIX XpOMOCOM y Bonee crapbix Marepei.

Paznnuue Bo BpeMeHH Npu OBOreHE3e U cepmaroreHese oTpaxkaer
pasnuuue B AeNE€HUW FOHOUMUTOB. Y >KEHLUMH NPOUCXOAUT 22 KNeTou-
HbIX AieNIeHHA 40 MEeHO3a, NPUBOLSALLMX K 23 XPOMOCOMHbIM MyTauUsM.
B knetkax npeflwecteeHHWUax cnepmarosounos kK 40 rogam, npowmc-
xoauT B 25 pa3 bonblue KNeTOUHbIX Ae/IeHHH BO BpeMs cnepMaroreHe-
3a, YTO NPUBOLMT K BO3PACTAHMUIO YACIA XPOMOCOMHbBIX MYTaLWH B He-
CKOJIbKO AeCSTKOB pas.

Anonmo3

ANonTo3 — reHeTMYecKu 3anporpamMMHMpoBaHHas CMepTb KNeTKH
(puc. 44). Bce KNeTKM MHOTOKNETOUHBIX OPraHM3MOB FeHEeTHUYECKH 3a-
NpPOrpaMMUpoBaHbl Ha rubesb.

leHeTHYecKas nporpaMMma CaMOSIMKBMAALUWK KETKU aKTHBH3UPYeTCs
Noj BAUAHWEM BHELUHUX H BHYTPEHHHWX (hakTopoB. TakuMu chakTopamu
MOryT BbITh BUPYCbI, TOKCUHDI, NoBpexaeHHas [IHK, oHkoreHbl kneTku.

Anontos — obuwebuonoruueckoe ABNeHHE, KOTOPOE NO3BONSET
OpraHuamy ocBobOAMUTLCA OT CTaPEIOLLLUX HOPMaTbHbIX MU MYTaHTHbIX
KNeTok, KoTopble CTaHOBATCA ONAcHbIMW ANA OpraHu3ama. AnonTo3
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Ko C: Pacnipenenenne C eIMEHTAIMA  AnonToTiyeckme Darouuros
XpoMaTHHa KJETKH XpoMaTHHa sapa, tparmenTi Ges
1O Kpasinm tparmentanus BOCTIANIeHUS
AHK

Puc. 44, Cobsimus 8 kremue npu anonmoze

obHapyxHsaeTtcs Ha PaHHWX cTaausax amMbpuoHanbHoro Pa3BUTUSA W
cnocobcTByet HopmanbHoii AudchepeHumposke KneTok 1 passuTHio
oprannama. Y e3pocnoro OpraHu3ma anontos Heobxogum ANs 3nu-
MUHALMK reHeTHIECKH NoBPeXaeHHDIX KNIETOK Unu Knetok pakosoro
nepepoxaeHus, u3bbitka NMMOUNTOB B HHDHLMPOBAHHOM OopraHus-
Me. Anontos npossnsercs s AECTPYKUNK XpoMaTHHa, YMeHblLeHUu
obbvema knetku, thparMeHTauMu KneToyHoro anpa.

Ha monekynsprom YPOBHE anontos npeacraenser co6oij MHOro-
3TanHbii npouecc, KOTopbIii HaluHaeTcs ¢ npuema onpenenerHoro cur-
Hana u sakaHuusaetcs gecrpykumeii KNETOYHbIX Monexyn CTPYKTYp
noj AEUCTBUEM NUTUYECKMX thepmeHTOB (npoteas, Hykneas u gp.). Cur-

HOH CUCTeMmb cocTasnsAlT 3n0posble, HeMHbULUpOoBaHHbIE
T-numcbouutsl, Tax Kak 6enkn BUY soispiaior yCcunuBaiwluee Baus-
HHe Ha anonTos,

—_—
[naBalll

XPOMOCOMBI
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XpOMOCOMbI HAXOAATCA B AAPE 3YKAPHOTHYECKHX KNETOK. Buanmbie
B OBbINHOM MUKPOCKONE, OHK Bbi/IM M3BECTHBI 3aK0AT0 A0 TOTO, KaK
Bbina ycTaHoBNEHa MX PONib B Nepeaaye HaCNeCTBEHHOMO matepuana,
ONpeaenaloWero HacneiCTBEHHbIE NPU3HAKM.

Mepebie noapobHble onucaHUs MOPAONOrM XPOMOCOM H HX nepe-
MELLIeHWI BO BPeMS AeNIeHUs KIETOK Bbiii ONMCaHbl POCCHIACKMM yye-
Hem W[ YuctakosbiM B 1874 r. npu uayuenuu cnop nnayhos. flecatb
net cnycts B. Banbaeiep npeanoxun ans HUX TepMuH «XPOMOCOMDI»,
KOTOPbIA BblN NPUHAT BCEMM HCCNEROBATEN MM M UCNIONb3YETCA A0 Ha-
CTOALLErO BPEMEHH.

Hucno u hopma XpoMOCOM RBASIOTCA BULOBBIM NPUIHAKOM. Mop-
hONOTHHECKM XPOMOCOMDI Pa3/IMYAIOTCA Mexay coboi pasmepamu W
hopMoH, KoTOpas OnNpeaenserTcs BeNMYUHON WX NIeY OTHOCHTENbHO
UEHTPOMEPHOro yuacTka MecTa NnpuKpenneHus
BepeTeHa, pa3sBoAsALLErO XPOMOCOMbI B Ao4ep-
HUE KNETKU NPU AeNeHUM.

Knaccudukauuio xpomocom no chopme
pa3paboTan pycckuit yuenbiit C.I". HasawmH B
1912—1914 rr. (puc. 45).

B 3aBMCMMOCTH OT NonoxeHUs LEHTpOMe-
pbl OH Bbigenun 4 Tuna xpomocom (puc. 46).

Ceroans pasnuuatot cregylowme Bapuan-
mel CMPOEHUS XPOMOCOM:

® MeTaueHTpUYecKue, Unu paBHonaeque

(ueHTpomepa HaxoguTcs nocepedune,
pasfenss xpoMOCOMY Ha [iBa paBHbIX

i,
-
n*

Puc. 45. Cepzed
laBpunoBuy HaBawun
(1857—1930) nneya);
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CnyTHUK KopoTkoe nneyo
UeHTpomepa
Lientpomepa
Hoxka
AnuHHoe nnevo

Teno- : Akpo- Cybmera- Mera-
UeHTpu4ecKkan LeHTpu4ecKkan ueHTpuyeckan UeHTpu4yeckan

Puc. 46. Tuner memaghasHbix XPOMOCOM

e cybmeTaueHTpHUECKHE, UM HepasHoneuue (LeHTpoMepa CABH-
HyTa OT UeHTpa);

® aKPOLEHTPHYECKHE UMEIOT OYeHb KOPOTKOE BTOPOE M/evo (LeH-
TPOMEpa PacnosioKeHa y Kpas XpoMocoMbl);

®  TEe/IOLEHTPUYECKHE UMEIOT Mas0e naeyo. MpPakTUUECKH He BCTpe-

yarwTcs.

HekoTopblie xpOMOCOMbI UMEIOT BTOPUUHYIO NepeTsikky (puc. 46, 47).
Y uenoseka ee umetot 13, 14, 15, 21, 22-a xpomocombl. BropuuHas
nepeTsikka oBbluHO pacnonoxeHa 8613 AUCTaNbHOMrO KOHLA XPOMOo-
COMbI M OTAENSET MafIeHbKHIK Y4acToK — CNYTHHUK. B obnactu BTopuu-
HOW nepeTsikku nokanusosaHa [IHK otetcteenHas 3a cuHtes pPHK
(pu1c. 48). 1y obBnacTb XpPOMOCOMbI Ha3bIBAKT AAPLILIKOBbIM OpPraHu-
3atopoM. Ha pucyHke 49 nokasaHo, Kak XpoMaTHHOBble neTau 5 pas-
HbIX XPOMOCOM, cofiepXKaluux reHbl ans pPHK, npuHuMaloT yyactue B
obpasosaHuK appbIlLKa.

Mneyn xpOMOCOM OKAHYMBAIOTCS TENIOMEPAMH — KOHEYHbIMU [4Ya-
cmxkamu (puc. 49).

Kaxpas uHTepchazHas XxpoMoCoMa B HECKONbKUX MECTax ConpHKaca-
€TCH ¢ sagepHol 0BONOYKOH, Kak Bbl (hUKCHpysch Ha Hel. Kak npasuno,
XpomMocoMa (hMKCHPYeTCA Npy NOMOLLM TeJIOMEPHbIX Y4aCTKOB Ha OfHOM
13 nontocos MHTEPa3Horo sapa. Ha npoTHBONONOXHOM NoOCE XPOMO-
COMbI hUKCUPYIOTCS K AepHOM obonouke ¢ nomoubro yeHmpomep. Ta-
k1M 0Bpasom, KaXaan xpoMocoMa B MHTepha3HOM Afpe UMeeT onpee-
/leHHOe npocTpaHcTBEHHOE pacnonoxeHue (puc. 50, 51).
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CrobopHsie MHTEPGAZHBIE XPOMOCOMBI,
yuaCTEyIOUME B HOPMUDOBAHAN ALPLILIKE
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ik - - Puc. 48. Adpsiuko.
a2 2 Ha cxeme nokazawno, kak
= | 2 xpomamuHoBeie nemau
JT k - 10 pasweix xpomocom,
i codepiauiux 2eHsl
1 2 3 dns pPHK, npunumarom
= vacmue B ob6pa3zoBaruu
T Y
) = 3 AdpbIKa Sineptan obonowka Ampoiuiro
! 1 I
1
o 1 !
2
L1 = 2
3 2 3 [
=== 8 9 10 Tenowepa, MHOXECTBEHHLE Uextpomepa CySrenomepiie  Tenomepa
R ) R - COMEPXAWAR  yyaeryy COREPXHT NOBTOPH NOCNEAOBATENLHOCTH
phe £ 12 L 1% £ 1 | ;Z:":g::“" Havana 13 171 n.u, carenumHoi IHK
pMll Ll : : ] : bl i pennvkaumy (OR1)
1
0 2 X 2 2 Puc. 49. Cmpoerue aykapuomuyecKkol pomMocombl
B 3
) 14 15 16

u,

Puc. 47. Kapuomun yenoBexa. Bmopuursie nepemsicku B xpomocomax
13, 14, 15, 21, 22 coomBemcmByrom 30Ham A0pbiiKoBo20 0p2aHU3aMOopPa Puc. 50. Cxema
npocmpaHcmBerHo2o
pacnonoxcerus xpomocom
8 urepghazrom sdpe.
T — menomepei,

L — yersmpomepsi
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Puc. 51. Pacnonoxcerue kaxcooll
xpomocomel B uHMepghazHom adpe

Habop MHAMBUAYaNbHBIX XPOMOCOM TOTO W/IM MHOTO BUAA NPUHATO
Ha3blBaTh Kapuomunom. KapuoTun xapakTepu3yeTcsi YACNIOM, pasme-
pOM, NapHOCTbIO U POPMOH XPOMOCOM.

TenoMepHble Y4aCTKH 3yRapPUOTHYECKMX XPOMOCOM

Haxopsimecs Ha KOHUAX 3yKapHOTUHECKMX XPOMOCOM Crelraniaun-
poBaHHble nosTopalowMecs nocnegosarensHoctv JIHK, Hasbisaemble Te-
nomepHoit [IHK, coctoaT u3 HeBoMbLLMX yHacTKOB onpeaeneHHbIX nocne-
[OBaTeNbHOCTEN, KOTOPbIE NOCTPOEHbI W3 KOPOTKMX (copepaluux no 68
HYKNEOTHAHBIX OCTATKOB), MHOFOKPaTHO NOBTOPSIOLLMXCA NOCNIEA0BaTE b
HocTeit 6nokos. Tenomepras [HK uenosexa noctpoeHa us TTAITT-610-
koe (puc. 52—54). U3 TTAITT-6nokos noctpoetbi Tenomepbl JAHK (ux
Boratble [~yent) Bcex MNeKOonUTaloLmMX, PenTUIui, amubuid 1 pbib. YHu-
BepcaneH 1 TenomepHbii noetop (TTAITT) y pactenuit.

Paamep Tenomep y yenoeeka konebnercs ot 2 go 20 1.H.1., y HEKo-
TOPbIX BHAOB MbIWENH OH AOCTHraeT COTHW ThICAY Nap HYKNeoTHAO0B.

Puc. 52. Pacnonosxcerue
noBmopsaruwuxcs
nocaedoBamensrHocmel JHK
(TTAITT) 8 meaomepax xpomocom
yenoBeka. Mukpogpomozpaghus
XPOMOCOM C MEYEHBIMU
MeAOMEDPHBIMU YYacmKamu
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B pa3Hbix kneTkax nnavHa Tenomep pasHas. Y yenoBeka B 3apofbilue-
BbIX KneTkax oHa cocTtasnsiet 1015 1.H.n., B nelkoymTax neputepuyec-
KOW KpoBH — 512 T.H.N.

Tenomepbl UrpatoT BaXKHYIO POfb B CO3[aHHH CneurdUyeckon ap-
XWUTEKTYPbl H BHYTPEHHEN YNOPSAAOHHOCTH KneTodHoro sapa. OHu npe-
[OTBPALLAIOT CMNAaHWe KOHLOB XPOMOCOM M MPUKPENIAIOTCA K Crewu-
aNnbHOHW BHYTPHALEPHOMW CTPYKTYpe.

Mpu KaX[OM payHae penn1kauuu XxpoMocoMbl By nyT yKopauusarb-
csa Ha 1020 HykneoTuaos (Bce 3aBUCHT OT paamepa PHK-3atpaBok) 1 B
NepByio O4Yepenb COKpallaeTca fnavHa TenoMep. B cnyyae pennukauuu
Konbueebix 6akTepransHbix JHK atoi npobnembl He cywecTayerT. [po-
Hnema HegopennHKauri 3'-KOHLLOB IMHEHHbIX MONIEKY PELLAETCA 3yKa-
PUOTHUYECKOM KNETKOW C NOMOLLBIO CneluansHoro hepmeHTa — Teno-
mepasbl. 10T chepMeHT Bbin obHapyxeH B 1985 r. y uHdy3opui, a
3aTeM B APOXOKaX, PACTEHUAX M KMBOTHbIX.

Tenomepasa

Tenomepasa — ato [JHK-nonumepasa, goctpaumsaiowas 3'-koHew,
NuHerHbIX Monekyn [IHK-xpomocom kopoTkumu (68 HykneoTuaos) no-
BTOPAIOLWHWMHCA NOCNENOBATENbHOCTAMK (y no3BoHouHbIx TTAITT).
Momumo Benkosoi 4acTu TenoMepasa coaepxut PHK, urparoLuyto ponb
matpuubl ans Hapawmsarus JHK-uenw.

IOnuHa TenomepHon PHK y yenoeeka 450 HM. Hanuuue B Monekyne
Tenomepasbl PHK-nocnepoeatenbHOCTH, NO KOTOPOW MAET MaTPHUHBIW
cunTe3 cpparmerta [HK, nossonser otHectn Tenomepasy K csoeob-
pasHoi obpaTtHOW TpaHcKpunTase, T.e. hepmMeHTy, cnocobHOMy BECTH
cuntes [HK no matpuue PHK. OcHoBHOe Ha3HaueHWe Tenomepasbl —
CHHTE3MpoBaTb TaHaemMHo nostopsiowmecs 6noku OHK, us kotopbix
coctout [-yens tenomepron [HK. MocnegHue muccnegosanua obHa-
PY>KU/IM PE3KOE NOBbLILEHWE aKTMBHOCTH Te/loMepasbl, XapaKTepHoe
LNA ONYXONEBOH K/IETKH, UTO MOXKET CNY)KMTb MAPKEPOM WX 3/10Kaye-
CTBEHHOrO nepepoxaerus (puc. 53).

Tenomepasa obHapyxeHa 8 3MOPUOHANbHBIX KNEeTKax, KOTopble
NOCTOSHHO W BbicTpo penatca. HenpepbiBHOE yaNMHEHWE XPOMOCOM
HEeoBXOAMMO AN KOMNEHCaUMK WX MOCTOSHHOTO ykopodeHus. Mpea-
nonaratoT, YTO COMAaTHYECKHE KNETKHU NONYHAIOT CBOIO «MOPUMIO» Te-
nomepHon [HK, Heobxoaumyio Ha BCce BPEMA KU3HW KNETKU U ee no-
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ToMcTBa. Y XpOMOCOM BO/bLIMHCTBA TUNOB COMaTHYECKHX KNETOK Te-
NIOMEPbl YKOPaUMBAKOTCS C BO3PACTOM, W 3TO CHUTAIOT OAHMM U3 BaXK-
HbIX haKTOPOB, ONPeAenstoLUX NPOAOIKHUTENBHOCTb XKHU3HH ocobH.
Takum 0Bpa3oM, U3yueHHe MexaHn3ma paboTbl Tenomepasbl U peryns-
UMM €€ IKCNPECCHH B KNEeTKe NOMOTyT NOHATb MOJEKY/ISPHbIE OCHOBbI
NpoLecca CTapeHusi W 3/10KaYeCTBEHHON TPAHCOPMALIMK KNETOK.

[lnvMHa TeIoMep U CTapeHHe y YesioBera

B OTAMYHe OT CTBOMIOBbIX KNETOK BOMBLIMHCTBO COMATHYECKUX Krie-

TOK TEPAIOT TeNOMepa3Hylo aKTHBHOCTb, Korpa coMatuueckue KneTku
pacTyT B Ky/IbTYpe, OHW AENATCA OrpaHHYeHHOE YUCIO pas (ot 20 po 70
[OKONEHMI KJIETOK), NPEXAE HeM HAcTynaeT cTapeHHe 1 rubesb Knetku.
KneTku c 6onee ANWHHBIMK TENIOMEPAMH XHBYT JO/bLLE U NPOXOAAT He-
pe3 Bosbluee KOMMUECTBO KNETOUHDbIX AENEHUH, YEM KNETKH C KOPOTKK-
M1 Tenomepami. MockonbKy ofHa U3 0BLMX XapaKTepPHCTHK BCex pa-
KOBbIX KNIETOK — 3TO HEKOHTPOIMPYEMOe KNeTouHoe feneHue, unu bec-
CMEpPTHOCTb, ydeHble NPeANoNOXKHAK, YTO OAWH U3 NyTen 6opbbbi €
pakoM — MHrMBUMpOBaHWe TENOMEPa3HOH aKTUBHOCTH B PAKOBbIX KneT-
kax. Ewe ofHO noKa3aTenbCTBO CBA3M AJIMHbI TENOMEPbI CO CTapeHHeM
y uenoeeka 6blNO NONYUEHO MPU U3YHEHWH NIOAEH C HACNeACTBEHHbIM
3abonesaHHeM npozepuel, XapaKTepU3yloLIeHCs O4eHb PaHHWM cTape-
Huem. B cnydae camoi Tskenok ¢opmbl nporepru, CHHApoMe XaTtuuH-
coHa—xundpopaa (puc. 55), npuaHaku CTapeHHA — MOPLUWHDI, 06nbI-
CeHWe W [pyr1e CUMNTOMbI — BO3HUKAIOT CPasy >e Noc/e POXAeHHA, 1
cMepTb 0BbIMHO HacTynaeT B NOAPOCTKOBOM BospacTe. B meHee Tsxe-
noi hopme, cuHapome BepHepa, cTaperme HauuHaeTcs B Bospacte 10—
15 neT u NpuBOAMT K cMepTH K 40 rogam. B cooTBETCTBMM C rUNOTE30M
YMEHbLUEHWA ANWHbI TENOMEP B NPOLiECCE CTapeHUs COMaTHYecKHe KneT-
K1 flofel ¢ NporepHen HMET KOPOTKHE TeNoMepbl W NPOAB/IAIOT CHH-
EHHYIO CNOCOBHOCTb K POCTY M pa3MHoXeHuio (puc. 56).

[eTepoxpoMaTHH H 3yXpOMaTHH

K Hauany XX Beka MHOrMe LMTONOMH CTaNKW OTMeYaTb, YTO HEKOTO-
Pbie XPOMOCOMbI MKW MX (hparMeHTbl BO BPeMsA KNETOYHOro AeneHus
BbirnannT Honee KOHAEHCUPOBAHHBIMU U MHTEHCHBHO OKPALLIEHHbIMU.
[Ons 0603HaueHMs yuacTKOB XPOMOCOM, KOTOPbIe NOCTOAHHO HAXOAATCS
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Puc. 55. Qomoepagpus demeii ¢ cundpomom Xamuurcora— [rcungpopda,
demorcmpupyrowas xapakmeproe cmapenue 8 demckom Bospacme,
Peberox cnpaBa — 8 nem, peberok cneBa — 9 nem

- ComaTuueckue KneTku : KneTtku aapoasiesoro nyTm I

(Tenomepasa HeakTUBHa,

(Tenomepasa akTMBHA, ANUHA
Tenomeph yKopauueaioTcs)

Tenomep HopmManbHa)

Nopor crapexus, BeccmepTHbie coMaTtuieckne
GonbUWHHCTBA KNeTOK W pa3oBbie KNeTku
nepecTaioT AeNUTbCH (Tenomepasa axTmsHa,
/ Kpuaue AJIMHE TeNOMEP HOPMAasbHa)
(6onbWKHHCTBO
KNeToK rubHyT)

HeHopmanbHbie KneTku
(Tenomepaaa HeakTUBHE, —
TenoMephbi yKopauusaTcA)

Puc. 56. Usmenerue daurbl menomep y venoBexa B 3a8ucumocmu om Yucaa
Kknemovyrblx denexud. [lo zopusormanu — uucao denenut, no Bepmukany —
dnuHa mesomepsi
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8 KOMNAKTHOM cocTosHWKW. J. Xanu B 1928 r. npegnoxun TepmMuH
«reTepoxpomatiH». JlpyriM TEPMUHOM «3yXpOMaTHH» OH 0Bo3Haumn
cnaboynakoBaHHble (LEeKOHAEHCHMPOBaHHbIE) YHaCcTKH XPOMOCOM.
C npYMeHeHHeM crieuranbHblX METOA0B OKPaLLMBAHWA MOXHO Axdde-
PEHLHPOBATb reTePOXPOMATHHOBbIE W 3YXPOMAaTHHOBbIE Y4ACTKH Xpo-
mocoM. B okonoueHTpoMepHbIX y4acTkax XpoOMOCOM U KOPOTKKX nne-
yax aKpOLEHTPHYECKMX XPOMOCOM NPOKpaLlu-
BAETCA reTepoxpoMaTuH, obo3HauaeMmbli Kak
CTPYKTYPHbIHA (KOHCTUTYTUBHbIN), KOTOPbIX NO-
CTOSIHHO BbISIBNIAETCA W BO BPEMSA MUTOTHYeC-
KOro AeNeHus KNeTku U B MHTepcha3HoM agpe.
MonaraioT, uto 8 [AHK-cTpyKTYpHpOBaHHOM
pailoHe reTepoXpoMaThHa reHbl, OTBeYaIOLHE
3a cuHTe3 Benka, nMbo oTcyTCTBYIOT, MO0 Ta-
KUX reHoB Mano. [lpyroi Tun retepoxpomartu-
Ha — (haKy/IbTaTUBHbIW, BO3HMKAET NyTeM KOM-
nakTU3auuu 3yXpoMaTHHOBbIX PAaHOHOB M

COLEP’KUT reHbl, yyacTeyloue B meTabonua- Puc. 57. Mapu fladon
me Benka. KoHgeHcauyus dhakynbTaTMBHOO re- (1925 2.p.),
T L T Bb10BuHyBwas
TepoxpOM;iTHHosoro pavoHa Xpo . 2unome3y 06
06paTHMbIH Xapakrtep, BbipaX<atoLUK1ca B BO3- urakmuBayuu ooHoU
MOXHOCTH [eKOHAeHCcauuu 3THX PanoHOB. u3 X-xpomocom

o
Y MAeKonuTaloWMX W YenoBeka B comaruuec- ¥ COMOK 8 Bude cGep.
CnUpaﬂUaOBaHHOZO

KWX KNeTKax XEeHCKOro OpraHu3ma OfiHa U3  semepoxpomamuna —
ABYX X-XpOMOCOM HaxOAWTCH B COCTOAHWH mensuya bappa
KOMnakTH3auuu (Tenbue bap-
pa, WAM NONOBOM XPOMATHH)
(puc. 57, 58), ato 1 ecTb npu-
Mep haKy/NbTaTUBHOTO rete-
pOXpoMaTuHa.

Puc. 58. lemepo- u 3yxpomamur
8 s0pe




Tenbua Bappa

Y caMok nnaueHTapHbIX MAEKOMUTAIOWMX B AApax COMaTHHECKMUX
KNeTOK oAHa M3 X-XpOMOCOM MpeacTaB/ieHa B BWAE reTepoxpoma-
TMHOBOW rNbIBKK. B sapax camuos oHu otcyTcTeyloT. 3TH 0bpaso-
BaHWA Ha3blBaloT Tenblamu bappa B (puc. 59) uectb kaHagckoro yue-
Horo Mappes Bappa, kotopeii Habniogan ux B agpax HelpoHOB
camok kowek B 1949 r. B nokoswmxca agpax KNeToK 3NUTeNUs po-
TOBOW NMONOCTH XKEHLUWHbI MONOBOH XpOMaTHH BCTpeuyaeTca B 20—
70% snep, y My»u4uH 0BbIMHO OTCyTCTBYeT MnK BeTpeuaetcs B 0,64%

KNETO4YHbIX saep.

Puc. 59. Tensya bappa. @omoepagpus sdep HopmansHozo myxcyunsr (XY)
cneBa u xenujurol (XX) cnpaBa. Tensya nokasarsl cmpeakamu
U BudHbI MobKO B A0PAX HeHUWILHS!

Puc. 60. Cxema komMnakmu3ayuu TpoMocoM
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XUMHYECRUM COCTaB
XpOMOCOM 3YKapHOT

Xpomocombl coctosT u3 [IHK u 6enkos, obpasys Hykn€onpoTenHo-
Bblil KOMNneKc. Ha nono 6enkos B cpefHeM NPUXOAUTCA OKONO 60%,
Ha JIHK — 40% obwei maccbl aTux CTPyKTYp. Benku, sxoasiuue B co-
CTaB XpOMOCOM, NOAPA3AeNsIoTCA Ha ABE rPYNMbl: TMCTOHOBbIE H Heru-
cToHoBble. TMCTOHOBbIE Benku NpeAcTaB/ieHbl NATbIO OCHOBHbIMK (hpaKk-
umamu: H1, H2A, H2B, H3 1 H4 (puc. 61). Benku-ructoHbl cocTassioT
ot 40 no 80% Bcex Genkos xpoMocoMsl. [HCTOHOBbIe Benku cocToaT
U3 HeBONbLLIMX MONEKY, UMEIOLUX NONOXKHUTE IbHbIE INEKTPUYECKUE
3apAAbl, NOCKONbKY B MX COCTaBe NpeobnafaloT OCHOBHbIE aMUHOKHC-
NOTbl APrMHKMH W NM3KH. Bnarogaps TakoMy CTPOEHHIO TMCTOHOBbIE Ben-
ki1 coepuHaOTCA ¢ oTpuuarensHo 3apsxenon [HK, obpasys AHK-
rucToHoBbid komnnekc AHI. MonaraiooT, 4TO TMCTOHOBbIE benku
BbINOMHAIOT BXKHYIO (PYHKLMIO, CBA3aHHYIO CO CeLcbYecKoi ynakoe-
KOW OrPOMHOM NO pa3mepamM MOJIEKY bl OHK B KOMNaKTHYIO CTPYKTYPY
XPOMOCOMBbl.

HeructoHoBble Henku, BXOAALME B COCTAaB XPOMOCOM, BbINOJHAIOT
pasHbie yHKUMK: yuacTsyloT B npoueccax pennukaunu [1HK, Tpanc-
KpUnLmMK, penapauud. JIMHEHHO pacnonoXeHHas B XpomMocome OHK
MOMET [JOCTHraTh HECKONBKHUX CAHTMMETPOB: Y YeNoBeKa 5 CM, y MyXu-
Apo3odunbl 2 cM (NP1 penaHKau1u a1 B UHTepdase).

Puc. 61. PacnosnoxceHue monekyn aucmoroB 8 Hykaeocome
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Habniopgaetca 3HauuTenbHoe pa3nuuue no COCTaBy U CBOWCTBaM
[HK 8 paznuuHbix yqacTkax XpoMocoMm.

B obnacti nepsuuHbIX NepeTsxek pacnonaraetcs cneuudHyeckas
ueHTpomepHas [HK c yacto noBTOPAOLWMWMHCA KOPOTKMMU Nocneno-
BaTenbHocTaMK Hykneotuaos L, AT, ¢ koTopbiMK B3auMopaencTByiOT
cneunanbHble BeNKM KMHETOXOPOB CTPYKTYP, obecneunsarolx CBA3b
MHKpOTPyBouek BepeTeHa feNneHWs ¢ xpoMocomamu. B Tenomepax Tak-
e pacnonaratotca ocobble yuactku [IHK, npenstcteyiowme ykopoye-
HUIO XPOMOCOM B NMpouecce peniMkaurn. B 3oHax BTOpHYHbIX nepers-
YXEeK, KaK Yy»e yKa3biBanocb, pacnonaratorca ydactkui [OHK,
OTBETCTBEHHbIE 3a cHHTe3 p-PHK. B nneuax xpoMocoM pacnonaraercs
ocHosHas vactb [JHK, otBetcTBeHHas 3a cMHTE3 MHOrOYMCNEHHBIX WH-
chopmaumnoHHbix m-PHK, oTBeyalowmx 3a OyHKULHOHWPOBaHHWE CTPYK-
TYPHBIX FE€HOB.

ypOBHH ROMITAaRTH3alWH XpOMOCOM

JHK ynakosaHa Takum cnocobom, 4To ocTaeTcsa A0CTynHOH ans chep-
MEHTOB W BE/IKOB, y4aCTBYIOLMX B TPAHCKPHILMHK, PENNUKALMH W pena-
paunu OHK. Y aykapuor, B ToM uucne u y yenoseka, [1HK e sgpe coma-
TUYECKWX KNIETOK HAXOAWTCA B BUAE AMNNOWAHOro Habopa pas/ivyHbIX
xpoMocoM. Kaxkaasa xpoMOCoMa COCTOMT U3 ANMHHOW OJMHAPHOH HUTH
[HK, ceszaHHOM c BenkamMu, KOTOpble CBEPTHIBAKOTCA U YNaKOBbIBAIOT
ToHKyto HuTb [IHK B 6onbluyio komnakTtHyto ctpykTypy OHI (aesokcu-
puBoHykneonpotent) (puc. 60). Komnnekc [HK 1 6enka Hasbisaetca
XPOMATHHOM (OT rpeud. chroma — OKpaLeHHbIH), T.e. CNOCOBHbLIM K OK-
pawwusanuio. bonblas yactb Genkos yuactsyer B ynakoske [JHK, a tak-
YKe peryMpyeT 3KCNPEecCUio reHOB, YHacTBYET B PENNHMKaLMUHK W penapa-
LK.

Tunuuras Gaktepus umeet oaHy konbuesyto [JHK, kotopas ceazbi-
Baercs ¢ beskamu, noatomy Takyio konbuesyto JHK HasbisaioT bakTe-
pHanbHOM XPOMOCOMOW.

Kaxkpas knetka yenoseka, 3a UCKNIOYEHWEM MOJOBbIX, COAEPIKHT
AMNIoMAHbIM Habop xpomocom, Bcero 46. MonosuHa xpoMocom yHac-
NnefoBaHa OT MaTepH, Apyras oT oTua. Takie XpOMOCOMbI Ha3blBAOTCA
rOMONOrMYHbIMK. HEeroMmonoruyHbie XpoMoOCoMbl — 3TO NONOBas Xpo-
Mocoma Y, Hacnepyemas OT OTua, U NosioBas X-xpoMocoma, Hacneay-
eMas OT MaTepH.
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Bo BpeMs WHTepasbl XPOMOCOMbI NpecTaBAAT COBOH ANHHHbIE
sakpyderHble HUTU [IHI B appe knetku. Bo Bpemsa geneHua Knetku
MMTO3a 3TH XPOMOCOMbI KOMMNAKTHbIE M HAXOLATCA B BbICOKOKOHAEH-
CMPOBaHHOM COCTOAHUM. KoH/leHCHpOBaHHOE COCTOAHME MHTOTHUEC-
KKMX XPOMOCOM NO3BONSAET AYNNHLMPOBAHHBIM XPOMOCOMaM Pa3OHTHUCh
80 BPEMS KNeTo4Horo aenexus. B untepdbase nporcxonut cuntes [IHK,
U XPOMOCOMa PENHLIMPYETCA, & €€ KOMHHU BO BPEMA eNeHus nonaga-
0T B fo4YepHHe KneTku. Kak »ke npoucxoauT ynakoska xpomaTtuHa?
CerofjHsi MHOTHe UCCnefoBaTenu cunTaioT, uto HWTb [IHK npetepnesa-
eT NATb YPOBHEH KoMnakTuaauuu u ykopauusaetcs 8 10 000 pas. Huxe
nepe4YrcaeHbl YPOBHH:

1. HykneocomHbiu

HykneomepHbIH, UKW CONEHOWAHbIW

XpomomepHbIH

XpoMoHeMHbIH

. XpOMOCOMHbIH

Mepebii, Hanbonee byHAaMeHTanbHbIM W Hanbonee U3ydeHHbIH
ypOBEHb YNaKOBKH XpOMaTHHa — HYKNeoCOMHbIH (puc. 62), Bbin oT-
kpbiT B8 1974 r. Ecnu xpoMatuH nogseprHyTb cneyransHon obpabor-
Ke, Bbl3blBatoLLeH YacTHYHoe packpyunsaHue [1HK, To B anekTpoHHOM
MWUKPOCKONE MOXHO YBHAETb CEpPUI0 «BYCHH Ha HUTU». HUTb — 3TO
JHK, a kaxkgan 6ycrHa 310 BenKoBbIH KOPP, MM OCHOBAHHWE HYK/eo-
COMbI, UMeloLLiee (hOPMY UMMHAPA, BOKPYT KOTOPOro Ha ;¢)6opma
obepryta JHK.

Kaxgas MHAWBMOyanbHas HyKNeocoMa COCTOMT W3 8 rMCTOHOBbIX
6enkos no e MONEKY/bl K&KAOro rMCToHa H,A, H,B, H, n H,, koTo-
pble 06pasyloT Kopp, U Ha HeM pacnonaraetcs ggyxuenodedras JHK
AnvHon npumepHo 146 n.H. Takas HykneocomHas CTpyKTypa obecne-
4nBaeT komnaktusaumio AHK B 67 pas.

BTopoii atan koMnakTH3aLUWK — HYKNeoMepHas, WaK coNeHouaHas,
ynakoska (puc. 63), 1.e. (hopMHpoBaHHe XpoMaTHHOBbIX hrbprnn au-
ametpom 30 H.M. B 3TOM cnyyae HyKNeocoMHbie HUTH 0BpasyioT cnu-
Panb coneHoua, Mnu Hykneomep, ¢ warom B 68 Hykneocom. B atom
npouecce yyacteyet ructoH H1, koTopbiit coeauHneT mexxkay coboit IHK
M HyKNneocoMmHble Kopbl. YpOBEHb KOMMAKTU3aLUMKH HA 3TOM 3Tane yBe-
Nnuusaetcs 8 40 pas.

TpeTuit yposeHb KOMNAKTU3aUUKM — XPOMOMEPHbIH, UK NETENbHbIN
(puc. 64, 65), cen3aH He C AONONHUTENBHOM cnuMpanu3auuen, a c ob-
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O H2Ax2(28x/la)

a O
[ X JERRYETS

QO Hax2(22x/la)
200 nu AHK = 130 k/la
Jlanna 67 nm Macca beaxa 108 x/la
L I

6 Hm I
+ N
H1 (24 x/la)
1l um
obynspHasn
6 AVCUMNAMHA
\ COOH
H.N Twecton H1
Hyxneocoma
H1 coenunreTca
CO cneunpuIeckum
panoHOM HYKNEOCOMbI
o COOH
H,N
Hyxneocoms CO8AMHAIOTCH

nocpepcTeom ructosa H1i
COOH  COOH
H,

ote

Puc. 62. Cmpyxkmypa Hykaeocoms! (a) u BaaumodeiicmBue aucmoHa
u Hykneocom (6)
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11 nm

Puc. 63. Cmpyxkmypa Humu
xpomamura duamempom 30 H.m.

Ceprueswna

Tucton H1

(b) Conewoma
(30 Hm B pHaneTpe)

TucTowoswi oxTamep,
CERIBHHLR
© QHK pawnoi 146 n. w.

AHK
(2 wa & amameTpe) (a) W

{11 #m 8 anamerpe)

Puc, 64. XpomomepHoll, unu nemensrsli, ypoBeHs KOMNAKMU3IAUUU
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pa3oBaHWeM nonepeqHbiX NeTerbHbIX CTPYKTYP, HAYLIMX BAO/b MH-
Tepha3HOM, UM MUTOTMYECKOH, XPOMOCOMBL. [1eT/1 COCTOAT U3 cone-
HOMAHBIX, UMK HYKNEOMepHbIX, (OMBPUNA, OHK CBA3aHbI C HErMCTOHO-
BbIMW Benkamu, KoTopble 0bpa3yoT ocTos. KaXabii XxpoMoMep COCTOUT
U3 HECKONbKWX COEPXKaLLMX HYKNeOCOMbl NeTenb, KOTOpble CBA3aHbI
¢ ogHUM UeHTpom. Pasmep oTaenbHOM NeTnu coBnapaer ¢ pamMepom
CpeaHuX PennuKoHOB (eavHKULA peninkauuu [HK) u moxet cootsert-
CTBOBaTb OJHOMY MMM HeckonbkuM reHam. OgHa xpomocoMa MoXeT
umetb go 2000 netens. YpoBeHb KOMNaKTU3aLWK MOXET yBeH4UBaTb-
ca po 700 pas.

YeTBepTblit ypOBEHb KOMNaKTH3aLMH — XPOMOHeMHbIH (puc. 64, 65).
COAMMKEHHDBIE B NMHEHHOM NMOPAAKE XpoMoMepbl 0bpa3yloT ToncTbie
700 HM HMTH, KOTOPbIE MOXKHO HabniofaTh B CBETOBOM MUKPOCKONE.

Matbiit yposeHb komnaktusaunu go 10 000 pa3 xapaktepeH ansa
MeTacha3Hoi XpoMocoMbl. Ha 3TOM ypoBHE NPOMCXOAMT YKNaAKa Xpo-
MOHEMHbIX HWUTElH 1 obpa3osaHWe efuHOW MeTacha3HOH XPOMOCOMbI
(puc. 64, 65).

700

XPOMATMHOBAR PrBpunna
obpasyeT neTnK
(xpomomaphbif yposers)

300

NNOTHO YNBKOBAKNbE
HYKNBOCOMB T
XPOMATHHOBYIO BHOPUANY
(HyxneomepHs R ypoBeHs)

YUBOTOK XPOMETHHA
o TpeMa
HYKNSOCOMBMM

1l

9 Puc. 65. YpoBHu
] ynakoBru JHK

KopOTKHA ywacTox Asofnofd
uenn AHK
8 xpomocome

(nwm oBopoTos)

nasalV

MEH/EJIH3M




F'perop Menpgens (1822—1884) poauncs 8 KPECTbAHCKOH CeMbe,
C AeTCTBa UMeN HaBblkK PaBoTbl C pacTeHMAMM, Tak Kak BMecTe ¢ oTuOM
3aHumanca cagosoactsom. B 1843 r. ctan MmoHaxom Kato/IMyeckoro
ABMYCTMHCKOro MOHacTbIps B r. BpioHHe (HbiHe BpHo, Yexwus). [sa ropa
yuuncs B Benckom yHusepcutete, usyuan €CTECTBEHHYIO UCTOPHIO U
Matematuky. B nepuog obyuenus 8 Bere sauntepecosancs npouec-
COM rUBPUAM3aLMK pacTeHHi, Bbin 3HAKOM C pabotamu csoux npea-
wectseHHukoB W.T. Kenbpeiitepa, T.3. Haitta u ap. B 1853 r. BEPHYI-
CA B MOHaCTbIpb, NpenoAasan U3nKY U MaTeMaTUKy B peanbHOM
ydunuwe r. Bpiotna. Ceou aKcnepuMeHTbI N0 CKPeLUHBAHHIO NOCEBHO-
ro ropoxa Pisum sativum L. oH NpoBOAMA Ha MaNEeHLKOM MOHacTbIpc-
KOM yuyacTke paamepom 35 x 7 m.

lopox sBnsieTcs camoonbinsoWMMCS pacteH1eMm, UMEKOWUM MHO-
YKeCTBO CTabU/IbHO CoXpaHSIOWMXCS NpP13HaKos B notomcTee (puc. 66).
Ha npotsoxenuu 8 net I'. Menaens nposoamn onbitsi no CKpeLLHBaHHIO
Pa3HbIX COPTOB ropoxa, OT/IMYAIOLLMXCA KOHTPACTHBIMU (anbTepHaTHB-
HbIMH) Npu3Hakamu. B cBoux akcnepuMeHTax oH TwarenbHo noaGupan
POAHTENbCKME Napbl, 3HANIH3HPOBAN NO/YYEHHbIE Pe3YNbTaTbl, Besl KO-
NIMYECTBEHHbIH y4eT NoToMcTEa.

Peaynbrathl CBOWX 3KCMIEPUMEHTOB OH onybnukosan g 1866 r. B cratbe
«OnbiTbl Hag pacTUTenbHbIMU rBpUaamus. B 1ol pabote oH U3NoKMN
OCHOBHbIE 3aKOHOMEPHOCTH HaC/Iel0BaHUs NPHU3HAKOB OT POAHTenei K
MOTOMCTBY, KOTOPbI€ BIOC/IEACTBUU CTAM HA3bIBATLCS «3aKOHbI Mepe-
na». OH nokasan, YTo 3a pasBuTHE NPU3HAKOB OTBEYAIOT onpegeneHHble
HACNIEACTBEHHbIE 3aAaTKH1, KOTOPbIE NEPeAAIOTCS NOTOMKaM B BMAE AWCK-
PETHBIX €AMHUL, 4epe3 nososbie KNeTkU. Merpenb Bsen 8 renetuky Taxue
MOHATHSA, KaK «AOMUHAHTHOCTbY W «peLeccuBHOCTbY. Mpu cKpewrBaHH
YHCTBIX IMHUH PACTEHHI C XKENTbIMK U 3e/IeHBIMU CeMEHaMM y rubpuaos
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CeMb npl:la!ton. KOTOpbIe .\l!ﬂ.ﬂ!ﬂh H3¥9A1 B CBOHX IKCOepHMEHTAX, H noJayveHHbIe HM pelyabTarsl

Mpuanax Moxonenwe F2

BomunatTHan Gopma Peueccusnan popma - ﬂoumt-mn-n:
@ NYPAYPHLIE LBETKK X Benwe useTkM ):'1 705:224 3151
3eNeHbie ropoLMHbI . 6022:2001 3.01:1

Q KEJSTTHIE FOPOLLIMH X

£% 5474:1850 2.96:1

’ JeneHsie CTPYuKM X WEThIe CTPYYKM & 428:152 2.82:1
’ HaJIyTHiE CTPYMKM X cnasuwwecs cTpyuku W 852:299 2.95:1

651:207 3140

x UBETKH Ha BEPXYILIKE

BLICOKWE Dac TEHWR X KApnvKOBLIE DACTEHUA ' | ‘- 787217 2.84:1

Y

Puc. 66. [pusrHaku 2opoxa, usyvaemeie Mexdenem

MEPBOro MOKONEHUA OH OBHAPYXKMN TONBKO OAMH W3 ABYX anbTepHATHB-
HbIX NPU3HaKoB — >kenTbih. MeHaenb Ha3Ban TakoW NpW3HaK AOMUHAHT-
HBIM, & afbTepHaTUBHBLIM (3eN1eHbIH), KOTOPbIH HE NMPOSBMACA B NEPBOM
NokoneHun, — peueccusHbIM. OH Hcnonb3osan BykeeHHoe 0bo3HaUEHHe
HacneacTeeHHbix hakTopos (reHoB). Annenb, OTBeYalOLMIA 3a pa3BUTHe
AOMHHAHTHOrO NpH3Haka, cTan 0bo3Ha4aTbes 3arnasHoi byksoi (A), pe-
UECCHBHbIN reH — cTpoyHOi BykBson (a). Ocobu, koTopbie UMenu aga ao-
MUHaHTHbIX (AA) N1 ABa peLecCHBHbIX reHa (aa), Bbinu Ha3BaHbl FOMO3K-
FOTHbIMK. [MBPMAbI, KOTOPbIE BCEraa UMEIOT OOHH AOMHHAHTHDIN, Apyrou
PELIeCCUBHbIN reH, CTanM Ha3biBaTbCs reTepo3uroTHbiMK (Aa). Peueccus-
HbIK reH nposBnseT Cebs TONBKO B FOMO3HIOTHOM COCTOSIHUN — aa (3ene-
HbIH BET ropolLLKa), a LOMHHAHTHbIN FeH MoYKeT NPOABAATH CBOH AEHCTBUA
KaK B romoanrotHom — AA (>KenTblit useT rOpOLLIKa), TaK W B reTepo3uroT-
HOM cocTosmum — Aa (enTbiit uset ropolka). eHbl, HaxopswmMecs B
OBMHAKOBbIX yuacTKax roMOIOrMUHBIX XPOMOCOM W OTBevarolue 3a pas-
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HOBMAHOCTb OJHOrO NPMU3HaKA, HA3bIBAIOTCS asNeNibHbIMH, T.. TeH Xef-
Toro useta ropowka (A) 1 reH 3eneHoro useta ropotuka (a) — annenn-
Hble. B nonoBom knetke HaxoaWTCA TONbKO OWH annesb, OTBeYaroLLMK 3a
pa3BHTHE TOrO MM MHOIO NPU3HAKa, TOrAa Kak B AUMNIOMOHOM OpraHuame
ux gsa. Y yenoseka reH kapux rnas (A) AOMUHMPYET Haj peLecCHBHbIM
reHom ronybbix (a).

BropuuHoe oTkpbiTHe 3akoHoe Mengens npousowno e 1900 r. Tpe-
M5 BoTaHWKaMH, KOTOPbIE NOMYYHNH TaKWe 3Ke pe3ynbTaTbl NpH CKpe-
W MBaHHWKM pacTeHUH, Kak U MeHaenb, W NPU3HaBLUMMK €ro NPUOPHTET,
1900 r. cuMTaeTca rofoM poxaeHHWs reHeTuku. B nanbHenwem MHorue
UccnenoBaTesii YyCTaHOBMAHK, YTO Mo 3akoHam Menaena Hacnepytorcs
NPWU3HAKKW Y PACTEHWH, )KUBOTHbIX W YENIOBEKA, T.€. OHW YHUBEPCAJIbHbI
LNS BCEW XXMBOH NpUpopabl.

3arROHOMEPHOCTH HacC/IeA0BaHMS.
MoHornbpuaHoe CrpellUBaHHe

B ceomx onbitax . Mengenb npuMeHsn rubpuaonorHieckuin MeTos,
T.€. MeTof cKkpelmsaHua. Menaenb HauwHan ¢ camoro npoctoro. OH
CKpelumBan pacTeHus W Habnogan HacnepoBaHWe KOHTPACTHPYIOLLWX
NPW3HAKOB, 3TO: LBET CEMAAONEN — >KENTbIA UK 3eNEHbIH; CeMeHa —
rnagKue WaM MOPLLMHUCTbIE; UBETKM — Oenble UK nypnypHbie; AnvHa
ctebnsa — Bbicokas MW HU3Kas. Bcero Mengenb npeacrasun pesynibra-
Tbl NO CEMM NPpU3HaKaM ropoxa. Takoe ckpelyusaHue, rae ocobu aHanu-
3UPYIOTCS TONIBKO OAHWM KOHTPACTHBIM a/IbTEPHATUBHbIM NPHU3HAKOM, Ha-
3blBaeTCsA MOHOrMBpUaHbIM. Ins MOHOrMBpHAHOTro ckpelypBaHua I'. Men-
[le/lb YCTAHOBW/I 3aKOHOMEPHOCTH HAacNefoBaHHs, NOHATHE anienn3ma,
[MCKPETHbIH XapaKTep HacnefCTBEHHOCTH, NoKasan cTabunbHOCTb Ha-
cnepcteeHHbix thaktopos. CerogHa — 37O NEpBbId U BTOPOW 3aKOHb!
Mengens.

[NepBbiii 3akoH MeHaens

MeHpenb NPOBOAUA MOHOTMOPUAHOE CKPELLHBAHHE YHUCTbIX TMHWUH
ropoxa, OT/IHYAIOLMXCA NO OLHOH nape anbTepHaTUBHbIX NPU3HA-
KOB, @ UMEHHO NO LBETY FOPOLUMH (MenTbii WK 3eneHbii) (puc. 67).
B kauecTse MaTEPUHCKOrO PacTEHHS UCNONb30BaNK FOPOX € XeNTbl-
MW CEMEeHaMM, a OTLOBCKOrO — rOPOX C 3e/eHbiMU ceMeHamu. Bce
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Puc. 67. Cxema moHozubpudrozo ckpewuBanus 20poxa npu noaHoMm
domutupoBaruu no gheromuny u 2eHomuny

I'H6pH.[1hi NEePBOro NOKONIEHUA UMENH XKeNTyto okpacky cemaH. lNpu-
3Haku, nposenaowMecs y rubpugoe nepsoro nokonexus, . Mew-
A€Nb Hazsan AOMUMHAHTHbIMM (nat. dominus — rOCNOACTBYIOLLMH),
4 He NposBNAlOLLIMeCs — PeLecCUBHbIMM (NaT. recessus — oTCTYy-
Natowmit). Xentoih uBeT okasancs LOMHHAHTHbIM npuM3Hakom, 3e-
NeHbIH — peveccueHbIM. B akcnepumentax Mengens YCTaHOBM/, UTO
aHanoruuHbiM obpa3om BeayT cebs BCe ceMb MCCAEAOBAHHBIX MM
NPHU3HakoB.

Moworubpugroe CKpell1BaH1e NOATBEPIKAAET HaNWYMe [OMMHAH-
THOrO reHa y rubprAoB NepBoro NOKONEHHS, Tak Kak FOMO3WIOTHbie
OPraHuambl faloT TONbKO OAMH TUN raMeT C AOMMHAHTHbBIM HAK peuec-
CHBHbIM reHom. [Mpu npoBeeHUH cxembl CKPELLUBAHUA UCMONb3YIOT
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reHeTHYeckyio cumeonnky. MNon npuHsaTo obosHauaTh crepyloWwmUmMm
cHMBONaMK: skeHCckUi § (3epkano BeHepbi), My»XCKOW d'(w,m M KOMbe
Mapca). CkpeluusaHue obo3HaualOT 3HAKOM YMHOXeHHs: X. Pogutens-
CKWe opraHu3mbl obozHavatot Byksoi P (ot nat. Parento — popgute-
nu), rubpuaHoe nokonenwe — Byksoit F (ot nar. filli — cdunuan unu
netu). Ha nepBoe MeCTO CTaBAT KEHCKUM OpraHuam.

CxeMa MOHOTHOPHAHOrO CKPeWHBaH1A ropoxa NpH NONHOM [OMM-
HWPOBaHMK NO PEHOTHMNY M FEHOTHNY.

Ibpuabl nepsoro nokoneHus Aa umenu oauH reH — A — oT ogHo-
ro poa1Tens, a BTOPOW reH — a — OT APYroro POAMUTENSs M NPOSBHUIM
AOMHMHAHTHbIM NPU3HaK, CKPbIBasl peleccuBHbii. [eHoTHN No aaHHOMY
npU3HaKy — reTepo3uroteH. [lepsoe nokoneHue eqMHOOBpPa3HO U He-
CeT JOMHHaHTHbIH NPU3HaK oAHOro U3 poguTened. MNo3gHee 3Tto aene-
HHe NOMUHWUpPOBaHUA Bbino Ha3eaHo lMepsbiM 3akoHoM Mengens. Ceii-
uac 310 HasbiBaetcs [lpaeunom eguHoobpasus rubpupoe 1-ro noko-
NIeHUs.

MonexynspHoe (buoxumuyeckoe) ob6wbscHeHue
0n51 HEKOMOPbIX U3YHeHHbLX MeHOenem npusHakos

Kakas cBs3b CyLLECcTBYET MeX/Ay MOJIEKYNSPHbIM 0BBbACHEHHEM [O-
MHWHAHTHOCTH, PeLeCCUBHOCTU U (haKTHUYECKU M3ydueHHbIMM MeHaenem
npuW3Hakamu (ceoicTeamu) 3eneroro ropoxa? O HeKoOTOpbIX annenb-
HbiX napax Mbi ye 3HaeM TouHo. OuH U3 NPUMEpPOB — 3TO Kpyr/ble
(rnapkue) n MOpLUMHUCTbIE CeMeHa ropoxa. [opox ¢ MOPLMHUCTBIMM
ceMeHaMW MMeeT NOBbILEHHOE CogepXKaHue
caxapos3bl N0 CPABHEHUIO C PacTeHWEeM C rnag-
KWMH cemeHamu. Bcnencreue atoro cemena
Takoro ropoxa, noka oHu pa3susatoTcs B 6obe,
abcopbupytot Gonbuie Bogpl. Korga oHu cospe-
BalOT, TO TEPAIOT YACTb BOAbI, FOPOLUMHBI CMOP-
wusatotca. [nagkue (Kpyribie) ropoLmHbl, co-
[epxalli1e MeHblle caxapo3bl, HO bonbwe
Kpaxmasna, BcacbiBaloT B NpoLecce pa3BUTHs
Puc. 68. Bvewnui Bud  MeHblUE BOJbl U NO3TOMY B NpOLLEcce CO3peBa-

CEMAH 20p0Xq HUA HEe TepsIoT ee TaK MHOro, KaK MOPLLMHUC-
C enadkumu u
Tbl€ TOPOLLUMHBI, W, KaK CIeACTBHE 3TOro, OcTa-
MOopujuHuCcmsIimu
2opowuHami toTCA rnagkumu (Kpyrabimu) (puc. 68).
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BakHOE pa3/iMuue Mexay CopTamu ropoxa C rnafkMMH W MOpLUK-
HMCTBIMU CEMEHaMM (FOPOLUMHAMM) COCTOMT B KOIMUYECTBEHHOM COOT-
HOLLEHWW Caxapo3bl U Kpaxmana B Ux KneTkax. B ceoto ouepepb, 310
3aBMCHT OT pAAa (bepMeHTOB, NpesBpallalolx caxapo3y B Kpaxma.
Kakablil U3 3THX (DePMEHTOB KOAWPYETCA OAHUM reHom. Annenb r -
AfeTcs MyTHpYloLLeH BepcHen (MyTaHTHbIM BAPHAHTOM reHa) OfHOro
U3 TaKux reHoB. PacTeHus, roMO3KUroTHbie N0 3TOMY annento — rr, He
obpasytoT hepMenTa, KOTOpbIH KOAMPYeTCs reHoM R. 310 o3Hauaer,
4TO pacTeHWs, MMeroL1e reHoTun 77, ByayT npeepawarts B Kpaxman
MeHblLUe Caxapo3bl, NO3TOMY TaKWe CemMeHa B Nnpouecce co3pesaHus
6yayT TepATb BOAY M CMOpLMBaTLCA. B reteposnrotHom coctosHmu
(Rr) R-annenb oTBeYaeT 3a CHHTE3 3TOr0 (PEPMEHTA, KOTOPbIM CHHTE-
3UpYeTcs B AOCTATOMHOM KONWYECTBE, HTODbI CHU3WUTb yPOBEHb Caxa-
pO3bl, NO3TOMY PaCTeHHs, UMeloLMe reHoTun Rr, obpa3sytoT rnaakue
cemeHa. B 3ToM cnyuyae npoaykT reHa annenb R LOMUHWPYeT Hag an-
nenem r.

HenonHoe goMHHHpOBaHHe

MeHaenb NpHMOTKPbLIN 3aBeChbl Haf NPOLECCOM HacnefoBaHWs Npu-
3HAKOB NPH NOJIHOM JOMUHWPOBaHHUK. [103)Ke yueHble YCTaHOBWIIM, YTO
JIOMUHHUPOBaHHe NpeacTasnser coboi pacnpocTpaHeHHoe, HO He YHU-
BepcansHoe sefieHue. B HekoTopbix ciyyasax MMeeT MECTO HenosiHoe
JAOMWHUPOBAHHUE.

HenonHoe goMHHWpOBaHWe BO3HUKAET B TEX CNydyasx, KOraa retepo-
3UroTHble hopMbl (0COBH) UMEIOT PEeHOTHIN, MPOMEXKYTOUHDIH MeXAY ABY-
MS FOMO3WroTHbIMW opraHuaMamu. OguH M3 NpMMepoB — 3TO Hacnepo-
BaHWe OKPACKH LIBETKOB Y /IbBUHOrO 3eBa: AA-reHOTHN AaeT KpacHbie Lige-
Tbl, aa-reHotin — Genbie (puc. 69). NeTeposurora Aa UMeeT po3oBble
UBeTbl. 3TO OOBACHAGTCA TEM, UTO reTepo3uroTHas opMa XoTs U UMeeT
hYHKLMOHANbHO CNOCOOHBIN reH A1 CUHTe3a NUrMEHTa, HO MUrMeHT 06-
pasyeTtcs B HEQOCTAaTOMHOM KOJIMHECTBE M OKpacKa LIBETOB Nosydyaercs
NPOMEXYTOUHOW MEXY JOMMHAHTHOW W PeLeCCMBHOM chopMamu. Takum
06pa3oM, Np1 NOSHOM U HENOHOM JOMMHUPOBaHWHM egUHOOBpa3aHe oco-
Geli NnepBOro NOKONEHUA OCTaeTCA.

Moatomy nepsbid 3aKOH HAC/NEAOBaHWA CTa/l Ha3blBaTbCA 3aKOHOM
€nuHoOoOpa3us rubpUAOB NEpBOro NOKOMEHHS, OH YTAETCS TaKWM 0D-
pazom:
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F Aa Aa

1
Ecn1 npou3onaeT pacliennexue, To ocobb retepoaurotHa. Motom-
CTBO reTepPO3HWroTHOM OCODM NPH CKPELLMBAHUK C PELEeCcCUBHOW dop-
moi paert pacuwiennenne 1: 1.
O
P + A? X aa -
[ameTbi @ @ @
F, Aa aa
1 : 1
ﬁ Mokoneuue F,
" AomusanThei GeHoTHn
Mokonenwe F (HEM3BECTHLA reHoTIN)
-\1\: f» ! Ecrm PP Ecnmn Pp \
4 sARan # ? %
Puc. 69. Henonroe domunupoBanue. lMpomexcymouroe HacredoBorye s -
npustaka 8 F, y uBemkoB Mirabilis Jalapa (Houynas KpacaBuya) @\ & ® G

Mpn MOHOrUBPHAHOM CKPELMBAHHM FrOMO3MIOTHBIX ocobek, oTnu-
HAIOLWHXCA KOHTPACTHBIMK NPU3HAKaMM, BCe NOTOMCTBO B NEpPBOM Mo-
KONeHWu earHooBpaaHo Kak no eHoTUNy, Tak U no reHoTuny.

S i orinal - - TOMOINTOTHEIA 7
Bo sTopom nokonenuu npu HenonHom NOMWHWPOBaHMK pacLienie- ikl i T tpusionsiamy
(Gentif) . 2BECTHLIA o W3BECTHE4# UBETOK
HHE NO (heHOTHNY 1 reHOTUNY COBNaAaeT U BbIPAXKAETC COOTHOLLEHH- e - s tmes
em1:2:1, N0 ARRERRTIONY TRmEY

AHanusupyiollee CRpelLMBaHHe

PeueccuBHbil npusHak aa (3enembiii ropox) NposBASeTCs TONbKO B
FOMO3HMIOTHOM COCTOAHUM. [OMO3HrOTHBIE AA (3KenTbii ropox) u rete-
PO3MroTHbIe Aa (eNTbli ropox) 0coBH ¢ LOMUHAHTHBIMM npU3HaKamu
no (heHOTHNY He OTAIMYAIOTCA APYT OT Apyra. ins ycraHoBneHus Hewms-
BECTHOTO reHoTHNa NPOU3BOAAT aHaNU3UpyloLiee CKpelluBaHme (pHc.
70). Lns atoro Heobxoanmo 0cobb, reHOTMN KOTOPO#t HesceH (A,
CKPECTHTb C peueccBHOW (hOPMON, reHOTMN KOTOPOI Bcerna nasec-
TeH (aa). Ecnu B pesynbrate cKpelymBaHus Bce NOTOMCTEO Byner eau-
HOOBpa3HbIM — Hccneayemas 0cobb roMo3UroTHa.
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Puc. 70. AHanuzupyrowee ckpewuBarue

AHanuaupylolliee cKpeLLiMBaHWe BaXKHO U Ans yenoseka. MHorpa no
FEHOTUNY AeTel MOXXHO ONpefeNuTb, rOMO- UM reTEPO3UIroTHbI ero
pogutend. AHanu3upysi POAOCIOBHbIE NO YKUC/OBbIM COOTHOLLEHHUSM
NOTOMKOB, B HUX MOYKHO HalTH BpakH, KOTOpbIE ABAAIOTCA aHANM3UPY-
HOLWHMK.

Mpu cynebHO-MeAHULMHCKON 3KCNEPTH3E MOXKHO MCMOJb30BaTh 3TOT
MeToq ANA MCKIOYEHWS OTLUOBCTBA NO rpynnam Kpoeu B cucteme ABO
H no pesyc-chaxkTopy.
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BTtopoi#i 3akoH MeHaens

Mpu ckpewwmsannu rubpuaos (Aa) nepsoro nokonexHs Mexxay coboii
B8O BTOpOM nokoneruu (F,) I'. Menaenb nonyunn ocobu He Tonbko ¢ foMH-
HaHTHBIMH, HO W C PELLECCUBHBIMM MPU3HAKAMM, H BCeraa B COOTHOLLEHHM
3:1 no cpeHoTUny (3 BOMUHAHTHBIX, 1 peLeccHBHbIi) (pHC. 71).

Benwi ’ DuoneTosLIR :r
(pp) | (Pp)
\ - #’ '
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‘? ;Hi I‘# #
). L2 4 fiyﬂ? ¥y
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- e (Po) F: 2

Puc. 71. Monozubpudroe ckpewuBanue.
lTepGeii u Bmopou 3akorsr Mendens

Bcero 8 gaHHOM onbiTe npu ckpelwmBaHuM rubpraos (F,) nepsoro
nokoneHus Gui10 UM nonydeHo 7324 cemenu, U3 KOTOpPbIX rNajKux oKa-
3anock 5474, a mopwmHucTbix — 1850, otciona cootHowetwe 2,96 : 1.
Bnuskue cootHoweHNs HaBNIOAAIOTCA W NPH CKPeLUMBAHUM NO APYTUM
anbTepHaTUBHbBIM NPU3HaKaM AYLUMCTOro ropotka. Ocobeit ¢ fOMUHaH-
THbIMW NPHU3HaKaMK Bcerga B Tp pasa Gonblue, ueM ocobeil ¢ pevec-
CHBHbIMW. MeHaenb Npuwen K BbIBOAY, YTO PEUECCHBHBINM NPU3HAK Y
rubpunoe nepsoro nokonewus (F ,) HE TepsieTcs, a N1Wb NPUKPLIT [O-
MHWHaHTHBIM W NPOSAB/IAETCA B CiefylolweM nokoneHnn. OH cessan pas-
BHTHWE NPM3HAKOB C Hac/NeACcTBeHHbIMM 3afaTtkamu (reHamu). Hacnep-
CTBEHHOCTb IUCKPETHA, T. €. NPHU CKPeWUBaHWH annenbHble hakTopbl
He UCYe3aloT U He CMeLLMBAIOTCS, a COXPAHAIOTCA B TOM Xe BUAE, B Ka-
KOM OHHW BbinM y pofiuTeneil, OHM NepeaaroTcs Yepesa NoMoBble KNeTKH
U3 NOKONEHUs B Nokonewue. Cxema 3anucK CKpeLLWBaHWA reTepoau-
rOTHbIX 0COBEN N0 reHoTHNY NOATBEPXKAAET 3TO.
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eNnTbIi ropox YKENTbIH ropox
P Aa X g Aa, /
l'amem@ @ @

AA Aa Aa aa
MeHOTUN XKENTbIK YKEeNTblK SKeNTbIK 3eNeHbIk
Menotun 1 : 2 : 1
JomMuHaHTHas lereposurota PeueccusHas
roMo3urora romMo3urora

3710 sBNeHue BbINo Ha3BAHO 3aKOHOM pacLLenfieHns, a no3gHee —
BTOPbIM 3aKOHOM MeHpaens u chopMynupyeTcs Cneayrowmum 06p?30M:

Mpu MOHOrMBPUAHOM CKPELLMBAHWM FETEPO3UTOTHBIX POAHUTENEN NPO-
MCXOAMT paciuenneHue no ceHotuny 3 : 1, ano redotuny — 1:2: 1.

[unores3a «4MCTOTHI» raMeT

3aKkoH pacluenneH1s MoXHO OBBACHWTb TMNOTE30H «UUCTOTbI» ra-
MeT. fBneHue HeCMeLIMBaHWA annenemn, OTBEYalOLLMX 3a aNbTepHaTHB-
Hble NPU3HaKK B raMeTax reTepo3vroTHOro opraHuama (rubpuaa), 6vino
Ha3BaHO MMNOTE30M «4YMCTOTbI» rameT (puc. 72), cornacHo KOTOpoH
rameTbl K&XKA0ro U3 POAMTENEN HECYT TONbKO NO OAHOMY U3 Hacnepy-
eMbIX (haKTOpPOB.

P:

fameTsl P

Fi:

lametbl F1

F2:

Puc. 72. [jumonozuqeckoe 060cHOBaHUE 2unoOmessl «YuCmomel» aamem
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B aunnouaHoM opraHu3Me 3a Kbl NPpU3HaK OTBEYAIOT ABa afieNb-
HbIxX reHa. [pu obpasosaHum rubBpHUAOB (reTepo3HroTHbIX 0cobei) annenb-
HbI€ reHbl He CMELLMBAIOTCA, a OCTAIOTCA B HeM3MeHHOM B1ae. MMbpuabl —
Aa — B pesynbTate Melosza obpasyoT asa Tuna ramert. B kaxkayio ramery
WOET OAHA M3 Napbl FOMONOMMYHBIX XPOMOCOM C AOMWHAHTHbIM annenb-
HbIM reHoM (A) UK C peLeccHBHbIM annenbHbIM reHoM (a). MameTbl umeroT
OfMH reH, NO3TOMY «4YHCTbI» OT BIIMSIHMA OPYroro annenbHoro reHa.

Mpy ONNOAOTBOPEHHH MYXCKHE M XKEHCKWE rameTbl, HecyluMe no-
MWHaHTHbIE W PELLECCHUBHbIE anieNy, UMEIOT BO3MOXKHOCTb PaBHOBEPO-
ATHOro co4eTaHus, T.e. ceobogHo KombuHupytotcs. Mpu atom BoccTa-
HaB/IMBAETCA NapHOCTb FTOMONIOMMUHbIX XPOMOCOM W aneNbHbIX reHOoB.
B pesynbrare B3aWMOLENUCTBHUS F€HOB NOC/IE ONNOAOTBOPEHUSA NPOABKI-
CA PELECCHBHbIW NPU3HAK (3eneHbld LBeT ropoLUnH), reH KOTOpOoro B
rMOPUAHOM OpraHW3Me He BbIAB/IAN CBOEro AerCTBHS.

X C{ Aa
o0}
Aa aa

Mpu3Haku, HacKeaoBaHKE KOTOPbIX MPOUCXOAUT COTNACcCHO 3aKOHOMep-
HOCTSIM, yCTaHOBNEHHbIM MeHpenem, Ha3blBaloTCH MEHAENUPYIOLWMMH.
ﬂpocrble MeHaenmpyroue npu3Haki OUCKPETHbl U UMEKOT MOHOreH-
Hble OT/IMYMA POAUTENbCKHUX (hopM. Y uenoseka GonblIOE KONMUECTBO
NPU3HaKoB Hacneayercs no 3akoHam Mengens (tabn. 2).

P:Fl C-EAa

[ameTbl @
F A Aa

2

Tabauya 2
Hexoropue AOMHHaHTHbIE U pelecCHBHbIE MPH3HAKK YeNoBEKaA

MNMpu3Haku JoMuHaHTHbBIE PeueccuBHble
Pa3mep rnas Bonblime Manetbkue
Lget rnas Kapue Fony6ble
Paspes rnas Mpsamon Koco#
Tun rnas MoHronouaHbii EsponeonaHbii
Octporta 3peHus BausopykocTs HopmanbHas
BepxHee Beko Haeucatowee (anukanT) | HopmanbHoe
AMOUKH Ha WeKax Ectb Her
Ywm Lupokue Y3kue
MNopbopogok ONHHHBIA Kopotkuii

MNpsamoi OTcTynaiowm1i Hasan

Lnpokui Y3KW# U OCTpbIH
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OkoHyaHue mabn. 2

MpH3HAKH JoMHHaHTHbIE PeueccusHbie
BbicTynarmoLiue

3y6bl ¥ HeNioCTH Umetotcs OrcyTcTayioT
LLenb mesxay peauamu | Ectb Hert

Tun sonoc

C MenK1MH 3aBUTKaMH
MecTtkue, npamble,
«Exxuk»

BbloLmecs, BONHUCTbIE
MpaMble, Markue

Boiowmecs BonHucTbie Wnv NpaAMble

‘MNoceaerue sonoc B soapacte 25 net MNocne 40 net
ObnbiceHue Y My»4KH Y KeHLHH
Benas npsap BONOC

Hapo nbom Mmeetca OrcyTcTByeT
PocT Bonoc no cpepHen

JIWHWM nba Ectb Her
MoxHaTtble 6poBH Ectb Her

HuxrHas ryba ToncTas v oTsvcatowas | HopmanbHas
CnocobHocTb 3arubatb

A3bIK Ha3afn Ectb Het
CnocobHocTb caepTbiBaTbh

A3bIK TpybouKoH Ectb Het

3y6bl Npr POXKAEHHMH UmetoTtca OTtcyTtcTaytoT
Koxa Toncrtas Towkas

LieeT KoM Cmyrnbiv Benbid
BecHywwku Ectb Het

Kuctb C 6 unu 7 nanbuyamu C 5 nanbuamu
Mpeobnapaowas pyka | lpasas Nesas

Y30pbl Ha KOXKe nasibUes | INNHNTHYECKHe LiupkynspHbie
AnTurenbl cuctembl ABO | A, B 0

l'onoc (y »xeHLmHbI) Conpato Anbt

Fonoc (y My»umHbt) bac Texop
ABconioTHbIN

My3biKa/lbHblH CNYX NmeeTtca OrcytcTeyet

HacnepcreenHas rnyxota| Otcytcrayert Nmeetcs
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Pewietra [NeHHeTa

Pewertka [eHHeTa Ha3biBaeTcs Tak B YecTb reHeTuka fMeHHeTa, oHa
NPUMEHSETCA AN 3aNUCH Pe3ynbTaToB CKPELLHBaHHS.

Pewertky MeHHeTa cTposT cnepytowmum obpasom (puc. 73). CHaua-
/12 BbINUCLIBAIOT raMeTbl, KOTOPblE MOTYT 06pa3oBbiBaTh POAUTENH.
3atem YepTAT NPAMOYrONbHUK M 3aMUCHIBAIOT rAMeTbl OAHOrO poauTe-
NSl Ha rOPU3OHTa/IbHOW CTOPOHE NPAMOYrO/bHUKA, a APYrOoro — Ha Bep-
THKanbHOH. [1pOBOAAT rOpU3OHTANbHBIE W BEPTUKANBHBIE NMHUM NO
KONMYECTBY rameT Kaxaoro poautens. MameTbl BiMcbIBaloT B 06paso-
BaBLUMECSA KNIETKH, rAle OHH, COEAHHAACH APYr C Apyrom, 0bpasyioT re-
HOTHN OpraHKW3mMa, a no reHoTHUNY MOXKHO ONPEAENUTb U (DEHOTHN, 3Has,
KaKHe reHbl ABNSIOTCA JOMWHAHTHBIMH, @ KAKUe — PeLEecCHBHbIMM,

lametsl ¢ d O/A O/ A
® AA AA
@ Aa Aa

Puc. 73. Pewemka [lesnema

Aun- 1 nonMrubpuaHoe CRpelMBaHHe.
Tpertnii 3aroH Menaens

lMocne ycraHOBNEHHS 3aKOHOMEPHOCTEN HAac/IeA0BaHMS NPU3HAKOB NpK
MOHOrM6pUAHOM ckpelumsanuu . Mengenb npoeogun CKpeLuMBaHue, rae
POAHTENbCKUE Napbl OT/IMYANMCh ABYMS NpU3HakamW. Takoe ckpeluuBa-
HU1e Ha3biBaloT AMrMbpUaHbIM (puc. 74). Ckpeunsanme, npu KOTOPOM po-
AUTENIW OTNIMYAIOTCA BO/IbLLMM KONMUECTBOM NPU3HAKOB, HA3bIBAIOT NOMH-
rubpuanbIM. Mpu AUrMBpUAHOM CKpelMBaHHK copTa ropoxa oT/M4aloTCs
ABYMA Npu3Hakamu: (hOPMOH CeMsAH (rnafiKas MW MOPLUMHKCTaR) WU X
OKpackow (xentas unn 3eneras). CKPeLMBAIOT AMTOMO3UIOTHbIE pacTe-
HWA NO TaKUM IOMMHAHTHbIM NPU3HaKaMm, Kak (hopMa 1 LBeT ceMaH (rnag-
kue uxenTbie) (RRYY) c gUromosnroTHbIMK No peueccuaHbiM npuaHakam
(MOpLMHHCTbIE U 3eneHble cemera) (rryy). B nepeom nokonexmu (F,) pac-
TeHWsi BblnK OAHOPOAHDI U NPORBASANK 0Ba AOMMHAHTHBIX NPH3HaKa. OHM
6binn rnagkue ukentble (RRYY), Tak Kak rnaaxas NOBEPXHOCTb AOMUHH-
PyeT Haj, MOPLHHWCTOM, & XKeNTas oKkpacka — Hag 3eneHoil. [pu ckpe-
LWMBaHUK MeXAY COBOM NOJTYYEHHbBIX AUreTEPO3MIoT (FafKHUX KENTbIX Ce-
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P _poanrems
XenTuA manxui ropox
CKPOLMBAIT C 3ENeHbIM
MOPUMHACTHIM

e

noxonenme Fy
BCE XenTuie rankmwe

‘®

el

916 f& XEnThe rnagkue

e . 3eneHLle rajkmwe

XENTHIE MOPUHWHUCTHIE
316 s

116 4

ISNSHHE MOPDUWHWHACTHIE

Puc. 74. fueubpudroe ckpewuBarue — mpemuili 3akor Mendens

msH) (RrYy) Bo BTOpPOM nokoneHuu (F,) Menpens obHapyxxun ueTbipe Tuna
cemsH. Hapsgy ¢ McxopHbIMM heHOTHNAMM (rnadKHe sKenTbie U 3eneHble
MOPLIMHHCTbIE) NOABMIMCH f1BE HOBblE KOMBMHALUWM heHOTUNA: MOPLLM-
HHUCTbIe >KenTble U rNajgKue 3e/eHble cemeHa.

Y puretepoaurotHoit ocobu RrYy B pesy/bTare MeHo3a B KaXKayto ra-
METy nonasno no oaHOMY M3 annenbHbiX reHOB W3 FOMOMIOTMUYHON Napbi
Xpomocom. [Npu hopMUpoBaHUM rameT annenb R MOr OKa3aTbcs B OAHOM
famete c Y unu y. Annenb rmor nonactb 8 ogHy ramety ¢ Y unu y. urere-
PO3uroTHas ocobb obpasosana ueTbipe TMna ramer: RY, Ry, rY, ry.

Mpu cnusiHum rameT Bo3MoXHO nosenexve 16 kombuHauui. Mpo-
HM30wWno pacwennenue no peHotuny B cootHoweHnH 9: 3: 3: 1,9 oco-
Beii ¢ ABYMsA QOMHHAHTHbIMW NPH3HaKaMK (>KenTbid, rnagkui), 1 —
0cobb ¢ ayms PeLiecCHBHbIMA NPU3HaKaMK (3eneHbli, MOPLLMHUCTbIN),
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3 0cobU — C OAHUM JOMUHAHTHBIM, a APYrkMm PeueccUBHbIM NpU3Ha-
KOM (3KenTblil, MOPLHHUCTbIN), 3 0cobu ¢ APYrMMKU [OMUHAHTHBIM W
PEUECCUBHBIM NPHU3HAKaMK (3eNeHbld, rnaakui).

Takyro cnoxHyto KoMBUHaLMIO CoveTaHus theHoTHnoe MeHgenb o6bsc-
HT UCXOAR U3 NPEANONOKEHHN O HANMUMK HAC/IECTBEHHBIX (haKTOpOB,
WM TEHOB, KOTOPbIE OTBEYAlOT 3a OTAe/bHbIE NPU3HaKK. [Mpu obpasosa-
HHM NONIOBbIX KNETOK reHbl Pa3HbiX Nap NONajaloT B HUX, HE3ABHCHMO Apyr
OT fipyra KOMBHUHHPYSICb BO BCEBOIMOXKHbIX COYETAHMSIX. CIOMHOCTS pac-
LenneHus npeacTasnset cobon KOMBHHaUMOHHDIN psg K3 ABYX MOHOMM6-
PHAHBIX paciuenieHui no gopme u usety cemsiH, Ecan mbl noacumtaem
COOTHOLUEHHE TNAaAKWUX W MOPLIMHKCTBIX FOPOLLMH, @ TaKXKe XEeNThIX M
3eneHbIX, TO NoNy4nM 12 xenTbix, 4 3enerbix (3: 1) u 12 rnankux, 4 Mop-
WHHKCTbIX (3 : 1). MeHgens nokasan, yto avrubpraHoe ckpellBatie —
KOMOMHaLMS IBYX MOHOTUBPHAHBIX CKkpelurBaHui. [NocMoTpes coemect-
HO oba npusHaka, 6bina obHapyxeHa KoMbuHaTOpHKa (coyeTaHue
npu3takos) 9: 3: 3 : 1, 310 sBnseTcs, coBCTBEHHO, NPOU3BEIEHUEM BEPO-
ATHOCTEN BYX He3aBMCUMbIX COBbITHI (3 : 1)2 310 MOCNY>KMNO NOBOLOM
A/151 CO3M1aHMA 3aKOHA O HE3aBUCHMOM KOMBHHMPOBaHUM NPU3HAKOR, CBS-
3@HHOM C HE3aBUCHMbIM HaXOXK/AEHHEM FeHOB B Pa3HbIX XPOMOCOMaX.

3acnyra . MeHgens cocTouT B TOM, 4TO Ha OCHOBe MaremaTHyec-
KOO aHanu3a AaHHbIX, NONYYEHHbIX MM NPU CKPELYMBAHHM FOPOXa, OH
Pasrapan 3akoHOMEPHOCTb, XapaKTepU3YIOLLYIO AUCKPETHOE NoBeae-
HHUE HacNeACTBEHHDIX (haKTOPOB (reHOB, HAXOAALUMXCS B Pa3HbIX HEro-
MONOTrMYHBIX XPOMOCOMaX) NPHU MeHo3e W COeOUHEHWM ramerT npu on-
nopoteopeHu. Takum obpasom, hopma cemsH Hacnepyercs oTAenbHO
OT MUX OKPAcKH. 3TO ABWNOCH hyH[AMEHTabHbIM OTKPbITUEM npouec-
Ca HacnefoBaH1s He3aBUCHMbIX NPU3HAKOB.

B atom, cobcTeeHHO, U cocTouT TpeTuit 3akoH Menpgens, KOTOPbIH
rnacut: HacnepcTBeHHble NPU3HAKK NePefaIOTCA NOKONEHHIO He-
3aBMCUMO ApYr OT ApYra, COYETaACh BO BCEX BO3MOMHbIX KOMGH-
Hauusax. B HacToswee Bpems Mbi 3Haem, uTo at0 MPOUCXOAHT TONb-
KO B TOM c/yuae, ec/iu reHsl, OTBe4aloWMe 3a faHHbIE NPU3HAKH,
HaXOAATCA B Pa3NUYHBIX (HETOMONIOrHYHBIX) XPOMOCOMAX MATH
AOCTaTO4HO AaneKo APYr OT Apyra B OAHOM U TOM JKe XPOMOCOME.

Hesasucumoe Hacnegosaue y uenoseka mMoser NPOMCXOAMUTb NPH
HacnefnoBaHW1 rpynn kpoeu B cucteme ABO u peayc Rh-chakTopa.

Y yenoeeka IV rpynnbi kposu B cucteme ABO u NONIOXUTENbHbIH
MM OTPHULATeNbHBIN pesyc-thakTop.
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Pesyc-thaktop — Rh-aHTureH, cogepyKalumics Ha apuTpoLmTax ye-
noseka 1 obeabaHbl (Maccacus rhesus — makakwu pe3syc), 6bl11“06Ha-
pyxet K. JlaHgwreidHepom u Burepom & 1939 r. 8 kposu niogeit ¢ no-
MOLLIO CbIBOPOTKHM YKMBOTHbIX, HMMYHWU3WPOBaHHbIX 3PUTPOUHTaMH
obe3bsHbl. CHcTeMa pesyc-hakTop ABNAETCA BaXKHEWLLEN reHeTu4ec-
KOW CUCTEMOW rpynn KPOBK YeNOBEKa NOC/E CHCcTembl rpynn kpoeu ABO.

Pe3ayc-thaktop nepeaaetca no HacNeCTBY U HE H3MEHAETCA B TEYEHHe
#u3Hu. 85% niofeit Ha 3eMHOM wape umeroT pesyc Rh-nonoxurensHyio
kposb, a 15% — peayc Rh-otpuuatensHyto. CHHTE3 aHTUreHOB KOHTPO-
NMPYETCA TPeMs Napamu CLENeHHbIX HeannenbHbix reHos — Cc, Dd, Ee,
pacnosoXKeHHbIX Ha KOPOTKOM niede XpOMOCOMbI . B apuTpoumTax omu
moryT obpasosbiBars 27 reHotMnos. Haubonbluee 3HayeHu1e cpeam HUx
umeer reH D. Auturen D Beisensetca y 85% niopeit.

Pesyc-dakTop reHeTuyeckH AeTEPMUHMPOBAH M HacneayeTcs no
[OMHHaHTHOMY Tuny. Pe3yc Rh-nonoxutenbHbit opraHuam moxer
umetb reHotun DD unu Dd, a pesyc Rh-otpuuatensHbii — dd.

Ecnu pesyc Rh-oTpuuatenbHas KeHumMHa BbIXOAHT 3aMy» 3a roMo-
3urotHoro pesyc Rh-nonoxurensHoro my»uuHy, To ux pebeHok byaer
MMETb NOJIOKUTENbHbIH pedyc — Rh+ dhaktop.

Pesyc Rh-thakTop passusatowierocs nioaa Oyaet ABNATHCA aHTHreHOM
ANA OpraHM3Ma mMatepu, U NOTOMY MOXET BO3HMKHYTb Pe3yC-KOHMIUKT.
Ho kposoTok MaTepy oTaeneH ot KpoBoTOKa NNoAA NNALEHTapHbIM Bapb-
€pOM, Yepe3 KOTOPbIM 3PUTPOLMTBI NNOAA HE MOTYT MPOHWKHYTL B KpOBE-
HOCHoe pycno matepu. [Nepeas GepeMeHHOCTb, Kak NpaBMo, 3aKaHUMBa-
ercs bnarononyuto. Mpn pofax HECKONIbKO MUANMAMTPOB KPOBM NPH OT-
CNOWKe NNaLeHTbl NPOHWKAIOT B KPOBSIHOE PyC/IO MaTepH.

B peaynbrate 3toro B opraHusme matepu BbipabaTbiBaIOTCS aHTUTE-
/la NPOTHUB aHTUreHa NoNoXKUTenbHoro pesyc Rh-chaktopa. 3tu aHTUTe-
Nla Ha3bIBAIOT aHTUPe3yC-aHTUTena.

AHTHpesyc-aHTUTeNa cnocobHbl NPOHUKATb Yepes NnaueHTapHbId
6apbep u npu nosTopHOM HepeMeHHOCTH B3aMMmopeicTBOBaTh ¢ Rh-
thaktropom nnoga. B pesynbTate MOXeT BO3HUKHYTb HMMYHO/IOrMYEC-
KHH KOHGY/IUKT, NPOM3OHAET remMONU3 IPUTPOLIMTOB U PA30OBLETCA re-
MONMTHYeCKan aHeMMS,

CocrosHue nnoga npu pesyc-koHhUKTe Tem Tsdkenee, yem Gonee
BbICOK TUTp aHTuUTen y matepu (puc. 77). OgHako nonHoro napanne-
/M3Ma MexKay BbICOTOW TUTPa Pe3yCc-aHTUTEN B KPOBM MaTepu M TAMeC-
ThiO remo/iMTHyeckoi BonesHn HoBOpOXKAEHHbIX He cyuwecTsyeT. Mpu
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@ W CTUMYNUPYIOT
o obpa3aoBaHue
2008 aytuten
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3Tv aHTUTENa NonaaaioT
- g KPOBOTOK Nnofa

W BbI3LIBAIOT paspylueHne
SPUTPOLMTOR, YTO NPUBOANT
K reMoniTuyeckoi boneamun

aHeMua xentyxa BOASAHKA
Puc. 77. HecoBmecmumocme no pesyc-gpakmopy. Pe3yc-koHgaukm

OTHOCHTE/NIbHO HU3KHX TUTPax pe3yc-aHTHTEN B CbIBOPOTKE KPOBH Ma-
Tepu HabnioJalTCA CMEpTENbHbIE HCXOAbI Y MIOJ0B, @ NPH BbICOKHX
TUTPax MaTepuUHCKUX aHTHTeNn y Rh-nonokurensHoro pebeHka pa3su-
BaloTCA Nerkue hopMbl reMoNUTHYECKOH BONE3HK HOBOPOXAEHHbIX.

Bropas 6epeMeHHOCTb ualle 3aKaHUMBAEeTCS BbIKUABILIEM, WKW Mep-
TBOPOX/EHHEM, UMK POXKAAETCS pebeHOK C reMonuTHueckol bones-
Hbto. [N reMonuTHYeckon BonesHn xapakTepHbl reMoNUTHYECKas
XKenTyxa, Tsykenas aHemus. Utobbl cnactu pebenka, emy Heobxonumo
CPOYHO nepesMBaTh pPe3yc-OTPULATENbHYIO KpoBb. C Leblo HMMYHO-
npodunaktuku P. ®uHH. 1 coasT. (1961 r.) npeanoxunu BeoauTb
YKEHLUMHE Cpa3y )Ke nocne poaos uau abopTa B nepsbie 72 yaca aHTH-
D-anTutena B pose 250—300 mkr. Ita gosa Hetpanuayet 30 M Kpo-
BM Nnofja, nonajarolend npyu poaax B MaTepPHHCKUHA KPOBOTOK. JTO
NO3BOJIUNO CHU3UTb JETCKYK CMEPTHOCTb M3-3a reMOAUTHYECKoH 6o-
neanm ¢ 10% no 0.

Pesyc Rh-oTpuuartenbHbiM KeHLMHAM NMPOTHBONOKA3aHO nepesiv-
BaHWe pe3yc-NoNOXHUTENbHOM KPOBH, UTOBbI He BO3HKKNO Becnnopue.

[naBaV

B3AHUMO/IEUCTBHE
AJITEJIbHBIX

H HEAJUJTEJIbHBIX
'EHOB




PasBuTHE TOrO M/ MHOTO NPKU3HaKa Beeraa oByCNoBNEHO B3aUMOfeH-
cTBueM reHoB. Pa3nuuHble chopMbl OQHOMO U TOMO e reHa Ha3blBaroTCs
annenbHbIMU. AnnenbHble reHbl HaX0AATCA B TOMONOMMYHbIX YYacTKax ro-
MOJIOTHYHBIX XpoMocoM. Takum obpa3om, anneny — OfHa U3 anbTepHa-
THBHBIX (hOPM reHa B Knaccuueckon reqeTuke. log annensio reHa noHu-
MatoT ero hyHKUMOHANIbHOE NPOSIBNIEHWE: OKPacKa CemsH y ropoxa Mo-
KET BbITb YKENTOMH UK 3EN1EHOM, 3TO 3aBUCHT OT B3aMMOAEHCTBUA annenen.

B MO/IeKy/IPHOM reHeTHKe anneb reHa paccMaTpHBaeTCst KaK OfuH
U3 BapHaHTOB HYK/NEOTHAHOW NOC/IEA0BATENbHOCTH ONPeAeNeHHOro y4a-
ctka JAHK. 3ameHa ogHOro HYKNeoTHaa B reHe BELET K TaKoMy 3abonesa-
HMIO, KaK CeproBMAHO-KNeTouHasi aHemus. BaaumoaencTsyioT reHbl He
TONBKO aNNeNbHOW Napbl, HO U HEA/INENbHbIE TeHbl, HAXOAALLMECS B pas-
HbIX IOKYCax W OTBEYaloLLME 32 OAMH U TOT XKe NPU3HaK.

B3anmoaencTBre anjie/ibHbIX TeHOB

B3auMOfeiCTBI1e annenbHbiX FeHOB NPOMCXOAUT No TUny (puc. 76):
1) nonHOro QOMWUHUPOBAHUS;

2) HenosIHOro AOMHHWUPOBAHHA,

3) KOAOMHHUPOBaHHSA;

4) cBepXxAOMUHUPOBaHUS,

5) annenbHOro UCKAKYEHUS,

6) MexkannenbHOW KOMNNEMEHTaLWM.

[MonHoe AOMHHHpOBaHHE

Mpy1 NONHOM JLOMUHWPOBaHUM EHCTBHE OQHOIO reHa (nomMuHaH-
THOrO) NONIHOCTbLIO NOAABNAET AeUCTBHE APYroro (peueccusHOro).
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Puc. 76. Tuner domurupoBanus pasnudHelx asneneli

JoMHHaHTHbIW NPU3HaK NPOSBNSETCSA B KaXAOM nokonexHuu. Hanpu-
Mep, YKeNTbIH LBET rOPOLWH JOMUHUPYET Hah 3eneHbiM. [loMUHaHT-
HbIM reH (A) KogupyeTt akTUBHYIO (hopMy dhepMeHTa, noaTomy obec-
neyreaetT hOPMHpPOBaHWE HOPMaNbHOrO NpU3Haka. PeueccuBHbIN
annens rexHa (a) nospnsercs B pesynbrare MyTauuH AOMUHAHTHOIO
reHa, 1.e. 3T0 U3MeHeHHbIH reH. OH He MOXXeT KOAMPOBaTb aKTUB-
HbIH bepMeHT, NO3TOMY NPORBAAETCA APYrOM NPU3HAK, OTWYHBIN
OT AOMWHAHTHOrO.

JloMuHHpoBaHWe annenei MOXHO paccMaTpuBaTb Ha NPUMeEpe Ha-
cneposaHuKs rpynn kposu no cicteme ABO, koTopbie 3aBUCAT OT Hasu-
YMA UK OTCYTCTBUS aHTMIEHOB Ha IPUTPOLIMTAX KPOBH.

[eHeTHRa rpynn KpoBH

KpoBb kaxkporo Yenoseka xapakTepu3yeTcs onpeaeneHHbiM Habo-
POM cneundrueckux 3pUTPOLMTapHbIX aHTUreHoB. B HacToswee Bpe-
M BbigensoT Gonee 30 cucTeM rpynn KPOBH.

Hesstb BayKHENLWMX FEHETUUECKMX CHCTEM IPYNN KPOBW, annoaHTure-
HbI 3pUTPOLMTOR KOTOPBIX BbI3bIBAIOT NPW NEPEIMBAHWK KPOBH WU B pe-
3yNbTate HECOBMECTHMOM MO aNoaHTUreHam GepemMeHHOCTH y peurnueH-
TOB (MNK y GepeMeHHbIX YKEHLLMH) 0Bpa3oBaH1e aHTUTEN K COOTBETCTBYIO-
WHM 3pUTpOLMTaPHbIM aNNOaHTUreHam, npeacTasneHsl B Tabn. 3.
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Ta6auuo 3
HekoTopbie BaXkHble aHTHTENA, CieyUHUECKHE K aNNI0aHTHIeHaM
3PUTPOLUTOB, FEHETUUECKHX CHCTEM Fpyni KPOBH Yenoseka

INeneTHueckue AnTurena [emoauTH4eckHe I'emoanTHUECKAS
CHCTeMbl Fpynn TpancdylHoHHble  §0.1€3Hb HOBOPOAIEHHBIX
KpOBH peaKuuu
ABO AHTH-A Jla Ja
Autu-B Jla Peaxo
AHTH-A| OueHpb pejiko Her
Anti-H Hert Her
Pesyc (Rh) Antu-C Ha BeposTHo
AHTH-C Ja BeposTHo
Antu-C* Jla
AnTH-D Ha Jla
AHTH-E Ha Bepostuo
AHTH-€ Jla BepostHo
MNSs AnTi-M, Ouenb peaxo OueHb pe/iko
-N, -8, -s
P AHTH-P, Her Her
Jhorepan (Lu) Anta-Lu® Jla Pejiko
Kenn (K) Ant-K Jla Jla
Jlesuc (Le) Antn-Le’ Ja Her
Antu-Le®
Taddu (Fy) Autu-Fy* Jla Bepostio
Kuna (JK) Antn-JK* Ja Pefiko
[pynnel kpou ABO

Cwucrema rpynn kposu ABO otkpbita 8 1901 r. K. JlaHgwenHepom.
Mo cucteme ABO BbigensioT YeTbipe rnagHble rpynnbl (cheHoTHna) Kpo-
gu, umenro: O (1), A (Il), B (Il1), ABO (IV) (puc. 77). 311 rpynnbl KpOBH
onpeaensnu NepsoHaYaNbHO C NOMOLLBIO CbIBOPOTKH KPOBH YeNoBe-
Ka, COEPXKALLMX «eCTeCTBEHHble» aHTUTena. CmewnsaHne in vitro (BHe
OpraHu3Mma) 3pUTPOLIMTOB WCCNEAYeMOro /LA C COOTBETCTBYIOWWMM
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CbIBOPOTKAMH KPOBM YENI0BEKA, OTHOCALUMMHCA K YETbIPEM yKa3aHHbIM
BbilLE rPynnaM KPOBM, CONPOBOXAANOCH arrloTUHaLWeH 3pUTPOLMTOB
(wnm ee oTcyTcTBuem). PesynbTarbl TakOro TeCTHPOBAHHA NpeAcTase-
Hbl B Tabn. 4.

Mepeas, unu 0, rpynna KPoOBK peLiecCUBHa, Tak Kak reH 1 He koau-
pyer pa3BuTHe aHTUreHa, Ha IpUTpoLMTax umes reHotun I°1°.

Bropas, unu A, rpynna KpoBM — AOMHHAHTHAsH NO OTHOLIEHHIO K
nepBo¥ rpynne KPOBH, TaK Kak reH | KOAUpyeT paseuTie aHTHreHa (A)
Ha 3PUTPOLIMTAX, UMEes reHOTHN 1A1°,

Tpetbs, unu B, rpynna KpoBWM — TakKe AOMWHAHTHaA NO OTHOWe-
HMIO K NEPBOW rpynne KpoBM, TaK Kak reH | koaupyeT passutie aHTure-
Ha (B) Ha apuTpouuTax, umes rerotun (I® I°). Takum obpazom, annenu
|A 1 IB BbICTYNAKOT AOMMHAHTHBIMK NO OTHOLIEHHIO K annento I°

Tabauua 4

[pynnbi kpoeu | | Il ] v
AHTHreHb! 0 A B AB
FeHbl 10 1A B [AB
leHoTHNbI i°pe A4 [A1 [BB B0 A8

T ——— KONHMYeCTBO JIIO/EH ¢ rPYNINOH KDOBH (B Yo)

0D A (1D B (11I) AB (1V)

BCTPaJIMALB! 57 38,5 3 1.5
ABCTPHHLIBI 42 40 10 8
AHrnu4aHe 46,4 43 4 7,2 3
I'pexn 38,5 41,6 16,2 4
Hupeitupt  (Cepep- 76.5 235 0 0
Has AMepHka)
Hranbsauis 47,2 38 11 3,8
Kazaxu 33,7 26,8 30,9 8,6
Kuprussi 37,6 26,5 28,5 7,4
Hemupi 40 43 12 5
OpaHIv3bl 432 42.6 11,2 3
AnoH1s! 27 41 18 14

leH cuctembl ABO nokanu3sosaH Ha AE€BATOH XPOMOCOME, COCTOMUT
M3 1062 HykneoTHAOB, B COCTaB reHa BXOAAT LWECTb 3K30HOB W NATb
HEUTPOHOB.

89



BO3MOXHbIE annenu oT XeHWwuH

@ unu @ nny i

BO3MOXHbLIE annenu OT MyX4uH

3, B8 j 18
ch i |
unu - .-_;i.';':— ———
i 18 ii

rpynnbl KPOBK - @ 57‘ o]

Puc. 77. HacnedoBanue zpynn kpoBu no cucmeme ABO y venoBexa

l'eH KoaupyeT Benok — ranakTo3un-TpaHcepasy — hepMeHT, Ka-
TaNU3HPYIOLWKMH OJHY U3 BUoXUMHUueckux peakumu. MeHbl A 1 B otim-
4aKTCA MO MyTALMAM B CEMM HYK/IEOTHAAX, HO TOIbKO MYTaLMH B YeTbi-
pex nosuuuax — 523, 700, 793, 800 — senyt k WameHeHuto Benka.
Y nofen, UMeroLwux rpynny Kposu A, B 3TUX NO3ULMAX HAXOAATCH HYK-
neotuapl LUFUT, Torpa kak y nogen ¢ rpynnow kpoeu B — FTAALL

leH rpynnbl kpoewu 0 y yenoBeka OTMUYAETCA OT reHa rpynnbl A Tem,
YTO €IMHCTBEHHAA MyTalUMs CBA3aHa C feneuuen, B No3uumu 258 Hyk-
neotuga . IT1a geneuns npuBena K CABUry PamMKHU CUMTbIBAHUS, Hapy-
waet paboTy chepmeHTa, B pe3yabTrate yero He obpa3oBanca aHTUreH
Ha NOBEPXHOCTH 3PHTPOLIMTOB.

Henonroe domurupoBarue

lNp1 HENONHOM JOMUHWPOBaHHK theHOTHUNbI romo3uroT AA u aa oT-
nuuatoTcs oT heHoTUNa reteposurotbl Aa. Obe roMo3UroTbl UMEIOT Mo
[IBOWHOW O/IMHaKOBOW 103€e reHa u cnocobHbl cchopMUpoBaTh HOpMasb-
HbIA NPU3HAK. Y retepo3uror — No OLHOMY reHy M3 KaXKOOoH annenu,
NO3TOMY He MOXET CPOPMMUPOBATLCH HW OAMH U3 POAMTENIbCKUX MPH-
3HaKOB, NPOSAB/AETCA NPOMEXKYTOUHbIH NMPU3HAK.
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KodomurupoBarue

MpH KOLOMHHUPOBaHMK HabNIOAAETCS TaKOU TUN B3AHMOAEHCTBHUS
annenbHbiX reHoB, KOrAa KaXKabli W3 annenen B reHoTvne nposenser
cBOe AEHCTBME, a B pe3y/ibTaTe BO3HMKaeT HOBOE BblpayKeHWE NpU3Ha-
ka. Mpumep — chopmuposatue IV rpynnbl kposu. Mpu B3anmMoaerCTBUA
reHoe |* 1 | npossnseTcs HoBOe BbipaxkeHHe npu3Haka: IV rpynna kpo-
gy ¢ reHotunom |4 . Takue reTeposurotsl HecyT oba aHTureHa A u B,
HU OfMH U3 annenew npM 3TOM He JOMUHUPYeT.

CBepxdomurupoBaHue

Mpu cBepX40MHHUpPOBaHKK HabnlogaeTcs Gonee CUbHOE NPOsiBIEHHE
NpHU3HaKa reTepo3MroTHbIX OPraHU3MOB MO CPABHEHWIO C MCXOAHBIMU 10~
MMHAHTHBIMM FOMO3WIOTHBIMM POAHTENLCKHMK chopmamu. [pumepom
CBEPXIOMHHUPOBAHHS Y MYXH-APO30(HIbI MOXKET CY>KMTb TaKOW NpH-
3HaK, Kak nn1ofoB1ToCTb. MnopoeuTocTs y reteposurot Bbina Gonee Bbi-
COKOM NO CPaBHEHWIO C POAMTENbCKHMH hopMmamu. CeepxioMUHUPOBa-
HWe OB bACHAETCA ABNEHUEM reTepo3ica, Habopaemoro y rubpuzaos nep-
BOrO NOKOMEHUsA. [eTepo3uC aKTUBHO NPOSIBNAETCA NO KONHYECTBEHHDBIM
NPU3HaKaM, TaKUM Kak N10A0BUTOCTb, TPOAOIKHTENBHOCTb XKU3HH, BEC W
Ip. fBnexHue CBEPXAOMMHUPOBaHUS NPOABNAGTCA Y reTepo3nroT no cep-
MOBMAHO-K/IETOUHOM aHeMuWK y uenoseka (puc. 78). MeTepo3uroTHbIk re-
MOrno6uH 3puTpoLMTOB Kpoeu yenoseka HbAHDS obnapaet Gonblen
PE3UCTEHTHOCTBIO K TPOMMUYECKOM MaIAPHH MO CPABHEHHIO C FeHOM [AOMH-
HaHTHOro annenbHoro reHa HbAHDA.

ANnensHoe UCKAYEHUE — B Pa3/IMYHbIX KNeTKax opraHuama Ha-
OniogaeTcs akTUBHOCTb OJJHOrO afnens, a BTOPOH aNNeNb «BbIK/OUEHY.

Takoe B3aWMOOENCTBME XOPOLLO BUAHO Ha paboTe reHos B X-xpo-
Mocome. M3secTHO, 4To B X-xpomocome Haxoautcs Gonee 1000 reHos.
Hanpumep, reH, KoHTponupyoLii 0b6pa3oBaH1e NOTOBbIX XKenes B
Kode yenoeeka. [1pW HanMuuMK gomMuHaHTHoro annens (A) atoro reHa

Puc. 78. ®opma spumpoyumoB
npu cepnoBudHO-KAEMOYHOU
anemuu




B KOXe (POPMMUPYIOTCA HOPMaNbHbIE NOTOBbIE YKeneabl, a NPH HaMYHK
peueccuBHoOro annens (a) atoro reHa B X-XpoMocome B KOXKe oTMeua-
€TCA OTCYTCTBME NOTOBbLIX XKenes.

B pasnuuHbix kneTkax KoXu MOXeT BbiTb HHAKTMBMPOBaHa NHG0
oaHa, nbo apyras X-xpomocoma. Mpw atom HaboaaeTcs Mo3auLMam
B NPOAOMKEHUH NOTOBbIX YKeNe3 B KOXe B pe3y/ibTaTte MHaKTUBALMM
OfHOM U3 X-Xpomocom.

Cnupanusauus xpomocom e euge Tensua Bappa:

KX

XALX?] [XA]Xe

4 N

HopmanbHbie Orcytcteue
NOTOBbIE eNe3bl  NOTOBbIX XKenes

HopmanbHbii chepmenT HopmanbHbif chepmenT
AA ala2

MHakTuBaums (cnupanuaaums xpoMocoMs! 8 Buae Tenbua bappa) =>
OTCYTCTBHE NOTOBbIX XKenes.

[lpyrim npUmMepom annenbHOro HCKNIoUeHHs SBASETCA M3bupartens-
Hasi MHAKTUBALMA FeHOB, KOAWPYIOLLMX CUHTE3 ONPEAeNeHHbIX aHTHTeN
B OpraHusme.

MexannenbHas KOMNAEMEHTaLUA — [Ba MYTaHTHbIX anfens co-
BMECTHO MOryT obecneunts HopMabHbIi cheHoTun. Takoe Baaumogeii-
CTBHE NPOSABAAETCA YaLle BCEro Ha YPOBHe 0ObeAMHEHHS BENKOBbIX MO-
neky”n, oBpasylowmx eauHbIi thepmeHT.

B3aumopeiicTBHe HeannenbHBIX reHoB

[eHoTHN OpraHM3Ma — 3TO CHCTemMa B3aHMO,[|,el:ICTByPOLLI,MX reHoB. Baa-
MMOJEUCTBME MEHOB NOABNSRETCA KaK pe3ynbTar napbl annenbHbiX reHos,
TaK W pe3ynbTar pas/iMyHbIx nap HeannenbHbix reHos. OyeHb YacTo Ha pas-
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BUTHE OOHOrO NPU3HaKa OKa3blBAIOT BMSHUE [IBE U/IH HECKOJIbKO Nap He-
annenbHbix reHoe. BaauMogeicTeHe HeannenbHbiX reHoB NPOSBNAETCA Y
MHOTMX PAcTEHUM 1 3KMBOTHbIX, B TOM YMC/IE W Y Ye/IOBEKa.

PaanuualoT cnefytolmue THibl B3aMMOAEHCTBUSA HeanielbHbiX FreHOB:

1) koMnnemeHTapHoe,;

2) anucTaTuyeckoe;

3) nonumepHoe.

KOM]‘IJ‘leMeHTapHOE B3aMMOJENCTBHE M'eHOB

KoMnnemeHTtapHoe Mnu AononHsaiowee AeHCTBUE TEHOB NPOSBNS-
eTCA NPW OJHOBPEMEHHOM NMPHUCYTCTBHW B FEHOTUNE ABYX AOMMHAHT-
HbIX WK PELeCcCHBHbIX HeansieNibHbIX reHoB, B pesynbtate yero ¢gop-
MHPYETCsi HOBOE BblpaXeHHe npu3Haka.

Karkabii M3 JOMUHAHTHBIX FeHOB MOXET NPOSB/ATL CBOE AeHCTBUE
CaMOCTOATENIbHO, EC/IW APYrOW HeanneNbHbIM reH HAXOAUTCA B peLec-
CUBHOM cocTosiHHK, O6a OMHHAHTHBIX reHa NonajarT B reHoTUN, 40-
NONHARA APYr ApYyra, POPMHUPYIOT HOBOE NposiBneH1e npu3Haka. Harnaa-
HbIA NPUMEp KOMNNEMEHTAPHOrO B3aMMOAEMCTBHA reHoB Habniogaertcs
Y KYP MM Y NeTyXOB NpM HacnenosaHuu ¢opm rpebus (puc. 79). Oee
napbl HeannenbHbIX rEHOB B 3TOM c/iydae obecneunBaioT noseneHue
yetbipex opm rpebHs y Kyp: OPeXOBMAHOTO, PO30BHAHOIO, FOPOXO-
BUAHOrO U NUCTOBUMAHOrO. NpKU CKpelwmuBaHWK Kyp C rOpOXOBUAHbBIM
rpebHem (AABB) U po3oBuaHbIM rpebHem (aaBB) Bce rubpuabl nepeo-
O NOKONEHWA UMEIOT HOBYIO (hOpPMY NPOSBIEHUA rpebHs — opexo-
BUAHYIO0. ITO HOBOE NPOSBNEHHE NPU3HaKa BO3HWKaeT Braroaaps B3a-
MMOAEWCTBHIO ABYX AOMHHAHTHbIX HeannenbHbix reHos A u B B
aureteposurotax (AaBs).

Mpy ckpelurBaHWM QHUreTEPO3UroT BO BTOPOM MOKONEHUM pacluensie-
Hue coctasnseT 9: 3 : 3: 1 no deHoTHNy. 31O NOATBEPXKAAET, YTO 3a OAHH
NPM3HaK OTBEYAIOT [IBa HeaslIeNbHbIX reHa, Tak Kak 3to — dhopmyna pac-
LWenneHns Npu AMrubpraHOM cKpelumBaHuu (cM. pewetky MeHHeTa).

PozoeupgHbii [opoxoBUAaHbIA
P: (AABB) X (aaBB)
As aB
F. AaBs
OpexoBHAHbIH
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Po3oBudneit lopoxoBudnsii OpexoBudHsil JSlucmoBudrerti

Puc. 79. @opma epebrel y kyp

CkpewusaHue rubpuaos F, naer cnegyouwme pesynbratbi:
|

2

ramertbl AB As aB aB

AB AABB AABs AaBB AaBe
opex. opex. opex. opex.

As AABs AAgs AaBs Aass
opex. pPO30B. opex. pO30B.

aB AaBB AaBe aaBB aaBe
opex. opex. ropox. ropox.

aB AaBe Aags aaBe aass
opex. pO30B. ropox. JIUCT.

HeTpyaHo 3aMeTUTb, 4TO OpexoB1aHbIM rpebHem obnaaaiot ocobu,
B reHOTHME KOTOPbIX NPUCYTCTBYIOT [Ba JOMHWHAHTHBIX reHa OflHOBpe-
menHo: AABB, AABs, AaBB, AaBe.

DnucTaTi4YeCckoe B3aUMOAeHCTBHE reHOB

3n1cTa3 — B3aMMOLEWCTBHE, NPH KOTOPOM OfAHH U3 [OMHHAHTHbIX
WNK peLecCUBHbIX HeannenbHbIX reHoB nofasnseT AenCTBue Apyroro
HeannenbHoro reda. Kaxabii M3 HUX, HAXOARCb B JOMWHAHTHOM CO-
CTOAHUMW, NPH YCNOBUH, €CNIH APYTOW F'eH HaxOAMTCA B peLecCMBHOM,
umeeT ceoe cheHoTUnMueckoe nposienenue. Ecnn oba rena nonagatot B
reHOTHN B JOMMHAHTHOM COCTOSIHWM, TO OAWH AOMWHAHTHbIW reH no-
[LaBnseT neicTeue Apyroro AOMWHAHTHOrO reHa. [eH, noaasAsAoLLNWA
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JeiCTBHE ApYroro, NposBAseT anucTatuueckoe aencteve. Mopasnen-
HbIF reH Ha3blBAIOT rMNOCTATHYECKUM.

InucTas 6biBAET JOMHHAHTHBIM W PELLECCHBHBIM. FBNEHHE JOMHHAH-
THOrO 2NMCTa3a MOXXHO HabnogaTb NpW HacnefoOBaHUW MacTW Nolua-
nei (puc. 80). Boporas okpacka onpeaenseTcs JOMUHAHTHbIM anne-
nem B, noMuHaHTHbIM annens C pgaet cepyto MacTb. [OMO3UroThl 1
retepoaunroTbl no C-annenam BynyT cepbiMu W3-3a ceiMHbl BONOC, He-
3aBMCMMO OT TOrO, Kakoh annenb reHa B 6ypet y nowapu. len C obna-
[aeT AMUCTaTUYECKUM JIEHCTBUEM MO OTHOLWEHUIO K rery B, Tak Kak re
C nogasnseT pa3BuTHe BOPOHOW OKpacku. B ocHose B3aumopencTeus
HeannenbHbIX reHOB NeXXaT BUOXUMUUECKHe peakunK Benkos-hepmen-
TOB, KOAUPYEMbIX 3TUMH FreHaMM.

BBcc — BopoHas

BbCC — cepas
bbcc — pbikan
BBCC — cepas
BbCc — cepas

Takum obpa3om, Mbl BUUM, YTO AOMUHAHTHBIN reH C, Haxopsach B
FOMO- W/IK FeTePO3UrOTHOM COCTOAHHM, HE AaeT NPOABUTLCS HU reHam
B — BopoHO# OKpacku, HM reHam B — pbKeH OKPacKH.

Bomé6elickuii gpeHomer

PeueccHBHbIM 3nMcTa3 MOXHO paccMoTpeTb Ha npumepe Bombeic-
Koro cheHomeHa. B cembe xeHwmHbl ¢ | rpynnou kposw (1°1°) u My>kumHb
co Il rpynnoii kpoeu (IA1*) pogunca pebenok c IV rpynnoit kposu (I418). C
TOYKW 3peHUA TPAAHULIMOHHOrO Hac/efoBaHUs, T.e. B3aUMOAEHCTBHA an-
JIeNbHbIX rEeHOB rPyNM KPOBK, — 3TO HEBO3MOXKHO. [leTanbHoe uccneno-
BaHWe 3TOro heHOMeHa Nnokasano, YTo A/l CUHTE3a aHTUreHOB rpynn
Kposu A u B B cucteme ABO ewie Heobxoanm Benok-npealecTBeHHHK,
KOTOpbIM feTepMUHMPYETCS AOMMHAHTHbIM reHom H. Ecnu B reHotune
PeleccuBHble roMO31roThl, UMeloLLMe anieny BenKka nNpeaLecTBeHHWKa
hh, coyetalotcs ¢ [OMUHAHTHBIMM annensmu reHa Kposu 1A umu A, aHTu-
FeHbl A 1 B He cHHTE3HPYIOTCA M PEHOTUNHYECKH TaKWe NIoAH WMetoT
rpynny 1%°. Mpu MccnegoBaHWK 3TOrO heHOMEHa OKa3anoch, YTO YKeH-
WKHa yHacneposana ot matepy reH |2, a ot otua — reH I°, MNposeun ceoe
AeHCTBUe TONBKO reH I°, U NO3ITOMY CYWTANOCh, UTO KEHLLMHA MMeeT
I Pynny kposu. 'eH I Bbin nogasneH peueccusHbIM reHom h, HaxogaLmMM-
s ..B rOMO3uroTHom coctosiHuu hh. MogaeneHHbin red I nposeun ceoe
AGHCTBHE BO BTOPOM NOKONEHMU, U pebeHoK umen IV rpynny Kposu.
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Cepas Cepas  Boponas Boponas
CeBB CcBb ccBB ccBb
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Cepas Cepas  Boponas  Pebkas
CcBb Cebb ccBb ccbb

JNHCTA3 NPH HACACNOBAHHH MACTH Y Jolwaneil

Puc. 80. HacnedoBarue
oKpacku y Aowaded no muny
OOMUHAHMHO20 3NUCMA3a

lMonuMepHoOe AeCTBHE rEHOB

MonumepHoe AeHCTBUE reHOB CBA3AHO C TEM, YTO HECKONbKO Heasl-
NeNbHbIX FEHOB OHOTHMNHOIO AEHCTBUA MOTYT OTBEYaTb 3@ OUH U TOT
»e NpH3HaK, YCUWBAs UK NOHWKas ero nposenexue. MNpusnaku, 3a-
BUCSLLME OT MHOTHX NOSIMMEPHbIX FEHOB, OTHOCAT, Kak NpaBHno, K KO-
JIMYECTBEHHBIM — BEC, POCT, YMCTBEHHbIE CMOCOBHOCTH, LIBET KOMH.
Ecnu 6bl KONMHECTBEHHbIE NPH3HAKK HE KOHTPOUPOBANWUCH MOAHIEH-
HO, TO Y KO/MMYECTBEHHbIX NPU3HaKOB He Bbino Gbl nepexopos. [eHbl,
OTBeYaloLL1e 3a pa3BUTHE KOMUECTBEHHbIX NPH3HaKoB, obnapaloT cyM-
MapHbIM 3bheKToM.

CreneHb NPOABNEHUA NMPHU3HAKa 3aBUCHT OT COYETaHUA [OMMHaHT-
HbIX W peLecCHUBHbIX annener. Hem Bonblue JOMUHAHTHBIX reHoB, TEM
cunbHee NposABNseTcs npu3Hak. lNonMmepHblie reHbl OTBeYaKOT 3a pea-
NM3aLMI0 OJJHOTO U TOFO e NPH3HaKa, M N03TOMY X 0603HaualoT 04~
HOW W TOM e BYKBOMW, UMPaMK yKa3biBas YHCNO annenbHbix nap:
AAA A A, Hanpumep, 32 NUIMEHTALMIO KOXM Y HYeNOBEKA OTBEHAIOT
nonumepHble reHbl S, S,. B NpuUCyTCTBUM AOMMHAHTHBIX annenen aTux re-
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HOB CMHTE3WDYETCA MHOTO NUIMEHTA, @ B NPUCYTCTBUM PELECCUBHBIX —
Mano. MHTEHCUBHOCTD NMUIMEHTAUMH KOXKH 3aBUCHT OT KONMYECTBA NHr-
MeHTa ¥ ONPEefENAeTCs KONMUECTBEHHbIM COYETaHUEM JOMHHAHTHDIX W
peLiecCHBHbIX MeHOB.

Or 6paka MeXAY YKEHLIMHOM C YEPHDBIM LIBETOM KOXH M MYXKYMHOH C
Genoi KOXEH POASTCA MyNaTbl, UMEIOLLIME NPOMEKYTOUHYIO OKPACKY KOXH.

TeMHbIM LBET KOXH CeeTnbii UBET KOXH

P: +SS,S,;S, X $,5,5,5,
[ameTbl @
A S,s,S,s, (Mynar

Or 6paka Mexay Mynaramu ¢ reHotunom S s, S.s, MOryT poXaaTbCs
netm c MUrMeHTaLUen KOXKH OT CBET/ION 10 TEMHOM, YTO onpeaenseTca
KombBuHauuWel ABYX nap annenei nonumepHbix reHos (tabn. 5).

P: 981318252X —_— C;S,S1stz

Tabnuya 5
. Q d S;S, S,s, 5,5, $,S,
S8, §$S.S.S, S$,5S;s, | S5.5,S, | S55.55,
S, S.SSs, S$Ss,s, | SsS, S;s;5.8,
s,S, $;5.S.5, $;5S55, | S$55;S, §.5,5.5,
I_SLSZ SlslsZSl SlslSZSZ 51518282 s1515252

BeposTHocTb poyaeHHs pebeHka ¢ 6enbiM 1 YepHbIM LBETOM KOXH
paBHa 1/16.

MHOMKeCTBEHHbIH a/l/IeJIM3M

MHorue reHbl y pa3Hbix OpraHM3MOoB CyLLECTBYIOT bonee yem B ABYX
ANNeNnbHbIX COCTOAHUAX. MHOXKECTBEHHbIN annenn3M BO3HUKaeT BCnea-
CTBUe MyTauui. BONbLUMHCTBO rEHOB COCTOAT U3 ThICAY HYK/IEOTHAHBIX
NocnepoeatenvHocter JIHK. MyTtauuu npyuBOAAT K 3aMeHe WU U3Me-
HeHWIO KoNMUecTBa HYKNEOTHAOB, U 3TO MOXET MPOUCXOAWTL B Pa3HbixX
Y4acTkax reHa, nopodkas Hosble annenu reqa. Ho B reHoTune nio6oro
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FARAOHAROFS OPFAHMING MOFYT HAXOAHTHER TONOKO ABA FEHA U3 ce-
B BARCAEH: OETARHANE BANEN RAHHOFS FEHA B PASHIIX COSTAHMHSX
BXOART B FEHOTHIG! APYFHX OEOBEH ARHHOFS BHAR B RORY AR, Mio-
HEETREHHINN BAREHHIN XBPAKTEPHIVET PAIHOOOPaIHE FEHODOHASS
BHAR W WNCET BOALILOE IHAYCHHE B F8OMOUM. BES AAREIM SAHOTS 1
TOFE WE FeHa OOOIHRIMNOT SAHON ByKBOW € PasHoim WHAGKEaWH: A
A2, A%, A wT.p, ’

MHONEETBEHHEIN BAREHIN MONHO APOSASEHTS HE APUMEPE KPo-
IO O FEHEM OKPRCKH WEDETH. [ aritl, OTBEUMOUING 38 OKDACKY Wep-
ETH; Y KPOSHKOB BAREADHI W HIXOBATER B FOMORSTHIHBIX XPOMOCO-
MEX B ORHAX W TEX Ke RoKyEax. Fen ankon oxpackn (€) BomHHHPYeT
HEA BEEHM OETAABHIIMA FEHAMH OKPAEKH: Fen uwmnunAResel (c7) u
FHMEREHEKONH (&) AOMMHMBYET Hah FeHoM ansbmmama (o) (pue. 81),

FETEPOIMFOTH OT WMHILIMAROBON H FHMBNSHEKON OKPAEKH AIOT CBET-
FE-CEPYIO OKPAEKY:

fenenun: €

Fenomun: €
DeHonmur; B THA OKPREKH — aryTH

DEHOMUN! WHHILIHARR AW EBETHO-
48pHBIN

[exomun: ¢

lenomun: C
Deromun; ramanakickmi

Denomun: ansburmuam

Puc. 81. Okpacka wepcmu kposukoB
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Y ApO30(HNbI U3BECTHO MHOXECTBO annenei useta rnas, ot
HOPM/IHOTO KPACHOrO LUBETa 40 MO/IHOTO OTCYTCTBMSA NUIMeHTa — Ge-
noro.

MpUMEPOM MHOXXECTBEHHDIX aN/ie/Iel Y YenoBeka MoryT BbiTb rembi,
otsevaiolie 3a passutue ABO rpynn KpoBH, 3TH reHbl BCTpeYaloTes B
Tpex pasHbix copmax: 14, I3, I° T'enbr I 1 B goMUHaHTHDBI NO OTHOLWeE-
auio K rery . MHOXecTBeHHbIE annenu He TONbKO AETEPMUHUPYIOT
pa3suTHe pa3HOBMAHOCTEH OAHOrO NPU3HaKa, HO U OKa3blBalOTCA B
pa3HbiX AOMHHAHTHO-PEUECCHBHBIX OTHOLEHHAX APYr C APYTOM.

[lneAoTponHoe AEHCTBHE reHa.
Cunapom Mapdana

MHoXecTBeHHOE AEeWCTBUE OAHOrO
reHa Ha3blBAeTCA NNEHOTPONHbLIM AeH-
cTereM. [lnedoTponHas MyTaumua M3MeHs-
eT cpa3y HeCKO/IbKO NMPU3HAKOB OpraHm3-
ma. pMMepomM NnenoTponHOW MyTauuu
moxeT 6biTb cuHapom MapdbaHa, KoTo-
Pbili OTHOCUTCS K YACNY HACNEeACTBEHHbIX
Boneanei obMeHa BeLLECTB U XapaKTepH-
3yeTCS CUCTEMHbBIM NOPaXKEHWEM COoefdH-
HUTENbHOM TKaHH.

CuHapom MapdhaHa npossiseTcs B pe-
3yNbTate JOMWHAHTHOM MYTALWM reHa, oT-
BETCTBEHHOrO 3a CMHTe3 Oenka coegnHu-
TENbHO-TKaHbIX BONOKOH huBpuannHa.
Bnokuposanue cuHtesa chrbpUnnHHa Npw-
BOAMT K MOBbILEHHON PaCTAXHMOCTH CO-
€OUHUTENIbBHOW TKaHH.

Onwucan cungpom B. Mapchara B 1886 r.
(puc. 82).

Yacrora cunagpoma MapdpaHa B nonyns-
unu 1: 10 000 yenosek. CuHgpomom Map-
thana ctpaganu npesupent CLUA Aspaam
JIMHKONLH M BENMKMIA UTANBAHCKMIA CKpHNaY
Hukkono Maranunu, npeanaeHt PpaHunu
Wapnb e Monnb.

Puc. 82. Curidpom
Mapgbara. Ovens
OnurHbIe KUCmU,

cmonsl U Nansybl
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Puc. 83. Cundpom
Mapdgbana. lMamamruk
ABpaamy Slurkoabry
(euzanmckud pocm —
193 em, omHocumensHo

Hebonbwoe mynoBuuje,

o2poMmHble Ho2U, PYKU,

cmonsl, o4eHb OAUHHbIE
nanavyer)

I'naBa VI

XPOMOCOMHAA
TEOPHA
HACJIEACTBEHHOCTH




B Hauane XX B. 6naronapsa 'peropy MeHgenio cTano M3BeCTHO, UTo
nepefiaya NPM3HAKOB W CBOWCTB OpraHu3Ma CBA3aHa C HacnelCcTsBeH-
HbIMK (haKTOpPamM, Uk reHamu. B 1o Bpema TpyaHo Bbino ces3atb aaH-
Hble, nonydeHHble . MeHaenem, ¢ KaKUMU-TO CTPYKTYPaMH B KNIeTKax H
ramerax, C NOMOLLbIO KOTOPbIX HACNeACTBEHHbIe hakTopbl NEPeAaroT-
cs oT poautenei k getam. B 1875 r. Hemeukuu ambpwuonor Mepsur 0b-
paTUn BHUMaHHWE Ha TO, YTO NPM ONNOAOTBOPEHUM SHUL| MOPCKOTO exXa
NPOUCXOAMT CNIMAHME SAEP CNEPMUA U AHLEKNETOK. B 1882 r. ®nemuHr
onWcan nosefeHWe XpoMOCOM BO BPEMS MUTO3a.

B 1902 r. aga uccnegosatens — Banbtep Cartox 8 CLUA v Teopop
Bosepw B [epMaHuu — HE3aBUCMMO APYr OT APYra COMOCTaBUAM MeH-
[EeNeBCKMe 3aKOHbl HACNEACTBEHHOCTH C NOBEAEHUEM XPOMOCOM.

1. Nopo6HO reHam, XPOMOCOMbI NapHble: KaXaas K/1eTKa COAEPHMHT
[Ba ux Habopa: oAMH — OT OTUa, a AAPYrol — OT MaTepH.

2. Menpgenb npeanonaras, Y4To NonoBble KNETKU COAEPXKaT TONbKO
MO OHOMY M3 [BYX FeHOB, ONpeaensioLMX Kaxabli npusHak. Ho 1 8
Ka>KAOM MOMOBOM KNETKe MMeeTcsa no ogHoMy Habopy xpoMmocom, T.e.
Mo OQHOW XPOMOCOME W3 KaXK[0M napbl.

3. MeHpgenb nonaran, 4To KaXKAblH NpU3HaK HacneayeTcs He3aBuCH-
MO OT APYrMX, W XpOMOCOMbI MONAAAIOT B NOJIOBbIE KNETKU HE3aBUCH-
MO, T.e. Cy4akHo.

Takum 06pa3om, Gbin yCTAHOBNEH Napaniendsm Mexay Hacneno-
BaHWEM FEHOB M XPOMOCOM. YueHble NPennoNoXKHH, UTO reHbl Haxo-
[OATCS B XpOMOCOMaX.

Ho uTo6bl foKa3aTb, YTO XPOMOCOMbI JEHCTBMTE/IBHO AB/IAIOTCH
HOCUTENAMM reHoB, noTpeboBanKch rogbl.

B. CaTtToH BbiCKa3an NpeaAnoioKeHWe, YTO reHbl, pacnonoXeHHbIe B
oAHO# XpoMocome, ByayT Hacneposatbes smecte. B 1906 r. Y. betcoH
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u P. MeHHeT Habnoaanu cuenneH1e NPU3HaKoB y AyLIMCTOrO ropoLuKa
fpH AMrHEPUAHOM CKPEeLUMBAHWU Ha NPUMepPe OKPACKM LiBeTKa W thop-
Mbl MbiNbLEBbIX 3epeH. Ho He cMornu obbacHUTL M noKa3aTh XPOMO-
COMHYIO NPHPOAY 3TOTO ABNEHHS.

B 1909 r. ambpuonor Tomac MopraH Hauan 3aHUMaTbCs reHeTUKOM.
BmecTe CO CBOMMM COTPYAHWUKAMH U CTYEeHTaMKu OH He TOJIbKO AOKa-
3an, YTO HaC/NeACTBEHHOCTL OBYCNOB/IEHA reHaMK, HO M NePBbIM yCTa-
HOBM/l MECTOPACNO/OXEHUE OTAE/bHbIX FEHOB B COOTBETCTBYIOLLIMX
xpomocomax. ITH paboTbl OKOHYATENIbHO NOATBEPAHAM, YTO Napanne-
JIU3M MOBEJIEHWs FeHOB ONpPeAenseTcs napannein3imMoM noseaeHus
XpoMocoM B MeHo3e. O6bekTom cBOMX MccnefoBaHWit Mopran u3bpan
HaceKoMoe — MJIOAOBYIO MYLIKY-Apo3oduay. OT pacTeHuit, aatoLmx
OAHO NMOKO/IEHWE B FO/, NJIOAO0BbIE MYLIKW OT/IMYANUCH OYEHb BbIFOAHO.
OHK1 paBanu HOBOE MOKOMIEHUE KaXKAble Be Hedenu.

[MonHoe cuenneHue

B ceoux 3kcnepumentax T. MopraH uccnenosan 3akOHOMEpPHOCTH
HacnefoBaHUA MyTaumWi (b — yepHoe Teno U v — 3auartouHble KpbinbA)
y Myxu D. melanogaster. JoMuHaHTHbIE affiesiM AMKOro THna onpege-
nanu cepoe teno (B) u HopmanbHbie kpbinba (V).

CkpelyuBaH1e cepoi Myxu ¢ HOPMasbHBIMK KPbIbAMU (IUroMO3u-
rotHou BBVV) ¢ uepHoit Myxoii ¢ 3auatouHbiMK Kpbinbsmu (bbvv) B nep-
BOM MNOKONEHWU AaeT cepbix rMBpUAOB C HOPMAbHLIMU KPbIIbSMHU
(BbVv — puretepoauroTsl). Ha ocHOBaHMM 3aKOHa HE3aBHCMMOrO Ha-
ClefoBaH1A NPU3HAKOB, 3TH AWretepo3nroTel (BbVv) gomkHbl gatb
YeTbipe Tvna ramet: BV, By, bV, bv.

Mpw ckpelrBaHK AUreTepo3nMroTHOro camua C; (BbVv) 13 nepso-
F'O NOKONEHUsA C YePHOM CaMKOH ? C 3a4aTo4YHbIMK KpbinbaMK (bbvv),
cornacHo TpetbeMy 3akoHy Mengens, uccnepgosarteny [ONXHbI Obinu
NoNyunTtb cneayioLyro cxemy, No KOTOPOM BO BTOPOM MOKOIEHWH NPO-
H3oHaeT pacwennenue B oTHowenuu 1: 1: 1: 1, npuuyem Hapsgy c uc-
XOAHbIMK (hOPMaMK — CepbIK LiBET Tena W AJIMHHbIe Kpbinba (BbVv) u
YePHbIK LBET Tena 1 3a4ato4Hble Kpbiibs (bbvv) — Takke qo/mkHbI Obinu
NPOSABUTLCS UepHble MyXU C ANMHHBIMU Kpbinbamu (bbVv) u cepble ¢
3auatouHbiMK Kpbinbsimu (Bbvv) ¢ oguHakosol vactotom 1:1: 1: 1,
Opnaxo s 3KCNepuMeHTe NoNy4yanucb AaHHble, HE NOATBEPKAAoLLUe
3TOT pacyeT, OCHOBaHHbIM Ha TpeTbeM 3akoHe MeHpens. BmecTto uetbi-
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pex TUNoB ocober NP1 aHa/IM3UPYIOWEM CKPeLLMBAHUK NOJyyaeTcs
TONbKO [ABA: MyXH YEPHbIE C 3a4aTOYHbIMK KPbINbAMU W HOPMalbHble
no obouM npu3HaKaM, T. e. UCXOfHble (hOPMbl, B3ATblE NEPBOHAYA/IbHO
LNA CKpeliMBaHua. AHanW3 nonyyeHHbIX AaHHbIX AaeT NpaBo 3aksio-
UMTb, UTO YEPHDIW LBET TENa W 3a4aTouHble KPbUbs, BEPOATHO, Hac/ne-
LYIOTCS BMECTe — CLen/eHbl MeXXay COBOM, Tak »e KaK U WX HOpMaJib-
Hble anneny, — Cepbli LBET U A/IMHHDIE KPbl/bsA, T.€. HAXOAATCSA B OJ|HOK
U TOMW e XpoMocome. 3anucb JaHHOTO CKPELLUBaHHA € XPOMOCOMamu

noateep>paet 3T10:

P 6’ BV X bv
e e
- =
bv bv
rametbl e
BV bv
—+— et
At
bv bv
cepble, yepHble,

L/IMHHbIE KPbl/bsl 3auaTouHble Kpbi/bs

leHbl B 1 V HacneayloTca COBMECTHO, Tak Kak HaxoAsiTcsi B OQHON
xpomocome. Takoe coBMecTHoe HacnefoBaHue T. MopraH Hassan cuen-
NeHuem.

MoykeT BO3HUKHYTb BONPOC: He SBAAIOTCA /1M 3TU [iBa NpU3HaKa —
LBET TeNa W A/IMHA KPbIbeB — 3aBUCHMbIMM OT OfHOro reHa? B pabo-
tax T. MopraHa 6bino foKa3aHo, UTo 3TW [Ba NpU3HaKa [eTepMHHUPY-
|OT [Ba Pa3NiMuHbIX reHa. Takum obpa3om, BbiNo OTKPLITO NpPaBu/Io,
onpeaensioulee xapakTep HacnefoBaHWA NPW NIOKaNW3aLuH1 reHos B
opHoit xpomocome. OBHapy»eHHe SIBNeHUSA CLEeNNeHUa OKoHYaTelbHO
ybenuno vccneposarenei, UTo MUMEHHO XPOMOCOMbI SIB/ISIOTCSA HOCH-
TENAMM Tex maTepHanbHbiX YacTHL, KOTOPble Ha3Bau reHamu.

Ecnu reHbl HaXoAsaTCA B OAHOM XPOMOCOME W BCerpa nepenatorcs
BMecTe, rOBOPAT O MOJIHOM CLiENIEHUH.
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B onbiTax ¢ agposocmnon non- P
Hoe cLienieHHe HabnloAeTCA TONb-
KO Y CamLoB (puc. 84), T.e. y cam-
1j0B APO30H/IbI UMEETCS NonHoe
clensieHHe reHoB B OJHOH XPOMO-

come. Kak nokasasm onbiTbl, y cam- KopoTke kpanss
Tano

KH gp030¢“ MNbl M APYrkiX npeacra- S

BUTENEH MYXXCKOIO M XEHCKOro —

fioN1a NOJIHOTO CLENIEHHS HET, a Ha-
6n10AaeTCs YaCTUYHOE CLIeNeHHe. Fi

HenosnHoe cuenieHue

W3 nepsoro nokoneHus Bbinu
B3ATHI [JMreTepO3HroTHblE CaMKH

KopoTKHe Kpbi/ibs
& (BbVv) u ckpeuieHbl ¢ pe- SRS IR
v b ¥ i

LleCCHUBHBIMH OMrOMO3HIOTHbIMU |
camuamu d’ (bbvv). voos b
B notomcTBe TaKMX CaMOK

6b1710 NONYYEHO He ABa, a YeTbipe ¥ £
TUNa ocobei. Kpome Myx yepHbix e -
€ 3a4aTOYHbBIMH KPbIIbAMHU U MYX,
MMEIOLLIMX CEPbIi LBET W ANWHHbIE (
Kpbinbs, BbIAK NONYyYEHbl MYXH b 4
Ceporo ugeTta ¢ 3a4aToO4YHbIMK e
AnvKHBe KPENLR KopoTeme xpuinss

KPbINbAMM H YepHbIE C ANIMHHBIMU cepoe Teno Teno
Kpbinbsmu (puc. 85, 86). e

e T o R e ]

Mo uncny pasnnyHbIX hopm pe- g
3y/ibTar Kak 6yaro 6bl COOTBETCTBO-
Ban TOMy, YTO AOMKHO BblNo no-
NYYUTBCA HA OCHOBaHKK 3aKOHa He-
3aBHCUMOro KOMOWHWPOBaHWA

Puc. 84. [Tonnoe cyennerue. Cxema
onsima

npu3Hakos. B Takom criyuae Hafo 6bi1o OXKUAaTb, YTO YeTbIpe TUNa Myx
NosBATCA B KONMuecTBeHHOM oTHowwenuu 1: 1: 1: 1. OagHako npu nopcuye-
Te NOTOMCTBa KOIMYECTBO MyX C CEpbIM LIBETOM Tena U A/IMHHBIMU KPbl/b-
AMM W YEPHBIX C 3a4aTO4YHbBIMM KPbINbAMM NMOJTYYAETCS 3HAUMTENBHO HONb-
we, no 41,5% (ecero 83%), Toraa Kak cepbix C 3a4aTO4HbIMH KPbIbAMU U
YEPHBIX C A/IMHHBIMK Kpblnbamu — o 8,5% (ecero 17%).
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? d
Jnmkibie KpeUTba Kopotxue
‘cepoe reno “YepHoe Teno
V B vV b
EENETTEET T
v B v b

35%

peKOMOMHaTHE |

HEPEKOMBMHATHLIG
(HexpoccoaepHLe

Puc. 85. Henosroe cyennenue. Cxema onsima

MNpose:netine NOBTOPHBIX ONBITOB NOAOBHOrO posa nokasano, YTo
3TOT pesynbTaT NPU OJHKUX U TeX XKe YCNOBHAX NOCTAaHOBKM OMNbiTa —
NOCTOSIHHbIW.

Takum obpa3om, y rHOPHAHON AUreTepO3UroTHOM CaMKH NPOMCXO-
AMT HapylIeHUe CUEN/IeHHs, BeAyLUEe K NOABNEHUIO HOBbIX KOoMbuHa-
uu reqos (B gaHHoMm cnyyae — 8,5% + 8,5% = 17%).
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DO
S

Hexpoccosephnie Kpoccosepubie

B3% 17%

Puc. 86. Cxema ckpewuBarus. Henonxoe cyennerue

Ecnu chakT cuenneHus reHos obbACHASTCS NOKaNU3auuen cuennex-
HbIX Nr'eHoB B O,EI.HOI‘;I XpPOMOCOME, TO KaK O6'bF|CHHTb HapyuleHue 3Toro
cuenneHun?

MexaHHW3M HEMOJIHOrO CLEINJIEHUs1 — KPOCCHHIoBep

Onupasics Ha Habntogerus @. SrHcera, oBHapY>KMBLLErO B MEHO3€e XH-
a3mbl (X-obpasHas CTpyKTypa, BO3HHUKLIAsA BCNEACTBHE KPOCCHHroBepa),
Moprat npeanonoxun, uto ocobu Bbvv u bbVv nosisunuce B pesynstare
nepeKpecTa 1 pa3pbiBa rOMONOTMYHbBIX XPOMOCOM, Bnaroaaps Yemy v npo-
MCXOAMT 0BMEH rOMONOTHYHbBIMKM YYaCTKaMH FOMO/IOTMYHBIX XPOMOCOM B
TouKax mexay reHamu B u V. Cam npouecc nepekpecta 6bin Ha3saH Kpoc-
CHHrOBEpOM, U 0COBH, 0Bpa3OBaBLUMECSA U3 FAMET, COYETaIOLLMX B pe3y/b-
TaTe nepeKpecTa NpU3HaKu 000MX poanTeNnel, — KPOCCOBEPHBIMM (17%).
Ocobu, obpa3osaBlIMECs U3 FaMeT, Y KOTOPbIX He Bblno KpoccHHroBepa,
6binu Ha3BaHbl HekpoccosepHbiMM (83%).

KpoccuHroeep

Takoit npouecc T. MopraH Ha3san reHeTH4ecKom pexombuHauuen re-
HOB. [eHeTHUECKas PEKOMBMHALIMA FeHOB MOXET NPOMCXOAHMTL C Pa3HOH
YacToTOW. TOT NPOLECC 3aBMCHT OT TOTO, Ha KAKOM PaccTofHHK Apyr OT
Apyra pacnonoeHbl reHbl. KpoccuHrosep MOXeT NPOMUCXOAMTb Ha pas-
HbIX yyacTkax XpoMocoml. Ecu Aga reHa HaxoasTca 6/M3KO Apyr OT Apy-
ra, TO NP1 KPOCCMHIOBEPE OHK1 OCTAOTCA BMECTE, EC/H AaNeKo — TO BO3-
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MOXHOCTb nepexpecta Bonbiue. Mpu He3aBHCMMOM KOMBHHUPOBAHMH re-
Hoe 50% ocobeit coderatoT npuaHaku 0bomux poguTeneii.

KpoccuHrosep mexay HeCecTpUHCKUMM XpOMaTUAAMM NPOMCXOANT &
npohase 1-ro MeHOTMYECKOrO AeNEeHHS Ha CTaAMK TETpad, T.e. YeTbipex
xpomarua. B kaxaoii Touke obMeHa NPOMCXOAMT paspbiB W BOCCOeaMHe-
HWUE TONbKO fABYX W3 YETbIPeX HECECTPUHCKUX xpomatua. KpoccuHrosep
MO>ET NPOMCXOAMTH HE TONIbKO BO BpEMs MEH03a, HO M MMTO3a, Ha CTaAaMK
YeTbIpex XpoMaTHi, OHW MOryT nepekpeluueaTtbes. Hactotra MMTOTHYEC-
KOrO KPOCCHHIOBEPa 3HaYMTE/NbHO Hibke MeloTuyeckoro. Mopra gonyc-
Kan, 4To NepeKpecT MeXy XpoMaTHiamMmi roMONOrHYHBIX XPOMOCOM MO-
KET NPOMCXOAHTb OAHOBPEMEHHO B HECKO/bKMX TOUKAX: EC/IM MPOMCXOAUT
B O[IHOW TOMKE — Ha3blBAETCH OAMHOYHBIM KDOCCHHIOBEPOM, B ABYX TOU-
Kax OHOBPEMEHHO — [IBOWHbIM, T.€. KPOCCHHIOBEP MOMET BbiTb MHOM(E-
cTBeHHbIM. Kabiaibiit ABOIHONM KpOCCHHIoBep BO3HWKaeT Gnarofaps agym
HE3aBHCHMbIM OfjMHAPHbIM Pa3pbiBaM B ABYX TOUKAxX, NO3TOMY [ABOMHble
KPOCCHHIOBEPbI COKPALLAIOT PEriCTPHPYEMOe PacCTOSHUE MEXKY reHaMu.

Ha ocrosannu atx naHHbix MopraH BbIABMHYA TUNOTE3y O NHHeNi-
HOM pacnosIoXeHHWH reHoB B xpoMocome. 3Ta runotesa bbina goKasa-
Ha onbiTamu MopraHa Ha OCHOBaHWK OTKPBITHA CLENNEHHS 1 PEKOMOK-
HaUuK. 3TO BXKHbIH apryMeHT B NOMb3Y TOTO, YTO reHbl PacNONOXeHb|
NMHENHO BAONb XpoMocoM, Bnaronaps yemy 6binO BBeAEHO NOHATHE
FeHeTUYECKOro KapTUpOBaHUS — OnpefeneHHUe NONIOMEHUA KaKoro-
6O reHa no OTHOWEHHIO K ABYM (Kak MUHWMYM AByM) reHam. lNocto-
AHCTBO NPOLIECCa KPOCCHMHIOBEPa MEXAY OnpeAeneHHbIMH reHamu no-
3BONIAET /IOKANM30BaTb MX. 3@ €IUHHLY PACCTOAHHUA MeXAy reHamu
NPUHATO cyuTaTh 1 MopraHualy, Ha3saHHylo B YecTs Moprasa s 1919 r.
[x. XonpenHom, pasHyio 1% kpoccuHrosepa. Mpu paccrosHuu
50 mopranup v 6onee npusHaku HaCNeayIOTCA HE3ABMCHMO, HecmoTps
Ha JIOKaNnM3aLmio MX B OQHOH XpOMOcoMe.

B Hawem npumepe npu 17% kpoccuHrosepa paccrosHue Mexay
reHamu B 1 V paBHo 17 mopranupam.

MopraH W ero coTpyaHMKK Nokasanu, 4To, yCTaHOBHB rpynny cuen-
NeHUS, MOXXHO NOCTPOWTL FEHETHUUECKME KapTbl M YKa3aTb NOPsAAOK pac-
NOJIOXKEHUA reHOB.

[eHeTHUeCKOM KapTOH XPOMOCOM Ha3blBaloT CXeMy B3aMMHOro pac-
NONIOXKEHHA TeHOB, HAXOAALMXCS B OAHOW rpynne cuennenus. Onpe-
AeneHue rpynnbl CUENNeHUs OCYLLEeCTBAAETCS rMOPUAONOrHYECKHM
METO/IOM, T.€. NPH U3YYeHUH Pe3y/IbTaTOB CKPELLUBAHMS.
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Ec/u M3BECTHO, YTO PACcCTOAHUE MEXAY ABYMS reHamu OAHOH rpyn-
nbi cuennetns A u C cocrasnsno 4%, v Heo6x0AMMO yCTaHOBHTL Mec-

10 TpeTbero rexa B B TOW e xpoMOcoMe, TO HEOBXOAUMO BbISCHUTL

IPOUEHT KPOCCMHIOBEPA MEXAY eHOM B 1 renamu A u C. Echu npo-
LieHT kpoccuHrosepa mexay A u B coctasun 3%, To ren B pacnono-
sen mexay A 1 C. Ecnu npoueHT kpoccunrosepa mexxay A w B cocta-
sun 5%, To red B HaxoaWTCs Ha OAHOM K3 KOHLIOB XPOMOCOMBI.

4 4
— — 1
A B c A C B
N I —
3 5

Cxema Bzaumrozo pacnosoxceHus zeHoB A, B, C

Ha ocHosanuu onbitoB T. MopraH u ero cotpyaHuku cchopmynupo-
Ba/IM OCHOBHbIE MOJIOXEHUS XPOMOCOMHOMN TEOPHH.

MpeemMcTBEHHOCTb CBOMCTB OPraHW3MOB B PAfly NOKONEHWIA onpe-
[eNnseTca NPeeMCcTBEHHOCTbIO UX XpoMocoM. bbino ycraHoBneHo, yto:

® reHbl HAXOAATCSA B XPOMOCOMaX;

® KaKabli reH 3aHMMaeT onpeaeneHHoe MecTo B XPOMOCOME;

® reHbl B XpPOMOCOME PacrnosioXeHbl B TMHEMHOM MOPAAKE;

® Kakaas xpoMmocoma npefcTasnser coboi rpynny cLUenneHus;

® YWCNO rpyNN CUEneHUs paBHO ranjougHOMY YHCY XPOMOCOM,;

® MeX/ly rOMOJIOFMYHBIMKW XPOMOCOMaMK1 NPOHCXOAWT 0BMeH ar-
NenbHbIMU reHamu;

® paccTosHWe MeXAay reHamu NpPonopLUOHaNbHO NPOLEHTY Kpoc-
CHHroBepa MeXXay HHMM.

Tenepb Mbl MOXKEM CKa3aTb, UTO ANA KAXKAOro reHa cyLecTsyeT asa
NPUHLUMNMANBHBIX THNa HacnefaoBaHUs:

l'eH MokeT HacnegoBatbes:

1. CuenneHHo C LpYrMMU reHamu.

2. HeaaBWCHMO OT ApYruX reHos.

XpOMOCOMHbBIH MEXaHW3M ONpeaeNeHHs nosa

B koHue XIX — Hauane XX B. HEKOTOpbIE UCCNEAOBATENU NOKa3a-
MK, 4TO y psSAAa HACEKOMbIX XPOMOCOMHbIM Habop caMUOB M caMoK
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pa3nuuaetca Mexxay coboi. Tak, YUNcoH oBHapy»un, uTo y knona M FANET € XOXPOMGESMEN, Wm HRREST W6
Lygaeus turneus camku umetoT 7 nap xpomocoM, y camua — 6 nap WFMM il (NG, APOWIBERAT EREBETOFMAR € XHPOMSESMEN!
O/]MHAKOBbIX C CAMKOHM XPOMOCOM, a B CE[lbMOH Nape OAHa XPOMOCO- wg@g #@@6@ (BWE: &9). :

Ma Takas e, Kak COOTBETCTBYIOLLAsS XPOMOCOMA CAMKH, a ipyras 3Ha- B A RE BOREE LIRS PACTPOETDANEH FETERGFANETIAN MYREE-
UMTENbHO MeHblUe Mo pasmepy. [lanbHellne HCCNeaoBaHWS, CBA3aH- K& ROR (X, X8:

Hbl€é C XPOMOCOMHbIM MEXaHW3MOM HAC/IeJOBaHHUA NONa, NpUHaAexar
wkone T. Moprana. B 1914 r. 3. BunbcoH, paboTasiumii B nabopato-
puu T. MopraHa, fokasan, uTo BaykHeWLlan poJib B reHeTUUeCKOM fe-
TEPMUHaL MK NONa NPUHAAIEIKMT XPOMOCOMHOMY annapaty. [1pu u3y-
YeHHH KapHOTHNa MYXH-APO30hH/bI BbINO AOKA3AHO, YTO KAPHOTHNbI
CaMKKW M camua pas/fiM4Hbl, U 3TO PasMyMe — NO OJHOM M3 YeTbipex
nap XpoMOCOM, KOTOpble OH Ha3Ban NosoBbiMK xpomocomamu. Oc-
Ta/bHble TPK Napbl Ha3blBAIOT ayTOCOMaMH. ¥ caMKu — ABe O MHaKo-
Bbl€ NO/OBbIE XPOMOCOMbI, KX 0B03HAUMNK KaK X-XPOMOCOMbI, y Cam-
ua — opaHa X-xpoMocoMma, MAEHTHUHASA >XXEHCKOW NONOBOWH
XPOMOCOMe, Apyras — KopoTkas Y-xpomocoma. XKeHcKui non ume-
eT ABe X-XpOMOCOMbI, MY>XCKOW NON HMeeT ABe pa3/iMyHbie XPOMOCOo-
Mbl — Xu Y. Ot couetanua X- M Y-XxpoMOCOM 3aBMCHT NON HaceKo-
mbix. Camku Apo3ochunbl ByayT o6pazoebiBaTb TONbKO OAHH TUN ramMeT
(3A + X), Torpa kak B roHagax camuos BynyT obpasosbiBaThcs ABa
tuna ramet (3A + X) u (3A + V), rae A — aytocomsl. B gaHHoM chy-
yae XEHCKWUH NoN HasbiBaloT 2omozamemmbim (XX), My»Kckon — ze-
mepozamemssim (XY). Y yenoBeka roMmoraMeTHbIi No — >KEHCKUH.
Bce afuekneTKu XeHLWnHbI cogepyKaT raniouaHbii Habop ayTocoMm u
ofiHy X-xpomocomy (22 + X). ¥ MyxuuH cnepmatosongbl MoryT 6biTb
[BYX TUNOB: OfHa NONOBHWHA HECET ranioWAHbIH Habop XpoMocom u
X-xpomocomy (22 + X), apyras nonoBWHa —rannougHbii Habop ayTo-
coM U Y-xpomocomy. My»CKOH non y 4enoseka, COOTBETCTBEHHO, re-
TeporameteH. TakoW TUN HacnefoBaHUA NOJa BCTPEUAETCA Y MNEKO-
nuTalowWwmx, poib, y ABYKPbINAbIX HACEKOMbIX, & TaKXe Y [BYLONbHbIX
pacTeHui.

[Lpyrow Tin HacneposaHWa nona Habnopaetcs y kyp. leteporamet-
HbIM siBnsieTcs )xeHcKui non (WZ), a romorameTHbiM — My>cckom (ZZ).
TakoM ke TMn Hacneposanus nona Habnopaertca y 6abouek, NTUL, He-
KOTOPbIX pblb U 3€MHOBOAHbIX.

TpeTuit TUN XPOMOCOMHOTO Hac/NefoBaHUA NoNa XapakTepeH A5
MHOFUX K/IOMOB, XYKOB, NPSIMOKPbI/IbIX HACEKOMbIX, NayKos, MHOTOHO-

ek W HemaTod. XeHckue 0cobH WMeloT roMmoraMeTHbli reHotvn (XX), Bed mﬁ e M‘f SSHUS AP
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T—mnhmho_wm_::-w NMPH3HAKOB, CLIEMN/IEHHbIX C MOJIOM

MopraH 1 ero coTpyaHuku 3amMeTUnM, uTo HacneoBaHHe OKPackKu rnas
¥ APO30GMIbI 33BUCHT OT NONA POBUTENLCKMX OCOBEi, HECYLUMX anbTep-
HatueHble annenu. KpacHas okpacka rnas AOMUHWpYeT Hag Genoi. Mpu
CKpeLuMBaH1K KpacHornasoro camua c 6enornasoi camkoi s F, nonyua-
/M PaBHOE Y4C/I0 KpacHornasbix camok W Benornassix camuos. OaHako
NPH CKpellHBaHii Benornasoro camua ¢ KpacHOrNa3ok CaMKoi & F, 6binu
MONy|eHbI B PABHOM UMCNE KPACHOrNasble Camubl M caMkH, Mpu ckpely-
BaHHK 3TUX Myx F, Mexay coBoi Bbinu nonyueHs! kpacHornasble camku,
KpacHornasbie M Beniornasbie camubl, HO He BbINO HH OAHON 6enornasoi
camku. TOT haKT, YTo y CaMUOB 4acToTa NPORBNEHHS PELieCCHBHOTO Npu-
3Haka Gbina BbilLe, YeM y CaMOK, HaBOAMA Ha MBIC/Ib, YTO PELECCHBHbIN
annens, onpeaenaowmMi 6enornasocTb, HaXo0QMTCA B X-xpomocome, a
Y-XpoMocoMa nulueHa reHa oKpackw rnas. HY1o6s! NPOBEPHTb 3Ty rMnoTe-
3y, Moprar ckpecTin vexopHoro Genornasoro camua c KpacHornasoi cam-
kor u3 F . B notomcTee Bbinm nonyueHs! kpacHornasbie 1 Benornassie cam-
ubl W camku. U3 atoro Mopran cnpasepanueo 3aknioumn, 4To TonbKo
X-XPOMOCOMa HeceT reH okpacku rnas. B Y-xpomocome cootsetcreyio-
Lero siokyca BoobLue HeT. 31O ABNEHHE HIBECTHO NOA HA3BAHHEM Hache-
AOBaHHA, cuenneHHoro ¢ nonom (puc. 88).

leHbl, HaxoaAwmecs B NoNOBbIX XPOMOCOMax, HaabisaloT cuennex-
HbiMK C noom. B X-xpomocome umeetcs yuactok, ans KOTOpOro &
Y-xpomocome HeT romonora, Mo3atomy y ocobelt mymckoro nona npu-
SHaKH, onpefensemble reHaMk 3TOro yyacTka XPOMOCOMbI, NPOSBASA-
IoTCA AAxXe 8 TOM CNyuae, ecnu OHW peueccusHbl. ITa ocobas dopma
CUenNeHus N03BoNAET 06LACHUTL HacNe4oBaHHE NPU3HAKOSB, cuennex-
HbIX C NONOM.

Mpu NOKaNM3aUUM reHOB B HEFOMONOrMUHBIX ydactkax unu B X- u
¥-xpomocomax HabiopaeTcs nonHoe cuenneHue ¢ nonom.

Y yenoseka 6onee 1000 reHos HaxogsTca B X-xpomocome U oKono
300 reHos MAEHTUMUMPOBaHO, Cpeau Hix reHbl, Bbi3blBalOWMKE TaKue
3aBonesaHus, Kak reMohUaKA, AANBTOHUIM (useToBas cnenora), Mbi-
WeuHas AUCTPOChHs, NoTeMHeHHe aMani 3y6oB, ogHa M3 thopM aramm-
rnoBynuHemum u ap. (puc. 89, 90). Hacnenosakue Takux npuaHakos or-
K/IOHAGTCA OT 3aKOHOMEPHOCTeH, ycTaHoBAeHHbIX [, MeHgenem.
X-XpPOMOCOMa 3aKOHOMEPHO NEPEXOAHT OT OfHOro Nona K Apyromy, npu
3TOM [O4b Hacnepyer X-XpoMOCOMY 0TUa, a CbiH — X-XpOMOCOMY MaTe-
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Puc. 88. Cyennentoe c nonom nacnedoBanue okpacku 2aas y Drosophila

PH. Hacnegosatue, npu koropom
CbIHOBbA HacnenyloT NpUaHaK marte-
PH, a fovepu — npuaHak otua, no-
NY4Uno HassaHue KpHec-kpocc (M
KpecT-HaKkpecT) Hacnegosatue.

Hacneagosanue nanbtonnama

M3secTHbl HapyLeHus useToBorO
3PeHKR, Tak HasbiBaemas userosan
Cnenota. Konboukw 8 cetuarke rna-
3a4e/ioseKa CoaepIaT TPH TMNa cho-
TOpeLenToOpoB: CHHEro ¢ 4NUHOH

Puc. 89, X- u Y-xpomocome:
venoBexa
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Puc. 91. beaxu g
gomopeuenmopoB -

B Knemxkax-konboykax cemyamsu
500 600

AnvHa sonnbi (MHm)

CNENOTOH, BLIXOAWT 3aMYXK 32 MY)XXHHHY C HOPMaNbHbIM 3PEHHEM, TO Y
WX netei HabntonaeTcs cBoeobpasHas KapTHHA NePeKPECTHOro Hace-
Aosanus. Bce nouepu ot Takoro 6paka nonydar npuaHak oTua, T.e. OHK
WMEIOT HOPMaslbHOE 3peHHue, a BCe CbIHOBbs, NONYYas NPU3HaK Mare-
PH, CTPaZAIOT UBETOBOW CNENOTOM (AaNbTOHW3M, CLenNeHHbIH ¢ X-Xpo-
MOCOMOM).

Korga otey — nanbToHMK, a MaTb MMeeT HOpManbHoe 3peHue, Bce
AETH OKa3blBaAKOTCHA HOpManbHbIMU. B oTaenbHbix Gpakax, rae math W
otey obNafaloT HOPMaNbHBIM 3PEHUEM, HO ECIH MaTb ABNAETCH HOCH-
Tenem X-cuenneHHoro peueccusHoro reva, 50% cbiHOBeH MOXeT oKa-
3aTbCA NOPaXKEHHbIMK, a y foyepel npoueHT nopaxenus — 0%. B to
K& BPEMS PUCK ObiTb reTePO3UroTHBIMH HOCHTENBHULAMMH Y JKEHLLMH
pasen 50%. LipeToBas cnenota uawe Bctpeyaetcs y MysumH, 8% MY~
YMH Ha HaleW nnaHeTe — [ANbTOHMKM, XKEHLLMHbI-HANbTOHUKK — Me-
Hee 1%. Hacneposanue 3atoro npusnaka 3. Bunbcow obbsAcHKN, npen-
MONOXUB, YTO OH NIOKANU30BaN B X-XPOMOCOME W YTO y YenoBeka
reteporametHbiM (X'Y) aBnserca myxxckoi non. CTaHOBUTCS BNoMHe no-
HATHBIM, 4TO B HpaKe rOMO3WrOTHOM MEHLLMHbI C HOPMA/IbHBIM LBETO-
BbIM 3peHueM (X*X*) ¢ MyxuHHOH-aanbToHMKOM (X Y) BCe aetw pOX-
AaloTcs ¢ HopManbHbIM UBeTOBbIM 3peHneM. OgHako npu 3Tom Bce
ADYepu CTaHOBATCA CKPbITbIMUA HOCHTENAMM reHa AaNbTOHU3Ma, YTO MO-
KET NPOABUTLCA B NOCAEAYIOLMX NOKONEHMUSX.

Hacnegyembie nedekTbi usetHoro 3peHus y yenoeeka Habnoganuce
Bonee 2000 ner u ynomuHatotca 8 Tanmype. Boicokas uactora nopa-
PKEHWA MY>XKUMH MOXKET OB BACHATLCA TaHAEMHbIM CTPOEHHEM FeHOB MHr-
MEHTOB KPacHOro W 3e/1€HOrO LIBETOB.
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Bnarofaps CXOACTBY NOCNE[OBATENBHOCTH HEPaBHbIH KPOCCUHIO-
BEP YACTO NPOMCXOAMT B MEXTEHHOH obnactu (okono 15 Toicay nap
HYKNEOTHUAOB), KOTOPbIA NPUBOAUT K Aeneuun —AynauKauum 1 pas-
NMYHOM CTeneHu aedekTam KpacHO-3eneHoro 3pexus (puc. 92).

[pyrve nedeKTbl 3peHUs BKAIOHAIOT CHHUA MUrMeHT (TpuTaHONKA)
WAM BbI3bIBAIOT MOJHYIO NOTEPIO LBETHOrO 3peHus (axpomaToncus).

HacnenoBaHue remoduinu

[pyrim npUMepoM HacnefoBaHUs CUENNeHHOro C NONOM MOXeT
NOCNY>KHTb PeLEeCCUBHbIA NONYNeTanbHbIM reH, Bbi3bIBAIOLWMHA He-
CBEpPTHIBAEMOCTb KPOBH Ha BO3AyXxe — remMocdunuio. 310 3abonesa-
HWe NPOSBNAETCA NOUTH UCKAIOUHTENBHO TONIBKO Y Manbyukos. Npu
reMothunnK Hapywaetcs obpasosanue haktopa Vill, yckopstowe-
ro ceepTbiaHHWe kpoeu (puc. 93). len, LeTepMUHUPYIOLMIA CUHTE3
caktopa VlIl, HaxoaWTCs B y4acTKe X-XpOMOCOMbI W Hac/ieayercs

HopmansHoe pacfionoXeHne reHos peuerTopos
KPacHOIo W 3eNeHONo LBeTa

Mareput- ;-—'gm_ HepagHiil KPOCCHHTOBEP
. -.a

cKue Xpo- | : < MEONT eHHLIA
MOCOMBI | BHYTPWreHHbIA
Hesocnpuatne
s 3eNeHoro usera
— - — Hopwa
— T TT— bomssi e
KpacHOro userta
—— | Hesocnpusihe

! KPacHOT 0 U 3eNeHoro
—---fi—»— | useros
Hesocnpuatue
KpacHoro userta

2

SR

Jeneumns

Puc. 92. [legpexmer uBemroeo 3peHus, BozHukalowue 8 pesynromame
HepaBHo20 KpoccuHeoBepa mexncoy X-xpomocomamu
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no peueccusHomy Tuny. BoamoxHsl cnesyiowme reHoTunbl u ceto-
Tunbl (tabn. 6);

Ta6auya 6
{ leHOTHNbI DeHoTUNbI
r XHXH HopmanbHas »erwmna
::ﬁ“ Hopmanshas xeHwuHa (Hocutens)
i HopmarnbHbii My»xuuHa
Xry My>kunHa-remodunmnk ]

~a
daktop X1 ®axrop Xla

ol
daktop [X &
(OVCW‘??BYET = Daxtop [Xa
Npu reHoduniam B) | ®akTop Xill
o ) (OrcytcTayer

o \‘_“I‘Ipu reHobunum A)
Daxtop X ®daxTop Xa

o \} | hakTop V

-~
MpoTpomMGuH Tpombuu

Y
OubGpuHoren \k:b WopHH
KpoBsHOi cryctok

c‘:::;g Izi;oygﬁzﬁ E'nHHO‘E cxema cBepmeiBatius kpoBu y yenoBexa, kackad peaxyud
i g sl PU paspyeruu knemku 8 mecme parerus. Kaxcdeiii gpaxmop
oo g 5{ 2 Ykmom cneyugbuyeckozo zena. Ha kaxcdom waey smozo nymu
B b Kop npeBpawaemcs B cBoro akmuBry gopmy (ommevennyo
g Hemn;o omopas zamem akmuBupyem cnedyrowui hakmop 8 darrom
: Gf(f.nuﬁa i %me gpakmopel, makue kak ghaxmop Vill, nputumarom yyacmue
Gﬁmuﬁaqu: Hanpyeugr pakmopoB 6es npedwecmByioweld cobecmBennod
) ¢U6PUH0;’9H ! ocge Hux A8y x 3manax danHozo nymu ghaxkmopel npompombur
o peGpawaromes B ux akmuBHole ghopmer — mpom6ur u pubpur
e E'BHH(Z Anurrbie Humu pubpuna cmabunuzupyrom kpoBaHod
(mpomé; jfu nc;b/)m gﬂ Konemku, HazeiBaemeie KPOBAHLIMU NAGCMUHKAMU
Aol ; 8 mcymemBue gpakmopoB VIl u IX y unduBudyymoB ¢
i Oﬁpajogaﬂ’ coomgemcmBeHHo, Gﬂgxupyem npoyecc cBepmeoiBarus do
soncppot uA gubpura, komopeii npuBodum k KpoBomeveHuo uau
PU NOPE3e UAU PareHuu
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B roMO3WUroTHOM COCTOSIHMM Y >KEHLLMH reH reMog MWK NPUBOAKT K
netanbHoMy 3deKTy.

Ocobeii YeHCKOro nona, reTepo3uroTHbIX No NoboMy U3 cuennex-
HbIX C MOMOM NPU3HAKOB, Ha3blBAIOT HOCUTENAMW COOTBETCTBYIOLLErO
peueccusHoro reHa. OHK heHOTUNHYECKH HOpMasbHbl, HO MONOBHHA
UX ramMeT HeceT peLeccuBHbli reH. HecMoTtpa Ha Hanuu1e y oTua HOp-
Ma/IbHOrO reHa, CbIHOBbS MaTeper-HOCUTeNel ¢ BEPOSITHOCTbIO 50%
6ynyT cTpagatb reModunuen.

OpmH U3 Haubonee XopoLo JOKYMEHTUPOBAHHbBIX NPHMEPOB Hacne-
[OBaHMS reMOUIUU Mbl HAXOAHM B POAOCNOBHON NOTOMKOB aHrIMHAC-
kow Koponesbl Bukropuu (puc. 94). MNpeanonaratoT, 47O rex remocpu-

JMM BO3HMK B pe3y/ibTate MyTaluuu y Camoi Koponesbl BukTOpHHK UK Y

(a) 3nsapa NpuHuecca Buktopus

tr={®) Buxropwa, xoponesa Anrnuw

Hunepartop ®peaepnx Il

6o DIBALLBLE
e P EEREE L,

Anexcanapa | Uape Huxonas Il

Kopons
Ansdonco Xl

CTLhe wom

Mapun Anexcen

Taruaxa Anacracun

O HOPMANLHAR KeHIWWHE

HeHIWWHA, HOCHTENBHWUA
3abonesanun (reTepoanroTHan)

HopmaneHeif Mym4nHa
. NopaxenHsii MyXYHHa
+ COBpPEMEHHLIE NOTOMKK

KOPONEBCKOH CeMbW
BenuxoGpuTanmnm

Puc. 94. PodocnoBHas nomomkoB axzautckol KoponeBel Bukmopuu.
HacnedoBanue eemoghunuu
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OAHOrO M3 ee pogutenei. Cpean yHacNeaoBaswmx 310 BPOKAEHHOE

3abonesanne — uecapesny Anexceli, coiH NOCNEAHEFO PYCEKGFE s

Huxonas Il. Mate uecapesnya, uaprua Anexcanapa Deaoposia (i;p:

ca), nonyunna ot csoei 6abywwki, Koponessi Buktopuu, ren remodm-

a::C 1'4‘0 r:_:pema ero ': YETBEPTOM NOKONEHHH BBIBIIEMY HAEABAHHKY
npecrona, NoKasaHe

it mm‘ a pucyrke 94 ) KBK STOT FeH NEpeaa-

OnnH H3 CLENNEHHBIX C NONOM PEUSCCHBHBIX FEHOB BEIIIBRET 6€6-
6ol TN MbiweurHol aucTpodmm (v Miowens), I7a BHETPOGWA ApE-
AB/ACTCA B PAHHEM [ETCTBE H NOCTENEHHO BEABT K WHEAMBHOCTH W
cmMepTH paree 20-neTHero BoIPacTa. NosTomy mywms € BHETPOGW-
it JUOLEHA HE WMEIOT NOTOMCTEA, & KEHUIMHS, FETEPOINFOTHEIE O FeHY
3T0ro 386ONEBAHUA, BROHE HOPMAEHI,

Cpenv AOMHHAHTHIIX MPHIHAKOS, CBAIAHHIIX € XXPOMOESMEN
MOXHO YKa3aTty H& FéH, KOTOPSW BHIBAET HEAOCTRTOWOETS ep\réw:
ueckoro chochopa & KPEEH. B PEIYMTATE MW HAMWANMH FTEFE FeHa Y-
CTO Pa3BHUBAGTCA PaXUT, YETOMMEEI K ACHEWHE SO BEFHM
BuTaMiHa D. B 3TOM cnyudé KapTmHa CUETAGHIORS € ROAGM HaE-
NEAOBAHMA 3aMETHO OTNHYaeTCH OF TOF® XOHA NEPEIAW FeHa M-
KONeHUAM, KOTOpbIH Bbin onucan MM PEUCEEHSHEN BOREIHEN.
B 6pexax AEBATH BONbHBIX HEHLLMH CO 3AGIRERAM MYHEUHR W
AeTei Bbina NoNoBMHa BONbHLIX AEBONYEK W NOAGRMIR = HBABIKSE.
?:{::b, )c(:oo*rae'rcrsuu C XapaxkTepoM HacnepopaHid Wm@
e .'1B. 1-xpomocomax NPOH3OWANO pacwenneHe B GGG
= i;:ﬂyerv:: NPMMEPOM AOMHHAHTHOrO reHa, 10KaNH30BAHHOFO B XX o=
= np“BOnoaeK?, MOXET NOCNYXKUTb reH, Bbi3bIBAIOWMA AecheKT 3y-

! AALWKK K NOT@MHEHHIO aMaNu,

”m;l'ell_:“!;a: reteporameTHbI4 NN reMU3UroTeH No cuenaeHHsIM ¢ no-
st ,er: 3TW reHbl BCeraa NPOABAAIOTCA B MX (heHOTHNe, AaXKe
s y.: gMCCHBHbI. BonbwwHeTso reHos, uMeowmxcs B X-xpomo-
. ;quo pml OCOMe OTCYTCTBYET, OAHAKO ONpPe/eNeHHYIO reHeTHYec-
i Hchg Mtaj.mo .nocnen,Hns BCce-TakW Hecer, Pasnnyaior gsa tvna
0 ) TOM;; Bq;l: BO-NEPBbIX, COABPKALLYIOCA B reHax, NPUCYTCTBY-
e Sl p?ocome, H, BO-BTOPbIX, B reHax, Np1CyTCTBYIO-

V-xpomoc:ma 8 X-Xpomocome (remopparuyeckuii guartes),

P reHo!nepe,qaeTcn OT oTua Bcem ero cbiHoBbAM, Creaosa-
' » COAGPIKALUMXCA TONBKO B Y-xpoMOcoMe, xapaKTep-
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HO roNaHApHUYecKoe Hac/lefoBaHWe, T.e. OHWU NEpPeaaroTca oOT oTua K
CbIHY W NPOSBAIOTCA Y MYXCKOro rnosna.

Y yenosekaB Y-xpomocome cogepxkarcs bonee 100 reHoB, Heckonb-
KO AECATKOB M3 HUX HAEHTHHULUMPOBaHbI, OAUH U3 HUX HEOOXOAHM Ans
nudbdepeHUMaLMU ceMeHHUKOB, BTOPOH TpebyeTcs Ans NposiBieHUs
aHTUreHa ruCTOCOBMECTUMOCTH, a TPETHMH OKa3blBaeT B/IMSiHWE Ha pas-
mep 3yboe. B Y-xpoMocome BbisiBNIEHbI FeHbl, KOTOPblE OTBEYAIOT 3a
NaToNOrMYecKue NpU3HaKu.

K HUM OTHOCAT runepTpuxo3 (OBONOCEHHE YLLIHOW PaKOBUHbI B 3pe-
NIOM BO3pAacTe); HA/IMUKWE NEPENOHOK Ha HUXKHUX KOHEYHOCTAX; OAWH U3
BMOB MXTHO3a (YelyHyaToCTb W NATHUCTOE YTOJILEHHE KOXH).

Tunbl HacieaoBaHHUA MpPU3HAROB

Tunbl HacKe[0BaHWA NPU3HAKOB B NOKONEHUAX ONPEJENATCA TEM,
KaKOW NPU3HaK HacnefyeTcs, AOMWUHAHTHbBIW WK DeUeCcCUBHbIW, U B
KaKOW XPOMOCOME JIOKA/IM30BaH reH, KOHTPONKDYIOLL MM 3TOT NPU3HAK,
B ayTOCOMaXx WM NO/OBbIX XpoMocoMax. Mrdopmaumns o MmexaHuaMax
HacnefoBaHWA UMeeT BaXKHOE 3HaueHV.e B MeJUKO-reHeTUYEeCKOM KOH-
CYyNbTUPOBAHHWH NpH ONpeaeneHHH pPUcKa poXKaAeHHA pe6eH Ka c Hachepn-
cTBeHHOM Bonesnbio. [lnA aHznusa TMNa HacnefoBaHKA WCNO/b3yeTcA
reHeanorvieckuin metop, (cm. c. 293). Ox 3aKnioyaetcsa B aHanuse po-
AOCNOBHBIX U NO3BGNAET ONPEAeIMTh TUMN Hac/ef0BaHuA. Onsa atoro
NPUMEHSIOT OTipeaeneHHbie METOAWKK W 0bo3HaueHus. Henosek, € KO-
TOPOro HayuHaeTcs UCCNenoBaHue, HabiBaeTca npobardom, ero Hpa-
TbsA ¥ cecTpbl — cubcamu. B HacToswee Bpema onpeaensiot 5 THnos
tiacneaoBaHus npuaHakos (puc. 95):

1) ayTOCOMHO-BOMUHAHTHbIN;

2) ayTOCOMHO-PELECCHBHDIN;

3) cuenneHHbli € NONOM JOMHHAHTHbIM;

4) cuenneHHbIM C NONOM PeLECCHBHbIH;

5) ronaHApHYECKHH.

[lns ayTOCOMHO-AOMWHAHTHOMO TMNa HacnefoBaHWA XapaKTepHO:

1) NpU3HaK NPOABNAETCH B KOXKAOM NOKONEHWH;

2) penKu# NpU3HaK HacneayeTcs NoOBUHOM AeTel — 310 Hac/1eaoBa: |
HK1e CBA3AHO C HENONHOM NEHETPAHTHOCTbIO U HU3KOW 3KCNPECCUBHOCTBIO;

3) oba poauTens B paBHOW Mepe nepefatoT NpU3HaK AeTAM;

4) opMHAKOBOE COOTHOLIEHWE (heHOTMNOB camMoK W camuos B F, 1 Fy
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1 ayTOCOMHO-AOMHHAHTHBIH, 2 — ayTOCOMHO-pe-
UECCHBHBIA: 3 — CUENIEHHLIA ¢ N0JIOM (PELECCHBHBIH);
4 — cuenneHHsIH ¢ MOAOM(AOMHHAHTHBIA), 5 — ronau-
ApHYeCKHid; 6 — 3aBHCHMEIR OT mona (AyTOCOMHEIH)
D Myscasa OGnanarens

MpH3HAKA

L oa

Puc. 95. PodocnoBubie, demoHcmpupyowue pasaudHsie munsi
HacaedoBarus npusHakoB y yenoBexa

anMepOM ABNAETCA axoHaponna3usa (yKOpO‘-IeHHbIe KOHEYHOCTH,

Tynosuuie HopmanbHoe) (puc. 96).
{ns ayTocomHo-peLieccHBHOrO THNa HacnieaoBaHKsA xapakTepHo (puc. 97):

1. PeLI,ECCHBHbIﬁ NPU3HaK MOXXeT OTCYTCTBOBaTb B NOKONEHWHU Oe-

TEU W MOXKET NPOSBUTLCA B NOKONEHWW BHYKOB B 25% cnyuaes.

2. MpuU3HaK NPOABNAETCA NPU AHANH3MPYIOLLEM CKPeLLMBAHWH

Aa x aa c BeposTHOCTbIO 50%.
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Puc. 96.
Axondponnasus

T b ;5;454 :
Fy vy ¥ ywys

Puc. 97. PodocnoBHas cembu ¢ anbbuHuImMom

3. MpuaHak HacnegyeTca NOTOMKAMK KaK MYXXCKOFO, TaK WM YKeHC-
KOro nona.

[na cuennenHoro ¢ nonom (x) AOMWHAHTHOrO TMNa HacnefoBaHWA
npu3Haka xapakrepHo (puc. 98):

1. XeHwuHbl HaCNepylOT NPU3HAK YalLe, YEM MYXUHHbI,

2. Ecnuv npusHak ectb y MaTepu, To HacneayoT n1bo sce aetH (Matb
roMO3WroTHa), nMbo nonosuHa geter, BE3OTHOCHMTENBHO K WX nony
(MaTb retepoauroTHa).

3. Ecnu npu3Hak ectb y oTua, TO OH Hac/iefyeTcs BCEMW JeTbMH
YKEHCKOro nona.
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Puc. 98. PodocnoBHas cemol ¢ QOMUHAHMHBIM CUENAEHHBIM
¢ X-xpomocomol munom HacnedoBanus
(xopuyreBol okpackol 3ybHou 3manu)

[MpUMepOM MOXKET CNY>KWTb Hac/iefOBaHHE KOPUHHEBOMW 3Manu 3y-
H0B, pax1Ta, He NOALAIOLLIEroCs SIeHeHHIO BUTaMmmuHoMm D,

Lns peueccuBHOro, cuenneHHoro ¢ nonom (x) npusHaka xapak-
TEPHO:

1) My>KYMHbI HACNeOyT 3TOT NPU3HAK Yalle, YeM XKEeHLLMHbI;

2) ReBOUYKMK HACNeayoT NPU3HaK OT OTua;.

3) ecnu y poauTenei npu3Hak He BbipaXKeH — MaTb SBISETCH HOCH-
tenem, 50% cbiHoBew ByayT ero HacnenoBarth;

4) npocnexxMBaeTcs TeHAEHLMA K YepeaoBaHHIO NoKoNeHHH ¢ 6onb-
LUKWM Y MEHbBLIWM YUCIOM MYXXUHMH, UMEIOLMX OaHHbIM npu3Hak. Hanpu-
Mep, TaK Hacnepyetcs reMoHIus.

[lna ronaHgpryeckoro TMna HacnefoBaHUA NPU3HAKOB XapaKTepHa
nepegada npu3Haka oT oTua K CbiHy.

He Bcerpa HacnenosaHWe WAET CTPOro NO OAHOMY KaKOMy-TO THUMY.
Hanpumep, 6onee uem 100 reHos BOBNEUYEHbI B HAC/NEACTBEHHYIO
FNyXOTy, OHW NOKaNW30BaHbl NOYTH Ha KaXKaoHn xpomocome. Okono
75—85% myTauui aBnAOTCA ayTOoCOMHO-peleccuBHbiMK, 15% —
ayTOCOMHO-OMHUHaHTHBIMK U 1—2% cuenneHbl ¢ X-xpomocomon. MH-
AHBUIYYMBI, HMEIOLWKE onpeaeneHHblie MyTauui MMTOXOHAPHANIbHOM
[OHK, asnsioTcs BbICOKOUYBCTBUTENBHBIMM K aHTUOMOTHKAM, B YAaCTHO-
CTH K CTPENTOMHUMHY.

neHeTpaHTHOCTb H 3RCNPECCHBHOCTDb

lMenemparnmHocme — 3TO KONWUECTBEHHDBIH NoKasartenb PeHOTH-
NU4eckoro nposBneHWs reHa. [leHeTpaHTHOCTb XapaKTepU3yeT NPOLEHT
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ocobeH, y KOTopbIX OH NposBuCcs. ECIM MyTaHTHbIW reH npossaseTcs
y Bcex ocobei — 3to 100%-Haa neHeTpanTHOCTL. ECcnu nenerpaHT-
HOCTb HEMoJIHas!, TO YKa3biBaeTCs NPOoLUeHT 0cobel, y KOTOpbIX NPOSBUA-
cs reH. Hanpumep, neHeTpaHTHOCTb HEKOTOPbIX (hOPM WH30(PEHUM
(AOMMHaHTHBIM Npu3Hak) ans romo3surot coctasnaet 100%, a ansa re-
Tepoavror — 20%.

HenonHas neHeTpaHTHOCTb — 3TO B3aMMOAEHCTBME FeHEeTHHECKMX
u cpenoBbix haktopos (puc. 99).

JkcnpeccuBrocme — CTeneHb BbIPaXKEHHOCTH NPU3HaKa NpH pea-
NIH3aUMK reHOTUNA B Pa3/iMuHbIX YCNoBUAX cpedbl. [pumepom akcnpec-
CMBHOCTH JOMMHAHTHbIX FEHOB Y Ye/lOBEKa ABNAETCA CTeNeHb BblpaXkKeH-
HOCTU Pa3BWUTUA AONONHWUTENbHbIX MNaNbLEB NPU NONUAAKTHAUM,
pa3fNM4YHOM CTerneHHu paclienneHus rybol v Heba.

Puc. 99. loaudaxkmunaus

["naBa VII
MOJIERYJIAPHAA TEHETHUKA




ﬂouaaaTenbcma POJIK HYRJIEHHOBBIX RHUCJIOT
B XpaHEHHWH H nepeaaye reHeTH4YEeCROM HH(I)OpMalLHH

Onsimst [pugpgpumeca — asneHue mpaHcpopmayuu

B HalwM [HU OBLLEH3BECTHO, YTO A@30KCMPUBOHYKNEMHOBas KWC/IOTa
(AHK) — HocuTenb HacneacTBeHHOW HHCPOPMaLMH Y BCEX 3YKapHOT W Npo-
KapuoT, a puboHyknenHosas kucnota (PHK) — moxert GbiTb y BUpYCOB.

Mpamble gaHHble o cnocobHocTi JHK nepefaBath reHeTUHECKYIO MH-
chopmauuio Bnepsbie BblnK NONYYEHbl B IKCNEPUMEHTaxX C TpaHCHOpPMU-
pYIOLWMM (haKTOPOM, KOTOPbIH BblN BbiAeNeH U3 NHEBMOKOKKOB M HEKOTO-
pbiX Apyrux GakTepui. 3TH aKCnepUMeHTbl 6a3MpOBaNMCD Ha iaHHbIX aH-
ruiickoro uccneposarens Openepuka puchcutca, koTopbii ewwe B 1928
F. U3yUWn [Ba Pa3nMyHbIX LUTAMMA NHEBMOKOKKOB: BUPYNEHTHbIM «rnad-
Kui» S-UTaMM € nosMcaxapuaHOW Kancy/lon v aBUPYNeHTHbIM «LIepoXo-
BaTbli» R-LUTaMM, KNETKH KOTOPOro He MMenw Kancynbl. Koraa oH sripbic-
KMBaT MbiLLIAM HEYDUTYIO KyibTypy BaKTEpHiA «LLIEPOXOBATOrO» THNA, MbILLK
OCTaBa/Ch MBbIMU. [Mocne BNpbICKMBaHWs XXMBbIX BaKTepuit «rnaako-
ro» S-wramma mbiwu norwbanu (puc. 100). B pewwatowem akcnepumenTe
MbilLiaM BBOLM/IM CMECh XMBbIX «LLIEPOXOBATbIX» BakTepuit ¢ yOuTbIMM
«rnagkuMm». Mx cmech okasanach ans Mblwei rybutensHon. M3 norub-
LLIKX MbllLEH YAANOCh BbIAEHTb XKHUBbIe «rNaaKk1es GakrepuanbHble Kiet-
KM S-utamma. Ha ocHoBaHWM 3THX W Apyrux akcnepumerToB @. Mprd-
chUTC 3aKMHOUMN, UTO >KMBble BaKTEPHH «LIEPOXOBATOrO» LTaMMa TPaHC-
thopMHpOBanUch B «rnafgkyio» opmy noj AeHCTBUEM KaKoro-To
Matepuana u3 youTbix KNeTok «rnagkoroy S-wutamma. pu sbipalaHum
B KyNbType TpaHchopMHpoBaHHbie HakTepun [aBanu NOTOMCTBO «rnaf-
Kor» chopMbl. BO3HUKIO NpeanonoyeHue, YTO KaKoW-To matepuan U3
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YOHTBIX KNETOK NPOHHKEN B KHBIIE CLUSPOXOBATHISY BAKTEPHH W NPEBPa-
WAS HX B FARAKHEY,

Onkimsi 66pu

floene Tore Kaw Ouiin paspaboTaHpi METOAbI, NOIBONABLINE OCYLLLE-
78T TPAHEHOPMALNIO BaKTEPHH HE B OPFBHHIME MBILLM, 8 B Kyfib=
TYPAX HA MFTENbHBIX CPEARX, HAYENEA BKTHBHBIN NOWCK BELLECTSA,
OTBETETBEHHOFO 3a TPaHCHOpMaumo BaxkTepui, B 1944 r, Ocsansg Jse-
pH, Konmn Max-fleos  Maknun Mak-KapTu nokasanu, uto ator dax-
TOP YTPA4MBA/ BKTHBHOCTH NOC/e 0BPaboTKH KynbTyps! BakTepui ae-
IOKEHPHOOHYKNEAION, HO COXPAHAN €€ NOCNE BO3AGHCTBUN TAKHMH
(paspywaiowmmy Bce Be/KH) NPOTEONMTHYECKHMU hePMEHTAMH, KaK
TPHACHH WK XEMOTPHUACHH, 3aTeM TPAHCHOPMUPYIOWMA daKTop Bbin
BbIAE/IEH M O4HLLEH B AOCTATOYHOM KONIMYECTBE, U BbINO NOKa3aHo, 4To
o coctout u3s IHK c seicokoi monexkynapHok maccolt, Tennosas uHak-
TusaumMA octasnana [IHK GakTepransHoil XxpoMOCOMBI HenoBpexaeH-
HoW, CnesyeT NoAHEPKHYTb, HTO XMMUYECKMII cocTas JAHK coeepuien-
HO OT/IH4EH OT NoAHcaxapuaa, obpasyiouwero 06onouky S-wramma, 3ro

Tpasichopmupyrommit
arent — ato JIHK

.. Mum:uumt >
O %

0000 Midtith munet N @

Tuti Gartepui Tapamenne Mt

il tdikie
Gantepum

M1 norubumx Mutwed
BUACARIOT KiBhIE
raaaxue Gaxrepun

Yéintiie rernnon
ke Gaktepin

Kitmiie .

HiePoNORETI . Musiitih #upet 3 Bﬁ E

6mn¢p|m .. . Jlo6annenne k wuppim
mepoxonrﬂa K&u—repum
IKCTPAKTA "3

Cliséiai raaakux Gaxrepuit

Youtue tenom

tanxme Gaxrepun 0. Madtiin yanpact ] L)

e G N S0

Wepoxonarme b ®

akTepun

Tpanchopmauus y Gaxrepuit Pneumococcus

Puc. 100. Onoim, demorcmpupyrowuii mpancegpopmayuro
y 6akmepui Pneumococcus
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O3Hayaer, YTo TpaHcqopMUpyiowri haxkTop
He aBnsetcA eHOTUNHYECKHM NMPOSABIEHHUEM,
a onpeaenser OBMOCUHTETUHECKYIO (DYHKLMIO W
nepeaaeTca OT OAHOM KNETKHU K JPYrOH C O4u-=
wenHon JHK. Tak, O. 3eepw (puc. 101) u ero
COTPYAHWKHK AOKa3asu, 4To TpaHChOpMUPYIo-
wHit chakTop npepcraenset cobon AHK.

MyHaaMeHTaNbHOEe 3HaueHHe 3TOro OTKPbI-
TWS, OAHaKo, He BbiNo BNOAHE OLEHEHO cpa-
3y. Tpebosanuch HOBble JOKa3aTeNbCTBA, KO-
TOopble YTBEPAWNM TeHEeTHYECKYl poOib
HYKNEMHOBbIX KMCNOT M B XMBbIX Bronorudec-
Kux cuctemax. B nocnepytowem B pabote c haramu M BUPYCOM MO3a-
uyHoI bonesnn Tabaka (BTM) 6bino nokasaro, uto umerto PHK sens-
€TCA Y HUX HOCHTE/IEM FEHETUYECKOW HHAOPMALIMK.

CTano ACHO, YTO UMEHHO HYKNEWHOBbIE KMC/OTbI ABNAIOTCA HOCKTE-
NAMM HAaCNeACTBEHHOH MH(OPMauMK BO BCex opraHuamax. Mpu atom
nBa TMna Hykneurosbix kucnot — JIHK u PHK — sbinonHsatoT reHetu-
yeckue hyHKLHHK BO BCEX MPOKAPHOTHYECKHX H 3YKapHOTHYECKHUX KNeT-
Kax. B kauecTBe OCHOBHOIO reHETUYECKOro MaTep1ana KneTku ecerpga
ucnonbaytoT [JHK; uto kacaeTcs BUPYCOB, TO OAHH W3 HUX UCTO/NL3YIOT
DHK, npyrue >xe — PHK, Ho BO BCex cnyuasx reHeTM4ecKum MaTep1a-
NIOM SBNSIOTCA HYK/NIEUHOBbIE KUCNOTbI.

)

&,
®

OH

Puc. 101. OcBansd
3Bepu (1877—1955)

XHUMHUYECKRUIM COCTaB U CTPOEHHE
HYRJIEHHOBBIX RMC/IOT

HyknenHoBble KMCNOTbI OTKPbIThI Mu-
wepom B 1872 r. Onu TaK xe, KaK u BenkH,
npeacTaBNaoT COOOH BbICOKONONUMEPHbIE
MaKpoMoneKkynapHble coeauHerus. Ho ux
Lien1 NOCTPOEHbI U3 3BEHbEB COBEPLLEHHO
uHoro tvna. OcHoBHasA CTPYKTypHas efau-
HUL@ HYKNEMHOBbIX KUCNOT — HYKNEeOTHA
(pmc. 102—104). Karxkabld HYKNeoTHA co-
CTOMT U3 TPEX XMMHUUYECKH Pa3NIyHbIX Yac-
TeW, COeMHEHHbIX KOBaNeHTHbIMW CBA3SA-
mu. Mepsas yacTb — naTUyrnepofHoe

©
®

Puc. 102. Cmpoerue
Hykneomuda
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Puc. 104. CocmaB Hykaeomuda.
CneBa — ynpousennerd Bud, cnpaBa —
xumuyeckas gopmyna

Puc. 103. Cmpoerue
duHykneomuda

caxapHoe KonbLo (neHTo3a): aesokcipnbosa 8 [IHK v pubosa — 8 PHK
(puc. 105). Paznuume aTux ABYX TUNOB NEHTO3 3aK/IIOYAETCS B OTCYTCTBHH
WK HANMUUKM TMAPOKCUNIBHOM TPYNNbl BO BTOPOM MOJIOXKEHWH atoMma yr-
nepopa caxapHoro Kosbua. Bropas yacte — nypvHOBOE M MHPUMUAK-
HOBOE a30TUCTOE OCHOBAHWE MK KOBA/IEHTHO COE[JMHEHHOE C NEepBbiM
atomom yrnepoga neHtosbl. OHo hopMUpyeT CTPYKTYpY, Ha3biBaemyio
HyKneosuaoM. TpeTbio YacTb HyK/ieoTHaa cocTasnset chocdarHas rpyn-
na. UmenHo drocchaTHble rpynnbl COEAUHAIOT coceaHHe HYKNeo3uibl B
NONMMEPHYIO LIENOYKY NocpeacTBoM hocthoanaHpHbIX cBR3er (puc.
106, 107).

[MypHHBI ¥ NMPUMMAKHBI NPEACTABAAOT COBOM NAOCKUe a3oTcoaep-
Kalyue reTepoUMKAMUECKWe MONeKybl, obnaaaouiMe OCHOBHbIMM
CBOWCTBaMM. [TMPUMHUAHHBI COCTOAT M3 LIECTUYNEHHOro KOoNbua, ay
NYPUHOB — no ABa KOHAEHCHMPOBAaHHbIX KO/bLa: OAHO — NATHYNIEHHOE
H BTOpoe — wecTuuneHHoe. A30TUCTble OCHOBaHUA COEAWHEHbI C NEH-
TO3HbIM KOMIbLIOM KOBaneHTHOM cBA3bio: Mexxay C-1 neHTosHoro konb-
ua u N-3 nupumuaunHa unm N-9 nypuna. Utobbl H3bexxaTb nyTaHuupl B
HYMepauWu aTOMOB a30TUCTbIX OCHOBAHUIN M CaxapoB, NOMIOXEHHS aTo-
MOB yrnepopfa neHTO3bl NULWYT CO WTpuxom (‘).
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Puc. 105. Komnorernme! HykneomudoB
(namuyenepodreit caxap pubosa uau dezoxkcupubosa, ocmamox
ghocghopHol Kucaomel U 0OOHO U3 A30MUCMBIX OCHOBAHUL)
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Puc. 106. [Byyenoveuras JHK aumunapannensra

BO/IOPOJTHBIC
CBA3H MEXIy
AIOTHCTLIMH ™
OCHOBAHHAMM

yriesoao-(pocdarnbii
cKeJieT

Puc. 107. [8yuenoveynas JHK cmpoumcsa no npuryuny
KOMNAeMeHmapHoCcmu

Fa
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LHK copepxuT nypuHoBbie ocHoBaHus — aneHnH (A) u ryanun (N —
U MMPUMHUAWHOBbIE OCHOBaHWA — UMTO3MUH (L) 1 TumuH (T); cooTser-
CTBYIOLWE HYKNEO3WAbl Ha3bIBAIOTCA AE30KCHAAEHO3WH, Ae30KCHrya-
HO3WH, AE€30KCHUMTHAKMH W ae3okcuTUMuAanH. PHK copepxuT Te e
nypuHOBbIE OCHOBaHMA, 4To W [IHK, a Takke nMpUMUAMH, UMTO3MH, HO
BMECTO THMHHA B ee COCTaB BXOAHT ypauun (Y); cooTeeTcTBylOLME HYK-
Neo3nabl Ha3bIBAKOTCA afleHO3WH, NYaHO3WH, UMTHAMH U YPHAUH. TUMUKH
OT/IHYAETCA OT ypauuna TONbKO HaIMYMEM METU/IBHOM FPYNNbl B NATOM
MoNOXKeHUH NUpUMUOUHOBOTO Konbua (puc. 105).

HykneoTtuapl coeuHeHbl B NONMHYKNEOTHAHYIO LieMb, OCTOB KOTO-
POM COCTOMT M3 NEpPeMEXalOLLIMXCA OCTaTKOB caxapa W ocata. Ye-
pe3 chocdatHyio rpynny atom B 5'-NONOXKEHHH OQHOr0 NEHTO3HOro
KO/blia COeIMHEH C aTOMOM B 3'-MOJIOYKEHWH CleayoLLero NeHTO3HOro
Konbua. B nonuHykneoTMaHOM Lenn KOHLEeBOW HYKNeoTUA Ha O4HOM
KOHUe uenu umeet ceobogHylo 5'-rpynny, a Ha ApPYroM KoHle — CBo-
6oaHyio 3'-rpynny. MocnepoBaTenbHOCTH HYKNEUHOBbIX KUCNOT npu-
HATO NWCaTb MMEHHO B TAKOM Hanpas/ieHWH: OT 5'-koHua K 3'-koHuy (pHc.
106, 107). ,

Ecnm pasopsatb IHK unu PHK Ha otpenbHbie Hykneotuapi, paspbis
MOXKeT NPOH30M1TH C Nioboro koHua hocoaracupHoit cessu. B zasu-
CUMOCTH OT 0BCTOATENLCTB (hocchaTHan rpynna MOXET OCTaThCs MPHCO-
enuHeHHol ubo ¢ 5'-, 1Mbo ¢ 3'-koHua nentosbl. CnegoBarensHo, OT
HYK/IEMHOBOH KMC/IOTbI MOXXHO OTAE/MTb ABA THMNA HYKNEOTHU0B: HyK/le-
031, — 3'-MoHocbocdbar U Hykneoaug — 5'-moHodbocdar. B 5'-nono-
KEHWW HYKNeo3uabl MOryT BbiTb CBA3aHbl Bonee yem ¢ oaHoMN hocdar-
HOW rpynno# (asyms, Tpems). CBsaau Mexay choccaTHbIMK rpynnamMm
BoraTbl 3Heprueit, Noatomy, Hanpumep, 0bpasyloLMECs HYKNEO3HATPH-
¢hocpatbl npeacTasnsioT COBOH Te COEAHHEHHA, 3a CYET KOTOPbIX M Ha-
paluMBaeTcs Lenoyka HyKNeMHOBOW KMCIOTbI.

Modens /JHK. MNMpednockbinku usdaHus

B ocHosy mogenu [IHK, noctpoeHnHoit [keitmcom YoTcoHoM W
®pencucom Kpukom B 1953 r., nernu cnegyrowwme saxkHble hakTbl.

1. UccnepoBanus xumuueckoi cTpykTypbl nokasanu, yto JIHK npea-
cTaBnsieT cobok NoaMMep, COCTOALLMIA U3 HYKNEOTUAO0B, COBAMHEHHbIX
3'-, 5'-chocchoauacpupHbiMu ceazamK. Takum obpa3om, NonUHYKNEO-
™A obnafaet NONAPHOCTbIO. ITO O3HaYaeT, HaNPUMep, YTO TeTpaHyK-
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neotuabl TUFA u ATLUT sBnsoTca pa3HbiMU XMMHUYECKMMU COEAUHE-
HUAMM C onpeaeneHHbIMA CBOWCTBaMH. [1oaToMy roBopAT, YTO OAHHK NO-
JMHYK/IEOTUAHBIE MOCNEeA0BaTENbHOCTH (hOPMUPYIOTCS Ha 5'-KoHue, a
ppyrie — Ha 3'-KoHue.

2. B 1940-x rr. peuH Yapradd (puc. 108) v ero coTpyaHHKH Bbisic-
HUAH, uTO cocTae ocHoBaHui B IHK y pasnuuHbix BUAOB OpraHuamMos
paznnyeH. OHU NPeANoNOXKUIH, YTO Pa3/IMiMA B COOTHOLIEHUM a30TH-
CTbiX OCHOBAaHHUH, BO3MOXHO, CBA3aHbl C KAKMM-TO BUONOrHUECKHM KO-
oM. 1o HabniofeHHe UCKNIOYMIO BO3MOXHOCTb TOFO, YTO BCE Mone-
kynbl JIHK coctosT u3 ofuHakoBbix TeTpa-Hykneotaos. 3. Yapradd
BbIAIBK/1 TAK)KE OfHY 3aMeYaTe IbHYI0 0COBEHHOCTb, MPHUCYLLYIO BCEM MO-
nekynam [JHK: monsipHoe copepraHue afieHMHa pPaBHO COLEPKAHHIO
TUMHHA, & MONSIPHOE COofep)KaHue ryaHuHa — COAEPKAHWIO LMTO3H-
Ha. JTH paBeHCTBa Ha3biBaloTCA npaBunamu Yapradda: U =T(A =T),
(L, = T); konuyecTBO NYPUHOB PaBHO KOJIMYECTBY NMPUMUAMHOB. B 3a-
BUCHMOCTH OT BMAOBOM NPUHALNEXXHOCTH MEHSETCS MWL OTHOLWEHWE
(A + T)/(L + T). Ha ocHoBaHuM 3Tux HabnogeHu Bbina BblABUHYTA
KOHLIeNLWsl, COr/IaCHO KOTOPOM reHeTHdecKas MHopMaumus 3anoxkeHa
8 nocneposartensHocTu ocHosaHnuk [HK, u 3ta nocnegosatensHocTb
KakMM-TO 0Dpa3oM onpenensier, Ui KOQMPYET, NOCNefoBaTeNbHOCTb
amuHokucnot B nonunentuge. K 1950-m rr. ata KoHUenu1A reHeTHyec-
KOM WHhopMaumu nonyunna eceobuiee npusHaHue. OcHoBHas 3agava
Tenepb 3ak/o4anach B ToM, utobbl noctpouts Mogens AHK, obbsc-
HUTb, KakuM obpasom B nocneposartensHocti [IHK mosker BbiTh 3anu-
CaHa nocneaoBareNbHOCTb NoMNenTUaa.

3. Haubonee ueHHble cBEaeHWs O CTpoe-
HUKW monekynbl IHK panu pesynbrtatbl peHT-
FEHOCTPYKTYPHOrO aHanuaa, nonyderHHole Mo-
p1com YunkuHcom u PoszanuHgon MpaHkauH
(puc. 109). Ananua perTreHorpamm (puc. 110)
Huter [IHK ykasbisan Ha To, 4TO MONEKy bl 06-
NafalT cnMpanbHOW CTPYKTYPOK W cofepXkar
6onee ogHoit nonuMHykneotuaHou uend. Oa-
Hako Tpebosanuch 0OBACHEHUS BbISBAEHHbIX
B CTpyktype kpucrannuyeckon OHK tpex
Fnaeubix nepuogoe: 0,34; 2 u 3,4 Hm.

4. KncnoTHo-uenouHoe TUTpoBaHWe Ha-
TMBHoW [IHK noka3biBaeT, uto ee CTPyKTypa

Puc. 108. 3p8un
Yapeagpep (1905—2002)
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cTabunuaupyeTcs BOLOPOAHBIMU CBA3SAMM,
TuTtpoBaxue u HarpeeaHue HatueHoW [HK Bbi-
3bIBAOT 3aMETHbIE U3MEHEHUA ee d)H3H‘-|eCKHX
CBOMCTB, B 4aCTHOCTH BA3KOCTH, nepesoaa [IHK
B «[€HaTypUpOBaHHyo» hopMy, NPUYEM KOBa-
neHTHble csiau B monekyne [IHK He paspywa-
loTCA.

Modens JHK no YomcoHy u Kpuky

Y1o6bl 0OBACHWTL BbilleNepeuucieHHble
chaktbl, YorcoH v Kpuk npegnoxunu mogens
[HK B BMAe gBOMHOW cnpanu, NO3BONABLLEH
JaTb XMMUYeckoe obbAcHeHWe MHOrMM Buono-
r’MyecKkumMm CBOﬁCTBaM 3TOro BeuwecTea.

Mcnonb3ya MHOFOUMCNEHHbIE CBEAEHWS O TOYHbIX PACCTOAHUAX MEX-
Ny aTOMaMu B MoneKyne, 06 yrnax Mexxay CBS3sMU JaHHOrO aToMa U o
BenuyuHe atoma, YotcoH u Kpuk ycraHosunu, uto nepuog 0,34 HM co-
OTBETCTBYET PaCCTOAHUIO MEXOy nocnepnosartesibHbIMKU HYK/1€0TWUOAMH
8 uenu [IHK (puc. 111). Lanee, oHun npegnonoxunu, 4to nepuos 2 HM
COOTBETCTBYET TOJILLMHE Lenu. A as TOro 4To-
Bbl 0OBACHWTD, KAKOH peasibHOH CTPYKTYpE Co-
otseTcTByeT nepuog 3,4 HM, YoTcoH u Kpuk
NPeanoNioXKKUAK, YTO Lenb 3aKpyyeHa B BMAE
cnupanu (Mnu, TouHee, obpasyeTt CTPYKTYpY,
NOXOXYHO Ha BAHTOBYIO NECTHULLY, TaK KaK Chu-
panb B CTPOroM CMbIC/ie 3TOro C/I0Ba Nosyda-
eTcs Torpga, Korja BMTKM obpasyloT B Npo-
CTPaHCTBE KOHWUECKYIO, a HE LMNHHAPHYECKYIO
nosepxHocTb). Toraa nepuog 3,4 Hm Bypet co-
OTBETCTBOBATb PACCTOAHHUIO MeXOY nocneno-
BaTeNbHbIMW BUTKaMHK 3TOW cnupani. MNockonb-
Ky nepvog 3,4 vm B 10 pa3 Gonblue paccToaHUA

Puc. 109. Pozasnurda
Dparknur
(1920—1958)

Puc. 110.

Pernmzenozpamma, MeXay nocnenoBatesibHbIMU HYKNeoTUAaMH
NoAYYeHHAA Npu (0,34 HM), AcHO, 4TO KaXKAbiH NOJIHbIA BUTOK
npoxoNcoeHuU cnupanu copepxut 10 Hykneotnpos. Mo aTuM
peHmeeHoBcKux y K ™

nyued yepes AaHHbIM YoTcoH u Kpuk cmornu BbIUMC/IH
xpucmannudeckyro JJHK ~ NNOTHOCTb NOJIMHYKNEOTHAHOHW Lenu, 3aKkpy-

134

yeHHOH B CNHWpanb JHAMeTPoM 2 HM, ¢
pacCTOAHHEM MEXAY BHTKaMH, PaBHbIM
3,4 M. OKasanocb, 4To y TakoM uenw
nAIOTHOCTb BABOE MeHblue haKTHyec-
xon nnotHoctu [IHK. CneposartenbHo,
monekyna IHK pomxHa cocrosats us3
[BYX Lienew, T.e. 3To BOWHas cnupanb
13 HYKNEOTHAOB.

Nanee YotcoH u Kpuk npuiunm k
BbIBOAY, YTO M0 BCEM UMEIOLLMMCS AaH-
HbIM JlydLUE BCEro COOTBETCTBYET TaKOM
BapHUaHT, NPU KOTOPOM fIBE MOJIUHYK-
NeoTHAHbIE CMUPaNK WAYT B NPOTHUBO-
NONOYKHbBIX HaNpaBNEHUAX; NPH 3TOM
Lienu, COCTOsLLME W3 OCTaTKOB caxapa
u pocchaTa, 0bpasyloT NOBEPXHOCTb
[BOMHOW CnNMpanu, a NypuHbl H NHPK-
MUAMHbI pacnonaratoTcs BHYTpH. Aso-
TUCTble OCHOBAHMUS, PacnoNOXKeHHble
Apyr NpoTWB Apyra, NnpuHagnexalliue
OBYM LenaM, NonapHoO COeAMHEHbl BO-
AOPOAHbBIMU CBA3AMM. MIMEHHO 3TH BOAOPOAHbIE CBA3M W yAEPXKHBAIOT
uenu Bmecte, hMKCHUPYs TakuM 06pa3oM 0bLLyo KOHMUIypaLmio Mo-
nekynbl. CuenneHue MeXay NOSMHYKNEOTUAHBIMU LiensiM1 obecneyu-
BAETCH 3a CYeT «nepeKNafivHbl», COCTOALEH U3 OOHOIO NMPUMHOMHA.
Mpu nepuone 2 HM (4To cooOTBETCTBYET AMAMETPY ABOMHOM CrMpant)
ANA ABYX NYPMHOB He xBaTtasio Obl MecTa, a Aga NUPUMMUAMHA HE MOF/K
6bl Npu 3TOM pacnonararbcs [OCTaTONHO HAU3KO LPYr K Apyry, 4tobbi
o6pasosaTb Hagnexalwme BogopoaHble cBA3W. Mpudyem npupoga Bo-
AOpOoAHbIX CBA3EW TaKoBa, YTO afeHWH obpasyeT napy ¢ THMUHOM, a
TYaHWH — C UMTO3WHOM. JTO NpeAcTaBieHWe O CneyudUIEcKOM Co-
€IMHEHWK a30TUCTbIX OCHOBaHWH NO3B0NAN0 0BbACHUTL NpaBuno Yap-
radbcha. Mexay aileHHHOM W TUMUHOM OBpa3yloTcs A€ BOAOPOAHbIe
CBA3M, a MeXAy ryaHWHOM M UMTO3MHOM — Tpu. Bnaronaps 3toi cne-
UnthuHoCTH B 0Bpa3oBaHH1 BOAOPOAHDIX CBA3E NPOTHB KKAOIO afe-
HMHa B OAHOM LeNu OKa3bIBAETCA THMWH B APYrOH LENW; TOYHO TaK e
MPOTUB KXKAOrO ryaHMHa MOXET HaXOAUTbCSH TONBKO LUTO3MH. Takum
o6pa3zom, uenw KOMMieMeHTapHbl APYr APYrY, T.€. NOCNeA0BaTeNbHOCTb

[0.34 1m

Puc. 111. Modess JHK
no Yomcony u Kpuky
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HYKN€OTHAOB B OAHOW LEnW OQHO3HAYHO Onpepenser WX nocneqosa-
TenbHOCTb B Apyrow. CornacHo Mogenu ABOWHOM Cnvpan, ABe Nonu-
HYKNEOTUHbIE LENH aHTUNapaniebHbi (T.e. UAYT B NPOTHBOMNONOMHbIX
HanpasneHusx). [loatomy, paccmarpueas cnvpanb BAOJb OCH, MOXKHO
yBMAETb, YTO OfHa Lienb WAeT B Hanpasnenun 5'—3', a apyras — B Ha-
npasneHun 3'—5'.

OcHoBaHHA UMEIOT NNOCKYIO (POPMY W PACMONaralTCs napamMu nep-
neHauKynapHo ocu cnupanu. CeobopHas 3Heprus BOAOPOAHbIX CBS-
3e1 Mex/y cnapeHHbIMKU OCHOBaHHAMMW BHOCHT CBOH BK/1af, B TEPMOM-
HamMMuecKyto cTabunbHOCTL ABOMHOW cnupanu. Baonb cnupanu
A30TUCTbIE OCHOBAHMA YIOXEHbI CTOMKOW APYr Ha Apyra. JHeprus,
KoTopas HeobxoauMa A/ NOAAEPXKAHWA CNUpanbHOM CTPYKTYPbI, Ya-
CTMYHO obecneunBaeTcsa ruapothoBHBIMM MEXNNOCKOCTHBIMH B3aUMO-
NEWCTBUAMM OCHOBaHHWH, Ha3biBAEMbIMU TAK)KE «CTIKUHM»-B3aUMOJeM-
CTBUAMM.

Kaxkpas napa asoTucTbix OCHOBaHWW nosepHyTa Ha 36° Bokpyr ocu
CNUpasi OTHOCHTE/IBHO CIEAYIOLLEH Napbl OCHOBaHHK. Takum 0Bpa3om,
10 nap a30THCTbIX OCHOBAHWH COCTaBASAIOT NoNHbIM oboport B 360°. [se
Lenu, 3aKpy4ynBascb APYr OTHOCMTENbHO Apyra, 0bpasyioT ABOMHYIO
cnuparnb, B KOTOPOH MetoTca ase boposaku — manas bopo3saka (oKo-
no 1,62 HM wupuHo#) 1 Gonbwas Goposaka (okono 2,2 HM LWMPHHOHK)
(puc. 112). [BoiHas cnupanb — NpaBOCTOPOHHSAN: ECNIKM CMOTPETh
BAOJIb OCH CNMpanW, NOBOPOTbI CNEAYIOT NO HYacOBOMW CTpenke. Takas
mogenb [AHK uaeectHa kak B-chopma.

Mopens Yotcona — Kpuka nossonser npeactasuTb cebe, kak Mo-
XeT yaBauBaTbca HatuBHas monekyna [HK, obpa3sys nse oguHako-
Bble fgoyepHue monekynsbl. [lockonbky ase uenu JHK komnnemenTap-
Hbl, KaXKAas M3 HUX NPU PacKkpyyMBaHWMM ABOMHOW CNHMPaNU MOXET
CNY>XWUTb MaTpuLLEeH ANs CUHTe3a HOBOW KOMMNeMeHTapHOM Lenu. MNoc-
NefoBaTe/IbHOCTb OCHOBAHWI BO BHOBb CHHTE3Wpyemon uenu byaet
onpeaenATbcs cneurdHKon BOAOPOAHbIX CBA3EH MEXAy OCHOBaHUA-
MM uenu-wabnoHa v BHoBb 0bpasyemoi uenu. Takum obpa3om, reHe-
TUYeCcKas MHhopMauus, CoAepyKaBLIAsCs B NOCNE40BaTe/IbHOCTH nap
a30TUCTbIX OCHOBAHWW POAMTENbCKOM MONeKysbl, Byaer NoAHOCTLIO
BOCMpPOW3BEJEHa B ABYX fOYepHUX Monekynax. bonee Toro, ecnu B
npouecce yasoeHua [OHK npousowna owubka U KaKoH-TO HyKneo-
THA BO BHOBb 0Bpa3yeMoM Lienu Bbinan WK OKa3ancs HEKOMNIeMeH-
TapHbIM UCXOAHOMY, TO 3TO MOXKET U3MEHWTb MH(POPMALMOHHOE CO-
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[epyKaH1e MoNeKy bl, NPUYEM MOX-
HO OXKMAATb, 4TO 3Ta owwnbKa byaeT
nepedaHa [OYEpPHUM MONeKynam
JHK 8 cneayloux nOKONeHUAX
(kOHBapHaHTHas peayniuKauua).
Utak, mogens cTpykTypsl [JHK Yor-
cora u Kpuka obbsacHseT kak cno-
coBHOCTb FreHOB K CaMOYABOEHUIO
(pennuKaumu), Tak W ux UHGopMa-
LUMOHHbIE CBOWCTBA.

Kpatko mogens [IHK YotcoHa u
KpHKa MOXXHO CBECTH K CNefyIOLUM
OCHOBHbBIM TMONOXEHUAM:

1) kaxnas monekyna JIHK cocto-
UT U3 OBYX AJIMHHbIX aHTUnapannenb-
HbiX MONMHYKNEOTHAHbIX Lenew,
0bpasytoLLWX ABOMHYIO CNUpab, 3aK-
pY4eHHYIO BOKPYT LiEHTPaIbHOW OCH;

2) KavkAbli HYKNeoTuA pacnono-
YKEH B MNOCKOCTH, NepneHAnKynap-
HOW OCH CUpany;

3) ABe NONUHYKNEOTUAHbIE Lenu
CKpenneHbl BOAOPOAHbIMU CBA3AMM,
06pasyloLmMMUCa Mexay OCHOBaHH-
AMU, NPUHAANEIKALLUMH PA3HDBIM Lie-
nsaMm;

4) komnnemeHTapHOe B3auUMO-
AelCTBME a30THCTbIX OCHOBaHMWK
BbiCOKOCMNeUUHyHO. Tak Kak pac-
CTOAHWE Mexay YrnesogHbIMK KOM-
NOHEHTaMM ABYX KOMMN/IEMEHTapPHbIX
Hyknewpos cTporo pUMKCMpoOBaHO
(1,1 Hm), nypuHoBoOe ocHoBaHKe MO-
wer COeQUHATBLCA NKLWb C NMAPUMKUIONA-
HOBbIM, [puueM eaUHCTBEHHO BO3-
MOXHbiMK napamu sBNAOTCA napa
AT u L. Mexay A u T obpasytotcs
ABe BogopoaHble cBA3H, a Mexay [

urc 2
ULl Wy

‘ ) ' Y i"‘
D AAAS . -’.
[
= .{

Puc. 112. llpocmpancmBenHas
modenv [JHK
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v LU — tpu. O6pasosanue atux BOJLOPOJAHbIX CBA3EH NPenATCTByeT 06-
pasosaHuio nap ALl w I'T.
5. MocnegosatenbHOCTL OCHOBaHMI B OAHOM Lenu onpegenser cTpo-

o KOMNNEMEHTaPHYIO e NoCNeAoBaTeIbHOCTbL B APYro NONMUHYK/Ieo-
TUOHOK Uenw.

PopmMa opraHu3auMH ABYXLENOYEYHOH AHK

Pabota YunkuHca u ®panknun nokasana, 4to monekynbl [JJHK mo-
FYT AaBath Pa3NMUHYIO AUCPAKUMOHHYIO KAPTHHY B PEHTreHOBCKMX
fly4ax, B 3aBUCUMOCTH OT COAEPKaHKA BOAbI U coneit. Mogenb, npep-
noxeHHas YotcoHoM u KpukoMm, cooTBeTcTBOBaNa 3HAUEHWAM napa-
METPOB CTPYKTYPbI, NO/JlyYEHHbIM Ha OCHOBE PEHTreHOrpaMMbl OAHOM
n3 popm [1HK, a umerHo B-cbopmbi (puc. 113).

B nocnepnHee Bpems 6b110 NpeanoxeHo ele HECKObKO Mogenemn
AHK, xopowo cornacytowmecs ¢ gaHHbIMMU AndpaKyi pEHTreHOBCKMX
Nly4er U AAHHBIMK IKCNepUMeHToB. Takum obpasom, upes CyLecTBO-
BaHuA CTpyKTypbl AsycnupanbHor [IHK cmenunach npeacrasnenuem,
AONYCKAIOWHUM HaNUuue CeMencTBa CTPYKTYp, KaKAas M3 KOTOPLIX
UMEET XapaKTepHbIi TUM, HO NPOSBASET Pa3/NIHUKS NO YUC/TY HYKNEOTH-

@ Caxapo-docdarHuit ocTos
) A30TUCTHIE OCHOBaHNA

A-IOHK

Puc. 113. Tpu gpopmer [JHK
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[10B Ha BUTOK W PACCTOAHHIO MEXAY COCEAHMMH NOBTOPSIOLLMMUCA JNe-
meHTaMu. B npegenax KaXKgoro cemencTBa CTPYKTYp napameTtpbl MO-
ryT cnabo BapbUpOBaTbLCS.

Paznuuaiot Tpu ocHosHbie dpopmbl JHK (puc. 113). )

1. B-cbopma. OcHoBHO#M cTpYKTYpHOM xapakTepucTukon B-[HK ss-
nsietcs obpasosaHue AByx 6opo3aok: oaHo Gonblwok (ocHoBHaA 60-
posaka) u oaHo manoii. B-[IHK obpasyer npaso3akpyueHHyio Criu-
pasb. [JHaMeTp CNUpasy No4TH B TOYHOCTH paseH 2 HM, a coceAHKe napbl
HYKNEOTUAHbBIX OCHOBAHWW NOBEPHYTbI APYT OTHOCHTE/bHO Apyra Ha
36°. B pesynbTate Ha 0AWH BUTOK cnupanu npuxoautcs 10 nap asotuc-
ThiX OCHOBaHHit. B-hopma cnupanu xapaktepHa ans Huten [IHK, Ha-
XOLALUMXCA NPU O4EHb BLICOKOH OTHOCHTE/IbHOM ana»(Hovcm (92%)ms
pacTBopax HW3KOH cunbl. CUMTAIOT, UTO UMeHHO B Takon (opme [IHK
06bIHHO HAXOAWTCH B XXMBOM KNeTKe.

2. A-chopma obHapyxeHa B 6onee 06e3BOXKEHHbIX Cpefax, Haxo-
aswmxca npu 75% BNaKHOCTH W B BONbLIEM NPUCYTCTBUU HOHOB Ha-
TpHS, Kanus unu ueaus. OcHosanua B A-hopMe HaK/NIOHEHbI N0 OTHO-
WEHHIO K OCH CNUPanM, U UX YUCNO — Ha BUTOK Bonblwe. A-cbopma
WHTEpecHa ¢ BUONOrMYECKON TOUKM 3PEHUA, TaK KaK ee KOH(hopMaLms
6nuaka k ctpykType rubpupos JHK — PHK v asycnupanbHbix yyacT-
xos PHK (B Bupycax).

3. Z-chopma oTMuHa no cTpyKType ot apyrux chopm AAHK. I1a chop-
Ma /IeBOCTOPOHHSAS T.e. 3aKpy4eHa B nesylo cTopoHy. OHa umeeT Hau-
Donbluee YACNO Nap a30THUCTbIX OCHOBAHUM Ha BUTOK, T.e. MEHee CKpy-
uyeHHas W bonee ToHkan. Ceoe Ha3BaHWe chopma nonyyuna u3-3a
auraaroobpasvon (Zig Zag) nuHuM, KoTopyio obpasyet caxapodoc-
haTHbI OCTOB BAONb CNHMPaNnu. Z-chopMa CyLLeCTBYET TO/IbKO NPU O4eHb
BbICOKMX KOHLEHTPaLMAX COMMU U NPU HaNWYWKM OnpefieNieHHbIX nocne-
RoBaTensbHocTel Hykneotuaos. OAHUM U3 yCNoBWH, HEODXOAUMbIX ANA
obpazoeanus Z-[HK B kneTke, asnsercs npucyTcTue ocobbix Henkos,
CTabUNHU3MPYIOLWMX €e CTPYKTYPY.

Mpu noctpoenun moaenei kaxayto dopmy IHK paccmarpuesa-
OT HE3aBUCMMO KaK KOHCTPYKUMIO, B KOTOPOW HaxoAMTCs BCS MO-
Nekyna s onpegeneHHbix ycnosusx. Ho Bpag M 370 AEHCTBUTENIBHO
MMeeT MecTo B MBOMW KneTke. BonbwwrHcTBo KnetouHon [IHK Haxo-
AuTcs, no-supumomy, B B-chopme, 1 Tonbko npu onpepesieHHbIX ycno-
BUSAX OTenbHble KOPOTKHE YYaCTKW CMUpany nepexoasT B Apyrue
cbOprl.
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PubGoHyR/IeMHOBBIE RMCIIOTBI
Obuwas xapakmepucmuka PHK

Y NpOKapUOTMYECKWX M 3YKAPUOTHUECKMX OPraHM3MOB reHeTHYec-
kas WHbopmaumnsa 3akoauposara B monekyne JHK. Ognako [HK He
NPHHHUMAET HeNnoCpeaCTBEHHOMO y4acTus B CMHTe3e benka. Ponb no-
CpeaHHKOB B nepejaqe uHdopmauuu ot [IHK B uutonnasmy esinonHs-
10T pUBOHyKNeuHoBbIe KMCOTbI. Mepeaayy reHeTUUecKoi UHOpMa-
umnu, xpanawencs B [IHK, yepes cuntes PHK 8 nonunentugHbie uenu
6enKos MOXKHO NpepcTasuTh B Buae cxemsr: [IHK =PHK-> 6enok. OnHa
w3 yenen [IHK cnyxut matpuueit ins cuitesa monekyn PHK, kotopbie B
CBOIO OYepefib, ABNAIOTCA MaTpULaMK CHHTe3a 6enkoB, Mo BXOAAT B
cocTaB pubOCOM, COCTaB CNAHCOCOM, NMBO NEPEHOCHT AMUHOKUCAOTI.

PHK cuHTesnpyeTcs B BUAE A/IMHHBIX HEPA3BETBNEHHBIX NOAUMEp-
HbIX MOJIEKYN, COCTOALLMX U3 oaHOH Lend. Monekynbl PHK cnocobHbi
obpa3oBbiBaTh ABOMHbIE CNWPANH, €CNIH PA3NIHYHbIE YACTH LMK UMEIOT
aHTunapansniesibHble KOMNAeMeHTapHble CEerMeHTbl, KOTOpble CBA3biBa-
totca apyr ¢ apyrom. PHK HekoTopbix BUpYycoB sBaseTcs HocuTenem
HacnescTeeHHOW MHpopmauuu smecto JHK.

Cmpyxkmypa u ¢pyHkuuu PHK

Copepxarue PHK B niobbix knetkax 8 5— 10 pas npesbiaer co-
nepxanue [IHK. OcHoeHas ponb PHK coctouT B TpaHcnsumm reHeTu-
4ecKoW WHopMauuu ¢ obpa3oBaHneM Benkos, a TakKe B OCYLLECTB-
NEHWH HEKOTOPbIX CNeUUanU3upPOBaHHbIX IHAOHYKNEa3HbIX DYHKLM,
BO3MOXHO, PEryMpyloLMX pas/iMiHble 3Tanbl 3KCnpeccuu reHos. Me-
HOMbI HEKOTOPbIX BUPYCOB (PETPOBMPYCOB W MHOXECTBA BUPYCOB M-
BOTHbIX, PACTEHWUH U HACEKOMbIX) NPEACTaBNEHbl OOHO- W ABYLIENOYEY-
How monekynow PHK.

Buabl PHK. B knetkax npokapHoT W ayKapuoT NpUCYTCTBYIOT cne-
Ayouwwe suabl PHK: pubocomnas (pPHK), Tpancnoptras (TPHK) v uh-
thopmaumnoHHas (MPHK), kotopas npu cospesanuu npespauyaercs B
matpuuHyto (MPHK). B knetkax copep»utcs MHOro mansix uutonnas-
matuyecknx PHK (MuPHK). B aykapuoTtuueckux knetkax npucyTcrsy-
o1 mansie agepHbie PHK (MaPHK) (taén. 7).

OcHosHyro maccy knetouHbix PHK coctaensiot Tpu (npokapuoTsi) uam
yeTbipe (aykapuotsl) suga PHK, okono 80—90% — noutu 100 sugos
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tPHK. Ha ponio matpuunbix PHK npuxogutca mexee 5% knetouHom
PHK, a Ha gonto Manok aaepHou u uutonnasmatuyeckon PHK, uucno
BMOB KOTOPbIX NOKa HEW3BeCTHO, — MeHee 2% OT obuwero konuue-

cta PHK.
Ta6auua 7
OcHoBHbie Buabl PHK
Bua PHK MNpubnuau- Mpubnuau- PacnpocTtpa-
TeNbHOe TenbHas HEeHHoCTb®
UUCNO PasHbIX AnuHa (umcno
BMOOB B KNeTKax HYKNeoTHA0B)
TpaHcnopTHas
PHK (TPHK) 80—100 75—90 n,3
PubocomHas 5S
PHK (pPHK) 1—2 120 n,3s
Pubocomtnasn 5,88
PHK (pPHK) 1 158 3
PubocomHan 16S
PHK (pPHK) 1 1600 n
PubocomHan 18S
PHK (pPHK) 1 1900 2
Pubocomuan 23S
PHK (pPHK) 1 3200 n
PubocomHan 28S
PHK(pPHK) 1 5000 3
Marpuynas
PHK (MPHK) Tbicaun Bapbupyetca ;3
leTeporeHHas
Aanepuans PHK
(raPHK) Thicauu Bapbupyetcs )
Manas uutonnas-
matuueckas PHK
(MUPHK) LecaTku 90—330 n 3
Manas spepHas
PHK (maPHK) Decatku 58—220 3

* N — npokapuoTbl, D — 3yKapHoTbL.
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Cmpoerue mpaHcnopmtoii PHK (mPHK)

TpancnoptHbie PHK — kopotkue, coctosuwme u3 70—90 Hykneo-
TUOOB, OQHOHUTEBbIE POPMbI, HAXOAATCSA BO BCex KneTkax (puc. 114—
116). O6pa3ytoTcs Ha ocobbix reHax [JHK, coctasnsior 10% ot obwei

crebens

Puc. 115. [lpocmparcmBernan modens monexynsr mPHK
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a) 6)

AMHMHOKHCIOTA ’i‘“*
Iy AMMHO-| n—
4 KHCJIOTa
aKnenTopHas
pyka
TPHK 2
TPHK

aRTHKONOR 3 -KoHen

a) AMHHOKHCIOTA NPHCOEIHIAeTCA K 3 - KOHITy akuenTopHoi pyku TPHK.
6) OGpa3soBanue CBA3EH MENUTYy AMHHOKHUCIIOTOH H 3~ TePMHHAIBHEIM
nykneorugoM TPHK

Puc. 116. Mpucoedurenue amuHoKuCAOMbl K 3’ -KOHUY MONEKY bl mPHK

maccbl PHK knetku. MnasHoi dyHkumein TpancnoptHbix PHK (TPHK)
ABNAETCA aKLUENTUPOBaHWE, WNK «NPUCOEAHHEHWE», AMUHOKMCIOT H
nepeHoc Ux K pubocoMam Ans yuacTus B cuHTese Henxa. TPHK obpa-
3yeT BTOPUYHYIO CTPYKTYPY, H3BECTHYIO NoJ, Ha3BaHWeM «KNIeBepHbIH
nucts. B crpyktype TPHK copepxatca HECKONbKO hyHKUHUOHANBHO
Ba)KHbIX y4aCTKOB, 4 UNK 5 AByLENOYEUHbIX CMMPasibHbIX crebnei 1 Tpex
NeTenb, FaBHBIMK U3 KOTOPbIX ABNSIOTCA aHTUKOOH W aKUeNnTHUPYIOLIHHA
KOHel,, AHTMKOZOH CNY>KWT Ansi B3aUMOAEUCTBUS C COOTBETCTBYIOLLMM
komnnemeHTapHbiM kogoHom MPHK, a aKLUEenTUPYIOLWMH KoHel, — Ans
NPUCOEOUHEHUS aMUHOKMCIOTbl. Hanuure aHTHKOAOHa M aKLEenTHPYIo-
e ceomctea TPHK no3BonsioT UM BbINO/HATL aaanTepHyo (PyHKUMIO,
CBA3bIBAA M NEPEHOCA aMUHOKMCNIOTHBIM OCTATOK M NPUCOBAWHAACD 3a
CHET aHTMKOAOHA K cooTeeTcTayloweMy koaoHy MPHK. Onu nossonsiot
aMUHOKMC/IOTHBIM OCTATKaM BbICTPauBaTbCsi B COOTBETCTBYIOLWH NOMH-
nentug-6enok. B peaynbrare cneuudpuyecKkoro s3aumopencTeua TPHK
M COOTBETCTBYIOLLEH aMUHOKHUCNOTbl BO3HWKaeT amuHoaunn-TPHK-
Monekyna, copepyKalias akTMBUPOBaHHbIN aMWMHOKMCNOTHbIA OCTATOK
W CooTBeTCTBYIOWMI aHTUKOAOH. Jliobas aMMHOKHCNOTa, yyacTeyloLlas
B CUHTe3e Gesika, NPUCOEAMHAGTCA K COOTBETCTBYIOLLEN TPHK BHE pu-
6ocombi ¢ NOMOLLLbIO CreuuanbHbix (hepMeHToB, amunoaumn-TPHK cuu-

143



Tetas. Mocne obpasosaHna amuHoauun-TPHK atu MONIeKy bl Hanpas-
NATCA K pubocomam, rae U NPoUcxoanT BUocHHTes Benka.

Peakuus amuHoauunuposanus TPHK OCYLLEeCTBNSETCA B ABa 3Tana,
Mepsbii 3Tan — aKTMBaLMA aMUHOKMCNOTbI M 0Bpa3oBaHue aMuHoauUn-
TPHK. Bo Bcex cnyyasx nepsoi aMMHOKHMCNOTOM, BXOAALLEH B CHHTe-
3upyeMmbli BeNoK, ABNAETCA METMOHUH — CTapTOBas aMWUHOKHKC/IOTa, a
nepso# TPHK, nonapatouiei B pubocoMy, — MHULMATOPHAS METUOHWH-
TPHK.

Pu6ocomHubie PHK (pPHK)

BbicokomonekynsipHbie pubocomubie PHK (pPHK) cocTosT ua
3—5 Tbic. HykneoTMaoB. CUHTE3UPYIOTCA Ha CeLHanbHbIX FreHax B an-
pbiluKe (aApbiwKOBLIA opraHu3atop). Ha gonio pPHK npuxoautca 6o-
nee 80% marpuuron PHK knetku. fBnsioTca cTpyKTypHOR OCHOBOM
ANsi POPMHUPOBaHHUA PUBOHYKNEONPOTEMHOBOIO THXKa, KOTOPbIN, CKNa-
AblBascb B npocTpaHcTee, faet Hayano 30—40S y npokapuot U 50—
60S y ayxkapuot manbim u Gonblnm cybuactuuam pubocoms (puc.
117—119). Pubocomanbras PHK, Bxoaswmit B coctas pubocom, s3a-
umopeicteyer ¢ MPHK u amunoaunn-TPHK 8 npouecce tpaHcasiumu ¢
MOMOLLbIO ONPEeAeNeHHoM NOCNefoBaTeNbHOCTH HYKNeoTUAoB. Pubo-

comanbhas PHK, Bxoasuias 8 coctag pubocom, urpaet BaxkHyto ponbB
npouecce cuHTe3a Genka — obecneunBaeT MHULMALMIO, INOHTALMIO U

TEPMUHALHIO.

Mampuunsie PHK (MPHK)

Marpuunas PHK cunHTesnpyercs Ha cneumdudeckux HyKneoTaHbIX
yqactkax [HK, Ha3biBaeMbix CTPYKTYpHbIMM reHamMu, U COAEPIKHUT WH-
thopMauuio o nepsuuHOM cTpyKType Benka. Monekynbl MPHK coctosT
13 300—3000 Hykneotnpos. Ot obuwieit maccsl PHK knetku oHa co-
crasnsier o1 0,5 no 5%. O6pa3yetcs B aape & BUAE MHPOPMALUOHHON
unu npo-mPHK. B pesynbrate npoueccutra oHa cospesaet u npespa-
waetcs 8 MPHK. Matpuunas PHK uepes sgepHble nopbi noctynaer B
uutonnasmy. B uutonnasme oHa coeauHsieTcs BHauane ¢ Manoi cy6n-

eAnHULen pubocomsl, a 3ateM U 60NbLIOH CyBbeaMHNULEH U CTAHOBHT-
CA MaTpHUEeH, Ha KOTOPOW CHHTE3UPYETCA NONUNEeNTMAHAS LenodKka

benka.
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a) y E.coli (mpoxaproToB) 28
165-pPHK-res  pPHK- ren ss. pPHK- ren
— NN S

TpoMoyTep
l TPaHCKPHIIHSA
305-npe-pPHK _somsssss  sossssssm

l 1-e pacmerienue

npe- 165 npe-23s  Npe- 55

peibie PPHK momssss  somm—
165 238 58

0) y Miekonurarommx

HOTOB
e ‘ 18s- PPHK 535 pPHK 2g5. pPHK-
T€H - TeH TreH

l TPAaHCKPHIIUHS

pPHK | pacmennenue
| # KoHeuHas 06paGoTka
3pensic pPHK 185 588 288

—
TepPMHHATOP

l OKOHYATE/IbHAs
l obpaboTka

DNA — T

45S-TIPC- _Somsmmems S8 SSSSSSSSSSSS

Puc. 117. Tpanckpunyus u npoyeccurz pPHK y npokapuomoG (a)

u 3ykapuomoB (6)

Puc. 118. 3nexmponnas
Mukpoghomoepagus, noka-
3eiBarowas MPAHCKPUNUYUIO
maxdemHo noBmopsruuxcs
e¢eHoB pPHK B8 sadpsiwke
Mpumona Triturus viridescens.
Cmenens yBenuuernus dnunbl
Habmodaemes dna kaxcdozo
2eHa pPHK. U nemparck-
Pubupyemere cneiicepHbie

Yyacmrku pazdensom amu
2€Hp)
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a) muorounciennsie ko p-PHK renos

TPaHKPHILHOHHbIE €IHHHLbI

N

HETPAHCKPHIIIHOHHBIE Crieficephl

6) Ammmndukanns renos pPHK B oomrrax ampubui

JIHK
penIHKanua

JHK-tparmenTsl,

coflepkKallne KOiHM
pPHK- renos

Il

xpomocomaibtias JIHK

Puc. 119. Cmpameauu, ¢ nomouwbio Komopelix Knemxu noBeiwarom cB8oro
cnocobHocme k curmesy pPHK

TemepozeHHasa sdepHas PHK

leteporenHasn agepHas PHK (raPHK) — cmecb TpaHckpuntoB MHO-
rMX SAEPHbIX rEHOB; NoKanu3oBaHa B sape. Hekotopbie U3 HUX ABNA-
IOTCA NEPBUYHBIMKU TPAHCKPHUNTAMK M UMEIOT TaKYIO Xe ANIMHY, Kak U
reHbl, C KOTOPbIX OHW CKOMUPOBAHbI, iPYrHe — Y4acTUYHO NOABEPr/IMCh
NPOLECCHHIY K CMAAWCHHIY U YTPATHAK pAA MHTPOHOB, NPEBPaTHUBLLMCD
B 3penbie MPHK.

Manbte sadepHbie PHK

Bce aykapuoTHueckue KneTku cogepykat MHOXKECTBO MasibiX saep-
Hbix PHK (MaPHK) — kopotkux ctabunbHbix monekyn PHK, 6onbwmnH-
CTBO KOTOPbIX B COCTaBe HYKNEONpPOTEUHbIX YacTHL NPUCYTCTBYIOT B
sape. Onu oBHapyXKeHbl B COCTaBE CNAAHCOCOM MAEKONUTAIOWMX. ITO
CTPYKTYpbI, rae uaet npouecc cnnaicunra. 3w PHK Hasbisator U-PHK
13-3a HeobbluaitHo 6ONbLIOrO coaepXXaHus ypauuna 1 ero MoauHLKr-
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poBaHHbix chopM (Tabn. 8). HykneotuaHble nocnemoBaTenbHOCTH BCEX
U-PHK noseoHouHbix coenagatot Ha 95%.
Ta6auua 8
U-PHK mnekonutawowmx

U-PHK Anuna PHK PyHKyua
(uMcno HykneoTHgos)

u1 164 Cnnaicunr npo-mPHK

U2 187 Cnna#icuHr npo-mPHK

u3 217 CnnaticuHr npo-mPHK
B AAPbILLKE

U4 145 Cnnakcunr npo-mPHK

us 116 CnnakicuHr npo-mPHK

u6 106 Cnnavicuur npo-mPHK

u7 65 O6pa3sosanue 3'-koHLOB
rMcToHOBbIX MPHK

un 131 Monuapenunuposaxue
npo-MmPHK

Manbie uyumonaasmamuueckue PHK

W3secTHo, uto GonblmHcTBo 3THX PHK accoumumposaHbl ¢ KpynHbi-
MW CEMEMCTBaMMK NOCNe0BaTENbHOCTEN, COAEPXALLUMMH KaK reHbl, Tak
W NCeBLOreHDI.

Ta6bauya 9
Pasmep PHK y pa3Hbix oprauusmos
EK Opranusm Anuna PHK (uucno Hykneotugos)
7SL Mo3BoHOuHbIE 300
1S bBecnossoHouHbie 254
7SK BecnossoHouHbie 330
4,58 IpbizyHbI 90—94

Pennurauus AHK

Mpouecc yasoenus monekynol [1HK, wnu camoBocnpoussenexus,
HaspiBaeTcs pennvKauuen.

Cospannas YotcoHom — Kpukom Moaenb 4BOHHON cnupanu OHK
3anoxuna oCHOBY B NOHWMAaHWE BO3MOXHOCTH KOMWMPOBAHMA reHeTH-
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yeckoro matepuana. Bo-nepsbix, crefyer nogYepKHyTb, YTO COeauHe-
HWe OBYX MNOJNMHYKNEOTHAHLIX LEener TONbKO BOJOPOAHBIMH CBA3AMM
nossonser UM pasfenutbcs. Bo-BTopbiX, U3 cneungmryHOCTH cnapyea-
HHA A30THCTbIX OCHOBAHMH BbITEKAET, YTO KAXKAASA LEMb MOXKET CNY>KHTb
MaTpuvuen AnA cuHTe3a KoMmniaemeHTapHou uenu. B 1958 r. Matbio Me-
3encoHoM U MpanknuHom Ctanem 6binu nonyyeHsl ybeautensHblie aKc-
nepuMeHTanbHble NoaTeepXKaeHUs mopend YorcoHa — Kpuka. B atux
aKcnepuMeHTax BbiNo NOKasaHo, YTO B TOYHOM COOTBETCTBHMM C NpeAcKa-
3aHuamu pennvkauusa [IHK npoucxogut nonykoHcepeaTUBHO: Kaxaas
nouepHsaa monekyna [IHK coctout M3 ofHOW UHTaKTHOW (KOHCepBaTHB-
HOW) uenwu, Nosy4eHHOW OT POLMTENbCKOM ABOWHOM CNUpanM, U OLHOM
CHHTe3upoBaHHOM uenu (puc. 120). MpoLecc penanKaumuM HaYnHaeTcs ¢
TOrO, 4TO MHULMUPYIoLMe Benku cesa3biBaloTcs ¢ monekynon [1HK. «Pac-
nneTakTCaA» ee KOMMNeMeHTapHbie Leny, pa3pbliBas BOAQOPOAHbIE CBA3H
MexAay ocHoBaHuAMK Hykneotugos uener [HK. EguHcreo Bcex Bogo-
POAHbIX MOCTOB (BOLOPOAHBIX CBA3EH MEXAY OCHOBAHMAMM HYK/IEOTH-
nos. uenew IHK) genaer peoinyio cnupans JHK oueHb cTabunbHoM, HO
KabKAbIH OTAENbHbIA «BOAOPOAHBIM MOCT» caM no cebe cnab.

Mapel A =T obpa3syioT aBe BOJOPOAHbIE CBA3M, Toraa Kak napal =L —
Tpu. Moatomy Ha yuactkax [HK, 6oratbix napamu A = T, uyenu AHK
OTHOCHTE/IBHO NIErKO OTAENAIOTCA APYr OT APYra, UMEHHO TaKWe y4acT-
Ku Haubonee 4acTo OBHaPYIKMBAIOTCS B MECTAX «Ha4ana pen/imkKauuu».

3

Benymasn
3' 1enb

Puc. 120. CmpoeHue pennukayuoHHou
Bunku 5
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MNpouecc pennukaunn JHK urpaer saxxHyio ponb B nepegaye Hacnes-
CTBEHHOW MH(POPMaLWH, 3aNMcaHHON B NOC/efoBaTebHOCTH nap Hyk-
NeoTUA0B: OT POAKTENbCKON Monekynbl IHK — nouepHim monexynam JIHK,
OT POANUTENBCKMX COMATHYECKHMX KIETOK — [04EPHUM COMATHYECKHM KeT-
KaM W, HaKOHel, OT POAMTENbCKOrO OpraHu3mMa — NOTOMKaM. Takum 06-
pa3oM, 6rarofaps pennuKalLmu noToMCTBo UMeeT CTabUNbHYIO reHeTUYec-
KyIO HHPOPMALMIO O Pa3BUTHM, (DYHKLMOHUPOBAHMH W NOBEAEHHH.

Mpouecc pennukaunn [HK nger ¢ yyactuem 60blworo Konuuectsa
6enKos.

Pennvkauus y nporapyor

Touka Hauana penn1KauMK y NPOKapHOT Ha3blBaeTCA «ori» (ot aHrn, —
origin). N3BecTHO, 4TO B 3TUX yyacTkax HaxoasTcs BbICOKOKOHCepBa-
TWUBHbIE NOCNE0BATE/IbHOCTH, PACNOMNOMEHHbIE TaHAEMHO. ITH nocne-
AOBATE/IbHOCTH y3HAIOTCA (hepMmeHTaMu pennukauuu. Hosas [IHK o6-
pa3yeTcs C 0AMHAKOBOW CKOPOCTbIO B 060MX HanpasieHUsIX 40 Tex nop,
noka [IHK He cTaHeT nosHOCTbIO YABOEHHOM U He obpaayioTcs ase xpo-
Mocomsl (puc. 121).

Benywmm cepmeHToM pennukaumm sensetcs [OHK-nonumepasa. Y npo-
KapuoT E. coli B HacToslLee Bpems U3BeCTHbI naTh THnos JHK-nonume-
pasbl (iHK-nonumepassi |, II, 1l IV, V). B pasHbix KOMBHHaUMAX OHK
OTBEYAIOT 3a peniMKauMIo U penapaumio.

——/IBoitHas i
cnmpans JIHK ¢

Vo

Hogsas JIHK

Touka navana permkarym

Puc. 121. Penauxayus xpomocomrnoi JHK y 6axkmepud.
MoropenauxonHeiil mexanusm — penauxkayus Havuaemes
8 odHou mouke
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AHK-nonumepasa cnocobHa Hapalmsath NOAMHYKNEOTUAHDIE Leny
TONbKO B HanpaeneHuu 5'—3', Takum 0bpasom, U3 ABYX pacTyLLmX Le-
nei JHK nuwb oaHa MOXET CHHTE3UPOBaTLCS HENPEpPbIBHO (Benywias
uenb). Cuutes apyroit (otctatoweit) uenu JHK, uaywiei Takxe B Ha-
npasieHnu 5'—3', ocyLLecTBNAETCA KOPOTKMMU OLHOLENOYEYHbIMU
parmeHTamn gnunon okono 1000—2000 n. H. y npokapuot u 100—
200 n. H. — y aykapuot. OHu nonyunnu HassaHue «cparmeHTbl Okasa-
kin». CHHTE3 KaXAOro U3 3TUX (DParMeHTOB, Tak e Kak BedyLueH Lenu
[AHK, nauunaetcs ¢ PHK-3atpasku, unu npaiimepa. Beaywas uenb HY»-
LAETCA TONbKO B OHOM aKTe HHULIHALMK, & ANA CUHTE3a OTCTaIOLLEH Lienw
AOKHO NPOU3ONTH HECKO/NBKO aKTOB MHWUMaUWK. Ha cTaguu WHMuMa-
unM pennukaunu cpepment PHK-npaiimasa cunteaupyer kopotkyio PHK-
3atpaeky. CuHTe3 3arpasku Heobxoamum, Tak kak cpepmert [HK-nonume-
pa3a MoxeT paboTaTb TONbKO NpK Hanuuu csoboaHoro 3'-OH koHua,
NPUCOEAMHAS K HEMY HyKneoTuapbl, Toraa kak PHK-nonumepasa pabotaer
8 orcyTcteue 3'-OH rpynnbi Ha ogHouenoueuHoi Monekyne [HK. Mep-
MEHT npaitmasa otnmuaetca ot PHK-nonumepas, cuntesupyiowmx pasto-
obpasHble PHK knetku. Mocne Toro kak byaer cuHteanposax PHK-npa¥i-
mep, noakntouaetcs [IHK-nonumepasa v npogomkaet Hapalumsath Lienb.

Mocne pacnnetaHus u pasfeneHks POAMTENbCKUX Lienei cHHTes Ao~
4epHux uenen ocywectenserca [IHK-nonumepasoii, ucnonbayiolueii 8
kauecTse cybcTpatos aesokcupuborykneosuatpudocdarsl (ATD,
AIT®, aTT® u aUT®). Lienu AHK aHtnapannenshbi, T.e. 8 obnactu pen-
NUKaTUBHOW BMNKHM MPHCYTCTBYIOT 3' U 5'-KOHLbI CUHTE3MPYEMBIX Lienew.

PHK-3aTpaBouHble y4acTku He COXpaHsIOTCA B CTPYKTYpe 3pesioi
AHK. Mocne peanusauun cBoei hyHKLUUM ANS MHULMALMM PENNHKALMH
AHK onu ynansiotcs 3a cuet nposenenus 5'13'-3na0HyKnea3HON aK-
tueHocTH [IHK-nonumepassi. Mocne yganenus PHK-3atpasku v ee 3a-
MelleHus Ha pparmenT [IHK, uHMuMaumus cuHTe3a KOoToporo npoucxo-
AWT Ha cnenytowei PHK-3aTpaske, pacnonoxerHon 6amxe k obnacti
PENIMKATHBHOW BUNIKH, MEXAY ABYMS COCEAHMMM CUHTE3UPOBaHHBIMM
tparmentamu [IHK ocraetcs paspbis. ItoT paspbis (oTcyTCTBHE KOBA-
neHTHOM cBa3n mexay 3'-OH u 5'-PO -koHuaMu pparmeHToB Lenu) yc-
TpaHsAeTca npu yyactuu cbepmenta JHK-nurasbl.

CuHTes sepylieit W OTCTalOWEN Lenei NPOUCXOAUT Mo Mepe npo-
ABWXEHWA PEnIMKaTHBHOM BUIKM BLIONb IBOWHOM Cnupanu, obpa3osa-
Hue AByx matpuuHbix uened [IHK npu yuactuu cepmenTos u conpo-
BOXX[AETCA 3HAYMTE/IbHbIMU IHEPreTHYECKMMU 3aTpaTamu.
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[Lins Toro utobsl asoiHas cnupanb [IHK packpbinack, HeobxoauMbl
ocobbie benku — [IHK-renukassl.

OHK-renukasbl «cagarca» Ha [JHK ¢ noMoubio cneuyanbHbix MHK-
LMATOPHbIX BENKOB, CBA3bIBAIOLWMXCA C TOUKAMM Hayana pennuKaumuu,
W packpy4yuBaloT [BOWHYIO CN1pasib, pa3pbiBas BOAOPOAHbIE CBA3M
MeXXAy OCHOBaHMSAMH, UCNONb3ya 3Hepruto rugponusa ATO. Benok
nepBoOro TMna, rennkasa, ocyLecTBaseT COBCTBEHHO pacnaeTaHue Cnu-
panu, a aHeprus, HeobxoauMas ANs 3TOro, NOCTABNAETCA 3a CYET rmf-
ponusa ATO.

Benok sroporo Tuna (SSB) — pecrabunuaupytowmi cnupans be-
NnoK — cneuuduyeckn ceasbipaetcs ¢ ogHouenroueuHon JHK, He no-
3BONAA UM COMKHYTbCSA. [1pH 3TOM OHM He 3akpbiBaloT ocHosaHuK [HK
M OCHOBaHMA OCTAIOTCA AOCTYNHbIMM ANs cnapueaHua. Pacnnetanue
ABorHOM cnupanu pogutenbckon [HK 6e3 spawieHus npusogut Kk 0b-
pa30BaHHUIO [ONOMHUTE/IbHBIX BUTKOB WM Y3108 Ha ydacTkax JIHK ene-
peau pennuKaTUBHOW BHUIKH.

Benok Tpetbero Tvna, TonouMzomepasa, cnocobcTByeT ocnabneHuio
CcBA3eH Ha cBepxcKpydeHHbIx ydacTkax [IHK, sBHocs ogHouenouedHbie pas-
pbiBbl hocchoauaUPHBIX CBA3EH M PacKpyuMBas y3nbl B 0Bnactu poau-
TE/IbCKOW ABOMHOM CriMpany nepeg peniMkaTtueHon Bunkow. Mocne tako-
rO PacKpYYMBaHWA M CHATUA HANPsXKeHUs, CBA3aHHOrO ¢ obpasosaHUeM
NOMO/HATE/IbHBIX BUTKOB CrIWpasiv, TONOW30MEpPa3a BHOBb 3aMblKaeT pa-
30pBaHHble (hocdoAU3EPHDIE CBA3U W BOCCTAHAB/IMBAET CTPYKTYPHYIO
uenoctHocTb pogutensckon AHK. Takum obpasom, curtes JHK asnset-
C5 NONYHENPEpPbIBHBIM NMPOLIECCOM, Tak KaK OfHa Lienb CHHTE3WPYETCA He-
npepbiBHO, a Apyras gparmeHTamn OKa3aku — npepbIBUCTO.

Pennukauus y ayrapuor

Pennukauus y ayKapuoT Ha4MHAETCS B HECKONBKMX TOYKaX. ITH TOY-
ku HasbiBatotca ARS (Autonomously Replicating Sequence — asto-
HOMHO penauuMpyroLascs nocnefoeaTenbHoCTb). B xpomocomax ayka-
pHoT cywecTeyer Bonbwoe konnuectso ARS. CTpyKTypa, B KOTOpPO#H
NPOUCXOAMUT pennuKauus, nonyunna Ha3saHue pPenMKaLuMoHHOW BUI-
KW. PennukauuoHHas BUNKa asuxkeTcs nocnegosartensHo sgons QHK
OT ee cTapToBoW ToukM. 1o xogy npouecca cocefiHUe PensiMKoHbl Co-
eauHsaloTcA. MHOrpa HacyMTbIBAIOT COTHH PENJIMKOHOB, PENaMKauusa
MaeT B 06OMX HaNpaBNEHHUSAX OT KAXKAOrO PEenIMKOHA A0 CNMAHUA C
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cocefHWM pennnkoHom u nonHoro yasoenus JHK. Cuntes IHK npo-
MCXOAMT B S-nepuoge MHTepdhasbl KNETOYHOTrO LMKA.

Pennukonbl hopMHUPYIOT CTPYKTYPbI, Ha3blBaeMble «pPensIMKaLuoH-
HbIW rnasok» (puc. 122, 123).

JBofinas - e —————
crupans JIHK

TOYKA Ha4ajaa peranKalii
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N Nd TN

e

" 4 75
mosas THK-25<_ == — —
s/ N "’:':-"’
-t > e 2 « 5
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- " # %
YECTHYCHHE mat O Nemseecsed © =
PEILIHKOHOB ““%_ W\. o fmm— "“-‘u.hh_.. S
-t -y
HOBbIE b
uenn JJTHK

Puc. 122, Penaukayus y 3ykapuom Ha4yuHaemcs 8 HECKOAbKUX MOYKAX —
NOAUPENAUKOHHBIL MEXAHUIM
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BejLynIeit nem

JTHK-noaumepasa
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HopocuuteanpoBannast
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HAYMHHAETCA 3716Ch
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3AKAHYMBAIOMAA CHHTED
nepsoro (hparMenTa
Oxkazaku Ha
oTCTAINECH e

*®,
“" JHK-rennkasa

benok SSB
JHK-npaiiMaza

\ ‘ PHK-3arpaska

Marpuua ans cnitesa
oTcTaloe nenu

Hanpaueune JABHKEHMHA »
PEMIHKAITHOHHON BHJIKH

Puc. 123. Pacnonoxcernue ocHoBruix 6enkoB 8 penaukayuorHol Bunke
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Mo xony npouecca cocefiHWe PeniMKOHbl CIMBAKOTCA, 0Bpasys xa-
paKTepHYIO NpoMexKyTouHyto Y-0bpasHyto koHdmrypauuio. Koraa pen-
NMKaLMS 3aKaHuMBAETCH, M3 OAHOW NIMHEHHOW POOMTENbCKOW MOMIEKY-
nbl 0Bpa3yloTCA ABE NIMHEMHbIE AOYEPHHE, KaXKAAA U3 KOTOPbIX, TaK
e KaK W poauTensckas, npeacrasnser cobor ABOHHYIO cnupans.

Y oMBUTENbHAA NPOCTOTAa NONYKOHCEPBATUBHOW MOAENH pensuKa-
umn [AHK ckpbisaet cnoxHedwne Guoxummuueckue npoueccol, obecne-
yuBalOLLME 3TY Pen/IMKaLHIo. IBONIOLHOHHO CHOPMHPOBABLUWHCA pen-
NMKaUUOHHbIM annapaT obecneunMBaeT MaKCMMasbHYIO TOYHOCTb
nepefayn WHOPMAaLMK OT POAMTENbCKMX K AOYEPHUM MOJeKynam
JIHK. ®epmeHTbl M apyrie pasnudHbie BenKoBbie MOMEKYbl, BOBAE-
yeHHble B NPOLECC KaK NONYKOHCEPBATMBHOW penjiMKaLuu, Tak W pe-
napau1u U pekoMbuHauuu, npeacraenetbl B tabn. 10.

Ta6auya 10
AHK-nonumepasnl y aykapuor
benok MonekyaspHas IHIMMATHYECKAN Buonoruueckas GpyHKUHA
Macca AKTHBHOCTB
cybbeanHuL,
xla
NHK-noaumepasa  |160—185 IHK-nonumepaza  |Cuutes npaiimepos Ha obenx uenax IHK
a (anba) Tpaxcnopr JHK-noanmepass B
67—70 KJIETOYHOE A0pO
CaA3bIBAHHE MYPMHOBOTO HYKNEOTHAA,
5458 npucoeanHexne npaimel k AHK-
nonMMepase
B (bera) 46—50 Mpaiimaza
39—40 IHK-nonumepaza  |3anonxenue Gpewseit npH 3KCUHIMOHHOM
penapauwu [IHK, yuactne B
peKOMOMHALIMH, NPOLECCHHT (hparMeHTOB
Oxaszakn
Penapaums W peninKauus
metoxonapuansioi JHK
¥ (ramma) 125—140 AHK-nonumepasa
3—5'-3k30HyKACa3a
35—40
d (nenwra) 125—130 NHK-nonumepaza  |CuHTE3 THIHPYIOLIEH LenH
. renommoit AHK B peninkarnBHo#
3—5"-aK30HyKaea3a siiice
48—55 Ca#a3b ¢ HaKTOPOM NMPOLECCHBHOCTH
PCNA
£ (ancunon) 230—261 [NHK-nonumepaza  |CHHTE3 oTCTalOWEH LETTH NeHOMHON
3—5-ak3onykneaza |AHK B penamkaTHBHO# BHIKS
55
C (a3eta) 173 JAHK-nonumepasa  |Cunres IHK Ha nospexaeHHON
29 marpue npu SOS-orsete
3—5-aK30HYyKN€a3a
7 (Hio) NHK-nonumepasa  |(DepMeHT penapauun
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Y aykapuot ussectHbl cemb TUnos [IHK-nonumepas (AHK-nonume-
pasaq, B, 7, 6, & & 1) (tabn. 10).

B pasHbix komBuHaumsx a3t cemb [JHK-nonumepasbl oteevaror 3a
PeniMKauu1io W penapaumio B Aipe, MUTOXOHAPUAX, NAACTUAAX.

Ta6auya 11
Pasnuunbie epMeHTBI M TUNbI hepMeHTaTHBHOM AKTHBHOCTH,
BOoBneuYeHHble B 6uocunTes [IHK

HaseaHue chepmenTa (6enka) DyHKYKA

lenukasza DYHKUKA pacKpyynBaHHs [BOHHOM
CNMpany 3a cYeT pa3pbiBa BOAOPOAHbIX
CBA3eH

SSB-6enok Benok, ceasbisalowmiics
c ogHouenoyeyHon AHK

Tonousomepasa Ynanenue cynepsuTKOB cnvpanu

JHK-nonumepasa Poct yenu JHK 3a cuet nonukoH-
AeHCauWK [e30KCMPHDOHYKNeo3ua
TpuchocdaTos

Mpaiimaza Cunres PHK-3atpasku (npatimepa)

5'—3' anpoHykneasa Ynanenwe PHK-3arpasku, penapauus

3'—5' aHgoHykneasa Mcnpaenenune ownbok pennukaumu

IOHK-nurasa Coepurenne 3'-OH u 5'-PO, koHuoB
OAHOLIENOYEYHOro pa3pbisa

JHAoHyKNea3a Penapauyus

lnuko3sunasa Penapauus

Penapauus npu nospesaennun JAHK

CsoicTBO BOCCTaHaBNMBATL NOBPEXKAEHHS, Bo3HuKkaowwue B [HK,
HasbiBaeTca penapauuei (puc. 124, 125).

BonbWMHCTBO CNOHTaHHBIX M WHAYLMPOBAHHBIX MyTareHaMu MoBpPeX-
nenrid JHK MoxXKHO ycTpaHsaTh ¢ nomolwbio ocobbix hepMeHTaTHBHbIX CH-
CTemM — HyK/1ea3, HaXOAALWMXCA B KNeTKaxX pas/iviHbiX opraHiamos. Me-
XaHW3M penapauui OCHOBaH Ha NPUHLMNE KOMNNEMEHTapHOCTH B NOCT-
poenun [HK. MospexaeHne B ogHoi M3 yenouek [HK y3Haercs
thepMeHTamH, a 3aTem NOBPEMIEHHDIN YYaCTOK YAANAETCA W MO TUMY KOM-
MNEMEHTAPHOCTH BOCCTAHAB/MBAETCS MOBPEMIEHHAs LEnoUKa.
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Heelbolo 2R B
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JHK-nmonnmMepasa o6pasyer

mar 2 HOBHIi DPArMEHT BEPXHEH LENH
MyTEM MCIIOJIb30BAHMS B KAUECTBE
MAaTPUIILI HUKHEH 1enu

el

JAHK-nurasa sakpeiBaer Mecra
pPa3peIBOB

ol e

KOHEYHHIH pesynsrar: BocctaHosneHHas JIHK

mar 1

mar 3

Puc. 124. OcHoBrete npuryunsl penapauuu JHK
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MepMeHT HAXOTUT
HCKKEHHE CIIUPaTn
M3-3a 1uMepa

Mepument Urrd, B, C-annonykieosa
cpsiabiBaercs ¢ JJHK

Hyxaieasa sripesaet noppesaenisiii yuacrok:
8 HYKJICOTHIIOB K 9-KOHILY OT lHMepa
W 4-5 HyKI€0TH 0B K 3- -KOHILY

Bripesaunsiii hparment
VAQISETCS H paspyuaeTcst
/ BK30HYK1easaMu

JHK-nommepasa | sanoanser mpoMexyTok,
a JIHK-nurasa saimsaer ocTabIiivecs paspbisbl

Puc. 125. Sxcyusuonnas penapayus, unuyuupoBarnas gpepmernmom UvrA,
B, C-andoHyxneasor

Ownbrm B HYKNEOTHAHO NOCNEAOBATENBHOCTH YACTO BO3HWKAIOT
NP PenvKaymu,

Mo oTHOwWeHMIO K Npoueccy pennuKaLuK pasnuyaroT Tpu Tuna pe-
napauvu [OHK:

1) nopennukatusHyio;

2) pennuKatusHyio;

3) nocTpennukartueHyio.
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Pa3nnyHble pearuMM penapaumu
Pomopeakmusauus, unu céemosas penapauus

B 1949 r. Hemeukui reHeTuk A. KenbHep oTmMeTun, 4to B bakTepuax
W rpubax, 0bnyueHHbIX ynbTpacuonetossim caetom (YD), yactota My-
TauuK Najaer, ecM UX NEPEHECTH Ha BMOMMbIN ceeT. lMocne 3toro mx
BbIXKMBAEMOCTb PE3KO BO3PacTaeT No CPABHEHWIO € HeoBnyYeHHbIMM
KNETKaMH, OCTaB/IeHHbIMK B TeMHOTe. JTO AB/eHHe Bblno Ha3saHo (ho-
TopeakTusauunen. [lanee paHHbii npouecc bbin oTMeueH y bakTepuab-
HbIX BUPYCOB M BbICLUMX 3ykapuoT. B 1958 r. 6bin Bblaenen chepment —
¢oTONMa3a, KOTOPbIW OCYLLECTBASET oTopeakTUBaumio. MexaH1am
(hoTopeakTUBaLMMU CBA3AH C TeM, 4TO Noj BusHUeM YD-obnyueHus ob-
pasyloTcs AMMepbl NMPHMUAWHOBbIX OCHOBaHWH (puc. 126). 3To mMoryT
6biTb AMMEPbI THMWHA, AUMEPbI UUTO3MHA MK THMUHO-UMTO3MHOBbIE
a1Mepbl. DepmeHT hoToMa3a pacliennser BHOBb 0Bpa3yiolLMecs CBA-

) OGpa3oBanKe THMHAHHOBOTO /UMEpa

H—N —CH, »—«/c\%l/c\llv-—u

caxap

6) TumiuroBEIH tuMep B Monexyne JTHK

Puc. 126. O6pasoBarue mumuduroBeix dumepoB nod deiicmBuem
Y®-uznyvernus
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34 MeXAY COCefHUMH NUPHMHWAMHOBLIMU OCHOBAHHAMM M BOCCTaHAR-
nusaet HopmanbHyio cTpykTypy [IHK. Ceet aktusupyer dotonnasy
(puc. 127), kotopas pacnostaer aumepsi 8 obnyuenHoit JIHK, npucoe-
AMHAETCA K HUM W pa3pbiBaeT BO3HUKalOWMe CBA3M (aumepbi).

FKCyu3uoHHaA penapayus (OT nat. excision — sbipesaHue)

70 CNoXKHaA peakumusi BOCCTaHOBNEHUS MOBPEXKAEHHOMO yyacTka
AHK, ceazaHHas ¢ ero sbipesaHueM. 3atem Bbipe3aHHbii y4acToK 3a-
NONHAETCA HOBbIM MatepHanom.

IKCUH3MOHHAs penapalius XapakTepr3yeTcs ClefyloLLLMMH NpoLec-
camu: cneundmryeckire hepmeHTbl (B OCHOBHOM 3TO thepMEHT 3HA0HYK-
Neasa) y3HaioT NoBpexAeHHbiH yyacTok uenodku JHK 1 Bblpe3aloT ero.
Hanpotus, B komnnementapHoi Hut [IHK pacnonoxenbi HenoBpPeX-
AeHHble HykneotuAbl; chepmerT [IHK-nonumepasa cunteampyer komn-
NeMEHTapHbIe HYKNEOTUAbI, 3aMONHAS BbIPe3aHHbIM yHacToK; hepMeHT
/Urasa «CLIMBaeT» KOHUbl BHOBb CHHTE3WPOBAHHOIO yyacTKa C OCHOB-

TumuHOBLLI AnMeEp

P —— p———— 5
GTACAG GCATAG

L0 et 1
CATGTCAACGTATC
1 MDoTosnasa PUCOCANHSETCS
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3'—|-|—l—l-0-|-6£|—!—!—|—|— 5
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Puc. 127. Penapayus mumuduroBozo dumepa gomopeaxkmuBayueli
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o HuTbio [IHK. Takum obpasom crpyktypa AHK nonHocTbio BoccTa-
HaB/IMBaeTCA.

[No BpeMeH#H OCYLIECTBNEHHA IKCLM3UOHHAN penapaLmrs MOXKET BbiTh:

1) nopennukaTHBHas — Kora BOCCTaHOBNEHUE NOBPEXAEHHOM HUTH
JHK npoucxoaut B G -nepuose KNETOYHOrO UKKNA A0 ee yABOEHMS:

2) pennukaTMBHas penapauus — korna soccraHoeneque JHK npo-
HCXOAMT B XOfie pennHKau1u. JloBoNbHO YacTo y NPOKApHOT U 3yKapu-
ot Bo Bpems pennukaunu [IHK npoucxoast owubku cnapusanus Hyk-
neotuaos. Bmecto komnnementapHoii napot A=Tuan [ =Ll g [OYepHIOL0
Uenb OKa3blBAIOTCA BK/IOYEHbI HYKNIEOTH b, HEKOMNIEMEHTAPHbIE HYK-
NeoTHAAM B MaTEPUHCKOM Lenu (MX Ha3blBAIOT MMUCMATYaMW — OT aHr/.
mismatch — nnoxoe couetanue). [lns BOCCTaHOBNEHUS HOPMAsIbHOM
monekynbl IHK npoucxogaT cnoxHbie npoueccs ¢ ydactuem 3HOOHYK-
neas, NPUBOASLLME K YCTPAHEHUIO yyacTKa MUCM3TUa, Aanee 3ToT yya-
crok bynet goctpoeH JHK-nonumepasoi, a KOHUbI COBAMHSIOTCS ¢
NOMOLLbIO JIUrasbi;

3) nocTpennukatMBHas penapauus — Korga BOCCTaHOB/eHHe JAHK
upet 8 G,-nep1ope, T.e. nocne pennukauuu. MpOMCXOAHUT «y3HaBaHWe»,
3aTeM «BblpesaHue» nedexTa u clumsarue [HK.

S0S-penapauus

B cnyuae Heobxopumoctn penaukaumu JIHK, Ho npu Hanuumm B Heil
NOBPEXAEHWH, KOTOPbIE HE CMOr/a YCTPaHUTb HU OHA M3 BbILLE OMW-
CaHHbIX CUCTEM, aKTUBU3WPYETCA MeXaHU3M penapauuu, OTKPbITbIH B
1974 r. M. PagmaHoM, Ha3BaHHbIN SOS-penapauueit (puc. 128, 129).

MNpu SOS-penapauun MHayuMpyeTcs cuHTes Benka, KOTOPbIK NpHcoe-
Aursetcs k [IHK-nosmmepasHomy KoMnnekcy 1 genaet BO3MOXHbIM CTPo-
MTb novepiolo [IHK Hanpotue fedekTHbIx 38eHbEB MATPHUHOM LiENK.

B pesynbrare [IHK oka3sbizaetcs yasoeHHOM, X0TS 1 ¢ OLWHBKOM, HO
3TO faeT BO3MOXHOCTb NPOBECTH KNETOYHOE AeNeHue.

C necbekToM cUCTEMBI penapalium cea3aHb! HEKOTOpbIE HACNEeACTBEH-
Hble Boneanun. B 1968 r. k. Knusep aokasan, uto Hemsneunmas 6o-
/I€3Hb, NUrMEeHTHas KcepoaepMUsi, ABNSeTCA fedieKTOM pa3HbIX pena-
PHPyloumx cuctem. Y BONbHbIX Ha KOXKe BO3HMKAIOT KpacHble NATHa,
KOTOpble nepexoAAT B HapacTalolLylo KOPOCTY U Aafee — B PaKOBYIO
Onyxone (puc. 128). MpuuKHbI NPEANOAOKUTENBHO CBA3AHBI CO CHM-
’KeH1eM unu notepeit akTMBHOCTH YD-3HAOHYKN€a3bI.
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Koxcu nocae BozdelcmBusa CONHEYHbIX

Puc. 128. @ernomunuveckue
aghghexmer HacnedcmBenHo20
3a6oneBanus. Peberok
¢ uHmenxcuBro pas3BuBarowumucs
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Umuc UmuD HAMPOTHB IMMEpa THMHHA

Puc. 129. Unoyuupyemas cBemom SOS-penapauus
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Peanusauus reHeTH4eCROH UH(OopMauuu

B cnoXHOM npouecce peanusauun reHeTUHeCcKoM WHhopMaLlmu
MOYHO BbIAE/IMTb YeTbipe OCHOBHbIX 3Tana:

1) TpaHCKpUNUKs;

2) NPOLECCHHT;

3) TpaHcnAums;

4) NOCTTPaHCNALMOHHbIE U3MeHEHWA Denka.

TpaHckpunuus

Mpouecc, B x0Ae KOTOPOro HYK/NEOTHAHAA NOC/efoBaTeNbHOCTL
JHK konupyetcs B Buae nocnefosatensHoct PHK, komnnementap-
HOW eW, Ha3blBaeTcs TpaHckpunuuen (puc. 130, 131). Mepmenr, kaTa-
nmsupyrowmni PHK na [IHK-matpuue, 6b1n otkpbit 8 1958 r. 1 HassaH
PHK-nonumepasa.

Y npokapuot ogHa PHK-nonumepasa — cnoxHbii hepmeHT, co-
CTOAWMA M3 NAaTH Benkosbix eguHuy. Yacts ¢epmetos PHK-nonume-
pasbl Ha3blBaeTca curma-chaktopom. Y npokapuor PHK-nonumepasbl
cuHTe3upytoT Bce Buabl PHK: MPHK, TPHK, pPHK.

Y 3ykapuoT umeeTtcs Tpu pasHbie nonumepassl — PHK-nonumepa-
3bl I, Il v lll, ka>kpas M3 KOTOpPbIX TPAHCKPUOUpPYET pa3Hble KaTeropuu
reHoB.

PHK-noaumepasa | tpaHckpubupyet rembl ans pubocomanbHbix
PHK.

PHK-noaumepasa Il — renbi pns cuutesa Genkos (MPHK) u rembi
ans manbix PHK agpa (maPHK).

PHK-noaumepasa Ill tpaHckpubUpyeT reHbl gns TPaHCNOPTHbBIX
PHK, pubocomanbhbix 5S PHK, mansix PHK u gpyrux.

PHK-nonumepa3sbl aykapuot uMeloT 6onbLuyio MONeKynspHYIo Mac-
¢y, yem PHK-nonumepasbl kuweuHow nanouku E. coli, u cocToAT U3 8—
12 cybvegunmL.

Curma-chaktop HeobxoauM Ana yKasaHus npomomopa — ocoboro
YHacTka B Ha4asie reHa, KOTOpbIM yKa3blsaeT MecTo cea3biBaHus PHK-no-
Nmepasbl ¢ [IHK. PaanuyHbie cMrMa-thakTopbl y3HaloT pa3fiuHble Npo-
MOTOpbI W, TakMM 0OPa30M, AOCTYNHOCTb CHrMa-thaKTopa MOXKET pery/iu-
POBaTh TPAHCKPMNLWIO FEHOB, CBA3aHHbIX C 3THM NPOMOTOPOM. Tak, Ha-
M4ue curma-chakTopoB UCNONb3yeTcs ANs Perynalui HabopoB reHoe.
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Puc. 130. Yonunenue yenu PHK, kamanusupyemoe PHK-nosumepazoli

Kaxpapii ren cocTouT us peaynsmoprol yacmu (Clofa BXOAHT npo-
MOMOP W MePMUHAmMOp), kKooupyrowel Yacmu, rae 3anucaHa UHGop-
maums o ctpyktype uPHK, u mepmurupyrowed vacmu, rae 3asepuia-
eTcs TpaHcKpunuua. Perynstopras yacTb He TpaHckpubupyetcs, a co
CTPYKTYPHOW 4YacTH reHa cuuTbiBaeTca WHdopmauus Ha HPHK. Mocne
Aoctmwxenus monexynon PHK-nonumepasbl yuactka repmunaumu chep-
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PHK-nonumepaza

OHK
marpuyHas
Lienoyka

NoxkansHo pacnneTeHHbli
cermeHT OHK

Puc. 131, Curmes PHK npoucxodum BHympu 4acmu4Ho pacniemeHHo20
yuacmxa JHK. PackpyuuBarue u obpamroe ckpyduBarue monexyn AHK
kamanuzupyromcs PHK-noaumepaszoi

meHT PHK-nonumepa3sa nokupaer matpuuy [HK. Mocne atoro obpa-
30BaHMe NepPBMYHOrO TPAHCKPHMNTa 3aeplieHo. MockonbKy OH HecTa-
BuneH, TO HeMeaNeHHO TPAHCUPYETCH Y NPOKapHOT U MOAUULMPY-
€TCH Y 3yKapHOT.

TpaHckpunuus y npokapuom

MpomMoTop Yy NPOKApHOT COAEPXKMT fiBE FPYNMbl HYKNEOTUAHbIX NO-
cnegosarensHocten (puc. 134, 135). 3Tv nocneposaTenbHOCTH pac-
nonoxeubl Ha pacctoaHuu 10 H.n. ¥ 35 H.n. BbiWeE TOYKKU Havana
TPAHCKPUNLUHK.

BHauane curma-chaktop cnabo cef3biBaeTCA C y4aCTKOM NPOMOTO-
Pa B nonoxenuu — 35 n.H., KOHTponupys npucoepuHerne PHK-nonu-
Mepaabl Ha npomoTop. 3arem PHK-nonumepasa ceasbiBaerca ¢ Aome-
HoMm lNpubHosa — paroH 10 n.H.

lanee naunnaer pacnneratocs JHK pnuHoi 8 17 n.H. BOKpYr HyK-
Neotupa 8 nonowenun 10 n.H. 34ecb NPUCYTCTBYIOT B a30TUCTOM OCHO-
BaHuu A = T, uMmeloLe No ABe BOAOPOAHbIE CBA3M, UTO obneruaet
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pa3vesuHerne. Korpa HaunHaetcs cuntes PHK, curma-chakTop yxo-
[MT U3 KOMNneKca.

-35 -10 +1
TITAUA =—16—9 n.H. —» TATAAT < 5—? N.H. — KOAUPYIOWANA YacTb

aomen [lpubHoBa cTapT TpaHCKPHMNLMM
Cmpyxkmypa npomomopa y npokapuom

Y BakTepuit yactTuHO cuHTeauposaHHble PHK cessbigalotcs ¢ pH-
6ocoMamu, U O OKOHYAHWA TPAHCKPHMLMK C 5'-KOHLA HauMHaeTCs
TpaHCnAuus — cuHTe3 Benka.

Tpancicpunuyusa y sykapuom

['eHbI 3yKap1OT COCTOAT M3 BYX CTPYKTYPHbIX 0BnacTei: KoaMpYIo-
LieH, C KOTOpPOH cuUTbIBaETCS MHbOpMaLms B npoliecce cuHTesa MPHK,
W PerynaTopHOMW, KOTOPas 3anyckaeTcsi U KOHTponupyeT paboTty
PHK-nonumepasbi Il, a uepes Hee — u cuntes MPHK (puc. 134, 135).

PerynstopHas obnactb oTnM4aeTcs y ayKapHoT GonbLIOi CNOMHO-
ctblo. OHa BKAOYaeT OCHOBHbIE TUMbI NocnegosatensHocten [JHK.

1. Mpomotopsl, casbisaowme PHK-nonumepasy .

2. TepmuHatopsl. :

3. JHxaHcepbl (YCUNUTENM TPAHCKPHNLMK) W caineHcepsl (ocnabu-
TENU TPAHCKPHNLHHK).

TeH-peryaaTopias
TMOCAS10BATEILHOCT L

mzmw]

" aARTHBATOPHLIT Geslok n
AKTHBATOPH BT Heaok abnme

|
| PHK-nommmepasa e E[mncxpunuunuﬂm
[ PaKTOpHI

[mayano ‘ 3 . 2
A _ et §
S Bt |

[en-npomarop TETIlvﬁ:lln( Hauaio
peryaTopHasn TPAHCKPU LK
NOCAEAOBTENLHOCT B

B8 Gaxcrepun i

/
I

HPOMOTOP
Edvkapuorsl

Puc. 132. O6o6uwerue paszauyuii mexanusmoB akmuBupoBarus 2eHoB
y 6akmepuli (npokapuomoB) u 3yxapuomoB
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Peryanpisie Peryaspnie f‘ 2 \ Peryastopnsie
DeIKn eaKH g BeakH
[ e f romsess e
\ Crieiicep
Pervisipunie

MOCIEA0BATENBHOCTH

Puc. 133. Pezynayus mpaHckpun-
yuu: @ — pacnpedenerue 6enkoB
B8 MUNUYHOM NPOMOMOPE 3YKa-
puom. AxkmuBamope ar (u306pa-
HeHbl opaHiceBum yBemom),
cBA3aHHbIE C IHXAHCEepamu —
anemeHmamu B monexyne [HK,
CMUMYAUPYIOM MPAHCKPUNYUIO
3a cuem 6enxkoB — benxkoBeix
BsaumodedcmBull mexcdy akmu-
Bupyrowumu  doMuHaGHMAamMu
(uzoeHymere KoHybl akmuBamo-
pa) komnornenmamu TFIID u PHK-nonumepasoi I: 6 — cxema opzanusayuu
KOHMPOAUPYIOUWe20 PAtioHa MUNUYHO20 2€HA 3YKAPUOM, COCMOAUE20 U3
pezynamopHelx nocredoBamensHocmu u nPOMomopa.

Wmumarop PHK

JHXaHcepbl W CaineHcepbl MOryT BXOAMTb B CTPYKTYPY FeHOB, HO
Yale BCero pacrnonaraloTca Ha pPacCTOSHWM. JHXaHcepbl U canneHce-
Pbl CNy»aT MectamMu ANA Y3HaBaHUs W CBA3bIBAHMA C PEryNATOPHbIMM
Benkamu, aktueupylowmumu PHK-nonumepasy.

Y 3yKapuoT Npouecc TpaHCKPHUNLMKU W nociegyioliee co3pesaHue
MPHK 8 MPHK-npoueccuHr npoTekaeT B KNETOUHOM sifipe, OH 3HauM-
TEIbHO YCNOXHEH. JTO CBA3AHO € HECKONbKUMMW 0BCTOATENbCTBAMM.

Bo-nepsbix, y aykap1oT hyHKUMOHMPYIOT TPH pasHble NonMMepasbl —
LAL .

Bo-sTopbix, PHK-nonumepasa 3ykapuoT He MOXET cama MHULMK-
POBaTh TpaHckpunuuo. [ns ee akTuBaumuu Heobxoaumo Bonbluoe Ko-
NMyecTso GenkoB, OHW HasbiBalOTCH (hakTopamu TpaHckpunuuu. 06-
WHe chakTopbl TPAHCKPUNUMKM OBBEAMHAIOTCA B KOMMNEKCHI.

B-Tpetbux, perynsitopHble aneMeHTbI y 3yKapuoT MOryT BAMSTH Ha
CKOPOCTL TpaHCKPUNLMK, AaXKe eC/IM OHW PACNONOXKEHbI 3a ThICAYM Nap
Hykneotupnos ot npomotopa. 1o axxaHceps! (Enhancer — ycunutens).
Mog JHXaHCepaMu MNOHWUMAIT NMOOH AUCKPETHBIM 3NEeMeHT
NocnenosarensHoCTH [HK, koTtopbii cBa3biBaeT obuiMe TPaHCKPHUMLK-
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ITpomoTop T
«—Bbie | Huke —»
CraproBast TOMKA TPAHKPHITIIHH

Tepmn
HATOP

6

— S KOAMPYIOIIasn
=0 "
16-19 n.H. N 5-9nmu. HacTh

5.HTO Tpancanpyemas  Cron 3-HTO Mo (A)

00aacTh

Puc. 134. 3nemenmsl opeaHu3ayuu mpaxckpunyuu y npokapuom (a, 6) u
sykapuom (B): @ — eGuHUUG MPAHCKPUNYUL, CO0ePICaUan pasaudHbIe
nemermer zena; 6 — cxema Haubosee munu4Ho20 NPoOMOoMOopPa NPOKAPUOM,
umetouje2o mpu OCHOBHEIX KOMNOHeHma: KoHcepBamuBHeie nocredoBamens-
Hocmu HykneomudoB B nosoxcenusx -10 u -35, mo ecme Ha 10 u 35 Hyxneomu-
008 Boiwe moyKu cmapma MPAaHCKPUNyuU, U MoYKy cmapma mpaHCcKpunyuu;
B — cxema pacnonoXCeHus HeKomopbLIX PYHKUUOHANbHbIX ydacmkoB 8
monekyne mPHK sykapuom. K3I1 — cmpykmypa, npucoedurnexHas ¢ 5 -koHyd
mPHK nocae mpaxckpunyuu 2eqa; 5 - u 3 -HTO — Hemparncaupyemsie obaacmu.
coomBemcmBenro Ha 5 - u 3 -koruax mPHK; noau (A) — nonuaderunupoBarHsli
3 -koneu mPHK

OHHble (haKTOpbl U AEHUCTBYET HA TPAHCKPHUNUMIO. IHXaHCepbl B3aWMO-
NEUCTBYIOT C PerynsTopHbIMKA BenkamMu (TPaHCKPUNLUMOHHBIMK (haKTO-
pPaMH), U3MEHAR yPOBEHb TPAHCKPHUNLWM reHa. 3TH perynstopHbie 6enkn
MOrYT CBA3bIBATbCA C rOPMOHaMMK. JHxaHcep MmoxkeT obnagatb TKaHO=
W BUaocneyudryHocTblo. [lonroe BpemMa 3HxaHcepbl CHMTaNUCh NMPH-
HaNEXHOCTbIO TONbKO 3yKapuoT. Celyac oHW HalAeHbl U Y NpoKaph-
oT. B 6onbluMHCTBE CNyyaeR 3HXaHCepbl PacnosioXKeHbl nepeg NPoMo-
TOPOM, MHOrAA Ha BONbLIOM PACCTOAHMM OT NpoMoTopa. JHxaHcepb!
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mar

o Hunnnanus
PKH-noaumepasa

JTHK

& koHenn PHK

Pactymas uens PHK
Hiar

o Tepmunanns

O6paaylomasncs
monexyna PHK

Puc. 135. Cmaduu mparckpunyuu: uHuguayus, 3noH2a4us,
mepmurauus y E. coli

obpasyior netno, B3aMMOAEHCTBYS C MPOMOTOPOM, KOTOPbIN Henoc-
PEACTBEHHO B3aMMOZENMCTBYIOT C OBLYMMU (haKTOPaMMU TPAHCKPHNLMM
" ¢ Mmonekynoit PHK-nonumepasoii.

Cainetcepbr — ocnabutenn TpaHCKPHNLMM, ABNSIOTCS HEraTHBHbI-
MM 3neMeHTaMU NO OTHOLIEHUIO K TPAHCKPUNLMK. OHM TaK Xe, KaK -
ZaHcepbl, oka3biBalOT CBOE AeHCTBHE Ha HONbILIOM pPacCTONAHWM OT reHa.
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B-ueTBepTbiX, Y 3yKapHOT CHa4Yana NpoMCXOAMT TPaHCKPHUNLUMA B
Aape, a 3aTeM TPaHCNALMA B UMTonnaame. To ecTb 3TH NPoLecchbl pas-
[eneHbl B NpoCTpaHcTee U Bo BpeMeHu. DakTopoM TPaHCKPUNUMK Ha-
3biBaloT HenoK, KoTopbii HEOBXOAWM AN WHULMALWKM TPAHCKPHNLMHK,
HO He asnsieTcs cobeteeHHo PHK-nonumepa3soin. MpomoTop y aykapu-
OT COCTOMT M3 ABYX HYKNEOTHAHbIX NOC/NefoBaTe/lbHOCTEH, pacnono-
YEHHbIX Ha PacCTOAHWK 25 K 75 H.n. Bbille TOYKHM Hayana TpaHCKpHn-

unu. B Touke -25, T.e. camoi BAU3KOM TOUKE K Hauany TPaHCKPHNUMWH,

asnsetca TATA-Bokec — Takas nocneposatenbHocTs (5'-TATAAA-3'),
Ha3blBaemas nomeHoM XorHecca, nanee cnegyet gomed LILLAAT. flo-

meH LILLAAT urpaert cywecTBeHHYIO PONb B HHHLMALMW TDAHCKPHILMK,

TATA-60KC, NO-BUAMMOMY, BbINOJIHAET BCNOMOraTe/ibHylO TPaHCKpHN-
LIMOHHYIO POb.

-80-75 -25 +1
TATA-6n0kK
LULAAT-6n0k * nomeH XorHecca

B npouecce TpaHCKpUNLMKM BbIAENSIOTCA 3Tanbl:

UHUYUayus;
3/10H2QUUA;
mepmuHayus
Pakmopel mpaHcKpunuuu
BbiaensioT Aga TMna chakTopa TpaHckpunuuu: | — obuimre dakTopsl
TpaHckpunuuu; Il — cneuuduueckre (hakTopbl TPAHCKPUNLMK.

|. Obuie hakTopbl TPAHCKPHUMLMK

Nlns pabotsr PHK-nonumepa3sbl Heobxoaumbl obumne aktopbl
tpaHckpunuuu. Ona PHK-nonumepasbl H3BECTHbI CEMb 0buwmx dak-
Topos TpaHckpunuuu: TF (transcription factor) lA, TFIIB, TFIID, TFIIE,
TFIIF u TFIIH 1 TFIlJ. Pumckas uudpa B 0603HaueHuu aTux hakTopos
nokasbigaeT, Kk kakon PHK-nonnmepase oTHocKTCs 3aToT hakTop — I,
Il wnu lll. Bmecte ¢ PHK-noaumepa3soi Il oHn moryT ocyuiecTsasite
TpaHckpunuuio in vitro. Takum obpa3som, akTusHosHOCTb PHK-noaus
mepaa3bl |l nogaepxusaetca Heckonbkumu Genkamu TF I, oboaHaueH=
HbiMu Bykeamu B, F, E v A. B Hauane npougcca TpaHCKPHNLHH PHK-
nonumepaaa Il fomkHa BbiTh 0CBOBOXKAEHA OT KOMNNEKCOB (haKTOPOB
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TpaHCKPHMLHA. Dee apyrue PHK-nonumepassl, | v lll, HaihpeHHble y
3yKapvoT, Taioke TpebyioT akTuBUpOBaHUsA Habopa obuwmnx dakTopos
TpaHCKPUNLKK.

JnoHraumMs TPAHCKPUNLMKM NMPOXOAUT B HANPaBNeHHH 5' — 3'. PHK-
nonMMepasa OCYLLECTB/SIET 3/IOHTALMIO LenK PHK.

TepMWHALMS TPAHCKPUNUWW BEZIET K yxony cepmenta PHK-nonu-
mepa3bl ¢ uenu IHK 1 ocsobowaeruto PHK-Tpanckpunta. PHK-nonu-
Mepa3sa BHOBb B COCTOAHWW COAMHUTBCA C curma-hakTopoM M HauaTb
HoBbIi payHA TpaHckpunumu. PHK-TpaHcKpunT rotos Hauatb CBOIO fAe-
4TENBHOCTb WU KaK KOHEUHbIM NPOAYKT 9KCNPECCHM reHa, Han Kak no-
cpeAHWK ANA CUHTe3a B Npouecce TPAHCAALUH.

Il. Cneumdprueckue grakTopbl TPAHCKPHUMLKK

CneuudHrueckre TPaHCKPUNLUHMOHHbIE (haKTOPbl PeryMpyioT TpaHc-
KpUnuMIO yepe3 anxaHcepbl. MoCKoNbKY 3HXaHCepbl MOryT pacnona-
raTbCs Ha BOMbLLIOM YAANeHWH OT NPOMOTOPOB, TO COeiMHEHWe COOT-
BETCTBYIOLWX TPAHCKPHNLMOHHbBIX BENKOB, CAAALMXCH Ha IHXaHCep, ¢
PHK-nonumMepaso# Il ocyuiectensercs 3a cyet 0bpa30BaHusA NETNH y4a-
ctka IHK mexay npoMoTopoMm 1 aHxaHcepoMm. PaanuuHbie rpynnbl opra-
HM3MOB Pa3/IMYAIOTCA NO CNELMEHYECKUM TPAHCKPHUMLMOHHBIM (haKTO-
pam. Y 3yKapuoT KOAMPYIOLLME YHACTKM reHa (3K30HbI) nepemesxaroTcs ¢
HekoaupytowmMmK nocnegosarenbHoctamu AHK (uHTpOHDI). B cuny ato-
ro TRPAHCKPHMLHMSA Y 3yKapvoT AOMONHAETCA elle OJHOW onepaumeld —
NPOLECCHHTOM.

IMpoueccuxe PHK

COBOKYNHOCTb BUOXMMHUECKMX PEaKUWH Y 3yKapHOT, NPUBOAALLAX
K npeobpa3oBaHuio NEPBUYHOrO TPaHCKpHUNTa nHopmaumrorHon PHK
(MPHK) & 3penyio MPHK, Ha3biBaeTcs cO3peBaHUeM, WK NPOUECCHH-
rom. O6pasoBaBlMecs B pesynbTaTe TPAHCKPHUNLWK NepsuyHbie PHK-
TPaHCKpUNTbI NoHa4any AajneKko He Bcerfa npeacraBnsaioT cobom dhyHK-
UMoHanbHo akTueHble monekynbl PHK. lMpexpe yem ctatb akTMBHbIMH
MPHK, onu gomkHbl nepeTepneTs psaj MOAHGHKALWH, KOTOPbIE 1 Npe-
Bpawaiot ux B 3penpie PHK.

MNpoueccunr sknoyaeT chepyiolyne npeobpasosarns MPHK 8 MPHK:

1) kanuposaHue;

2) nonuapeHUNUPOBaHHE;

3) cnnadicunr.

169



Kanuposakrue

Ha koHuax WPHK y aykapuoT npoMcxoanT xuMuyeckas MoaudHKa-
uus. Kak npaeuno, Ha 5'-KOHel, HaBELMBAETCA CheluanbHas HyKNeo-
TUOHAsA CTPYyKTypa — «lianoyka», uau kan (puc. 136). Kan — mo-
OUPUUMPOBAHHbBIA B 7-M NOJMIOXEHWH METUIMPOBaHHbIW OCTATOK
ryaHo3uH-5'-choccharta, coefiMHeHHbIH C KOHLEBbIM HYKNe03uaom 5'—
5' cnocobom. KanuposaH1e NPOMCXOAUT BCKOPe NOCNe Hayana CUHTe-
3a MPHK c yuactuem I'MT® (ryaHosuHTpucbocara), U3 coctasa KoTo-
poro N'M® (ryoHosuHmoHodochaT) nepeHocHTca Ha 5'-audocdar
nepsoro Hykneotua WPHK. Cuutator, 4yTo K3an perynupyet TpaHcns-
uuio, a Takxke npegoxpaHser MPHK ot geicteua 5'-a3npoHykneassi,
KOr[a OHa NepPexofMT B LIUTONNA3MY.

5' ran
HO OH
j |
‘ = [BY «
’\/, @@&)’ :
CH,
) = o ¥
H :\‘\-/\
) H — 30 ~3
" ! T ,/:,h""
: - — — g phE=
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CH,

Puc. 136. KanupoBanue u nonuaderunupoBarue mPHK

lMoauadenunuposaHue

MNonuaneHUNMpoBaHWe OCYLLECTBNAETCA NyTeM NpUCoeAnHeHUs
nonu (A)-nocneaosatenbHOCTH HykneoTHaos, cogepxkawmm 100—200
OCTaTKOB afiEHU/IOBOH KWCNOTbI NOAPALA M Ha3biBAEMOIO TaKXKe NOMH
(A)-xsoctom. MNonwu (A)-xBocT onpenenser ctabunoHocts MPHK 1 Bpe-
Ms ee XHU3HHW B KneTke. Kpome Toro, y aykapuot nonu (A)-xBoct, BO3-
MOXHO, cnocobereyet Bbixoay MPHK 13 sgpa B uutonnasmy, a takxe
HeobXoauM Ans perynauuu TpaHckpunuii MPHK.

[MpoueccuHr y npokap1oT UMeeT BeCbMa OrpaHHYeHHbIN xapakTep U
B OCHOBHOM 3aTparuveaet npegwecteeHHikos pPHK 1 TPHK, Torpa kaK
MPHK ucnonbayercsa ana tpaHcnsuuu cpasy nocie ux cuHTesa, ele
[0 OKOHYaHWS WX TPAHCKPHUNLMMK.
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MoCTTPAHCKPHNLUOHHbBIE MOAUDHKALMH uPHK y aykapuot cea3sa-
Hbl C KINMPOBAHHEM, NONIHAAEHUPOBAHHEM W C IK3OH-HHTPOHHBIM CTPO-
eHWUEM reHOB, a TakyKe NPepbIBUCTbIM CTPOBHHEM WX reHa, Copepalle-
ro 3K30Hbl U UHTPOHbI, 4TO TpebyeT 4eTKOW CUCTEMbI CnNanCHHIa
nepBHUHbIX TPAHCKPUNTOB.

CnaaticuHe

B 1977 r. P. Pobeptcom u M. LLlapnom bbina ycraHoBneHa npepblsuc-
TocTb reHos y ykapuot. Okasanocb, YTo NOCNeA0BaTeNbHOCTH, KOAH-
pylole Genok, NPepbIBaIOTCA BCTABKAMM, KOTOPbIE HE KOAMPYIOT 6en-
ki 1 yaanatotca u3 cospesuwei MPHK. 311 yuacTku OblNM Ha3BaHbl UHT-
poHami. Y4acTku, COXpaHsIoLMecs B coCcTase MPHK v kogupytoliue
6enoK, Ha3blBaloTCA 3K30HaMu. Bo BpeMs TPaHCKPHNLMK CUUTbIBAETCS
BCS NPOTSYKEHHOCTb reHa, COAePXKallan Kak IK30HbI, TaK U WHTPOHbI,
satem 8 xoge co3pesanua WPHK B monekynbl MPHK sbipesatotca v yaa-
NISIOTCS YHACTKM, CUMTAHHbIE C MHTPOHOB. Y4YacTKH, CYMTaHHbIe C IK30-
HOB, COEAMHAIOTCA B OAHY 0DLLYI0 NOCNeaoBaTeNbHOCTb, @ UMEHHO B
marpuunryio PHK. Takum o6pa3om, koraa Mbl FTOBOPHUM «yAansitoTcs UHT-
POHbI», TO Ha CAMOM Aene yAansioTCa NOCNef0BaTeIbHOCTH, KOAUPYe-
Mbie uHTpoHamu W3 MPHK, Ho uHTporbl npucyTcTaytot 8 IHK nocTosk-
Ho. MNpouecc yaaneH1s MHTPOHOB W CLUMBAHWSA KOHLOB 3K30HOB NOJy4HA
HassaHwWe cnnaiicuHra PHK (ot aHrn. splice — coeauHenne KOHUOB).

UubopmaumorHas PHK mMoxeT copepxxatb OT OAHOMO A0 AECATKOB
WHTPOHOB, pa3Mepbl KOTOPbIX CHNBbHO BapbHpyloTCsi. B pesynbTare yaa-
neHust untporos MPHK ykopauueaetcs. CnnaicuHr PHK npoucxoaut
8 anpe no mepe obpasosanus PHK Ha [IHK-matpuye. Cnnancuur gon-
EH OCYWEeCTBAATLCA TOYHO, NOCKO/bKY OWHOKK NpH Bbipe3aHuw
WHTDOHOB W CLUMBAHWW 3K3OHOB MOTYT NPUBECTH K HAPYLIEHWIO KOAH-
pyloLLel cnocoBHOCTH CLUMTBIX 3K30HOB. B 4uMCNO KOMNOHEHTOB, KaTa-
NM3UPYIOLMX NPOLECC CNNAaWCHHra, BXOAAT Masnbie aaepHbie PHK
(MaPHK) n pecstku 6enkos, obnapaioumx hepMeHTaTUBHOU aKTUBHO-
CThio, HeobxoauMoit ans 3ddeKTUBHOro cnnaicuHra. Itn Benkw,
cBasaHHble ¢ MAPHK, obpa3syoT puboHykneonpoTenaHbie HacTHLbl
(MaPHM) (puc. 137). MecTo coefMHEHUA WHTPOH /3K30H y3HaAETCA
MAPHII. 3tu crpykTypbi (MaPHI) 3atem cobupaiotcs BmecTe, obpasys
Bonee kpynHbIit KOMNIEKC, Ha3bIBAEMbIH CNNIAHCOCOMOH, KOTOpas OT-
BEYaeT 3a CNNalCHHI U yAaNeHUe UHTPOHOB. MexaHWam CnnakcuHra
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~ MaPHK MaPHK

MaPHK
B3anMo/ieficTByer
€ 5 KOHIIOM HHTpPOHA

JK30H

Dopmupyeres
ciuaiiceocoma

n obpasyercs neris
HHTPOHA

J KONEL HHTPOHA paspesaeres wraccon
H PHKPEIIAETC K 3 KOHILY,
00pasyst 1eTaeBy1o

CTPYKTYPY THIIA “Jacco” 5

IK30HBI BHIPE3AOTCH,

CraiceocoMal BLIPE3AHHbLH .
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+
~
pasGupaiorcs 9KIOH  IKIOH

\ HHTPOH C
3penas MPHK 75 3 - &:

Puc. 137. Mexanusm cnaalicurea

BK/IIO4aET pacLuennenue 5'-KoHUa MHTPOHA Tak, YTo ero 5’-koHel cTaHo-
BMTCA npuKpenneHHbiM k 3'OH BHyTpeHHero ageHHHOBOro HyKNeoTHaa,
obpasys neTnieBylo CTPYKTYpY, Ha3blBaeMylo 1acco. 3'-KoHel nepsoro
3K30Ha 3aTeM 0BbI4HO 3amelLaeT 3'-KOHel MHTPOHA, COEAMHAR ABa IK-
30Ha BMecTe, ocBoBoXfan MHTPOH. IK3OHbI «CLUMBAIOTCA», 0Bpa3ys B
utore 3penyto monekyny MPHK. Takum obpa3som, y nepeudHoro TpaHc-
kpunta PHK B gononHeHue k KanUpoBaHWIO 1 NOMMAAEHMNUPOBAHUIO B
Cnnancocomax BbIPe3aloTCA MHTPOHBI, A 3aTeM COBAWHSIOTCA IK3OHDI.

AnbmepHamuegHsblll cnaalcuHa

Heckonbko 3k3onos, copepxawmxcs 8 MPHK, MoryT cmsatbcs B
pasHbix KOMBUHaUMAX ¢ 06pa30BaHMEM PA3NMUHBIX MATPUUHBIX NO-
cnepoearensHocted (puc. 138). AnbTepHaTUBHBIN CnnaiicHHr nossonseT
OpraH1M3amy CHHTE3WpOBaTb pa3Hbie MO CTPYKTYpe W CBOWCTBaM Henku
Ha 6ase ogHoro reHa. B dopmuposaruu anstepHatueHbix MPHK 3a-
AENCTBOBaHbI pa3Hble MexaHW3Mmbl. MepBbiii U3 HUX COCTOMT B TOM, UTO
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len

r Bt |
MpomoTop Tepasatop
Ox30H 1 Ox30H 2 Ox30H 3 30K 4 Sx3oH 5

WHTpoH 1 WHrpon 2 WHpou 3 WHTpon 4

0 ‘ TpaHcxpunumrs

GGG @ smonamnncmsscne

Sx3oH 1 Jwc30M 2 Fwcson 3 Swson 4 Fxson 5

MepBUYHLIA TPAHCKPUNT

Sxa0H 1 Jx30H 2 Ix3on 3 son 4

w304 1 k3042 oM 3 Ix30H 5

CewmeiicTeo mPHK
Sxson 1 3x30H 2 SxsoHd ooHS

Srson 1 w30H3 Fxsond Smon 5

$40000 wom

AN LSOO
Moodopums | TV
nommenmapos < W AU

AN ANIIUNN

AN UG

Puc. 138. Odun 2en moxcem kodupoBams cemelicmBo 6.au3kopodcmBerHolx
noaunenmudoB npu Lucnone308aHuY ansmepHamuBHozo cnaalcuraa 3K30H08

ans obpasosaHua pasnuyHbix MPHK MoryT ucnonbsosarbcsi pasHbie
npomMoTopsl. B 3toM cnyuae 0b6pasytoTca TPaHCKPUMTbI, UMeloLUe pas-
Hbi@ MO ANMHe 5'-KOHLpbI ¥ pa3HOe KOJIMYECTBO 3K30HOB. TakoWh mexa-
HU3M cnnaicuHra seisened ana UPHK nerkow uenw Muo3uHa noseo-
HOYHBIX YKMBOTHbIX.

Bropo# Tvn anbTepHaTMBHOrO CNAaMcMHra UMeeT MecTo Npu U3me-
HeHWU caitTa nonuafeHUIMpoBaH1a NepBUMUYHOrO TpaHckpunTa. B atom
Chyyae M3MeHAIOTCSA pa3mepbl M cTpykTypa 3'-yyactka MPHK. Takum
cnocobom obpa3yiotcs asa suaa MPHK taxenoi uenu ummyHornoby-
NHHOB,

Tpetuit TUn anbTepHaTMBHOrO CNNANCHHIa BKNKOYaeT BbIBOP pas3nuy-
HbiX ak30HOB M3 oguHaKoBbix MPHK. MNpy atom ans dopmuposaHus 3pe-
Abix PHK MoryT ucnonb3oBaTbCs pas/iMutble 3K30HbI, & YacTb M3 HWUX

L S
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He BK/IOYAEeTCA B CNIAUCHHI. TakuMm 0Bpa3oM, NPOUCXOLMT CNNANCHHT
UPHK TponoHuHa T cKeneTHbix MbillL, MAEKONUTAIOLMX, COAepM alliix
18 ak3oHoB. [pu 3TOM BbIGOP 3K30HOB 3aBUCHT OT CTAfMH Pa3BUTUs
opraHu3ma: 3k3oH 16 npucytcrteyer 8 MPHK tpononuHa T y B3pocnbix,
a 3k3oH 17 — 8 MPHK 3toro 6enka y am6puoHos.

AnbtepHatusHbii cnaaicuHr PHK reHa kanbuMTOHMHA COCTOMT M3
WwecTH 3k30HOoB (puc. 139). B wuToBMAHOMW XKenese C reHa KanbLHUTOHK-
Ha B pe3y/bTare Bbipe3aHWa MHTPOHOB W YacTH 3K30HOB (5 1 6) B MPHK
0bpasyeTcsi COOTBETCTBYIOLWMH NOMMNENTUL — KaNbLUWTOHWH. B runo-
Tanamyce c 310ro xe reHa npoayumpyetcs 6enok CGRP nentug 8 pe-
3ynbTarte yaaneHua MHTPOHOB M 3K30HOB (4 u 6).

el KAlbUHTOHHHA

i B B - e =
TPAHCKPHITLHA
Mepswanmil Tpasckninr PHK
N N N N O
MPHK  C-rrerxu s wmropsanoi xeiese npoueccunr PHK 8 (MnoTAIAMYCE
TPaHCAAIHA TPaHCAAIIHA

) PASIHYHBIE HPOUYKTH CGRP
KaAbUHTOHMH OJIHOIO Tena (nmrn,t.
11 reHa
KaILIWTOHKHA )

Puc. 139. AnomepramuBheili cnaalicure PHK

TpaHcnsiyus. Buocunmes 6enka

BuocuHTes Benka — BadKHEMLUWIM 3Tan peasM3alUmuu reHeTMHECKOM NPo-
rpamMbl KNETOK, B NPOLIECCe KOTOPOro HHhOpMaLMs, 3aKOAMPOBaHHas B
NePBHYHON CTPYKTYPE HYKNIEUHOBbIX KMC/IOT, NEPEBOANUTCA B aMUHOKMC-
NOTHYIO NOCNe0BATENbHOCTb CUHTE3UpyeMbix Benkos (puc. 140).

feHemuueckutl kod

B 1950-e rr. amepukaHckui cuauk . FamoB npuwen K BbiBoAay, 4TO
MUHUMYM TpH Hykneotuaa JIHK nomkHbl kKogupoBaTth 0HY aMUHOKKC-
noty. B 1960-x rr. @. Kpuk, C. Bpennep, . ButtmaH 1 gpyrue bisicHu-

174

W, UTO KOJ, ABNAETCA He TO/NIbKO TPHI-
NeTHbIM, HO U HenpepbiBHbLIM, T.€. Lsrrosoims
mMPHK cuuTbiBaeT nocnefosatenbHo T
no Tpu Hykneotupa. OkoHuaresnbHas i
pacwmpoBKa reHeTUIecKoro Koaa [ l _
Gbina 3akoHueHa B 1966 r. M. Hupen- 3 — 2o .
geprom, C. Ouoa n H.I'. KopaHa. Onu i
yCTAHOBM/IH, UTO TPUN/ETHBIA KOA,
fnarofaps COYETaHUIO TPeX HYK/eo-
TMAOB A3eT BO3MOXHOCTb KOAMPO- NG S
patb 20 pasHbIX aMUHOKHUCIOT, BXOASA- '
wux B 6enok. U3 64 BO3MOXKHBIX WPHK
codeTaHui Tpex Hykieotuaos 61 koaoH
kogvpytot 20 amuHokucnoT. OcTans-
uble Tpu kogoHa (YAA, YTA u YAT) I
HE KOAMPYIOT aMHHOKHCNOTbI, & ABNSA- Mporeres
1OTCA CTOM-KOJOHAMM, UK TEPMUHH-
pylowrMK KofloHamu. [omumo cTon-
KOAOHOB UMEETCH CTapTOBbIW, MK
MHULMKUPYIOWKH, KopoH-AYT, koau- acTvmush  HeakTHBIA
PYIOLLMIA aMUHOKUCNIOTY METHOHHH.

AYT-TpunneTbl 0BHapy>MBAIOTCA B
npeaenax reHa U B Apyrux Mecrax.
B atom cnydae oHM He SBNAIOTCA CTap- Puc. 140. Yposhu Kowmpons
TOBbIMK KOOOHaMH. Takke BbI10 yCta- IKCNPECCUU 2eHA Y 3yKapuom
HOBNEHO, YTO reHEeTHYECKHH KOA ABNSA-
€TCA BbIPOXEHHBIM, TaK KaK MHOrHe aMUHOKHC/IOTbI KOAMPYIOTCS ABYMA
W Bonee KOAOHAaMH, a AMHHOKHCIOTA MILUMH KoaupyeTcs 4 KopoHamu-
Tpunnetamu — [TA, ITY, ITT u ITL, a cepur — 6 KogoHamu (tabn. 12).

B TpexHykneoTWAHOM reHeTHYecKoM Kojpe Haubonee BaXKHbl ABa
NepBbIX HYKNEOTHAA, TOrAa Kak TPETHH HYKNEOTH/ He BCeraa BuseT
Ha KOAMpPYeMYi0 aMUHOKMCOTY. MeHETUUECKHH KO/ NOYTH BCeraa yH!-
BepcaneH, T.e. eMH ANA BCEX )KMBbIX OPraHU3MOB Ha HalUei nnaHete.

CsoicTBa reHeTUYeCcKoro Koaa:

1) yHUBEPCANbHOCTD — KOA €AMH AN BCEX OPraHW3MoB (3a HeKo-
TOPbIMKM UCKMO4eHHaMH, Hanpumep [HK MHUTOXOH/APHH);

2) BbIPOXAEHHOCTb — KaXKAas aMMHOKUCNOTa (kpoMe MeTHOHHWHa)
koaupyertcs Heckonbkumu Tpunnetamu [HK (koponamu PHK);

| nepeuuusl TpasckpnT "

| KOHTPOUIb NPORECCHHTT
\ (aisTepHaTHBrmil
! cuaficnnry

KONTPOTL TPANCASILIH
|— lm‘-‘mrupounue MPHK)

KONTPOTh
’ AKTHBHOCTH BETKA
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maPHK

MaPHK
B3aUMOJIEHCTBYeT — 3K30H
€ 5 KOHIIOM HHTPOHA .

.‘*’_ PHK

@ | IKI0H

Mopmupyeres
ciiaiiceocoma

W oOpa3syertes neras
HHTPOHA

5 KOHeL MHTPOHA pa3pesaetcs
H IPHKPEIIAeTes K 3 KOHILY,
ofpasys neresyo

S 7 P T ) '
CTPYKTYPY THIIA “JTacco 5 &
IKI0HBI BBIPE3AIOTCH, @
cnaaficeocoMal
pasbupaiorcs 9K30H  3KIOH
j

= —
3

apenass MPHK 75
Puc. 137. Mexanusm cnaalcunea

BK/IOYaET pactyennieHne 5'-KoHLia HHTPOHA TaK, YTo ero 5'-Kokel, cTaHo-
BHUTCA npukpennexHbiM K 3'OH BHyTpeHHero afeHMHOBOro HykneoTHaa,
obpasys netnesylo CTPYKTYpy, Ha3blBaeMyIO Nacco. 3’-koHel nepsoro
3K30Ha 3aTeM 06bIyHO 3amellaeT 3'-KOHeL MHTPOHAa, COeOMHAA [Ba K-
30Ha BMecTe, 0CBOBOMAAA MHTPOH. DK3IOHbI «CWHBAIOTCA», 0Bpasys B
utore 3penyto Monekyny MPHK. Takum obpa3som, y nepeuuHoro Tpamc-
kpunta PHK B nononHeHu1e k kanuposaHuio u non1afeHuNIMPOBaHUIO B
CnNakcocomax BbIPE3alOTCH MHTPOHDI, @ 3aTeM COBAMHAIOTCS 3K3OHbL.

AnbmepHamusHbll cnaaticuHz

Heckonbko ak3oHoB, copepxawmxcs 8 MPHK, MOTYT CLUMBATbCA B
pasHbix KOM6HHaLMAX ¢ 06pa3oBaHUeM pas3nUuHbIX MaTpHUYHBIX NO-
cneposarenibHocTeH (puc. 138). AnbTepHaTUBHBIN CNNAHCHHT NO3BONSET
OpraHU3My CHHTE3MpOBaTb pa3Hble No CTPYKTYpe M CBOMCTBaM Benku
Ha 6a3e ogHoro reva. B dhopmuposarum anbtepHatieHbix MPHK 3a-
AEMCTBOBAHbI pa3Hble MexaHn3ambl. MepBbiit U3 HUX COCTOMT B TOM, 4TO
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len
A 1
r
Mpomotop T .
Sx3om 1 Bx30H 2 Sxaon 3 Oxaon 4 Sx3on 5
WHTpoH 1 WHTpon 2 WuTpon 3 WnTpon 4

g o TPaHCKPUIUMR

NepBwyHLIA TPAHCKPUTT

e

Oxzon 1 k3002 k304 3 oM 4 Fx30H S

Sx30H 1 nsoH 2 SwsoH 3 Swson 4

Oxzon | Ix3on2 Sxvond msou S

Onaon 1 Ox30H 2 Ix30H 4 Sson S

Sxzon 1 Fxson3 Ixsond Sson S

Hibe —

Meogopau | U

nomunenmMaocs < T
ALNNANAARNNN
VA VoV Vo VoV o VoW We W

Puc. 138. Odun 2en moxcem kodupoBame cemelicmBo 6au3KopodcmBeHHsIx
noaunenmudoB npu ucnons308aHUU anbMePHAMUBHO20 cnaatcuH2a 3K30HOB

Ans obpasosaHusa pasnuuHbix MPHK mMoryT ucnonbsosatbes pasHble
npomoTopbi. B 3ToM cnyuae 0bpa3zyioTcs TPaHCKPUNTLI, UMEIOLLUe pa3-
Hble NO [/IMHE 5'-KOHLbI U pa3HOe KONMYECTBO 3K30HOB. TakoW mexa-
HW3M cnnakcudra soisened ans PHK nerkod uenu muosnHa nosso-
HOYHbIX YKMBOTHBIX.

Bropo# TMn anbTepHaTMBHOrO ClaiCUMHra MMeeT MecTo NP1 U3me-
HEeHWW calTa nonuageHUNMpPoBaHKS NepBUYHOrO TpaHckpunTta. B atom
Cnyyae U3MEHAIOTCA pa3mepbl U cTpykTypa 3'-yvactka MPHK. Takum
cnocobom obpasytotcs asa suaa MPHK Taxenoi uenu ummyHornoby-
NUHOB,

TpeTwit TN anbTepHaTUBHOrO CNNAMCHHIA BKKOYaEeT BbIOOP pa3nuy-
HbIX 3K30HOB M3 oguHakosbix PHK. Mpu aTom ans hopmuposaHus 3pe-
Nbix PHK MoryT Mcnonb3oBathcs pasfivuHble 3K30HbI, & 4acTb M3 HUX
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He BKJIIOYAeTCs B CNAanCHHT. TakuM 0BpasoM, NPOUCXOAUT CNAMCHHT
WPHK tpononuHa T ckeneTHbix MbiluL MAeKONUTAIOWMX, Co/leprKaLLmx
18 ak30HOB. Mpu 3TOM BLIGOP 3K3OHOB 3ABUCHT OT CTamMM pasBuTUS
opraHuama: 3k30H 16 npucytcrayer 8 MPHK TpononuHa Ty B3POC/bIX,
a 3k3o0H 17 — 8 MPHK 3toro 6enka y am6proHos.

AnbTepHatusHbii cnnaicuir PHK reHa KanbuWMTOHMHA COCTOMT M3
LWecTH 3K30HOB (puc. 139). B mMToBMAHOM enese ¢ reHa KanbUMTOHU-
Ha B pe3y/ibTaTe Bbipe3aHWs UHTPOHOB U YacTH 3K30HOB (5 1 6) 8 MPHK
obpasyeTcs COOTBETCTBYIOWMI NONUNENTHA — KaNbUMTOHWH. B runo-
Tanamyce ¢ 310ro xe reHa npoayuupyetcs 6enok CGRP nentug B pe-
3y/bTare yAaneHus HHTPOHOB W 3K30HOB (4 U 6).

el KANLUHTOHHHA

N N e

TPAHCKPHITIHS

Hepsuinnit pancnnr PHK
s BN O O e

MPHK  C-retiar o nmmosnanoi xetese

npoteccuir PHK B runomiamyce

TPaHCASIHA PAHCARTIHA

PA/MHHBIC IPOAYRTHE CGRP
KATBIHTORMH ;.
OHOIO TeAa (nenTua reqa
KABUMTOHAHA )

Puc. 139. AnvmepramuBreiii cnaaiicurz PHK

TpaHcasauyus. Buocunmes 6enka

BuocunTes benka — BaykHeHLLMI 3Tan peann3aLum reHeTUUeCKON npo-
FPaMMbl KNETOK, B NPOLIECCe KOTOPOro WH(POPMaLMA, 3aKoAMPOBaHHAS B
NEPBUYHOM CTPYKTYPE HYK/IEMHOBBIX KHUC/IOT, NEPEBOAUTCA B AMMHOKMC-
NOTHY'O NOCneaoBaTeNbHOCTb CHHTe3UpyeMbix 6enkos (puc. 140).

lenemuueckuil Koo

B 1950-e rr. amepukarckuit ouank I'. FamoB npuwen k BbIBOAY, YTO
MUHUMYM Tpu Hykneotuga [IHK nomxHbl kogupoeath ofHy aMUHOKHC-
noty. B 1960-x rr. ®. Kpuk, C. Bpentep, I'. ButtmaH v APYrHe BbIACHH-

174

/1K, YTO KOA ABNAETCA HE TONbKO TpUn-
neTHbiM, HO K HENPEPbIBHbIM, T.€.

Ilwrosoms
mPHK cuuTtbiBaeT nocnegoBaTtensHo o
no Tpu HykneotHga. OkoHuyaTenbHas f—

pacluMpPOBKa reHeTHUecKoro Koga ,

Gbina 3akoHueHa B 1966 r. M. Hupen- | ot sl
peprom, C. Ouoa n H.I'. KopaHa. OHu [lnbaen s
yCTAHOBHUJIH, YTO TPUNNETHBIW KOA, ! Y ocias
HnaroapsA COYETAHHIO TPex HyKneo- 7
THAOB AAET BO3MOXHOCTb KOAWPO- Sy

saTb 20 pa3HbIX aMUHOKHCNOT, BXOAA-

wux B 6enok. N3 64 BO3MOXKHbIX MPHK

coyeTaHui Tpex Hykneotuaoe 61 kogoH T Mo
koampytoT 20 amuHokucnot. OcTtanb- b G wPHTK)
Hble TpW KogoHa (YAA, YITA u YATI)

He KOAWPYIOT aMWHOKMCNOTbI, @ ABNA- ftisiin

HOTCA CTON-KOAOHaMH, UKW TEPMUHU-
pYyOLWKUMK KofoHamu. MoMumo cron-
KOLOHOB MMEEeTCH CTapTOBbIW, UAH
WHULMUPYIOWKH, KopoH-AYT, koau- axrmmt  weaxTimiw
PYIOLLMA aMUHOKHCIOTY METUOHHH.

AYT-Tpunnetbl obBHapyXMBaIOTCA B
npeaenax reHa U B Apyrux Mecrax.
B atom cnyuae oHu He sBnsloTCs cTap-
TOBbIMK KOJOHaMK. Takoke Bbino ycra-
HOBJIEHO, UTO FEHETHYECKHH KOJ ABNS-
eTCA BbIPOMAEHHDBIM, TaK KaK MHOTHE aMHHOKHC/IOTbI KOAHPYIOTCA OBYMSA
v Bonee KoaOHaMKW, a aMMHOKMCNOTA FIMLUMH KOAMPYeTCA 4 KoJoHaMu-
Tpunnetamu — [TA, TY, ITT u ITL, a cepus — 6 kogoHamu (Tabn. 12).

B TpexHykneoTHaHOM reHeTMyeckoMm Kofe Hawbonee BakHbl ABa
NEPBbIX HYKNEOTHAA, TOr4a Kak TPETUH HYKNEeOTHA He BCerga Bauser
Ha KoaMpyeMylo aMUHOKHCNOTY. [eHETHYECKHH KO MOYTH BCEraa YHH-
BepCaJ'IEH, T.e. eHH ONa BCeX XMBbIX OPraHM3MOB Ha HalleWu nnaHete.

CsomcTsa reHeTHueckoro Koga:

1) yHuBepcanbHOCTb — KOA eAMH ANA BCex OpraHU3MoB (3a Heko-
TOpbIMK MckModeHuamu, Hanpumep [HK mutoxoHnapwit);

2) BbIPOXAEHHOCTb — KaXKAas aMUHOKMCNOTA (KpOMEe METMOHMHA)
Koaupyetcs Heckonbkumu Tpunnetamu JHK (koponamu PHK);

KOHTPOD
I‘" AKTHRHOCTI BETKA

Puc. 140. YpoBuu koHmpons
IKCNPEeCcuu 2eHa i 3yKkapuom
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3) HenepekpbiBaeMocTb — KkoAoHbI B MPHK cuuTbiBatoTCS Kak oT-
AeNibHble CAMOCTOSTE/NbHbIE €AUHMULbI ;

4) cneurdHYHOCTL — KaXKAbIH TPHNNET KOAUPYET TONbKO OJIHY aMH-
HOKWUCNIOTY;

5) Hanuume ctaprosoro kogoHa AYT U TEPMHUHHPYIOWMX KOAOHOB
(CTON-KOAOHOB), pPerynupyoWUX TpaHCAALMIO.

Bo Bpems TpaHcnsuMM NocNeAOBaTEABHOCTD KOJOHOB, COCTOAWMX
W3 HyKneoTHaHbix ocHoBaHui B MPHK, npespaujaetcs 8 cootsetcray-
IOLLYIO NOCNeA0BATENbHOCTb AMUHOKMCNOT. TPAHCAAUMA NPOMCXOAUT
B PaMKe CYMTbIBaHWSA, KOTOpas ONpefenseTcs B Hayane TPAHCAALMM
(cTapT-KOAOH). AMUHOKHUCNOTBI NPUCOEAUHSAIOTCS B NOCAENOBATE b=
HOCTb, ONpeaensemyio HykNeoTHaHbIMKU ocHoBaHWaMU MPHK, ¢ ucnone-
30BaHMem apyroro knacca PHK, tpancnoptHoit PHK (TPHK). Kaxkaas
amuHoKMcnoTa umeert ceoto cobersennyto TPHK, y kotopoi ectb 06-
nactb (aHTUKOAOH), KOMNNeMeHTapHas KogoHy Ha MPHK. KopgoHbi 1,

Tabauya 12
AmMuHoOKHCnOTa Kogoubi u-PHK
DeHunanaHuu YYY, Yyl
Jledumn YYA, YYT, LYY, UYL, UYA, UYT
HU3onenuymnn AYY, AYL, AYA
MeTuoHuH AYT
BanuH ryy,ryy, rya, ryr
CepuH yuy, Yul, YUA, yur, Ary, Ary,
Nponuk LUy, Lud, UUA, uur
TpeoHuH ALY, ALILL, ALLA, ALIM
Ananux ruy, ruu, ruA, rur
TuposuH YAY, YAL,
MicTugmun LAY, LAL,
nytamun UAA, LAT
lacnaparux AAY, AAL|
Jnaun AAA, AAT
AcnaparuHosas kucnora |FAY, FAL
[nytamuHoBasa kucnota |TAA, TAT
UuncrenH Yy, yruy
Tpuntodan yIr
ApPruHuH Ury, uru, urA, Urr, ArA, Arr
[ NAWTTUH Y, M1 rrA, rer
176

2, 3 u 4 MPHK tpaHcaupyiotcs B aMHWHOKWCNOTHYIO NocnefoBaTtenb-
HOCTb: METHOHKH (MeT), rnuumH (Mnu), cepun (Cep) 1 aonediumH (Ulen)
v 1.4. NepsbiM kopoHOM Beeraa cnyxut AYT (crapT-komoH).

Tak e Kak W B N1106OM C/IOXKHOM MONEKyNAPHO-BUONOrHYECKOM
NPOLECCe, MOXHO BbIAENUTb TPH CTAfMUK:

1) MHMUMaLMS;

2) anoHrauus;

3) TepmuHaums.

TpaHcnauua (cunTe3s Genka) y 3yKapuoT NPOMCXOAUT BHE KIeTOu-
HOro agpa B pubocomax B LMTONNa3Me.

Pubocomel

Pubocombl — 310 MonekynapHble habpuku, cnocobHble coagasats
HoBble Moniekynibl Genka. Pubocomb npeactasnsior coboit puboHykne-
OTMAHBIH KOMNNeKC, nocTpoeHHbii U3 pPHK u 6enkos. Liutonnasmaru-
4Yeckue pUBOCOMbI NPOKAPHOT M PUBOCOMBI IYKaPHOT OYEHb CXOfIHBI N0
cTpykType. Kaxxpas pubocoma COCTOMT M3 ABYX PUBOHYKEOTHAHBIX
cybuactu: Manoi u Gonbiwoii (puc, 141—143).

Cy6uacThupl pBOCOMDI XapaKkTepUayIoTcs KoathdHUMEHTaMM cenu-
MEeHTaLuH, BbipaxkeHHbIMU B eauHuuax Ceepnbepra S — ato ckopocTtb
OCaX/AeHHs CyBYaCcTUL, AU MaKPOMONIEKYISIPHOMO KOMNNEKCa B yAbT-
PauUeHTpUchyre W 3aBMCHT OT MONEKYIAPHOM Macchl U (hopMbl 06bekTa.
Y npokapuot komnnekc puBocoMbl paeHsetca 70S U COCTOMT W3
Manoi cybuactuupl 30S 1 6onblwoit cybuactuusi 50S. Y JykapuoT —
80S — manas (40S) u 6onblasn (60S). CybuacTtiubl cuHTe3upyloTes
CaMoCTOATeNbHO B AAPbILIKE, @ 3aTeM TPaHCNOPTHUPYIOTCS W3 AApa B
uutonnasmy (puc. 144). O6veauneHre manoi u 6onbLIOH cybuacTuy
(70 u 80S) npoucxoaut 8 npucytcteun MPHK, 3pech 3HaueHue S He
CyMMUpyeTcs.

B KkneTiax aykapuot pubocoMbl copepxartcs Taioke B MaTpuKce
MHTOXOHAPHK M XNOPONNACTOR.

OcHoBy kaxaoit cyBuacTuupl cocTasnsior monekynbl pPHK, Bokpyr
KOTOpbIX rpynnupyioTcs Genku. Umerowmecs 8 pubocome yrnybneHns
(kaHan, TyHHenb u Ap.) cnyxar ans ezaumopeincteus ¢ MPHK u amuHo-
aunn-TPHK. Mog 3neKTPOHHBIM MUKPOCKONOM BMAHO, YTO 30S-cybua-
CTHua noppaspensercs Ha «TONOBKY» W «Teno», a 50S-cybuactuua
MMEeT Tpu xapakTepHbIx BbICTYNA.
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Dobias BGoabluas cyObeaIHHRLA
cyObeanHuLA pHOOCOMBI
o menTHIMABHBI
\ YHACTOK
\ AMHHO-

ALHIBHBI
YUACTOK

{
Manas S\?

cyOneamnmua ™, / yHACTOK,
CBIBIBAOLINI

" MPHK

Manas cyOobeanHnua
pubocombl

Puc. 141. Pubocoma u ee (hyHKYUOHANbHbIE YHACMKU

@ putocona ’ pucocona |
t 4.2MIla 2
60S
B80S
/"/—\
1.6 M/la ngm | 28MMa | ;
60S
pPHK pPHK
165
n 21 Genox 1 50 Genox

Puc. 142. Cmpyxkmypei u komnoHeHmesl puGocom

B knetkax 6aktepui puBOCOMbI pacnonaratoTcs No BCen uuronnas-
me, ux yucno gocturaet 10* Ha ofHy kKneTky. B aykapuoTuueckux Knet-
Kax pMBocoMbl B OCHOBHOM pacnonarailoTcs B 3HAONNAa3MaTUUECKOH
cetv, 0Dpa3ys LIEPOXOBATYIO 3HAONIa3MaTHYECKYIO CeTb.

CuHTes Genka Ha pubocome nonyuun Hassauue mparcaayus (o7
aHrn. translation — nepesog). Pubocoma B npouecce TpaHCAALMK BbI=

nonHsAeT pag MyHKLUHUA:
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MNpokapwoTtuyeckan pubocoma
puBocoma npoxapuoT )
21 prBOCOMHBIA
Benox

24 nm
808 pubocom

Puc. 143. Makpomonekynspueii cocmaB pubocom
npo- u 3ykapuom

1) cBazbisaet v yaeprkusaet MPHK;

2) B3aumopeiicTeyet ¢ amuHoaumn-TPHK, OCYLUECTBNAET CHHTE3 Nnen-
THAHOM cBA3M;

3) yaepkusaer pactywumi nonmnentug, yuactayet 8 rugponuse GTP
rTm-ryaﬂnauHTpHQ)OCQ)aT) v npoaguraercs no MPHK, B3anmopencTay-
€T ¢ Benkamu — chakTOpaMM TPAHCAALMM.
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IHTOILIasMa ANPLIIIKO

a4
5.851
185 peiik 5S - PIIK
285
405 cybn- 608 cybvemnmma

CAHAM

Puc. 144. Anpo v cunTes pubocom

Cea3sbiBavue MPHK c manoi cybuactuuein 30S y npokaprot npomc-
XOAMUT B paioHe enobka. [naeHylo ponb 3Aecb UrpaeT KoMmnaemeH-
TapHoe B3aumopeiicTeue nypuH-boratoro yyactka MPHK, Tak Hasbisa-
emas nocnepoearenbHocTb LLlaiiHa— [lanbrapHo, ¢ NOKanM30BaHHOM B
30S cybuacTuue KOPOTKHMH, MUPUMUAMHOM BOraTbiMM ydacTkamu
3'-koHua monekynbl 16S pPHK (puc. 145).

Baaumopeiicteue amuHoauun-TPHK ¢ pubocomoit npoucxogur B .
ABYX CrelUuanbHbiX LUeHTpax, KoTopbie hopMHUpYIOTCs B nepuos obbe-
AMHeHWs Bonbluoi U manom cybuactuu. 1o I — nenTUAUNbHLIN LEHTP
W A — aMuHOaUMNbHbIK LUeHTp. B amuHoaunnbHom A-yyactke pacno-
naraetca amuHoaunn-TPHK, Hecywas onpefeneHHylo aMUHOKMCNOTY.
B nentuamnbHom [M-yuactke pacnonaraerca TPHK, kotopas Harpy»e-
Ha LenoYykon aMMHOKHUCIOT, COEAMHEHHbIX NENTUAHBIMU CBA3AMU.
MenTUAKABHBIA YH4acTOK HaxoaWTCs Ha Bonbwoi cybveauHuue (puc.
146—151).
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MocnenosarensHocTs KonoH nHnumaummn

LWanHa-OancrapHa TRaHCASLMK
MPHK ey ke’
5:-AACACAGGAGGAUUAUCCAUGUCGACUCGTAU - 3'

NI A

WUCCUCCY

N 4
W1,
3 O6nacts cnapusamua ©UUGGCGUCCAAGGGGGAUGCCAA 5
165 OCHOBaHUI KoHuesoi
pPHK Y4aCTOK

Puc. 145. CnapuBarue ocroBaruii mexcdy nocaedoBamensHocmero
Ulaina—/anseapro 8 npokapuomuyeckoi mPHK u komnaemernmapHoi
nocnedoBamensrocmero B6ausu 3-korua 168 pPHK Heobxodumo dns
06pazoBanus komnnexca mPHK u 308 manoii cybvedumuysr pubocome:

Y aykapuot MPHK vMeeT Tonbko ofMH yyacTok Hayana TpaHcns-
umu. lMNepsbit ot 5'-koHua AYT-KofoH oka3sbisaetcs MHULUHPYIOLLMM,
Hukakux LWanna— anbrapHo nocnepgosatensHocTeit MPHK 3yKapu-
OT He cofepiKar. EAHHCTBEHHbIM OBLWIENPUHATLIM U YHUBEPCANBHBIM CHT-
HaNOM MHULMALMK ABNAETCA KaN-CTPyKTypa. OCHOBHYIO posnb B MOMCKe
W 3aKpenneHun manoi (40S) cybbeauHHULBI HA HHULMHPYIOLLEM KOAO-
He WUrpaioT 3yKapuoTUYECKME MHULMUPYIOLLHWE (haKTopbl, 0603HaueH-
Hble «eify. 31o Bonbloi GenKkoBbii KOMNNEKC, KOTOPbIN NPOYHO CBA-
3bisaetcs ¢ 40S-cybveannnyeir. OauH M3 hakTopos cea3biBaeT
K3n-CTpykTypy Ha koHue MPHK u Tem cambim ocywiecTtenser nepsoHa-
HanbHyio npuea3ky matpuubl Kk 40S-cybveaunuue pubocomsl.

Tpaucnnunn Ha4YMHaeTCA ¢ MHUUMauMK: oBpasyeTcs MHULMUPYIO-
tnH komnnekc, npepctasnsiowui coboi MPHK, pubocomy u crap-
Toeyto TPHK, Hecyluyio METHOHHH; Ans 3TOro HeoBXoaMMO NPUCyT-
CTBHE HOHOB MarH1s 1 pafoB hakTopos UHHULMaLMK (UMD 1, UD2, UD3
MT.A.). 3aTeM cnepyeT 3NOHraUMs: TPUCOBAUHAETCA cnegylouwas amu-
HOKUcnoTa, onpegensemas nocneayioWUM KOLOHOM. O6bpasyertcs
TPexdasHbIi uuKn 3NOHrauMu ¢ pacno3HaBaHWEM KOAOHOB, CBS3bi-
BaHWem nentupa co Cneayiouen aMMHOKMCIOTON W NepeaBHIKeHUeM

(TpchnOKauHeﬁ) PHOOCOMBI Ha TPH HyKneoTHaa Aanbiue B 3'-Hanpas-
et MPHK.
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a) 305-cyObennuuia puboCOMB! HAXOAHT CTAPTOBBIH KOJ0OH

MECTO CBA3bIBAHHA 30S-cybrenunnana
pHBOCOMBI
Q 30S-cybnenunnna
TPHCOETHHACTCA K MECTY

SM

305- cybrenunnna
nepeMelaeTcs
BHH3 110 TEYEHHIO K 1-MY
craproBoMy AY[ —konony
-

6) O6pazopanne HHHLHALMOHHOTO /
KOMILIEKca

e

! PIPRK

H=H—A-T—-T—A-TI—TI'—Y—H—=H—H—H- e H=H=A—=Y—T ...
MECTO CBA3BIBAHHA PHOOCOME! cTapToBhIH KOJIOH

a) Bropas, narpyxennas amuHokucnotoif TPHK,
3aHUMAaeT A-MecTo

HHHIIHALHOHHBIH amuHoauun-TPHK
KOMILIEKC \I

6)Bo3suukaer (o6pasyercs)

NeENTHIHAA CBA3b
enTHAHas
CBA3bL &

HEHArpy>XeHHas
HHHLEATOPHAs
3« TPHK

I'Te
TpaHCNOKaLHsA D+
nupogochar

Puc. 146. Uruyuayus mpaxcasyuy
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Puc.147. 3nonzauus mparcasyuu
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Urmumaums Dnownraums TepmuHaums

rOTOBBIHA MOMKUMENTH -1 EF-Tu RF-1
DaKTopn IF-2 EF-Ts RF-2
IF-3 EF-G RF-3
p
Pmﬁocounr‘[
_______ i
MPHK AAACGC
AUG Q. .

4 \ . ;

+ : é u% L

. \ 1 Ay e AT

TONHNENTHA ik Met Lys Arg
(0:0.0.0.0.0.0)] - TPHK i f . - )
ko \ - ;
naj CIAIHOHHOIO S Y
rLTPHK @ P lenherca { -
ocaoﬁoxgjomuﬁ
aKTO Be
M‘ p Met oE
P
7 "

Puc.148. Tepmurayus mpancaayuu

OcHosHol thepmeHT B pubocome, yyacTsylowmii B 06pasoBaHuK
nenTMAHOW CBA3M, — NenTUAUNTpaHcepasa. TpaHCNAUMA 3aKaHYUBa-
eTCcs TepMUHaLMeN, KOrja AOCTUraeTCs OLUH W3 Tpex CTON-KOAOHOB
MPHK (YAA, YAT unu YT'A). MonunentuaHas uenb nokuaaet puboco-
My, KOTOpas pacnagaertca Ha 2 cybbeauHuLbl.

PHK-noammepasa ,JAHK

lMocmmpaHcasyuoHHble uameHeHus 6enkos

Hekotopble cuHTe3MpOBaHHbIe Genku HeakTHBHBI ea nocneayioLe-
ro «cospesaHusa» — mopaudHkauyuu. B npouecce «cospesaHua»
BenkoBble MONIEKY bl MOTYT TEPATb KOHLIEBbIE aMHHOKMC/IOTI, NPH yua- |
CTWM hepmeHTa, 3K30NenTHAAa3bl, NpeodbpPa3oBbIBATECA BO BTOPUUHYIO
U TpetuuHyio GenkoBbie cTpyKTypbl. Ecnu nonunentuaHbie uenovku
obveauHaAIOTCA, MOryT 06pa30BbIBaTLCA YEPTBEPTHUHbIE CTPYKTYPb.
CuHTe3npoBaHHbIe MaKpOMOIEKY bl MOTYT 0BbeiMHATLCS C yrnesoaa-

NoAKCOM b

P “

Puc. 150. Tpancasyus y npokapuom npoucxodum 00HoBpemMeHHo
¢ npoyeccom mparckpunyuu mPHK. PHK-noaumepasa cunmesupyem mPHK,
Ha Komopol cpasy e opMuUpyemcs KOMNAeKe u3 noaupubocom
u npoucxodum cuxnmes 6eaxa

PHBOCOMBI
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a) Crpyktypa MeTHOHHHA H N-QopMHIMETHOHHHA

CH, CHa

: !

(::N, lﬂa

CH, [l ﬁ[:m
Haﬁ—cl—-coo- i3 S,

rpynna
METHOHHH N-dopmunmernonnn (pM)

(bop.um:om[ iy o
\ H

0) NonmnenTia MoXeT CHHTE3NPOBATHLCA TONBKO B OAHOM
Hanpas/ieHHH
TONBKO KapOOKCHITbHAS TPyNa

MOJKET Y4aCTBOBATh B, (hOPMH-
_~POBaHHH NENTHAHOH CBA3M

— CHHTE3 NOJIMNENTH A
HHHOmaropras TPHK

6nokupoBaHHas
aMHHOrpynna

&

MHHIHAIHOHHBIH /
KOMILIEKC

508 BEAHHHLA
p MbI

(r'rm
G, | s
%/é‘///éﬁ 508 -cyﬁhepo:::;q::

N

R

3

A

N 0

NENTHAHIBHOE MECTO
(I1- MmecTo)

aMHHOALHIBHOE MECTO
A- MecTo)

Puc.151. C6opka pubocomer na mPHK y npokapuom
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MU ¥ IMNMAaMK, BcTpausasch B Guomembpansbl. Mpumep nocttpaHcna-
LIUOHHON MOAHMMKALMK BeNka — CUHTE3-WHCYNHHA.

MHCYNHUH MCXOQHO CUMHTE3UPYETCA B KNETKax NOMXKENYyAOYHOW Xe-
ne3bl B BUAE A/IMHHOIO NOMMNENTUAA Npe-npo-HHcynuHa. MNocne oTwen-
nenun N-KOHUEBOK, 3aTeM — CpefHel YacTy nentTuaa OH NpeepallaeTt-
C5 B MHCYNTHH.

Takum obpa3oM, B pesynbTare NoCTTPaHCAAUMOHHON MOANMDHUKaLMK
Henku npuobpetaioT cneuudUyecKkue CBOWCTBA M (hYHKLIHOHANBHYIO
AKTHUBHOCTb.

OcobeHHoCcmuU MpaHcaAsuuLL i Npo- U dykapuom

A. lNpokapHoTHyecKue reHbl TpaHckpubupytotcs Ha MPHK, ¢ koto-
POV OAHOBPEMEHHO NPOMCXOAMT TpaHcnsuMa. Takum obpa3oM Hykne-
otupHas nocneposatensHocts IHK TouHo cootseTcTByeT nocnenosa-
T€NbHOCTH AMUHOKHCNOT B 3aKOAMPOBAHHOM NOAUNEnTUae.

B. JykapuoTuueckue reHbl 0BbIuHO COfiepXKaT ANMHHbIE NOCNEN0-
BaTe/IbHOCTH HYKNEOTHAOB, Ha3bIBAEMblE MHTPOHAMK, HEKOAUPYIOLLME
aMWHOKMCNOTbI B nosvnentuge. MHTPOHbI yaansaoTca U3 NepBUYHOrO
TPaHCKpWUNTa rea, 3aTem K HUM npucoepuHsetcs 5 kan u 3’ nonu
(A)-xBOCT, NpeXe YeM Ha4yMHaeTCs CMHTe3 NoSMNenTuaa, T.e. TpaHc-
nauus (puc. 152).

Parxmopsl mpaHcasyuu Yy bakmepull

K chakTopam TpaHChaUMH OTHOCATCA Benku, KoTopble B3aUMOAeH-
CTBYIOT € pHOOCOMON Ha pa3HbiX 3Tanax TPAHCAALMH.

PasnuualoT hakTopbl MHUUMALWK TpaHCAsALuMK, ux Tpu: IF-1, IF-2,
IF-3. OHu cnocobersyior obbeauHenuio pubocomsl 1 MPHK, a Takxe
OTBeyaloT 3a B3aumopeicTere konoHa AYD Ha pubocome co cneuu-
anbHOW MHUUMKpylouwen TPHK.

JnoHrauus TaKxe csasaHa c Tpems cdakropamu: EF-Tu, EF-Ts,
EF-G. Ouu obecneuunsaloT ceasbiBaHWe Ha pHBOCOME aHTUKOAOHOB,
amuHoaumnuposarHbix TPHK ¢ cootsercreyowmmu kogoHamu MPHK
U NpoasuxeHWe pubocombl Baonb Matpuubl — MPHK,

DaKTopbl TEPMUHAUWKH — 3TO CneuuanbHble Benku, ux TaKKe TpH:
RF-1, RF-2, RF-3, oHu cneumdmryHbl ANA TPeX KOAOHOB-TEPMUHATOPOB:
YAA, YAT, YTA, 6enku vx ono3HaioT 1 ¢ HUMK B3aumoaencTeyioT. Mpu
3tom RF-1 y3xaer YAA u YAT, a RF-2 — YAA u YT'A; RF-3 He umeer .
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B. 3ykapuoTHYeCcKHe reHbl

Puc. 152. Curmes 6eska y npoKapuom u 3yKapuom

KOLLOHOBOM cneuudrIHOCTH U B3aumopencTayeT ¢ RF-1u RF-2, penas
npouecc TepMuHaumrn 6onee 3pheKTUBHLIM U 3aBUCHMbIM OT IHEPTHH

paciienneHus ATO.

Annapart TpaHCNALUMK y 3yKapuoT Bonee cnoxHbin. PakTopos TpaHe-
NAUMKM Y HUX 3HaYUTENbHO Bonble. OAHKX haKTOPOB UHULMALMK 06-

HapyxeHo Bonee pecaTtka.

I'nasa VIII

PECYJIALIHSA
9KCIPECCHUH 'EHOB




Perynsiumsi 9KCMPeCcCHH reHOB Y NPOKapHoT

U3yuenne MeXaHW3IMOB PeryNauuu reHos ABNSETCA OfHUM U3 Hau-
60nee HHTEHCHBHO Pa3BUBAIOLIMXCS HaNpaBieH!i COBPEMEHHON rexe-
UK. MexaHu3M perynsiun 3KCnNpeccuy reHos Y NpoKapuoT paccmar-
puBaeTcs Ha ypoeHe onepoHa (puc. 153, 154).

Onepox — 3TO rpynna CornacoBaHHbIX PerynMpyeMbix CTPYKTYp-
HbIX rEHOB, KOAHPYIOLWMX hepMEHTbL.

B coctas onepoHa BXOAAT:

a) HECKONbKO CTPYKTYPHbIX FEHOB, KOAMPYIOLLUX HeobxoauMble Ans
KneTku 6enku ¢ hepMeHTaTUBHBIMU M1 CTPYKTYPHBIMU ChyHKUMAMK. B rpyn-
Ny CTPYKTYPHbIX FEHOB BXOAAT Taioke reHbl, koanpyloume pPHK u TPHK;

6) obuwan perynstopHas obnacts — NnpoMOTOp, ONEPATOP W TEPMH-
HATOP TPAHCKPHUNLMK.

leH-perynaTop uMeeT coBCTBEHHDIH NPOMOTOP U MOXET HaXOAMTh-
CA Ha HEKOTOPOM PACCTOSHWK OT CTPYKTYPHbIX FEHOB M, TaKMM obpa-
30M, HENOCPEACTBEHHO HE BXOAMT B OpraH13auuio onepona. lex-pery-
nsTop obecneunsaer cuHTes ocoboro Genka-penpeccopa, dyHKUUA
KOTOPOrO — KOHTPO/Ib 32 COCTOSHHEM CTPYKTYPHbIX reHos. Peryns-
TOpHbIe 6enki 06N1aAAI0T O4EHb CH/IbHBIM CPOACTBOM K ONepaTopy, BX0-
AALLEMY B COCTaB ONEPOHa, U NIErKO CBA3bIBAIOTCS C HUM.

Onepatop — yuactok [JHK, npumbIKaioLmi K CTPYKTYPHbIM reHam
ONepoHa W yNpas/isiowen WX (hyHKUMEN, T.e. «BKIOYAeT» MK «BbIK-
nouaet» ux. Ecnu onepatop cBobofieH, TO TPaHCKPUNUMA CTPYKTYP-
HbIX FEHOB pa3pelueHa, eCNH OH CBA3biBaeTca ¢ 6enkom-penpeccopoM,
10 paboTa 3THX reHOB NpeKpawaeTcs.

Mpomotop — yuactok [IHK, koTopblit nMBO HenocpeacTBeHHO NpH-
MbIKaeT K onepartopy, Mbo nepekpbisaetcs ¢ Hum. Kak npasuno, one
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154. Kok pabomaem lac-penpeccop: a) lac-penpeccop. [Tockonsky
cop 3anonraem Gonewyro Gopozdy AHK-cnupanu, PHK-nosumepasza
MONCEM NOAHOCMBIO NPUKPENUMBCA K NPOMOMOPY U MPAHCKPUNUUA
OkupoBara; 6) lac-onepor penpeccupoBaH, Ko2da pPenpeccopHsil GenoK
30K ¢ onepamopHeiM yvacmkom. [lockonbky ywacmku npomomopa u
pora nepexpoiBaromesn, PHK-nonumepasa u penpeccop He mozaym
ecq odnoBpemenno; B) lac-onepor mpanckpubupyemea (uHdy-
emes), koeda CAP (6enox, akmuBupyemsili UAM®) cBazan u kozda
UHEHUE NaKMO3bI C PENPECCOPOM UIMEHAEM €20 (POPMY MaK, 4mo OH

He moxcem Haxodumescs Ha onepamope u GnoKkupeBams akmuBHOCMb
0NUMepasbl
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paTop pacnonaraeTcs Mexjy NpoMOTOpOM W CaMTOM, Yy KOTOPOro Ha-
HCKPHINLHA,
q“H;e;::nZz:noaz o: B3aUMOfeiCTBUS onepatopa c benkom-penpec-
copom y 6aKTepuii pasMuaioT NO3UTUBHYIO UM HEraTUBHYIO Peryns-
B.
um{z.ol-rll:lsa?::no MHAYLMOUNBHBIH THN. Takue onepoHbl NOABEPXKEHb! OT-
puuatesbHomy KoHTpono. Oru He TpaHcKpubupytoTcs Toraa, Koraa one-
paTop CBA3aH CO CreuUGmrHEcKUM penpeccopom. Monaratot, 4YTO CBA3bI-
gaHue penpeccopa NPUBOAWUT K (U3U4ECKOMY 61O0KHMPOBaHHIO
npopewkermus PHK-nonumepassl 0T npoMoOTOpa K y4acTKy _Tpa:-lcxpu:ul::
MHAYKUMS NPOUCXOANT, KOrAa HHAYKTOP (Hanpumep, namc:):g:) CBA3DL T
eTCA C PenpeccopoM, H3MeHAs ero KOH(OPMAaUKIO TaKUM 0DPA3OM, HTO
OH BONbLLE He CBA3bIBAETCA C ONEpPaToOpoM; 3TO WHULWWPYET TPAHCKPHN-
umio. Mo AaHHOMY THMY OCYLLIECTBNSETCA KOHTPO/Ib IAKTOSHOTO onepoHa.

2. NoautueHo uHAYUMBUABHBIA THN. TTONOXKUTENBHO Komponu%ye-
Mbie HHAYLHOUIbHBIE ONEpPOHbI 0BBIMHO He Tpancxpué.v.ipyrorcn. HH
CTAHOBATCS aKTUBHBIMM, KOrAa KoakTueartop (HeGonbuias Monexyna)
CBA3bIBAETCH C PerynaTopHbiM HenKoM-anoMHAYKTOPOM. ﬂpﬂo6peTan
COOTBETCTBYIOLLYIO KOH(UIypaumio, anoHHAYKTOP B3aUMOAGHCTBYET C
IHK u PHK-nonumepa3soi, cnocobeTays UHHLMALMK rpqucrtpunu.nu.
Mo paHHOMY THNY hYHKLHOHKPYET karabonuyecKas penpeccus.

3. HeratmsHo penpeccrbenbhbiit Tvn. OTpuuarensHo uomponupy:(;
Mble penpeccubenbHbie OnepoHbl 0BbIMHO TpaHcKpHburpyloTcs, OAHZ ©
ecnu Kopenpeccop (Hebonbluas monekyna) ceA3biBaeTCA c anopeanT-
COpPOM (@KTWBHBIH PENpeccop), TO 3TOT KOMMN/IEKC 3aTeM npmﬁaenni “
Cf K ONEPOHY, NPUBOAS K MHrMBUPOBaHMIO TPAHCKPUNLMK. Tlo ITOMY
THny pabotaet TPUNTO(AHOBLIH ONEPOH.

Jlaxkmo3Hsitl (LAC) onepoH

OpraHn3auus reHoB 1akTO3HOH CHCTEeMbI OﬁeCTEHHBaBT yTUn uaa;l:::

nakTo3bl Knetkamu E. coli. 310 nepsbiit OTKPbITbIM (PpaHcya Kaxo
OnEepoH.

‘ m,l;';o;ﬂrmliguuu F::KTU&:I Knetke HeobXoAUMbI MPOAYKTbI TPEX 're;
HO CLENNEeHHbIX CTRYKTYPHbIX reHos. .':)Tc: re lac Z, xonupyn«;z.e .
B-ranaKTo3uaasy, U rex lac Y, Kopupyloumi nepMeasy, KoTopas “
feunBaet aKTHBHBIA TPAHCTOPT NaKTO3bl B KNeTKy. TPeTUH reH, IacHH:
KOAMPYIOUIMI chepMeHT TpaHcaueTunasy, peryi1pyerca Koopau
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BAHHO C reHamy lac Z u lac Y, HO He UMeeT HenocpeacTBEHHOrO OT-
LWEHHA K YTHAM3AUMK NaKTO3bl. ITH reHbl KaPTUPYIOTCA B NOCAERO-
IbHOCTH Z — Y — A,
CuHXpOHHas MHAYKuMA Bcex Tpex Benkos peanuayercs Yyepes CHH-
3 0AHOM 0Bl nonuuucTpoHHOM MPHK. TpaHckpunums reros Z , Y
/A HaXOAIUTCA NOA KOHTPONIEM PerynsTOpHOro yuactka [HK, HassaH-
0 onepatopom (O). Perynsiums tpaHckpunumm Ha ONepaTopHOM yua-
€ OCYLIECTBNIRETCSA PenpeccopoM, NPOAYKTOM reHa-perynatopa.
npeccop umeet age PyHkuuM. OpHa U3 HUX — 3TO CBS3bIBAHME C
aTOPOM, NOAABNSAIOWLAR TPaHCKpUnUumio. [lpyras — cesasbisaHue ¢
<TopoM. l'enbl Z, Y u A BMecTe ¢ NPOMOTOPHBIM 1 ONepaTopHbIM
4acTKamu, KOHTPO/IUPYIOLMMU UX TPAHCKPUNUKIO, 0Bpa3syioT Tak Ha-
Baembii onepoH (puc. 155— 158).

Beck npouecc perynsiunn nakrosHoro onepoHa MoxHo nopapasge-
b Ha f8e chasbl:
1) uHakTHBauus. PerynatopHbiit rew lac | obpazyet HeaasucUMyIO
AHULLY TDAHCKPUNUMKM M HaxopuTCA nesee ot lac-onepona. OH TpaHc-
MPYETCS CO CBOEro COBCTBEHHOrO NPOMOTOPA B MOHOLMCTPOHHYIO
koTopas koaupyet 6enok-penpeccop. Jlanee npoucxoaut B3au-
BACTBUE MEX/ly NaKTO3HBIM PENPEcCOPOM i onepaTtopom. B ocrHo-
XaHW3Ma PENPeccHn JIEKNUT NepeKpbiBaH1e PerynsTopHbIM Genkom
IeNEHHON HYKNEOTHAHON NOCNeNOBaTeIbHOCTH B oneparopHo-
OTOPHO# 06NACTH, KOTOPas AOMKHA y3HABATLCS PHK-nonumepa-
B peaynurare PHK-nonumepasa He cesiabiBaercs ¢ NPOMOTOPOM M
HCKPHNLUWA OTCYTCTBYET;
2) uHpykums. MNpucoeauHeHue Monekynb! MHAYKTOPA K aKTUBHOMY yua-
/ MOJIeKy bl penpeccopa H3MeHsieT TPETUYHYIO CTPYKTYPY penpecco-
K, YTO OH He MOXKET CBS3aThCs C ONepPaTopOM U penpeccyupoBath ero.
OP OKa3bIBAETCA B «aKTUBHOM» COCTOSIHMM M BK/IIOYAET CTPYKTYp-
renbl. Otcyrcrere Gnokagbl oneparopa nossonser PHK-nonumepaze

i C npomoTopoM. 3akpenuslunch, PHK-nonumepasa moxer Ha-
TPAHCKPUMNLMIO CTPYKTYPHBIX reHOB onepoHa.
» KayecTee WHayKTOpa lac-onepoHa BbiCTynaeT He NaKTo3a, a M30-
HbIH e caxap — annonakrosa. Ee CUHTE3 U3 NaKTO3bl ycKopsiercs
AEHCTBMW NEPBOro, KOAUPYEMOro onepoHoM, chepMeHTa — B-ra-
3upass,
THBHbIW lac-penpeccop npeacragnser cobo TeTpamep, nocTpo-
A U3 YeTbIPEX MAEHTHUHBIX NONMNENTUAHBIX uenew, KoaUpyeMbix
lac I. Kaxxgas uens conepxnT 360 aMUHOKMCAOTHBIX OCTATKOB.
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Puc. 155. DynkyuoHupoBarue 1aKMo3H020 0NEPOHT Y E. coli:

a — AOKANU3aLUA calimoB cBa3bIBOHUR MONEKYA PHK-nonumepass! u penpec-
copa B peaynsmoproli obaacmu 2eHa lacZ [Lewin. 1994 P. 417]; 6 — cmpyk-
mypa #0KMO3HO20 ONepoHa (Kkak u y Bcex 2eHOB, peaynupyemolx CAPu
cAMP, npomomop codepxcum d6a paiora: y4acmok cBsaaviBanus ¢ PHK-
nonumepa3ol u yyacmoK cBA3bIBaHUS C KOMNAEKCOM CAP-cAMP);

8 — HeeamuBuas, r- no3uMUBHas PeaKyus lac-onepoxa [6 — & — Curtis,
Barnes. 1989. P. 325].

B omcymcmBue naKmo3sl penpeccop (npodyxkm 2exa lacl) cBszviBaemcs c
onepamopom. Xoms PHK-nonumepasa Moxcem cBA36IBambeA ¢ NPOMOMopoM, oHa
we nepemMewaemca dasee penpeccopa. Onepamop BbIKAOYEH, 2eHbl HE
pabomaiom. B npucymcmBuu 1aKmo3bl penpeccop unakmuBupyemcsa u Gonee He
cBaaviBaemesa ¢ onepamopom. Monexynsl PHK-nosumepassr nepemewsaromes, U

HQYUHAEMCA MPAHCKPUNUUA.

Peannaauns AByX acneKTos (yHKUHOHUPOBaHWA penpeccopa — cBA
apigarue ¢ [IHK 1 cesa3biBaHne C HHAYKTOPOM — onpepensercs AByMA
pa3NMyHbIMM YHaCTKaMu CTPYKTYpbI LENH. B caA3biBaHuM TETPaMepHO~
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ro penpeccopa ¢ IHK ocroeHyto po/b urpaet N-koHuesas nocn
BaTENbHOCTD, e

JlaKTO3HbIH ONEPOH MOXET HAXOAWTLCA TAKXKE NOJ KOHTPOneMm Gen-
Ka — MO3MTMBHOrO PerynsTopa, BOB/IGYEHHOTO OAHOBPEMEHHO B pery-
NIALMIO LeNoro psaAa pasnuyHbix katabonuTtHbix cuctem E. coli. Tak, npu
Ha/M4MK FNIOKO3bI B cpeae HabniopaeTtcs bonee nNpeanoYTUTENbHO ee
UCTONb30BaHME MO CPABHEHHIO C APYTUMH Caxapami. Ef"“ nomecTuTs
knetku E. colikak B cpepy € FNIOKO30M, TaK U C NAKTO30M, TO OHU Hauu-
HaloT cHpaxKMBaTh FIIOKO3Y, @ UCNO/b30BAHHE NaKTO3bl Y HHX penpec-
MocneaHee AOCTUraeTcs NPeAoTBpauleHHeM IKCNpeccun
reHoB NaKTO3HOro onepoxa. Taxok acpcheKT NONYUMN Ha3BaHWe «Kara-
GonutHas penpeccus». MopaobHbii acpcbeKT obHapyeH npu uayqecym,:
W APYruUx ONEepoHOB, B TOM YKC/e ranakTo3Horo apaﬁnnog:cvaro.
foBaTeNbHO, KatabonuTHasn penpeccus npeacTasnser cobou om !
KOOPANHUPYIOLLYIO CHCTEMY, KOTOPas CO3AAET Npe1MyLLECTBO me H&
3e nyTeMm NOAAaBNEeH!s OnepoHOs, KOAMPYIOLLMX hepMeHTb! anbTepHa-

/ﬂ
-
TUBHBIX MeTabONMYECKUX NyTew. - |
B ocHOBE KaTabONUTHOW penpeccuu NexuT CNOCOBHOCTD MIOKO3bI o
yMeHbLUaTh COAEPIKAHHE LUK/THHECKOro AM® (UAM®) B KneTke. -
PHK-nonumepasa NakTo3HOro onepoxa He cnocobra nnuuuupoml? o

TPaHCKpUNUMIO B OTCYTCTBHE BCMOMOraTeNbHbIX PerynsaTopHbiX 6enKos,
NONYUMBLUMX HA3BAHME «aKTMBATOPA KaTaboNUYECKUX reHoB»
catabolite activator protein), a e, B CBOIO O4epPeib, HE&KTHBI;:IG’ o
Noatomy Genok CAP akTuBeH TONBKO B NpHUCYTCTBMM wAMO, .
seqer cebs KaK KNacCHYECKUi HUKOMONEKYNAPHBIN MH.aJ.ig:;ﬂcro.::;3 et -
Mpu yMeHblLEHWH COABPXKAHHS uAMOD 6en:.'u< {Z,ﬁ\c’écnrca mb
HecnocobHbIM CBA3bIBATLCA C KOHTPONUPYIOWLEH JIHK obn i )
& cBolo ouepefb, npenstcreyet PHK-nonumepase uHuuuupoﬁ ot T_Pi“*&‘_ e
kpunumio. CneposarensHo, IeKT ritokosbl, BblabIBaEOU-l:m”x -
Hue cogepaHua UAMD, sefieT K IMLLEHUIO COOTBeTCTByx i .
HOB KOHTpOAMpYIoWero thakTopa, HeobxogumMoro ana 1 paxeH

10T d
OnepoHbl COAEPXKAT CTPYKTYPHbIE reHbl, KoTopble uo;:;:{y |
MeHTbl, HeobxoauMbIe ANA cuHTe3a amuHokucnoT. MeHbl chep

——n

bl IM6O caMUMK aMUHOKMCNIOTaMK, NMBo nerko obpasy-
NPOW3BOAHBIMU @MUHOKMUCNOT, TaK YTO PacTOYUTENbHbIM
41 CMHTE3 3TUX COeAMHEHMI NPeKpPaLLaeTCs, ecu ecTb
MX KOJIMYECTBO.
YPHbIX r€HOB TPUNTO(AHOBOro ONEPOHa PacnoNOMeEHbI
> APYroM M KOAWPYIOT Tpu hepmeHTa, npespaliaiolme
 kucnoTy B Tpuntocban. KoHTpons reHos ocyuiectensercs
D NO3HUTHBHOW PETYNALMH, OCHOBAHHOW Ha aHTUTEPMMHALINM
. B ycnosusx, korpa cHabxeHue TpuUnTochaHom oxasbisaer-
HbIM, ONEPOH PenpeccHpyeTcs, Tak Kak KOMNEeKC penpec-
K — Kopenpeccop (TpuntochaH) CBA3bIBAETCS ¢ Oneparo-
CTOPOHBI, NpK HegocTatke TpUNTohaHa NPOUCXOAMUT ero
A U3 KOMNNIeKCa C PENpeccopoM, Nocne Yero W cam pen-
'CA OT ONepaTopHOW NOCNe[0BaTENbHOCTH; HAYUHAET-
#l TPMNTOaHoBoro onepoHa. B atom cnyyae rosopsr,
1 BbICTYnaeT B pO/IM Kopenpeccopa {rp-onepoHa.

copepxalian okono 50 aMUHOKMC/IOTHBIX OCTaTKOB,

KamabonumHas penpeccus

ui
Y TpancKpuinua

PHK-nommmepasa
MOMKET CBAIBIBAT bCS
€ pOMOy TepoM

(CAPS

6e3

pu-uPHK

-

ba npicyrernyer

TpHITOthan

1

WA

TpunmogpaHoebiil (TRP) onepoH

PHK-nosumepasa ne mosker
CHATHBATHCS © TIPOMOVTEPOM

Puc. 159. TpunmogparoBeii onepon
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MoMMMO KoMNAEKCa NPOMOTOP—ONEPaTop B PErYIALMU TPUNTOtha.

HOBOFO ONEpOHa YYacTBYeT elie W APYroi CalT, OH NoNy4Un Ha3BaHye
atreHyaropa. CaifT 10Kann30BaH MEX/Ay ONepaTopoM W KOAWDYiowe
obnactbio trpE. AtteHyatop caywuT 6apbepoM ANS TPAHCKPUnyuy,
Korpaa B npuUcyTCTBUM TPUNTOhaHa ONepoH penpeccupyeTcs, To Ta "'aFTb:
monekyn PHK-nonumepasbl, KOTOpas y)xe nepemectunacs U3 npomo-
TOpa, 3aKaHYMBaeT TPAHCKPUNLMIO B aTTeHyaTope. Ocranoska PHK-
noMMMepassbl B 3TOM CaiTe NPOUCXOAUT B pe3ynibTate POPMUPOBaHMs
34€ech «TepMUHATOPHOrO cTebn1A U neTan».

[lo HefilasHero BpemMeHu OnepoHbl PacCMaTpPUBaNK B KayecTse Xa-
pakTepHOi 0COBEHHOCTH NPOKAPHOT. Okasanoch, YTO U AyKapHOTUYeC-
Kie reHbl MOryT BbiTb OpraHu3aosaHbl B onepoHbl. Owu, B HacTHoCTH,
o6HapyKeHbl Y TPHNAHOCOM, HEMaTOA, MyX, M/IEKONHUTAIOMX W pacTe-

Hui. Y Hematoab Caenorhabditis eiegans onepoHbl MOTYT copepars

[0 BOCbMH reHOB.

Perynmma IKCMpPECCHH N'€HOB Y SYRapHoT

PerynsiuMs 3KCNPECccUU reHoB y 3yKapuoT ABNAETCA bonee cnox-

HbIM, 4eM Y TPOKApHOT. Y 3yKapuOT HET ONEPOHOB, U KXKABIU I;eH npe.q;
crasnsier coboi He3aBUCHMYIO TPAHCKUMLIMOHHYIO eauHuLy. Rak Bbino

~ o-
OTMEYEeHO Bbille, MPOMOTORbI AYKapHoT OT/IMUAIOTCA NO CBOEH HYKNEO~

v 8 npokapuoT. Kpome T0ro
TUAHON NOC/IeA0BATENBHOCTU OT NPOMOTOPOB NPOKap y "3-;

y 3yKapHOT eCTb TaKWUe PeryNSTOPHbIe 3NeMEeHTbI, KaK 3Hxar;ie:):; ’
neHcepbl. OcOBEHHOCTb perynaunmu 3yKapHoT TakKe CocTo m’
MX FeHbl HAXOAATCA B AAPE U, NPEXAE YeM CUrHanbl U3 OKE‘):::H
cpefbl CMOTYT /1aTh KaKOW-11 160 achheKT Ha ypoBHE TPAHCKP )
nomKHbI GbITh NepeaaHbl C NOBEPXHOCTH KNETKU Yepe3 uuM o
AAEpHYIO Napy Ha XPOMOCOMbI. JyKapHOTU4ECKHM KJ‘IBTK:H,
TenbHo, Heobxoanumo BbipaboTats BHYTPeHHHe CUrHasib 5
ans koHtpons TpaHckpunuuu OHK. [lpyron ycnoxHAOUY N
COCTOMT B TOM, YTO MHOTHE 3yKapHUOoTbl SBNRIOTCA MHorommc
MesKKNeTOuHbIE B3aWMOOTHOWEHHS, CNefoBaTesibHO, ABNA
HbIM ACNEKTOM PEerynauu1 TPaHCKPHILMK Y 3yKapHoT.
Kak W y NpoKapHoT, perynsuus TPaHCKPHNUKK y 3yuap:Ho
paHa JIHK-6enKoBbIMH B3aUMOAEHCTBHAMM. Benku r;gav:; o K na
HOM Pery/IALMH CBA3bIBAIOTCA CO CneLudHIeckuMU ooN T cancosil
MYAMPYIOT, WM MHTHEMPYIOT, TPaHcKpunuuio. [pynny T
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KPUNUMOHHBIMK (hakTopamu. Buino sbigenero Heckonbko
TOPOB, M BONBUIMHCTBO, NO-BUAUMOMY, UMEIOT XapaKTepHbie
ICTH), KOTOPbIE NO3BONAIOT UM cBs3biBaTbes ¢ [HK.

(LUt MPaHCKPUNUUOHHOL aKmusHoCmu

'2€HO08) € nomMowbio pakmopos OKpyoicarouiell
cpedsbt u buonozuueckux ¢axkmopos
(¢paxmopoe eHympeHHell cpedot)

XapaKTepHbIMK NPUMepaM1 UHAYLUPYEMON IKCNpeccuu
OT ABNSIOTCA TPU NpUMepa: Nepsble [Ba BKAIOYAIOT WH-
OULBIO haKTOPOB BHELHEH cpeabl — Temneparypbi U cee-
HMEP — 3TO MHAYKLMA C NOMOLUBIO CNeLManbHOM rpynnb!
DNIEKY/, Ha3bIBAEMbIX FOPMOHaMM.
ibIX 3YKAPMOT OAUH THUN K/IETOK MOXKET NOAABATD CHI-
CeKpeL1 ropMoHOB. [ 0pMoHbI pKyMpyioT no Teny.
Ibl NPOHUKAIOT B pa3Hblie KNETKM, BCTynas B KOHTAKT C CO-
4 PELIENTOPaMH KNETOK, U 3aTeM HHULIMUDYIOT CEPHIO CO-
2 PEryNIMpYIoT 3KCNPECCHIo OnpeaeneriHbix TKaHecnewuu-
8. B sMBpuoHanbHbii nepuop passutus ocobesi FOPMOHbI
MM M3 chakTOpOoB AMDMOEPEHUMPOBKI KNETOK. Y YKUBOTHBIX
' ABa 0bLKX Knacca ropMOHOB. Mepsbiit kKnacc — crepoua-
(puc. 160), kotopbie sansioTca HeBoOMbLMMMU YKUPOPACTBO-
ynamu, obpasyembimMu U3 xonecrepuna. Bnaropaps csoeit
A€ Y HUX HET CNIOXKHOCTH NPH NPOXOXACHUU Yepes Kne-
bl. Hanpumep, actporen u NPOrecTepoH, KoTopbie Wrpa-
B PEMPOAYKTUBHOM LMK/IE Y JKEHLMH, TECTOCTEPOH —
AIOLMIA auchdepeHUMpoBKy no MY>KCKOMY THMY, FIOKO-
Pbie BOBNIeUEHDI B perynsaumio YPOBHSA caxapa B KpOBM.
JHbl IPOHUKAIOT B KNETKY, OHM B3aUMO/EHCTRYIOT CO crie-
*AIKAMU LUTONNA3MbI, KOTOpbie cy>kar peuentopamu ans
AEMBIMU «rOpMOHanbHbie peuentopsi». Obpasyertcs
TOP /FOPMOH, KOTOpbIK 3aTem BXOAMT B RAPO, rae fei-
ICKPUNUMOHHDIN chaxTop, Perynupyer akcnpeccuio onpe-
(puc. 164).
~ NENTUAHBIE FOPMOHbI, KOTOPbIE SBARIOTCA NMHEHHbI-
M U3 ocratikos amuHokuCHOT. MopobHo apyrim nonunentu-
7Ibl 3aKOAMPOBaHbI B reHax. Hanpumep, uHcynun, koto-

199



@ Camnovonalt c K Komninan
CTMMYTIADYET TRAHERPMILIAG

° TPAMCEEWITT NOLMEPTARTCH

o

W LTErR A

. Tparcasmus Benxkos ¢ MPHE

A IKCNPECCUU 2€HOB € NOMOWLIO NENMUOHBIZ 20pMOHOG.

ucmByem ¢ peyenmopom 8 membpare knemku, o6pa-

OH-peUenmopHsiti KoMnaexkc axmuBupyem uumonaas-

K, KOMOPobIU nepeknovaem Kackad BHYMPUKAEMOYHbIX

U Usmenerus nepedaiom cuzHan 8 a0po, 20e MPaHCKPUNKUOHHSI
2T KOHMPOAL IKCNPECCUU ONPedeneHHslx 2eHol

Puc. 160. Pezynsayus axcnpeccul 2eHoB ¢ NOMOWbI0 c:g:p;puﬁ%
20pmoHOB. [opmoHe! &auﬂaaeﬁcmsgfm c pegiggrﬁpg;um gxmu /
7 mca A
3yrowuiica komnaeke Hanpabase,
s MPAHCKPUNKUIO ONPEGENEHHBIX 2eH08

Pyemas IKCNpeccus reHos onocpeayeTcs cneyudm-
BarensHoctamu 8 [IHK. 311 nocneposarensHocTH Ha-
OHA/IbHLIMU PECTIOHCHBHBIMM (OTBEYAIOLWMM) INeMeH-
response elements (HRE)). Ouu pacnonoxeHbl 861u3u

— TrOpMOH
pblit peryaiMpyer yposeHb caxapa 8 KpoBH, COMATOTPONKH p:“ :
cTa, NponaKThH, NENCTBYIOWMH HA TKaHX MONOUHbIX XKe/Ne3 muon .
wux. MockonbKy NenTuaHbie ropMOoHbI 0OBIYHO ABNAIOTCA CNMULIKOM!

bl
LIMMH. 4TOBbI CBOBOAHO NPOXOANTL Hepes K/IETOUHbIE |vteM6pi-1HK;I R e ). Ouopecram iy
nbl K:JTOpble OHU HECYT, AOMKHbI BbiTh NepefaHbl BHYTPS MK

wenGparo (pHC: 16 _ B, KOTOpble [IEACTBYIOT KaK TPaHCKPUMLMOHHbIe thak-
NOMOLLBIO PeLenTOPHbIX 6eNKOB, CBA3AHHBIX C oum peLenTopol _ AHBIMU rOPMOHaMM, TakKMMK Kak 3cTporeH, HRE-ane-

Korpa nentuaHblit FOPMOH B3aUMOAEHCTBYET CO CZ it o NP : TCA NyTeM rOpMOHO-PELENTOPHOro KoMnsiekca,
OH BbI3bIBaET KOH(POPMALIMOHHbBIE H3MEHEHHA B PEU.B";;; (aCKAAT? 'CTHMyMpyeT TpaHckpunumio. Cuna 3Toro TpaHcKpun-
BOZIAT K H3MEHEHHIO B APYTUX Benkax BHYTPH KNETKH. yuTonnasMy @ 3aBUCHT OT Yncna npucyTcTeylowmux HRE-anemenTos.
M3MeHeHMIH ropMOHaIbHbIH CUrHa! NepeaaeTca uepe3HH cneLbHHecK MHOTO TaKuX 3/1eMEHTOB, FOPMOHO-PELLENTOPHbIE KOM-
KiA B PO, TA€ OH AGHCTBYET Ha PErY/IALMIO SKCPeCe oT OTCS OAHOBPEMEHHO C KaXK/ALIM (APYr C Apyrom?), 3Ha-

a uepe3
reHoB. JTOT npouecc "W““-mp;‘{;??:::;:?;ﬂwmm} MBas ypoBeHb TPAHCKPUNLMK. TakuM oBpa3om, reH ¢
Ha3blBaeTcA TPaHCAYKUMEN CH
ADPO 201
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[1BYMS! PECTIOHCHBHBIMM 3/1IEMEHTaMH TPaHCKPHOUpYeTcs Bonee uem s gag

pasa uHTeHcuBHee, Yem red ¢ opHum HRE-anementom. Peuentop, cag.
3bIBAIOWMICS C PELIENTOPHbIMM FOPMOHAMH, OOBIMHO OCTAETCA B KeToy-
HOit MemBpaHe aaXe nocne Toro, kak o 06pasoBan KOMNAEKE ¢ ropmo-
oM. FopMoHanbHbIl CUrHan, CeRoBaTeNbHO, NEPEeHOCUTCS B Agpo
APYrHMU Benkamu, HEKOTOPbIE U3 KOTOPbIX CBA3BIBAIOTCS C Nocnefosa-
Te/IbHOCTAMM BONIM3K reHOB, KOTOPbIE PErynvpYioTCs 3THM rOpPMOHOM,
J1n Genku 3aTeM AENCTBYIOT KaK TPaHCKPHMNLMOHHBIE (haKTopbl, KOHT-
pONUpYs 3KCTIPECCHio reHoB. TPaHCKPUNUHOHHAA aKTMBHOCTb MOXer
BT MHAYLHPOBAHA APYrHMM BKAaMK BenKoB, KOTOPbiE He ABNRIOTCA:
FOPMOHaMM B KNACCHYECKOM NOHMMAHKM, T.€. He NPOAYLMpYIoTCa cne-
LUMaIbHOM KeNe3on W1 opraHoM. Tu BenKu BKNIOUAIOT MHOXKECTBO CeK-
peTUpYEMbIX, UMPKY/MPYIOLMX B KPOBU MONIEKYJ, TaKnX Kak POCTOBOW
(haKTop HepBHbiX MONEKY, anuaepManbHbii POCTOBOH hakTop U ApYy-
rve. XOTs KaKablit U3 Takux Benkos UMeeT CBOM OCOBEHHOCTH, obumi

MexaHW3M, Yepe3 KOTOPbIH OHU WHAYLMPYIOT TPAHCKPHNLMIO, HanoMu= "
HaeT MexaHW3M AeHCTBUA NenTHAHbIX TOPMOHOB. BaaumogeincTeure mexay
CUrHaNbHbIM BenKoM U MemBpaHo-Ces3aHHBIM PeLienTopoM HHHLUWPY=
eT Lenb CoBbITHIA BHYTPH K/ETKH, KOTOPbIE HENOCPEACTBEHHO NPHBOAAT
K CBA3bIBAHMIO CrieLMHHECKHMX (DaKTOPOB TRPAHCKPHILMM C onpezenex-
HbIMI FeHaMH, KOTOpble 3aTeM TPaHCKPUOMpYIOTCA. '

Tunet peeynsamopHuix 6enios u 0cobeHHoCmuU UX cmpykmypst

PerynsTopHbie 6enku pacnoaHatoT creuupuyeckie nocneposarefib-
noctu JIHK B pesynbrare TO4HOro COOTBETCTBUA UX NOBEPXHOCTH ABOH-
o cnupann AHK. K Hum oTHOCsTCA 6enku, ceasbisaloumecs ¢ JJ.'HI_“E'
NOCPeACTBOM «LMHKOBbIX NanbUes» (pucC. 162, 163), benku Tvna wneit-
uuHoBas MonHuA» (puc. 164), Genkn Tna «cnupans — netna — CAA
panb» (basic helix — loop — helix, BHLH). 3

MocnenosaTensHOCTb TUNA «LUMHKOBbIA naneuy — 370 KOPOTuﬁ..ﬁ; -
nenTuaHas neTs, KoTopas obpasyercs, Koraa Asa UMCTenHa B OAHOM
4aCTH NONMNENTHAA ¥ ABa MMCTUAWHA B APYrOW HacT1 Bnn3Ko ceA3bIBA"
JOTCA APYr C APYrOM, COBAMHASCH Yepe3 HOH LUHKa (Zn*) , obpa3yA
CTPYKTYPHYIO NOC/NI€A0BATENBHOCTD, HANOMUHAIOLLYIO naneu.

| TOMOAMMCPH | |fCTCPONHMCD,

' m benxu muna eneliuuroBsie MoAHUL S U mMuUna
— nemas — cnupanes (Helix — loop — Helix BHLH)

M AHK u ycranasnusath cneundHYeckoe U cHibHOe
€ Hajl HeckonbkuMK 0BopoTamMu no AnuHe.

K H3MEHEeHUIO KoHdopMauuu monekynsl JHK u or-
ana PHK-nonumepas. Benku tvna «umHkoBbii naneus
10 ponk B xope 3MOPHOHANBHOrO PasBUTHA U audde-

yi

Fenox muna «JyUHKOBbIL naneyy

Benok TMna «LMHKOBbIW nanewy» ceAsbisaeTcs ¢ JHK. Crmpaﬂbfa’ ":
[Oro «LMHKOBOrO nanbua» MoXeT KOHTaKTupoBaTtb C 6onbloH © “
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Benku muna snedyuHosas MoHUS v 4 HaBosIee BaXKHDBIM SBNRETCA NEPBUUHBIN KOHTPONL HHU-

Hekpunuvk. Cneaylownii ypoBeHb — NPOLECCHHT Tpakc-
o MPHK MoXeT perynupoBatbcsi Ha yposHe nepeuuHo-
PHK. PasnuuHbie dopmbi MPHK 06biuHo nonyuaiores
1 TOFO e reHa nyTeM anbTepHaTMBHOrO cnnavcuHra, OT-
KOHTPO/IS FEHHON 3KCNPECCHHU ABNSIETCA MHTEP(EpeH-
)0/Ib BOSMOXKEH Ha YPOBHE TPAHC/IALMK NyTEM peaaK-

. Hakoreu, Ha yposHe Genka ero akTMBHOCTb MoOryT
b NOCTTPAHCIALMOHHbBIE MOAWDHUKALIMM,

JTa aMUHOKMCNOTHAS NOCNEAOBATENBHOCTD COCTOUT U3 AuMepa ¢
NepUOAHYECKHM NOBTOPOM fieiiMHa Yepes Kaxkable 7 aMUHOKKC /oY,
JlefiunHosbie OCTaTKu CBA3aHbI BAONb Ha NOBEPXHOCTH KXKAOH X-cry.
panu 1 B3aumogencteyioT ¢ JIHK B npumbikaiowmx Gonblumx 6opoa,
Kax, 4TO TakKe No3BonseT nameHsTb KoHdurypauuio IHK u ceasarsey
PHK-nonumepaszam c [IHK. '

Benxu muna «cnupanb — nemaa — cnupan»

31a NoCneoBaTeNbHOCT COCTONT 3 ABYX CMMpasbHbiX obnacte
NONMNEeNTUAA, Pa3feNeHHbiX HeCMpanbHOW neTnei.

CnupanbHbie 061acTv 06ecneunBaioT AUMEPH3ALMIO MEXAY ABYMS
nonunentuaamu. MHoraa Takas nocnefoBaTeNbHOCTb «Cnupant — ner-
NSl — CNUPaNb» NPHUMBIKAET K Y4acTKy U3 OCHOBHBIX (NO/IONHTE/IbHbIX)
aMMHOKMCANIOT, TaK 4TO, KOraa NPOMCXOAWT AUMEpH3aLMs, 3TH aMHHO-
KMCNOTBI CBA3BIBAIOTCA C oTpUuarenbHo 3apsxerHoin [HK u Takxe
cnocoberayioT TpaHckpunuuu. MonunenTuasl MoryT hopMUpOBaTh ro-
MOAUMEPbI UK reTepoaumepbl. floMogUMeEps! COCTOSAT U3 ABYX OAMHa- e K S m&!t\.ﬁ
KOBbIX NONMNENTULOB, FreTEPOAUMEPDl — M3 ABYX Pas3HbIX. Y i X riy

Pedakmuposarue PHK

saHne PHK moandmumpyer (Mamenser) renernueckyio uh-
yposHe PHK (puc. 166). BakHbim npumepom sisnsiercs rex
Ha B, soBneueHHbIlt B nunuaHbI MeTabonuam. IToT reH
BecoM 512 /] (kunoaanbToH) u coctout s 4536 amuHo-

YposHu pezynauuu skxcnpeccuu

2eHos Y aykapuom y

CXeMaTH4HO reHHas IKCNPECCUA MOXKET PeryupoBaThes Ha HeThl-
pex pa3nu4Hbix ypoeHax (puc. 165).

KOHTPOJIB
ALpO THTOA0ME  gopTposTs Ha Ha ypoRue
! ypoBue AKTHBHOCTH ;
o] TPAHCIISTITHI Geama <y i
TPAHCKPUITT : i 4. == 4 (EERTIELE :
WPHK Geaok ¢
—1-|_EHEJ—2o_-§ MPHI. , il W o ToaHCHUMS
KORTPOIE KOHTPOIL \ (unamﬂﬂl!’mmﬂ-' g_ .
Hi ypoite Hit YpORHE HACPHAS Hopa COOH
TPAHCKIITITIH uepepaboTii H CONH -
PHK N N
oBOA0TKE SAPa
Anonunononteun B-84
W3 BMUHOKHCNOT

f“_. PedaxmupoBanue mPHK anoaunonpomeura-B
8 knemkax KuweyHuka MACKONUMAIOWUT
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Puc. 165. YpoBhu peesynayuu skcnpeccuu 2eHoB y syxapuom
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KMCNOT. BenoK CHHTEIUPYETCS! B NEYEHH U BLIAENSETCA B KOs, rpe

HocuT nunuapl. [pyron 6enok A no B-48 (250 k) — yHKUMOHANGHG i
poacTseHHas, 6onee kopotkas opma atoro 6enka, cocrosuag ua p—
2152 aMUHOKWCAIOT, CUHTE3UPYETCA B KHWEUHHKE. TO NPOCXOINT B Pesye. : “?’"""
Tarte TOro, YTO KWLLIeYHas Ae3amMuHa3a NPeBPaLLAET LUMTO3KUH B KOAOHe 215-2 4 TS IR

LIAA (rnytamuH) 8 ypauun (YAA). 310 uaMeHeHHe NpUBOAKT K 06pazosa.
HUIO cTon-koaoHa YAA 1 BnocneacTBuy TEPMUHUPYET TPaHCASLMIo Bm

:
5

yuacTke, obpasys Bonee kopoTkyio copmy benia c apyroi dyHKume, A

PHK-unmepgeperuyusa (PHK-u) d

Hobenesckas npemusi no meauuure 3a 2006 ron npucyxaeHa ame-
pUKaHCKKUM yueHbim IHapio Daipy u Kpairy Menno 3a otkpeitue PHK-
uHTepeperumun (PHK-u).

B 1997 r. B akcnepumeHTax Ha YepBAX OHW OTKPbINK, uTo PHK mMoxer
oTkouaTh reHbl, ecnn PHK 8BoaUTb KOPOTKMMU chparMeHTamu, He OHO-
LENOYHBIMM, a AByXLIeno4HbIMK. Takoe sBneHue nonyumno Tepmun «PHK-
unTepcdepeHuua». Monagasn B KneTky, Monexky b AsyxuenouHon PHK paior
curHan pabote pagy cepMeHTOB, KoTopbie paspesaioT PHK Ha orgent-
Hble dparMeHTbl U yaansior u3 Matpuutoil PHK nopnexauume nvksuga-
umm yuactku (puc. 167). Takium obpasom, cofiepXKallasca B 3TUX y4acTKax

uHcopmaumu He nepepaetca pubocomam. PHK-uHTepcbepeHums Mome'r |

T Retapausn asyxcripansHoh PHK ( acPHK)

pa3pyLuarb reHeTHHECKMIA MaTep1an NonajaloLiMx B KeTky BUpyCos,
TOXAET NOABMKHBIE INEMEHTbI €€ reHOMa M, HaKoHeL|, y4acTByeT B pery=
NALMK IKCNPECCHM (DYHKUMOHANBHBIX FEHOB, T.e. 6IOKHMPYIOT MX pabory.
B HacToslee BpeMA NPOBOAATCA IKCMEPUMEHTbI NO NeYEHHIO MO~
NeKyNAPHOH fereHepayuu ceTyaTku rnasa ¢ noMoLLbio PHK—unTepda%‘" i
peHuun. Oparmentbl PHK BBOasTCS B rna3 60/1bHOMY, KOTOPbIE arny-
waioT reH, obycnosnuealoLii aHoManbHoe paspactaHue Kanunnupoﬁﬁ
CeTyaTKu, Bbi3bIBAIOWUX rMBenb CBETOUYBCTBUTE/IbHbIX HEPBHBIX Kne-.
Tok. PHK-untepdeperumus (PHK-u1) asnserca HenasHo oﬁu‘appkeﬂﬁblﬁ':_ i
6uonoruueckum ssneHueM. Untepdepupyiowas PHK npeacT 33""3'-'__'- '
coboii kKopoTkue asycnupanbhbie monekynamsl PHK, cocTosime 13
21—23 nap OCHOBaHHU# C BHICOKOH CNEUHDHIHOCTBIO K HYKIEOTHAROH
nocneaoBaTenbHOCTH cooTeeTcTayiowiel Monexynbt MPHK.
Koporkas untepcepupytowas (kuPHK) 8 tunuuHom cnydae i
u3 19 Hykneorupos asyuenouron PHK c asyms Hykneotuaami, caucalo
WHMK ¢ 0BOUX KOHLOB.

Puc. 167. PHK-unmepgpepenyus

Metunuposanue AHK

e AHK — 310 nobasnenme metUnbHbIX rpynn K cneuu-
am Ha [IHK, 06biuHo K uutoauny. Moyt 10% umtosmHa
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Y BBICLUMX OPraHH3MOB METH/PYETCS, OH NPUCYTCTBYeT B |- 44 (o
OH obHapyxxusaetcs B 5'-KOHUAX MHOTUX FeHOB. METHanogaH“e OHK
ABNAETCH (DYHKUMOHANBHO BaXKHOM MOAMDHKALMeN. Dy MORHDMKaLyy
ABNAIOTCA HAC/@AYEMbIMU HIMEHEHHUSAMM, KOTOPbIE BAUSIOT Ha cnpee.
CHIO onpeaeneHHbIX reHos Hea uaMeHeHus nocneaoBaTenbHoCTY OHK. _
O6pazey MeTunuposanus [HK sensercs thyHKUMOHaNbHO BaXHbiM,
NOCKO/IbKY H3MeHeHHoe MeTuauposaHHe [IHK moxkert MPMBOAUTS K Ha.
PywieHHaM pa3suTus u Gonesnsm. Knetku maekonutaoumx coner Kar
thepMeHTbl, KOTOpbIE NOAAEPIKUBAIOT METUIMPOBAHHE OHK u YCTaHas-
nuBaloT ero B HosoW uenoyke [IHK nocne pennukauyuu. CYU-LECTBM‘_'
AHK-metun-tpancdepassl (AHMT) u MEeTUN-LMTO3UH, caﬂahlaam.- 1; :
Genku (MeCPs), s3aumopeicTayiowme ¢ yvactkamu [IHK, Gorary :
Ur-nykneotnpamu. [sa tuna METUN-TPaHCHepas MOXHO Bblae/nTs no | :
MX OCHOBHbIM (hYHKLMSAM: NOALEPIKAHUE METUAMPOBAHUA U mem.nmpq;,:»:I OLLHE INeMeHTbI B XpomaTuHe, cnocoBHble B3auMopei-
BaHue BHOBb obpa3yioweics uenouku JHK. 4 BbIMU KOMNNEeKcaMu. AKTHBaTOpHbIe Besku CBA3bIBAIOT-
C HapylweHHem MeTHMPOBaHUA y YenoBeKa CBA3aH rem ﬂHMT:i& il CPeAHHKoM. B pesynbrare xpomarun CTaHOBMTCS fieKOH-
MyTauun 8 reqe yenoseka [IHMT 3B, koaupyiowem METHH-TpaHf;qn';-l M FeH NepexoanT Bo «BK/IIOYEHHOEY coctosaHue. Obme
pasy, Bbi3biBAIOT ONpe/esieHHoe 3abonesanme, Ha3biBaeMoe «CHHAPOM ANk 1 PHK-nonumepasa cobupatorcs y npoMoTopa u
ICF» (ummyHopedUUMTHOCTD, UeHTpOMepHas XpOMOCOMHas HecTa- ckpunumio. Korga penpeccopHbie Genku CBA3bIBAIOTCSH
BunbHocTs), ¥ SNIEMEHTaMM, 3TOT npoLiecc obpawwaeTes U urMLMa-
€ noMoupio PHK-nosmmepassi npexpawaercs, O6pa-
POMaT1Ha HauuHaercs co CBA3bIBAHKSA reTepoXpoMaTHHO-
>1) € MeTMAMPOBaHHBIM rHCTOHOM 3, AHK-cessbiBaowwit
noabupaer Apyrve Genkw (SIR3 /SIR4) BMAE KOMN/IEKCOB.
es ¢ H3 /H4 u nonumepuayiorcs & XPOMaTuH,
MyTauui resa MECP2, pacnofoskenHoro Ha X-xpomocome,
W€ reTepoxpomartiHa U Bo3HuKaeT cuHapom Perra,

(nobasnerne occbatHbix rPynn) SBARKIOTCA TUNamu MOAMUdH-
IM oABepraioTes ructombl H3 u H4 no onpegenettbiv amu-
'N-KOHUeBbIX yuacTkax (xsocrax). Caoiictaa [UCTOHOB U3-
Mopudbukaumm OonocpenyioTca MeTMNa3aMU |1 AeMeTunaszamu,
M ACALETUNA3AMH, A TaloKe KuHasamu chocchoprnmposanus.
MTHH aueT HIHpYeTCAa no oc*ran(y NIU3WHa U MeTUNK-
3MHOBbIX y4acTkax L. Takum obpazom, MHOXecTBeH-
MK MOTYT NPOUCXOAUTD U BAMATL Apyr Ha apyra.

Pemodenuposarue XpomamuHa

@ Ge/KM MOTyT HIMEHATD COCTORMHMUS «BbIKNIOYEHHOCTHY
rature. Cywecrayior cneundmryeckue HK-cessbizaio-

OGpatuMbie 3MEHEHHS B CTPYKType XpoMaTHHa

B ayxpomaruHe reHbl BOCTYNHbI A5 TPAHCKPUNLMH, B rerepoxpomaru- .
He — Her. JlokanbHas CTpyKTypa XpoMaTiHa MoXeT oBpatiumo nauenm&i
CA C NOMOLUbIO Pa3/IM4HbIX MEXAHU3MOB, Ha3bIBAEMbIX «pemo,qenum
H1e xpomaTuHa». Pemogenvposanme xpomaTuHa senseTcs av:maubd b
PaTMMbIM MPOLECCOM, C NOMOLLBIO KOTOPOTO MMCTOHB! H3 Moner:-)lm !
NepeMeLLaloTCs, fAeNan reHbl AOCTYNHLIMA ANS TPAHCKPHMLIMM. muxp&‘ ‘
Avmas 3Heprus obecneunsaetca nyTem ruaponuza AT® g GonbILIMX 4
MOZENMPYIOLLMX KOMM/IEKCAX, KOTOPbIE MOryT BbiTh KiaccudMLMpoBaHsl
B COOTBETCTBHUM C Mx ATD-a3HbiMK CybbeauHULamMHU,

TenomHbid umnpuHmumHz

HYacTo Tonbko OAHWH annenb onpegeneHHoro FeHa 3Kkcnpec-
BPeMA Kak Apyroit — nocrosHHo penpeccuposaH. Cocros-
S@BHCHT OT TOro, KaKoii U3 poauTenei faet ToT UnK uHoI
HMeer ny on MaTepuHckoe unm oTuoBCKOe NPOUCXOXeHHe
O-Cneyncuyeckas IKCNPECcHn). 310 Ha3bIBAETCH 2eHOMHMb/)
TeHomHbIi MUMINDUHTUHI ABNAETCA BaYKHbBIM H3MeHeHHeM B
MTalowmx, Ecrecteqmbiii otbop peicTeyer no-pasxHomy
'€PUHCKOrO 1 OTLOBCKOrO NPOHCXOMKAEHMS.

Modugpurauyus sucmoros

W i
Kntouesbim cobbitieM B peMoaenuposaHim xpomaruHa ﬂBﬂﬂe;ec“ )
Andbmrauus ructoHos H3 u H4 8 kope. Metuanposanue (gobasnet ol
rpynnbi), aueTunuposatue (nobasnenue auetUnbHbix rpynn) U ;
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HeBO3MOXHOCTb YCTaHOBUTL HOPMANbHBIH UMNPUHTUHT W3-3a rey.
HOW NEPECTPONKN MPUBOANT K NOSBNEHHIO BAXKHON reTepOreHHoN rpyp.
nbl BonesHen UMNPUHTUHIA. :

Bo/e3Hu WMNPUHTHHIA BbI3bIBAIOTCA PA3/IUYHBIMU MeXaHWIMamy,
NOpaXaloWMMKU OMH Wik Bonee aKTUBHBIX FeHOB, HOPManbHo aum:
peccHpyeMbiX TONIBKO B OAHOM POAHTENCKOM /1/1€/1e B HMNPUHTHPO-
saHHol obnacTn. Hanbonee U3BECTHBIMU ABNAIOTCA CHHAPOM [Mpage-
pa—Bunnu, cHAPOM Anrenbmana v cunapom bexeutra—Bupemana,
reHbl KOTOPbIX pacnonoxeHbl Ha 15-# xpomocome (puc. 168). R

Cunppombl Npaaepa—Bunnu u AHrenbmaHa ABNAIOTCA HEBPOreH-
HbIMK HapYLIEHHSIMU Pa3BUTHSA, BOHUKAIOWIMMH B pE3y/bTarte pasnuu-
HbIX FEHETHYECKMX NOBPEXAEHHH B WMNPUHTMPOBaHHOM 0BnacTh xpo- )
mocomsl. Cunapom MNpaaepa—Bunnn xapakTepuayeTcs HeOHaTaNbHOW
MbILLEYHOM CNABOCTBIO W HAPYLIEHHEM NUTaHKS, HTO NPUBOAMT K 0Buwmp- '

HOMY OYKUPEHHIO Y MHOTHX NaLNEHTOB. Mpu cuHapome AHrenbmana
MefNIeHNsi Pa3BUTHA OBbIUHO TsKesble, C NOUTH NONHOW NOTEpeH |
HEeHOpMa/bHOM 3neKTpo3HLedanorpaMMon 1 rUNepakTUBHOCTBLIO.

MJIABMATHYECKAS
ICTBEHHOCTD,
EXPOMOCOMHAS
CTBEHHOCTb

2. Cmapon Mpapepa — Bunm

Puc. 168. bosesnu umnpuHmuHea



pie 6enku. Bonblias sxe yactb pubocomanbHbix Genkos
IOLMX B NPOLIECCE OKWUCIMTENIBHOTO (hoChopHAMpOBa-

KOAMPYIOTCA AAePHbIMM reHamu. CunTeaupyembie
Mme ans MHTDXOHRpHﬁ CBA3bIBAKOTCA C onpegenexH-
' Gemcos, HasblBaeMbiMKU wanepoHamu. besku wane-
_m nepeHocy nonunerlmna B MUTOXOHApHanbHoOe

| _ 4esioBeKa B AHK mutoxonapuit otcyrcreyior MHTPO-
- monkyn IHK — or 2 o 50. Mevom mutoxoHApM ye-

=i _ 2H KO/b 7} ¥ i
B koHue 1990-x rr. K. KoppeHc oTMeTns, 410 Yepeaosane Genbix i 559 n.H. (u::: fggrlﬁn; egr;:a;;o::mou st o
3eNeHbIX YYacTKOB (NeCTPONUCTHOCTB) Y PACTEHHS HOYHAA Kpacasu [ BCEro reHoma yenoseka cocrasnser 5% Becrso e
He nopuuHaerca 3akoHam Menpens. [JlaHHbIA TMN HacnepoBaHus DU BXOAST reHbl pUBOCOMHbIX 1ZS-|:)PH|2.H 1EOS€Ta|:Hr§-
Ha3BaH LWTONNA3MaTHUECKWUM, a Nno3xe — HEXPOMOCOMHOMW Ha FeHbl TPEX Cy6benHML LIUTOXPOMA-C-OKCH b P y
cteeHHOCTbio. B 1960-e rr. 6bi10 yCTaHOBNEHO, YTO HOCHUTE/NEM befMHHLbI ATMa3b1, reH LuToxpoma b, res I, Wecrom
na3MaTU4ecKoi reHeTUueckoi uHcopmaumu aensetca IHK rakux op AporeHasbi, » TeHbl cemu cybve-
HEe/N KNETOK, Kak MATOXOHAPHH U XJIOPONNAcTbl y 3yKaphoT v n/ia3
y npokapHoT. Takum 06pasom, CTano ACHO, YTO B KeTkax umeeTcs
TONbKO XPOMOCOMHaB HacneACcTBeHHOCTDb, HO W uMTONNa3mMaTH4ecH
Y npoKap1oT 1 3yKap1oT HapAay ¢ XPOMOCOMHOW U LIUTON1a3M
KOM HACNEeACTBEHHOCTbIO UMEIOTCA (haKy/IbTATUBHbIE HACNEACTRE
3/1eMeHTbI, KOTOPbIE MEHSIOT NOKANM3aUHIO. Y JyKapHOT — 3T0 MobK
Hble pucnepruposantbie rexbl (M), TpaHCno30Hs!, BUPYCI. Daky.
TaTUBHBIM 31€MEHTOM NPOKAPHOT SBAAIOTCA WHCEPUMH, TPAHCMOSOHE V. /4 i

u baktepuodaru.

Lienouxa

[eHOM MUTOXOHAPUH

MUTOXOHAPHH — 3TO LMTON/Na3MaTHyeckue opraHesibl IYKE
TUYECKHUX KNETOK, KaK XHBOTHbIX, TaK W pacteHui. PyHKUHA MUTOXO
APV KaK 3HepreTH4ecKown thabpuKK 3aK/o4aeTcs B CUHTE3E
B MUTOXOHZPHAX NPOUCXOAMT OKUC/IeHWe NupysaTa 1 YHUPHbIX KHC
80 CO,nH0, obpaayercs 36 Monekyn ATD, a He age, KaK npu rvk
nuse rnioko3bl. IHK MUTOXOHAPHH HMEET KO/IbUEBYIO copmy, XOTA
KOTOpbIe BUAbI XNaMUAOMOHAAbI HMEIOT nuHenyilo hopmy "“TAH
Paamepbl MTJHK pacTtexuit COCTOAT U3 COTEH M ThICA 1.H., BKNIOHAT
paanuuHble HEKOAMPYIOLLME NOCNEA0BATENbHOCTH, ANMHHbIe NOB
MUTOXOHAPHANbHDBIA FEHOM PACTeHHH HEBENUK, OH koaupyeT P A

MT [IHK venoBexa,
iy , nokaseiBarowas HanpaBnerue mparic-
e Brympenrem xpyze mpanckpubupyromes ¢ L-yeny ?HK
: :pyee“y mpanckpubupyromes ¢ H-yenu HK. N4T-5 8eHb:‘
/ ”mr‘,'tepmenmal NADH-pedyxmaser, zensr mPHK ykaaarsi
Ha3Barud coomBemcmByrowux amMUHOKUCAOMm
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wam Bce MTHK B knerke oguHakossie, Myraunn & mTAHK
yaioT CBOWCTBA 6enKoB, BXOAALMX B KOMNAEKCH! Abixa-
MUTOXOHADHH, BEAYT K HaPYLUEHMIO IHEpreTUIecKOro
KNETOK M, COOTBETCTBEHHO, K 3aBoNeBaHmIo Tex Trameil 1
pou3zoLuen 6ok IHepreTHueckux npoueccos. Y yenose-
HaKan/MBaIOTCs MYTaUUM, UTO U NPUBOAHT K CHIKEHHIO
ebipabarTbiBaeTcs B KNeTKax cepaua, Mo3ra i APYrux
C BO3PACTOM YE/IOBEK CTAHOBMTCA MEHEE AKTHBHBIM.
aTeNH CHUTAIOT, YTO MYTAUMK B MUTOXOHLAPHANLHOH
A npuunoit Gonee 100 Boneareit, Takux kak guabert, snu-

a
JyKapHOTHUECKAS KeTKa

Xpomocoma

SReKTPORHAs MEKPOCKONHA THbiH aunaos, Goneans Mapkuricona, sHuedanomuona-

i PeAAIoTCA OT MaTep K Aetsm. Takum obpasom, sce
Yl N

o [MH, HMEIOLLMX MYTaLMK MUTOXOHAPH, MOFYT MX Hac/e-

6

a ocobenHocTb MT/IHK coctouT 8 TOM, 4TO OHa KOH-
KaK NP OTCYTCTBUM OTLOBCKHX MUTOXOHAPHI HEBO3-
FOBEP MEXAY POAHTENBCKMMM monekynamu MTHK u
HOBbIX KOMBMHALMI MUTOXOHAPHANBHBIX reHoB. MUTo-
AHK cnocobra coxpansitbes Ha NPOTSKEHUM MHOrMX
X OCTaHKax.
MuTOXOHApHansHyto IHK npeakos u notomkos, MosHO
BO KaK MeXAy OT[eNbHbIMU OCOBAMM, TaK W Mexay
<M oBpasom Gbina HAeHTMHUMPOBaHa cemba noc-
© uaps Hukonas Il no ucKONaeMbIM KOCTHBIM OCTaH-
aHanu3a uMeHHo MUTOXOHAPHanbHo# [HK, Muto-
BAHK, sbinenennyio 3 ocrarkos etibl Hukonas Il v Tpex
CPaABHMAN C MUTOXOHAPHANLHON AHK 13 knerok kposw
TO npuHua Muaunna, repuora Sauubypckoro. Takas
CBA3aHa C TeM, YTO NepeuncNeHHbie NKua fBAsioTcs
MO MaTePUHCKON MHKUM, OHU — NOTOMKM npuHLec-
| @HFMIACKOH Koponesbl BukTopuu, Ceroghs takue
13auns u [IHK-guartocTuka nposogstes Bo MHOTHX
TOM Yucne u B Poccuu,

Snepuas
Ilf[K
Koamuecrpo MH'[‘{):(GII{{ }?a.m.

AHK

Bricokas Huaxas
WIOTHOCTE ——%norHOCTH

uKa

. 170. floxanusayus 8 knemke (a) u xapaxmepucm

i (6) sdeproii u yumonnazmamuvecxod AHK
[Russell, 1998. P. 681]

MUTOXOHAPHH BENATCA NPOCTLIM feNeHHeMm. PennunaunnKn":y:_
nouek mutoxoxapuansHou JIHK npoucxoaut ot ceoMx 1‘0':::l i
UMM B Pa3HbIX HANPABNIEHUAX W B Pa3HOe spems. [lpu :[I':( Mmo*.
mtIIHK uenosexka obpa3syerca EAWHbIA TPaHCKPHUNT. A ol
pUii ABNAETCA MATEPUHCKOW OCHOBOM Hacn?nCTBeHHOCTM. e
C TeM, 4TO B NPOLECCE OMIOAOTBOPEHNA B ALIEKNIETKY npo:osoma’ ¢
KO 0AHO AAPO CrepMaTo3onaa, a 0bnacTb Wekk1 cnepMa e
HaxXO4ATCA MUTOXOHAPUH, YTpPaiuBaeTcs BMecTe C xttOCTt:nenyeTa_ .
MoatoMy rexetuueckini matepran [JHK mutoxoHapui H; whipts e
MaTepHHCKOMH NiMHWK, OTCIo4a NOHATEH HEMEHAEIeBCKH o
cnepoBanua. MutoxorapransHan [IHK Moxer Tak xe T‘y;T,D.HK e
xpomocomuasn [IHK sapa. Mpu BOZHWKHOBEHHH MyTaLM i
kax HabnonaeTcs rereponaaMua — nNPUCyTCTBUE pasiiv

TMpoucxokaenue MHMTOXOHAPHI

O YHEHbIX NOAASPXKMBAIOT rUNOTE3Y O NpoKap1oTHye-
SHUM MUTOXOHZPHIH Y 3yKapHoT. Ha 310 yKaabiga-
SCKHe YepTbl, KoTopbie Habniopalotea y MHTOXOHAPHH.
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.
Y MUTOXOHAPHIA HET AAPA, OPaHHUEHHOTO ANEPHON obonouxoi, AHK
HMEET KOMbUEBYIO (hOPMY, FEHOM MHTOXOHAPHI HeBoNbLION, Kak y ] 6. UHCO KOTOPbIX BAPBUPYETCA Y PA3/IUMHbIX BUAOB OT HECKOb-
NPOKAPHOT, MUTOXOHAPHAIbHBIE MEHbI YENOBEKA HE UMEIOT MHTPONO, R A0 BENUUKH, NpeBbllalowmx coTHio. [lenenme xnoponnac-
BbiaBAEHDbI TalKe OTAMUMA reHetuueckoro koaa mMTAHK or AfepHol €5l SAPOM M, COOTBETCTBEHHO, MX YKC/IO TOXKeE, B xo-
JHK. B MuTOXOHAPHANBHOM KOAE KOLOH AYA KOBVPYET METHOHMN, & JHK ogvoknertouHol sopopocnu Chiamydomonas
He BONEHUMH, SEPHBIA CTON-KOAOH YT A kogupyer TpunTodan, a Tpun- Wﬁl reHbl YCTOWYMBOCTH K PA3/IMUHBIM aHTUOMOTHKEM:
netoi ATA u AIT, koaupytowpe aprunut 8 spepHoi [IHK, sensiorcy 3PUTPOMMLIMHY, ONEAHOMHLWHY, HEOMULMHY. MyTaumuy
TEPMUHHPYIOLLUMH. K aHTMOMOTUKaM HacNedyloTCs, Kak Npasuno, no mMare-
PH6OCOMBI B MUTOXOHAPHAX 4enoBeka — 558; bonbuwas cyGuegu- i, MOCKOMIBKY B 3UrOTE NMPHUCYTCTBYET TONBKO MaTepHHC-
HULA HMeeT KoHcTaHTy 39S, Manas — 288, Toraa Kak y 3yKapuoT Kow- rHas [JAHK. Xnoponnact, kotopsii obnapaer cobereen-
cranTol: 808, 60S u 40S. ;eHHBIM annapatom cunTeaa PHK 1 6enka u cnocoben
C Apyro# CTOPOHBI, Y MUTOXOHAPHH 3YKPUOTHUECKHX OPraHi3Mos, HE MEHee «NOJIyaBTOHOMEH» B PACTUTENbHOM KNeTKe,
0COBEHHO Y APONOKEN M PACTEHWH, €CTb U YKAPUOTHUECKHE HepTBl, ', AENeHHe, pasBuTHe TUNaKOMAHOW CHCTEMbI W thop-
BPMEHTATHBHbIX KOMN/IEKCOB TEMHOBbIX peaKiuii thoTo-
€A NOJ KOHTPOMEM He TONLKO COBCTBEHHOro, HO W
i 1a. TpaHcnopT GenKkos W3 UMTONNa3MBI B XNOPONAACT
XNoponaacTsl — UMTONNA3MATHUECKHE OPraHe/ ibl PACTEHMH W il BKTHEHO, NDH 3TOM OfiHH BENKH, CUHTEaHpYEMbie B
popocneit, Xnoponnact umeer cobcTserHyio ,!],H“I{, R coéaseum XMOPONAACTOB, BCTPaMBAIOTCS B MeMBpaHbl X/10po-
redom. [IHK xnoponnactoe npefcrasnser coﬁ:::_u 3aMKHYTYIO ABYCIH= - KM, ADYTHE HANPABASIOTCS B CTPOMY, TpeTbu BCTPan-
panbHyto monexyny. Paamepbl X10pONNacTHOH AHK O IHK) y W fHble MemBpaHbl. MccnegosaHne necTpoaUCTHOCTH
HbIX BMOOB PACTEHWIA Pa3NiHyHbl M COCTABNAOT OT 130 Ao 160 fhm MONEKYNAPHOM YPOBHE NOKAIANO, HTO BUOCHHTES XNO-
n.H. 3enenbie pacTenus coaepxar 8 xnoponnactroi HK oxonT O 3aBMCHT OKPACKA IUCTA, KOHTPONWPYETCSA FNag-
130 rewos. B xnoponnactHoi JHK coaepxuTcst no Asa rera YeTbipex PHbIMU reHamu. OiHAKO YacTb reHOB, KOHTPONUPY-
Tmnos (4,58; 5S; 168 u 23S) pubocomanshbix PHK (pPHK), reHol BceX NHCTBEB, HaxoauTea B nnactuaroi AHK. Kak uasectto,
rpancnoptHbix PHK (TPHK), rerbi pubocomanbHeix Genxon: fER JON/NACTOR 3aBUCHT OT Pa3NHuHbIX GOPM XNoPOdMUINa,
cybveanimu PHK-nonnmepasbl — (epMenTa, OCyWecTBAI0UIEND FID CNEKTPY MOrNOLWEHUS.
te3 PHK na xnJHK, 4actb reHos, KOAWPYIOWHX 6enkosbie mmn“ ORIV My AL, HAPYLLIAIOLLIX BHOCHHTES XNOPODMA-
Tbl dJOTOCHCTeMbI I n ", reHbi BEHKDB 3ﬂeKTp0HHo‘TpchnopTHOH CTax He oﬁpa:_gye'rcg nurmeHT. B cAy4ae necTposIMCTHO-
Tembl. OaHako 6e3 y4acTUs AAEPHbIX TEHOB HEBOIMOXHBI CHF PACTEHMA B ANHLUEKNETKE NPUCYTCTBYIOT MAACTHAD!
Genkos Ha pubOCOMax XNOPONAACTOB W OCYLIECTBNEHNE ocHs AANBHBIE M MyTaHTHbIE, Y MYTaHTHBIX NNACTHA 3e/1eHo-
(hyHKLMU XNOPONNACTOB — (POTOCHHTESA. Her. IMpwn apobnenuu 3UroTsl NAACTUABI CNYYaiHO pac-
Pas/vuHbie IneMenTbl BeNIoK-CHHTE3UPYIOLLEH CHCTEMb! xm? PH O [OYEPHHUM KJIETKAM, B Pe3ynbTaTe y HOBOTO NoKone-
CTOB KOHTpO/AMpYIOTCA NMbO coBCTBEHHBIMUA reHaMK Ueum.:b fi VT BEIYD SoReHbIMU. :
pPHK, dhakTop IF1, cybveannmnubl HHKOTHH&MHAaﬂe““Hﬂ”“y":nokr Tbl PA3BUBAIOTCA U3 NponnacTug. 3To mManeHskas Gec-
(NADH-geruaporerasbl), 60 AAEPHLIMK réHamH (q:akmpb|6e ol Na He UMEeeT BHyTpeHHel MeMBpaHHON cUcTeMbI, OK-
LMK W TEPMMHALMM TPAHCAALMH, BONBLIMHCTBO prBOCOMHBIX SINBBaHR W conepHT KonbuesyIo Monexyy TIHK
AMBO HAXOAATCA NoA ABOHHBIM KOHTPO/ZIEM (6e:m<osb|e KOMI‘IO: i R IBhonNacTa 3 NPONNACTHA BHYTDEHHAR MEMBpa-
hOTOCHCTEM M BENKM INEKTPOHHO-TPAHCTIOPTHON CHCTEM bi). s K 1 06pasyer BnauMBarNA BHYTPM naacTva. M3 HUX passi-

[2HOM X/IOpOIIACTOB, B KOTOPbIX MPOHCXOAUT (POTOCHHTES

4
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BaloTca MeMﬁpaHbl TUNaAKoOWAOB, KOTOpPbIE o&pasy!oT CTeHKW — rPans, B
. T
i

namennbl U CTPOMbI.

CeropHsa 60NbLIMHCTBO MCCAEAOBATENEN CYMTAIOT, YTo X10pOnac.
Thl MPOU3OWIAK OT NPOKAPUOTUHECKUX NPEAKOB — unanoBakrepyy
(cune-3enensbix Bogopocneit). Mpegnonaraior, uro HEeCKONbKo Munmg,
apAos net Hazaj (hOTOCUHTE3UPYIOUWHE LiHaHoBaKTepuu npoHH“RK__E;
3YKapUOTHYECKHE KNIETKM, B XOAE IBO/IIOLMH NOTEPA/IH CBOIO aBTOHOM-
HOCTb, Nepegas Bonbluoe YHCIO BaXKHENHLLMUX reHoR B A0EPHbIH rehdg'_
pacTeHuid. inepHbie rexHbl M ONPEENsioT, NO KaKoMy nyTH Byner pﬁg
BMBATbCA NPONJACTUAA: NPEBPATHTCA B (HOTOCUHTEIUPYIOLLMH XN0po-
MAACT, CTAHET XPOMONAACTOM, HAKAN/IMBAIOWIMM MHIMERTBI — KaPOTU-
HOW[bI, WK CTAHET aMUIONNACTOM, 3anNacaloWwmMM Kpaxman. =

Takum 0Bpa3om, reHeTHYECKan CUCTeMa YKAPUOT COCTOUT U3 ABYX
NOACHCTEM: AAEPHAA (XPOMOCOMHas reHEeTUYECKAs CUCTeMa) U MuTo-
XOHApHanbHas (LMTONNA3MATHUECKAS, FeHETHYECKas CHCTEMa), '

[naeHyio ponib B KNeTKax 3yKapuoT UrpaeT RApo, UMK XPOMOCOM-
HaA reHeTHYECKan CUCTEMa, KOTOpas UMEeeT 3HauuTe/bHO Bonblue re-
HOB, W OHM WrPaIOT BAXKHENLLYIO POAb B DYHKUMOHMPOBAHWH KNETKH U
opranuama. OnHako Bes MUTOXOHAPHUANBHON M XI0PONAACTHOM AHK,
KOTOpbIE NMPUHUMAIOT yYacTHe HapALy C AAEPHBIMH F€HaMHU B KOAMPO-
BaHMM GeNKOB W (DePMEHTOB, 0BECNEUHBAIOLLMX NONYYEHHE SHEPreTH
yeckol monexynbl AT®D, Bruoxumuueckas dabpuka KneTku hyHKIHO-
HUPOBATb HE MOMeT,

Yaers NHK daxyvopa F
€ NOCAEAYIOMIMI FeHAMY ]
Gakrepuu-gonopa il

BakrrepuansHeie niasMuab

M3yyeHue YCTOHYMBOCTH LITAMMOB NAaTOreHHbIX BakTepuit K aHTH=
BUOTHKAM NOKA3a/10, YTO OHA AB/AETCA CTABUNBHBIM reHETHYECKHM NpH-

3HaKOM, KOTOPbIV NEPEAaeTCs NpH KOHTaKTe BakTepwid Apyr € APYroM: Pﬂxouﬁmﬁ
370 CBA3AHO C rEHETHUECKHMU 3NIeMeHTaMK BaKTepuanbHON KNeTKH -; P 5 Peumg?;{ .
nnasmugamu. MNnasmugbl — 310 ABYXUENOUEYHbIE KOMbLEBbIE ﬂH XPOMOCOMAMIT

(puc. 171), kotopbie pacnonaralotcs B GakTepHsx aBTOHOMHO OT XPo= A BN
mocomHoi [IHK. UmeHHo B nnasmMuaax 8 HEXPOMOCOMHbIX 3neM&H’Ea._"' i
HaXOAATCA reHbl, KoTopbie 0ByCNOBAMBAIOT yCTOMUMBOCTL BakTepHd K
HEKOTOPbIM aHTOHOTHKaM. Kaxkpas nnasmuga cama xonTponane‘;’“ s
COBCTBEHHYIO PENIMKaUMIo, UCNONb3ys NP 3TOM pen/MkaTveHbli & b
napar Knetku-xossuHa. C NoOMOLLBIO KOHbIOrayuK naasMuibl nepei_lﬁ' i
10T FeHbl, KOTOPbIE MONYYHIH HAa3BaHHe haKTOPOB PE3UCTEHTHOCTH,

ITepedaya zenemuqeckozo Mmamepuana 8 pesynemame
Kouviozayuu y E. coli [Russel, 1998. P. 232]:
F-gpakmopaom doropa k peyunuenmy u ckpewuBarue F ' x F
“aHue aunul Hfr 8 pesysemame unmezpauyuu F-gpakmopa u
Baxmepuasatrorx zenoB om JOHOPHBIX K PEULNUEHIMHBIM
Knemkam G xode ckpewuBanus F x Hir
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R-cpaxropos. Mnasmuasl cnocobHbl BCTpaneaThes B XPOMOCOMHyjo IH _ NEKYNAPHOrO CTPOEHHA /loKyca B XpoMocome BaKTepHo-
6akTepun. OHKM CO3[AIOT YCTONYMBbIE LTAMMbI Gakrepuit k aHTHGHm-“.: ‘ H e BBE/ TepMHH «UUCcTpoH». [lanHbie C, Berisepa nokasa-
kam. B nnasmugax umeetcs takxe thakrop hepTHIBHOCTH, Mny F-d:a@. r H, WK FeH, — 3TO OTPE30K MONeKY b JHK, umerowmii
Top. MakTop F obneryaet KOHBIOrALKIO U NEPEHOC XPOMOCOM, Liac‘ra xapakrep. OH gUCKpeTeH, TaK Kak COCTOMT U3 Habo-
OfiHa nnasMufa obecneyrBaeT YCTONUMBOCTE K HECKOMbKUM aHTHBU. oB. l'eHeTHyeckoe KapTupoBaHue uucTpoHos dhara T, no-
TuKam. [nasmuppl, BbigeneHHble U3 BaKTEPHUI B Pa3HBIX YacTax HaLueﬁ. DBUTD, UTO reH Ae/IUMM W HAUMEHDILUMMHK MYTaLHOHHbIMK
niaHeTbl, HECYT OfHK WU Te XKe reHbl Pe3UCTEHTHOCTH K aumﬁuowﬁéﬁ. HbIMKW EAMHKLIAMH ABNAIOTCA MYTOH M PEKOH, T.e. OT-

(puc. 171). lyKNEOTHAbI.
aHrMACKKMA Bpay A, Fappog npeanonoxun, Uto MyTaimm

Th HEJOCTATOK (DEPMEHTOB, KaTanW3MpPyIOWKUX Npespa-
‘meTabosinieckoro sellecTea B gpyroe. Takum 06pasom,
MMaHHe Ha B3aMMOCBA3b MEXKAY reHamk U hepMeHTaMH.
hepMeHTa CBA3aH C OTCYTCTBHEM HOPMAaNbHOW annenw
KOHTpOAHpYeT cuHTe3 chepmerta. B 1945 r. [, Bugn u
M3y4as 0bnyYeHHbie HeMpPOCNOPbI, NPULLAW K BblBOAY, YTO

bI3bIBAIOT HapYWeHUs fesTensHocTH thepmenTos, Tak
posaﬂo BaXKHOE MOJIOXEHHE MNeHeTHKH: «OO0WH reH —

Sranbl Pa3BHUTHA NpeACTaBJ/IEHHA O FreHe

MeHpens hakTHHECKH NOCTY/IMPOBAN CYLLECTBOBAHHE reHos, xors
cam TepMuH «ren» Gbin BBeaeH B Hayky B. Morancerom s 1909 r, Co-
rNacHo ero onpefeneHnio, «CBOHCTBA opraHuama obycnosnueaiotes
0C0oBbIMH, NP H3BECTHBIX OBCTOATENBCTBAX OTAGNEHHBIMK APYT
Apyra B CH/ly 3TOFO 0 H3BECTHOMH CTENeHW CaMOCTORTENbHbLIMM ey~
HMLAMK, UMK 3NeMEHTaMK, KOTOPbIE Mbl Ha3biBAaEM reHamu».

Menpgens npegnonaran, YTo HACNEACTBEHHOCTL AUCKPETHA U KJIET
Ka COLOEep)KUT ABa annens reHa. [pu nonosoM pasMHOMEHWU anne)
pasfensoTcs TakK, YTO B KDKAYIO raMeTy nonafaer fuqilb OfMH U3 an-
nenen. [Npu cKpelMBaHHKH annenu He C/IMBAIOTCA U He WCUe3aloT, a Ue-
pes NonoBble KNETKH NepeaatoTca noTOMCTRY. g

XpOMOCOMHAR TEOPUS HACNBACTBEHHOCTH fAoKa3ana, Yto MeHaenesc-
KHe Hefenumbie HAaCNeACTBEHHbIE (haKTOPbl HAXOAATCS B XPOMOCOM
KNETOYHOM AAPE U PAcNONaraloTea IMHEHHO MO 4JMHE XPOMOCOMBL.

Cpasnusas acbcbekt anneneit y rerepoauror, T.X. MopraH npuwen
K BbIBOAY, UTO reH npeacrasnser coboit anemeHTapHylo HeeHMYIo
eMHULY HACNeACTBEHHOCTH, KOTOpas Npu MyTauusx M3MeHaeTcs
uenom. CornacHo naee o HeEAMMOCTH reHa, CHMTANOCh, YTO KPOt:
CHHIOBED NPOUCXOAMT MeXay reHami. B pesynstare BozHuHKno yOeX
[leHne,; 4TO reH ABNAETCA efAHHUUEH (DYHKLUMK MyTaLuK 1 pemﬂﬁlﬂ‘..a’-" b
LM, o
B 1929 r. A.C. Cepebposckuit u H.IM. OyBuxuH nokasanu, 41O I'GH
HE BCErfja MyTHpYeT Kak eauHoe uenoe. Mytauuu moryt 3anarHBj‘T"f
pa3nuYHbie YHacTKH reHa, T.e. BbiNo NOKa3aHO, YTO reH He ﬂBﬂﬂeTc‘“i b
eAUHULEN MyTaUMK W pexomBHHaLWK. MepsbiM BaXKHbIM LWarom Ha ny‘“‘ 3
M3YUeHUA TOHKOH MONEKYNAPHON CTPYKTYpbI rena 6uin caenat C. 5?"' j
3epom B 1957, 1961 rr. Mccneposanua C, BeHsepa Hbiiv nOCBAMSTE

WHrpem nokaszasn, Yto CepnOBMIHO-KNETOYHAS aHe-
a obycnoBieHa H3MeHeHHEM aMHHOKHCNIOTHOMO cocTa-
TOAWIEro U3 ABYX 0~ U ABYX B-cyBveaunuy, Ecrectsen-
APEANONOMHUTb, YTO Kaxkaas cybbenuHula Kopupyertcs
MW, BosHukna runotesa «ofuH reH — ogHa nonunen-
1Ka», T.€. OiIMH r'eH KOHTPO/IMPYET CHHTE3 TONBKO OfHOM
H Uenouku rnobuHa o unm B,
nocne otkpbiTia cTpykTypbl [JHK ctano AcHo, 4Tto reHsbi
Mo o cTpykType Benka. C paclngposKoi reHetnyec-
CTa/l M3BECTEH MEXaHN3M, C OMOLLBIO KOTOPOro KNeT-
HYKIEOTHAHYIO NOCNE[0BaTENbHOCTD FeHa B aMUHOKHC-
OBaTeNIbHOCTb MoneKy bl benka. Takum obpasom, crano
— 370 ydactok monexynsl JHK, cogepxaiumii uHdop-
IHHYIO B €ro HyKk1eoTHaHOM nocneqosarensHocTH. K ato-
H3BECTHO, YTO MOMUMO FEHOB, C KOTOPbIX HAET TPaHc-
1K, umerorcs reHbl, KoagupyoumMe TpaHcnopTHbie PHK
OcoManbHbie PHK (pPHK).
bI/IO NOKA3AHO, UTO reH y BYKAPHOT COCTOMT M3 IKIOHOB
(puc. 172— 174). flanee 6bino ycraHoBNEHO, YTO NPOLECE
A PHK o6ycnosnen cnnaiicunrom, a raioxe uto cyuiecrayer
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6) TunuaHBIA syKapuoTHYeCKWi rel

Puc. 172. Cmpoenue 2ena. lpokapuomuueckue zews obeiyHo codepicam
HenpepsiBrbre kodupyrowue nocanedoBamensHocmu (a), mozda Kax
Kodupyroujue nocaedoBamensHoOCmy IYKaAPUOMUYEcKUX 2eH08 06bI4HO
npepsiGaromca Hexodupyiowumu nocaedoBamensHocmanu (6)

ellle U anbTEPHATUBHbLIM CMAAHCKHT, B PE3y/IbTaTe KOTOPOro 3K30Hb!
O[IHOTO reHa COeAWHSAIOTCA B PasHbix KOMBUHauMAX ¢ obpazosaHueM
paznuqHbix 3pensix MPHK. 310 oTkpbIiTHE H3MEHUNO NpeacTaBNeHue o
reHe Kaxk efWHWLEe HacNeACTBeHHOCTH, KOAWPYIOLLEH TONBKO 0gHY no-
nUnenTHaHyio uens. Jonroe pems Haubonee uayuersl Bbin CTPYKTYp-
Hbl€ YaCTH reHa, KoAUPYIOLWME NEPBUUHYIO CTRYKTYpPY Benka unu PHK.
B nocnennue roabl 611K OTKPbITHI PErynsTopHbie NocneoBaTenbHoC-
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&) ew spsserca otpeskom Monexyse: JIHK

G) Buonoruueexas uudopMains oA#oro resa CONEPRHTER B oMol
DONHHYKACOTHARON ternu Mosexynsl JTHK,

e &

3

\
MaTpHYHan nens [THK

8) Tensl MoryT pacnionaraTies B PATHEE HOAHHYKASOTHAHBX
- uensx monexynn JIHK

ren | ren Il
- T

e :
ren (11 i ?

MCMTEHHAR, MM
cnettcepuag, THK

N Puc. 173. lencezmenm JHK

a). l'en, coctaBnennmi u3 « CKOBY
3K3on | IKIOH

HHTpPOH
6) Ten kncrosno-pubpoanoro rpancmemGpannoro

g
- peryistopa enopexa |

23 478910 11 '.'% 15!! 18 #l} glgﬁl

BEPTHKANBALIC IMHAH YKaILBAIOT
kb TIO3HIHA JK3I0H0B

Puc. 174. Cmpyxmypa 2ena, cocmaGrentozo us 3k30108 1 UHIMPOHOB

| 3TUX reHOB, KOTOPbie HEOBXOAUMBI 4NA IKCNpPECcCHU CTPYKTYPHBIX
HOB. PerynatopHble nocnefosare/lbHOCTH 3TUX reHos — npoMoTo-
— B3aumopeicTsyior ¢ PHK-nonumepasoi, perynatopHbiMi 6en-
M — penpeccopamn 1 aKTBaTrOpamu TpaHCKpUNLMM, B Hawu AHH
P0/IeMa reHa nepeLuna Ha HoBbI ypoBeHb. I'eH cTan paccMatpusaThes
cucTema U Kak yactb obuieii cuctembl reHotuna, EguHcTeo chyHk-
TeHa OKa3anoch NPOAYKTOM HHTErpaLMK hyHKLIMH €ro YacTu: CTPYK-

223




TYPHO#, (hYHKLMOHANBHON U perynatopHoi. B noHATHe «reH» BOW/H
TaKue PEryNATOPHbIE YUACTKH, KaK NPOMOTOP, SHXaHCED, TEPMUHATOD.

Takum 06pa3om, NPeAcTaBieHne O reHe MPoLWNo HECKONbKO 3Ta-
noB.

MepBbiit 3Tan — reHbl HeAENHMBI, CTPYKTYPHO H hyHKLHOHATIbHO
yenocTHbl unu egubl (M.Mexpens, T. MopraH).

Bropoii 3Tan — W3MeHeHWe NPeACTaB/ieHka O CTPYKTYpPHO#H ueno-
crHocTH reHa (A.C. Cepebporckuit, H.IM. [y6urun).

TpeTuit aTan — U3MEHEHUe NPeACTaBEHHs He TONBKO O CTPYKTYP-
HOM, HO M O (hYHKLMOHANBHOH LIeNIOCTHOCTH FeHa (npepbiBucTOE CTPOE-
HWe reHa, anbTepHaTHBHbBIN cnnancuHr),

YetsepTblit 3Tan — NPeAcTaBNeHHe O reHe Kak efnHHLIE CTRYKTYP~
HOM, (YHKLIMOHANLHOM W PETYNATOPHON aKTUBHOCTH, T.e. BBEAEHHE B
NOHSITHE «reH» PerynsTOPHbIX y4aCTKOB rena (NpoMoTopa, 3HxaHcepa,
TepMUHaTopa).

FEHETHKA TOJIA




B npouecce 3MOPHOHANEHOTO PA3BUTHA OPraHU3Ma NPOUCXORNT
andpepeHUMpoBKa nona ocobei, T.e. MEXAY MYMCKHMU W KEHCKUMA
0COBAMK BOZHWKAIOT HAC/MEACTBEHHO 3aKpenneHHbie Pasnnuusa. Mpu
NONIOBOM Pa3MHOMEHIH Y XKEHCKHX 0COBel (POPMUPYIOTCS MEHCKUE ro-
Hagbl — AWYHUKM, NPOAYLAPYIOWME ranionaHbie NONOBbIE KNETKH —
AiueKneTku. Y MyXuWH CEMEHHUKYU (hOPMUPYIOT MYXKCKHE NONOBbIE
KNETKM — ranionaHble ramMeTbi — cnepMarosouasl. B npouecce onno-
[OTBOPEHUA IKEHCKHE NONOBbIE KNETKU COERHHAIOTCH C MYXCKAMH H
AAIOT HaYano BUNNOUAHLIM KNETKaM — 3WroTam.

Pas/iuuatoT HEeCKONbKO THNOE AETEPMUHAUMHM NONA NO OTHOWEHHIO
K ONNOJOTBOPEHHIO.

MporamHbiit — AETEPMUHALMA NONIA NPOUCXOANT B NPOLECCe Co3pe-
BaHUA AHLEKNIETOK. 3TO CBA3AHO C TeM, HTO B NPOLIECCe OOreHe3a Hepae-
HOMEPHO PacpeensieTcs UMTonnasma, BOSHUKAIOT Masbie 1 Gonblune
OOLMTHI, UMEIOLLME OfHHAKOBbIH nabop xpomocom. [Nocne onnogoreope-
HMS U3 BOMbILUX SHUEKNETOK PasBUBAIOTCA CAMKK, 8 H3 Masbix auuerne-
TOK, BefHbIX LMTONNIA3MOH, — CaMubl. Takum obpa3som, nonosas petep-
MMHALMA NPOUCXOLNT 10 ONNOAOTEOPEHHS. Taxot Tvn AeTepMHHaLMK nona
HaBMIONAETCA Y NEPBHYHBIX KOMbYELOB, T/IEH, KOJIOBPATOK.

Inurambiil — OETEPMUHALMA No/a NPOHCXOAUT NoCae OnNo[0-
TBOPEHHS MOJ BNHAHHEM pa3HoOBpPasHbIX BHEWHHX YCNOBHH. Y mop-
ckoro uepss Bonellia viridis camupl ¥ CaMKH DA3BUBAIOTCA B 33BUCUMO-
CTH OT KOHTAKTa MUMHKHM C MATEPUHCKMM OpraHuamom. Ecau nuynnka
nonaaaeT Ha XoBOTOK CaMKu-MaTepH, TO OHa BHauane NPOHKKAST B poT,
panee — B Matky, rae avdpepeHuupyeTca B camua. Tako# camel on-
NOAOTBOPAET AHLEKNETKM CAMKKM M OCTAETCA TaM BCIO XKM3Hb. Y Heko-
TOPbIX PENTHAKI, TAKMX KaK Yepenaxu 1 KpoKoAubl, nvdhdepeHumnpy-
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IOLIHM cbaxuropom ABNSETCH TeMnepatypa B OnpeaeneHHbId Nepuo,
pa:;;amus ARYa. Y KalMaHoBOM Yepenaxu, ecnm Temneparypa B ¢ y
HeH TpeTH IMBPHOHANbHOrO pa3BuTHs B uHTepeane 27—30°C uspen_
- BBIXOAAT Kak camupl, Tak W camku. [Mpu Temnepatype Hike 27“2: B s
| .._qmccamuhl, NPH Temneparype Bbillie 30°C — camku, i3l
mTB::;:::bt:a:o :c:: 3UroThl auchdhepeHLMpoBaH C MOMEHTa onso-
e Camub!.n ; N HacnefoBaHus nosia HabMO#AeTCA y MUBOT-
‘ HMM,H s aMKH KOTOPbLIX NPOAYLMPYIOT B2 TUNa FaMeT € pasiiy-
. BbIMH XPOMOCOMamH, T.e. 3TO reTeporaMeTHbli no.
3 WH:::SH TOMOTaMeTHOro Nona MoryT GbiTh ONNOAOTBOPEHBI ABYMS
i uT?K?;:H;amer, hopmupyroumxcs y ocobeit reteporamerHo-
3 ; AETEPMUHALMM NONa HABMIOAAETER Y MYXK-APO30-
- (hHNIbl, HENOBEKA M [PYIHX HKHBOTHBIX,
| ?ycuuramubm — ranno-auNAoNAHLIA TUN AeTepMUHaLMK nona. [la-
- HbIH TUN AeTePMUHALMK WWPOKO PAcNPOCTPaHEH Y nyen, oc MypaBb-
| €8, MUAU/IbLUAKOB M HAG3AHMKOB. Y 3THX KMBOTHbIX HET n’onc;smx Xpo-
- Mocom, Camku, KoTopbie pa3suBaloTCa 13 ONMIOROTBOPEHHDIX AWL|, —
nAouaHble. Camim 6bFBaK)T ABYX THMOB: MatTku — KPynHbie '
BUTbIe U paboune nyensl — menkue CTEPH/IbHBIE, L
Pasaume ITHX caMoK onpegenaeTca KonU4YecTsom M Ka4ecTteom
umu, KoTopyio nonyuuna nudmnHka. [annoupHoCTs y TpyTHENH Habnio-
AABTCA TONLKO B KNETKAX 3aPOALILIEBOrO MyTH, U3 KOTOPBIX (hOPMHUPY-
10TCA ramerel. B comatuyeckux knetkax TpyTHeit uncno xpomdcom afz—
PHYHO yABaMBAETCA, 3TO NPUBOAMT K FOMOBHIOTHIALMM PELLeCCHBHbIX
OB W, COOTBETCTBEHHO, K CHUIKEHHIO KHU3HEAEATENbHOCTH.

Tunel xpoMocoMHOI AeTepMUHALKMH Noaa

Beinensior Heckonbko THnos OnpeAeneH1s Nona B 3aBUCHMOCTH OT
2 M CocTasa nonosbix xpomocom. Ecnv camupl reteporametts, T.e
T X- HH V-xpomocomsl, To camku UMeloT ABe X-XpoMocombl F,e';e:
AMETHbIH TWI XPOMOCOMHOIO HacNefoBaHus nona Haﬁmona;arcs;
OBEKa, MyXH-0po3ocunbl, BOOAHOrO Knona Ligaeus, r:d Haaaaumg
) _oporovu Ha3bIBAOT AaHHLIA THN onpeaeeHus nona.
Bpyroit tn Hacneaosanus nona Habnogaercs y ﬁomuoro Knona
n-tzt_r, CBA3AH C HaMM4MeM y CamUoB oaHoH X-xpomocombl (OX), a y
. r.:{y; ao‘(::iogl:g:i (XX). Taxofn THN Hac/IeaoBaHus nona Habnio-
€K W qepseii (puc. 175). MHoii Tvn xpomocom-
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Yenosex,

Drosophila XX XY
TNruubi 5
Zw L
Ry X XX X0
Nuens Bunnongnuif  Tannonauuih Phuc. 176. Onpedenenue nosa y nmuy. Camra SBnsemes zemepozamemod

(ZW), c;meu — eomoeamemnbii (ZZ). [Ton nomomemBa onpedensemcs
€M, KOKaA U3 NOAOBLIX TPOMOCOM nepedaemes camroli

Puc. 175. Onpedenenue nond y HEKOMOPLIT opaaHu3IMo8

HOTO HAC/IeOBAHNA NONA U3BECTEH Y HEKOTOPbIX 6abouek, pbib, 3eMHO- ‘
BOAHbIX, UL (puc. 176). Y Hux reTeporameTHbiM ABNACTCS yeHCKH non,
¢ Habopom nonoebix xpomocom ZWy camok, ZZ — y camuoe (pwc. 180).

Onpedenenue nona Yy MaeKkonumarouux u 4enosexa

Ha paHH#x 3Tanax passuTis 3apofiiLua No/OBbIE XeNeabl NpeCTas:
neHbl B BUAe NapHbIX BbINAUMBAHMI NUTENMS CTEHKU Tena, Nosy4ns-
(KX Ha3BaHWe roHafHbIX BaNMKOB, 3T BbINAYMBAHUS B LancHerwem
0BOCOBNAIOTCA OT CTEHKH Tena. 3auyaTku roHaj BHayane /iieHbl no- i
noebix Knetok. MepBuyHbie NONOBbIE KNETKH (roHoumTbl) obpa3ylotca
B SKENTOUHOM MeluKe 3MBpHOHa, OTTYAa MHTDUPYIOT B reHUTanbHble
sanuku, C 3TOr0 MOMEHTA roHafHbIe BAMKK HAUMHAIOT PassnBaThes B
CEMEHHWKM WA B AWUHWKW. ECnu 3ayaTok roHafbl NpeacTasnaer co-
6ot ByAYLUMH SHUHHK, TO FOHOLMTBI COBMPAIOTCA B OCHOBHOM Ha NepH-
thepuu 3auatka (B KOpe), B Cny4ae Xe pa3suTus CceMeHHHWKa — B LeHT-
panbHOM yacTH 3auatka (meaynnspHas YacTb).

228

177.
'.r: Ugﬂp:;?::;g go.na y ‘;?Heﬂ. Camxu obpasyromes u3 onaodomBo-
uNAOUdHBIMU, O CaMibl, KOMO,
e 06pas
11000MBOPEHHbIE AU, ABASIOMCS 2anAOUHBIMU ot s s i
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PaszeuTye NONa y YeNoBeKa KOHTPONWPYETCA rpynnok reHos, Haxo-
AALMXCA KaK B NONMOBbIX XPOMOCOMAX, TaK W B aytocomax. [oHanp! y
4enoBEKa RO WECIMHEAENIBHOTO BO3PacTa He ABARIOTCA H1 MYIKCKHMM,
HU YKEHCKMMH. Jlmbqaépeuuuposna HauuHaeTcs Ha 6-i Hepene pasBu-
usi. Mepauunas audbepeHMpoBKa NoNa HAHMHAETCA C thopmmupoBsa-
HUS 13 HeaMdEPEHLIMPOBAHHON TKAHH FOHAA — CEMEHHHUKOB 1/ AuY-
HHKOB. 3TOT NPOUECC KOHTPONMPYETCA reHaMK (puc. 178—180).

Y uenoBeKa W MAEKOTUTAIOWMX Y-XPOMOCOMA HrPaeT Pelliaioutylo
ponb B Pa3BUTHH NONA. Ecnu y amMBpuoHa OTCYTCTBYET Y-xpomocoma
WNW B €8 COCTaBE OTCYTCTBYIOT FEHbl, AETEPMUHHPYIOLIME NOJ, PasBn-
THE MAET NO YKEHCKOMY TUnYy NpH niobom uncne X-xpomocom, Ocobe,
umeiolas XO-xpoMOCOMbl, (POPMMPYETCSA MO SKEHCKOMY TUTTY, HO UMe-
eT CBOIO CeuudMKy, y HENOBEKa ITO HA3bIBAIOT CHHAPOMOM Lepewes-
ckoro—Teprepa. Mpu Hanuuuu Y-xpoMocombl U ABYX (XXY), Tpex
(XXXY) nnu paxe yeTbipex (XXXXY) X-xpomocom B kapuoTune drop-
MUPYETCS MYKCKO (DEHOTHI, HO C ONPeae/IeHHbIMA OTK/NOHEHWAMH, Y
yenoBeKa 3T0 ABNAETCA CHHAPOMOM KnanHdenbtepa. Y-xpomocoMma
Pe3KO OT/IMHAETCA OT JPYrMX XPOMOCOM. Owua Hebonbluas no pasmMepy,
y UenoBeKa COAEPMUT 60 MaH N.H., HA Hel onpefeneHo 6onee 100 re-
Hoe. [pHMepHO NONOBUHA U3 HUX BOBNEYEHD! B onpefeneHnue My:KCKo-
ro fona v ydacTsyeT B Mpoliecce cnepMaroreHesa. B Y-xpomocome
UMeloTCA 0BNacTH, roMonoridHbie X-XpoMocoMe, X-xpomocoma ume-
et paamep 165 MAH N.H. ¥ COREPXHHT Gonee 1000 rexHos, BONLLIMHCTBO
U3 HWX He CBA3aHbl € NonoM. [oMonoruiHbIe 0BNacTH aThx XPOMOCOM
obecneunsaioT X MeHoTHYecKoe cnapusaHie 1 peKoMOUHaUMIO.

B KOpOTKOM riieve Y-xpomocombl B non-of pezensiouiemM paiore, &
LAHCTanbHOM YacTH HAXOAUTCA reH SRY (ot aurn. — sex determining
region Y). inuHa 310ro reHa — 1 T.N.H., OH HE COAEPIKHUT HHTPOHOB.
len SRY mnekonuraiouux Kogupyet 6enok. Y uenosexa 3107 Genox
coctouT M3 204 aMMHOKMCAOTHBIX OCTATKOB. SroT Oenok UMeer ydac-
TOK, KOTOPbIN Cneuudryeckn CBA3bIBALTCA C perynsTopHbiMUA nocne-
posarensHocTamd JHK & obnacTi NPOMOTOPOR FeHOB, AETEPMHHHPY-
jOLLMX NONOBYIO AUDDEPEHLMPOBKY, T.€. Y4aCTOK, [ETEPMHHHPYIOLUHA
thopmMupoBaHue CeMeHHHKOB. SRY-reH akTUBEH MCKNIOYMTENBHO BO
BpeMs paHHero aMGPHOHaNbHOrO Pa3BUTUA H 3KCNPECCHPOBaH TONbKO
@ knetkax Cepronu. Ero 3agada — 8 Npouecce paHHero ambpuoHanb-
Horo passutus (6—7 Hepenb HGepemeHHOCTH) 3aCTaBHTL Heandpeper-
LMpOBaHHDIE FOHAMb! PA3BUBATHCA B AUKH (cemennukn). Men SRY ne-
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Puc. 178. [JoxasamenscmBo
_ NOKAAUIAUUU 2eHa G mecmuc-
%megﬁgmﬁq:;; z’;c’fgop?' S’;Dg 8 kopomkom naeve Y-ngfmcomw
H, ABasemcs hpodykmom ze
y cagmx XX — nebonewan obaacme, co&epxgnmaﬂ 3mz::n.z§:
- aeﬂe:ma Bempoera 8 odky us X-xpomocom (puc. creba). 2
uu 3mozo yyacmka 8 Y-xpomocome popmupyiomes XY-camru

SHY-ren

Moarosoe BOLKECTIO

@ Tor wunmpyer wosrosoe u-so
FMOPMOHANHBI T OHAE
POIRMBATLCN B CEMEHHMKAY

Cemennnim npouseazer
TECTOCTEPOH — FOPMON,
KOTCRHA MHMLBEADYET
PEIDHTIE MYRCKME NDNOBLX

s ;& iﬁi;uecc %npeaenewﬂ nona y venoBexa. PazBumue myxcckozo
: ?-‘DF), mpeagfﬂgﬂ,z:gm:ﬁ éﬂicmuc-aemepmgﬁupgvou;eeo ghaxmopa
‘ -xpomocome. B omeymemBue am
ghakmopa 3apodeiw pasBuBaemcs no HCEHCKOMY muny 38
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Puc. 180. TecmukynspHas gemurusouus BeizsiBoemca X-cuennenrot
mymayued tfm, komopas npenamcmByem obpazoBanuro peyenmopd
mecmocmepoHa

NASTCA BI:ICOKOKOHCEpBaTMBHbIM B 3BONOUHH p83IIH'-{Hb1X rpynn mne-
KOMUTAIOLHX.

B Y-xpomocoMme Kpome reHa SRY umeroTcs apyrue retol. B pnuHHOM
nnevue Y-XpoMOCOMbI HAXOAWTCA NIOKYC AZF (ot aHrn. azoospermia factor),
KOTOPbIY YHACTBYET B FEHETHUECKON pery/ialu1 cnepmarorenesa y yeno-
peka. MyTaljuu reHos 31010 flokyca: AZFa, AZFb u AZFc npusopaT K Ha-
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: PylieHHio cnepmatoreresa (puc. 181) — or cHmkenmus (onurosoocnep-
~ MHA) IO NONHOTO OTCYTCTBUA CepMaTorenesa (a3oocnepmus).

Pa3ssutie AUIHUKOB cBA3AHO ¢ reHom DAXT (dosage — sensitive —
~ Sexreversal), PacnosnioXeHHBIM B KOPOTKOM niieve X—xmocomi ror
_ TeH COMIePXKHT /iBa IK3OHA. .

y MYDHUMH reH DAX 7 PenpeccHpyeTca B neprHo, akTUBM3aUWH reHa SRY,

. Blo Hauana nonoeoi AudhepeHuMpPoBKY BbIBOAALLAR CHCTEMA SMG-
'PlfOHa npeAcTas/NeHa AByMS THNAMU NPOTOKOB: Bohbd)oahm u Mionne-
[POBBIM, NPOM3IBOAHBIMH NEPBHYHON MOYKM. ITH NPOTOKM e ocHoBa pas-
BUTHA BYAYLUMX BHYTPEHHUX FEHWTANMIA,
.Pan-uue 3MBPHOHaNbHbIE CEMEHHUKN NPOAYLMPYIOT fABa ropMoHa:
: ;egrogrepw .c athchexTom ,thcbepguuv‘rposm B camua v Mionnep-wx-
e upyiounii chaktop MIF (aHTHMIONNEPOB rOPMOH, BbI3bIBAIOLLMA per-
peccuio Mioneposbix npoTokos). CHHTES TECTOCTEPOHA NPOHCXOAHT BHE

: ﬂi Cnepmamozenes u cnepmuozeres
8 mydcckux nonoBeix wenesax —
8 KaHaNLUAX AUYHUKA
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CeMeHHbIX KaHanbLes B KieTKax Jledaura, pacnonoXeHHbix B HHTEp-
CTUUMANLHOMN TKaHH (Mexay CeMeHHbIMH KaHanbLaMH), Toraa Kak cnep-
MatoreHes HAeT B CEMEHHbIX KaHanbLax CeMeHHUKOB.

l'en, netepmuHupytowmin MIF, pacnonaraercs B kopoTkoM nneye

xpomocomet 19, Cexpeuus antu-Mionneposa ropMoHa HIET B KNeTKax

Cepronu, pacnonoxeHHbIX B CEMEHHBIX KaHaNblax, HauMHaeTca Ha

7-# Hepene 3MOPUOHa/ILHOTO PA3BUTHA W NPOLO/MKAETCA 0 NyBepTaT-
HOTo NepHoAa, a NoTOM nagaer.
B suuHMKe Xe Kak co3peBaHHe AHUEKIETOK, Tak W 0Opa3oBaHHe

MONOBbIX TOPMOHOB — 3CTPOreHOB — npoTeKaeT B honnukynax (hon-

NUKYNAPHBIX KNeTkax).

Mpu pazsutun MymcKol nonoeow cuctemst Mionneposbl NPOTOKH
perpeccupyiot, Bonbchos e npotok auddepeHumpyercs B cemanpo-
BOA, CEMEeHHbIe My3bIpbKHK, YACTHUHO B NpUaaTok cemeHHuka. MonHoe
Pa3BUTHE reHUTa MW 33ABUCHT OT NPOU3BOJHOIO TECTOCTEPOHA, 5-aerua-
pOTecTOCTepOHa, MeTabonuTa TecToCTepOoHa, obpasylowerocs nyrem
thepmeHTaTuBHoro fefictens 5—f-penyktassl, Mouyenonosom cuxyc
YO/MHSAETCA U AaeT Hauano npeacrarensHol u Kyneposbim xxenesam. Mo-

nosoit 6yropok Bbipacraet B finHy. lNonosbie cknagku cpacTaioTcs Kpa-
amu. DopMupyeTcs NOMOBOH UNEH, YEPE3 KOTOPbIH NPOXOAHT MOYEUC-

nyckarensHeid Kadas. [paBaa W ieBas YacTH NONOBOro BafMKa CHABHO
pacTyT u, cpacTasck, 0BpasyloT MOLIOHKY, B KOTOPYIO B lanbHelLLIeM H3
NOJIOCTH Tesia Yepes NaxoBbie KaHaslbl CNYCKaKTCA CEMEHHMKH,

lMpu chopMUpoBaHMM JKEHCKOTO FreHHTAIBHOrO TPaKTa perpeccupy-
1ot Bonbchosbl npoToku. Mionnepoesl ke KaHanbl AudepeHUUpyIoT-
€A B AWLEBOAbI, MATKy W BEPXHIOIO TpeTb Bnaranvwa. Monosoi Byro-
poK npespaujaeTcs B kautop. lNosoebie cknagku He cpacTtaloTcs
obpasyior mansbie ryboi. JleBas v npasas 4acTv NONOBOro BaNMKa TaK-
e He cpacTaloTcs M pa3suBatoTcs B Gonblire rybbl.

SdhdbeKT TecTOCTEPOHA HA AUDGEPEHLIMPOBKY CAMLIA 3ABHUCHT TaK-
e OT hYHKUHWU BHYTPUKIETOYHOTO aHAPOreHoBoro peuentopa. lMew
aHAPOreHoBOro peLenTopa pacnoiomKeH B X-xpomocome, Mytauua
A@aHHOTO reHa NPUBOAMT K HEYYBCTBHUTE/IbHOCTM KNIETOK K aHApOreHy.
MHnueuayymsl ¢ TakuMm HapylieHrem umeioT kapuotun XY, HopMmanb-
Hbil red SRY 1 ceMeHHMKH, KOTOpLIE NPOM3BOAAT TecTocTepoH. Ho Tak
KaK TECTOCTEPOH HE MOXET NPOHMKHYTb B KNETKW TKaHel, B peaynbTa-
T€ pa3BUBAETCA OPraHMaMm no XEeHCKOMY Tuny. Y yenoseka takoe oT-
KNOHEHME B PA3BUTHM MYXCKOro nona HasbiBaetca cuHapomom Mop-
pMca, UAK TECTUKYNAPHOH (heMUHM3aLHeN,
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FeH TECTHKYNAPHOWH (heMUHH3aUMH NepesaeTca NOTOMCTBY TONBKO
OT MEHLMH — HOCUTENEH 3TOro reHa, NOCKONbKY (heMUHU3UPOBAHHbIE
My»umHbl GecrinogHbl (puc. 182), Takum obBpasom, Korpa TeCTOCTEPOH
OTCYTCTBYET MNM HeadhipexTHBeH M3-3a fedieKTa pelenTopa, NoNoBan
OpHEHTElLI.HH ABNAETCA KEHCKOH.

BmopuyHsbie nonoasie npUsHaxKu

BropuuHblie NONOBbIE NPU3HAKK PA3BUBAIOTCH MOA BAWAHUEM HEHC-
KMX HITH MYXCKMX NONOBbIX ropMoHoB. K HUM oTHOCATCS:

1) pa3H1ua B poCTe W CTPOEHUH ONOPHO-ABHraTeIbHON CUCTEMbI;
2) pasBUTHE W CTPOEHMe Tasa;

3) oBONOCEHWE TENA, OTNIOMEHHE UPA;

4) cTpoeHue U pa3BUTHE MONOYHBIX XKenes;

5) paanuume 8 Tembpe ronoca.

Pa3zsutie ntobOro npMsHaka opraHu3Ma, B TOM YHC/IE Pa3BHBAIO-
LMUXCA NPU 4acTH TOPMOHA, MeHETHUECKH AeTepMiHMpoBaHo. MHor1e
rOPMOHBI SBNAIOTCH WHAYKTOPAMU TPaHCKpHNLUuWK. B nepeyio ouyepenb
3TO OTHOCHMTCH K CTEPOMIHDIM FOPMOHAM, KOTOpbie 0OpaTMMo CBS3bI-
galoTca ¢ benkamum peLenTopamu, nepeHoCALLMMH uX B a4p0 (puc. 183).

SRY

T+R  D*R*— Aunporewoewi
peusnTop

T D Awraporectoctepon

S

I Crema dyHKLMOHANLHBIX COBLITYI
2. MeHorMn
Puc. 182. AndpozenoBuili peyenmop u CUHOPOM MeCmUuKyAIPHOL
gemurHuzayuy
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Taxkol KOMNNEKC CBA3bIBAETCA CO CNeuuthHUYBCKUMH YHaCTKaMKU reHoB
HNH C 3HXaHCepaMH. Tak TECTOCTEPOH aKTUBHPYET reHbl, onpeaensio-
wiKe pasguTie BTOPUYHbIX NOMOBbLIX NPHU3HAKOB MO MYXCKOMY THMNYy.

HapyweHus passumus nona

HapylueHus pa3snTvs nona NpoMCXoasT Ha mobom yposHe nono-
BOW JEeTepPMHHALWH, WK BUD(EPEHUMPOBKM, H3-3a MyTaLMH WAK ne-
pectpoex X- unu Y-xpomocomsl. MHOrga roHagsl He COOTBETCTRYIOT
CHCTEME MO/OBbIX NPOTOKOB WK HAPYXKHbIM reHuTanuam (puc. 184—
187). Kpome Toro, HapyKHble reHUTANMK MOryT BbiTh ABOAKWMH, T.e.
YACTMUHO YKEHCKUMM, YACTHHHO MYMCKUMH (ncesporepmachpoanTHam).
MNpwu UCTHHHOM repMmacdpoaHTH3ME roHabl COAeKaT KaK TeCTHKYNAp-
HbIe TKaHH, TaK ¥ TKaHK audHuKa. B atom chyvae neobxoauma Tepanus,
KOTOpas KOPPEKTHPYET AMArHOCUMPOBaHHbIE OWHOKKM Pa3BUTHA.

XX-camupi u XY-camku

B Hopme cneuudpnyeckuin yuactok JIHK Y-xpomocomsl, onpegens-
IOLLMA AeTepMUHaLMIo Myxckoro teHotuna (SRY-rew), octaerca Ha
¥-xpoMocome npu roMofiorMyHOM CnapUBaHWK W KPOCCHHIoOBEpe BO
spems meiioza. Mockonbiy SRY pacnonoxer ouerb 6AM3KO K ncesao-
aytocomHoi obnactu 1 (PAR1), kpoccuHrosep cHapy#u ot PAR1 mo-

p S

1% i) AN p] HeT MPHK
Mpomotop

Puc. 183. AkmuBayus mpaxckpunyuy nymem cBaseiBarus KomnaeKkcol
cmepoudHsiii 20pMoH /peyenmop ¢ sHxacepHsim yvacmrom JHK

Puc, 184, PaBumue noaoBeix scenes | 201ad) u Boidenumensrsix npomokoB
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Puc. 185. PasBumue HapyxcHbIx nonoBeix opeaHol

Puc. 186. [TocredoBamensnocmes npoueccod npu noaoBoti demepmurayuy

A. Tosaztst ¥ BAPYKNbE NOAOBbIE OPraHsl




Hegundrbepenunposantsie

roxags
MeaynapHan
Koprekc
Bonndgossl XY XX Mionneposs!
KEHARNL {SRY) Kanansi
CemerHumn Aiannio
TecTocTEpoH MIF O-acTpaguon
{uHrnBnpyiowini’
®  cbarop)
K \mnmu
T ——
AMrMapoTecTOCTEPOH
i
BryTpenune  Hapyshwie Hapyueisie  BryTpeine
AyWCRUE HeHCKme MEHCRUe
TeHuTanu FERUTANMN FEHUTANKK  TEHATRNMK
Bruaunumuc  Newac Knrop Sannonmest
2 Monos. rySel Tpyost
m Mptag Braranawe (auct) Mana

(npowkc)

Puc. 187. OcroBusie amansl G dugpgheperyupoBre noaa y venoBexka

»eT nepeHockTe SRY-0bnactb Ha X-XpoOMOCOMY H NPHBOOMUTL K MOsE-
JIEHMIO MYXCKOM ocobu c kapuotunom XX (cungpom mysuntbl XX).
KomnnementapHas Y-xpomocoma He nosydaet SRY, uto npuBoguT K

KeHCKOMY theHoTHNy npH Hanuuuk XY-xpomocom (XY-keHckui roHas-
HbIH gUCreHes).

ToueuHble mymauuu 8 2eHe SRY

ToueuHble MyTauum 1 genewuu B rede SRY npusoast Kk nonHomy W1
YacTHUHOMY rOHAAHOMY AWCreHesy. MameHeHHe nona CBA3aHo ¢ AHC”
nnasuei, KOTOpas BO3HUKAET B pe3ynbtate myTauuii 8 rene SOX9.




HacneCTBeHHOCTb ABNAETCA KOHCEPBATHBHBIM (HAKTOPOM, 6naro-
paps kotopomy obecneunBaetcs crabunbHocTb Bupa. Hanuune onpe-
[leNeHHbIX CTaBW/IbHbIX NPUIHAKOB NO3BO/IAET OTHOCUTE MHOFOUUCAEH:
Hbix ocobel Kk ogHOMY BUAY. A

Ho BHabl NONHOM CTaBHNBHOCTBIO He o0bnafaloT, TaK Kak UM CBOH

CTBEHHa U3MEHYUBOCTD. ;
W 3MeHUMBOCTD — 3TO CBOWCTBO XWUBbIX OpPraHu3mMoB HW3MEHATLCH

1X BapHaUMaX.
cyliecTeoBarh B pasHb o]
Mo3TOMy U3MEHUHBOCTDL NPOABNSETCA B pa3Hoobpa3sun ocobe of

HOFO BMAR. :
EcTb kapernasble NIOfAH, ECTb ronybornassie. Y yenoseka pasubie

rpynnst kpoeu: O, A, B, AB. ]
Ecnu roBopHTb B MaciluTabax BCero XHBOTo, TO H3MEHHHBOCTD obyc
NOBAMBAET BCE MHOrooBpasHe XMBOW NPUPOADI B XOAE 3BONIOLHH, T.€.

MameHunBoCTb

af
‘ HenacneacreexHas HacnepcraeHh:

(MoandHKauMoHHan) (reHoTHRUYECKAR)

Xpomocomtbie | | FeHomHas
NepPecTPOMKH

eHHas

;, R
1) Aeneums; 1) rannouauns;
2) aynnuKaums; 2) NONHNNOHAHA;
3) unsepcHs; 3) aneynnouaus
4) TpaHcnoKauus
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i Bnarofaps HIMEHUMBOCTH HAKANNUBAETCS MATEPUan Ha ypoBHE Nony-
3 NSALUMK 41 3BOMIOLUMOHHBIX NPOLECCOB.
: Paznuuaior nameHumeocTs:
1) HeHacnepcTeeHHyIO (MK MOAUhUKAUHMOHHYIO);
2) HacnenCcTBeHHyYI0 (MU reHOTUNMYECKYIO).
®eHoTUNMUecKas (MOAUMDUKAUHMOHHANA) H3MEHYHBOCTD ABMSETCA
PE3YNbTATOM Pa3/iMyHbIX BO3AEHCTBMH BHELLHWX NPOLIECCOB HA Opra-
HU3M (KNIETKY), He 3aTParvBalOLIMX CTPYKTYPY FEHETHYECKOro annapa-
Ta, a TOYHEE, reHOTHNA.
3 B cBasu c 3TuM MoaHDHUKaUHOHHAA H3MEHYWBOCTD NPOABAAETCA
. TOMbKO Yy AaHHOW 0cobu (uau paHHoM nonynsumn) s onpejeneHHbIX
~ YC/IOBMAX CYLIeCTBOBAHMSA, NO HACNEACTBY He NepefaeTcs W xapakTe-
. pu3yeTcs TpeMs 0cOBEeHHOCTAMM:
1) MaccoBbiM xapakTepoM U3MEHEHMH, 3aTparkBaoLMX BONbLIMH-
. ctBo ocobei B nonynsuMH (HanpuMep, Bo3geicTaMe ynbrpaduonero-
 BbIx Ny4eil Ha KOXKY YenoBeKa NPUBOLUT K U3MEHEHUIO MUrMEHTaLMH);
| 2) aneKBaTHOCTHIO H3MEHeHHIH — BO3AeHCTaMe cpefpbl, YeM MHTEH-
cuBHee BO3jencTeHe (hakTopa, TeM Cu/bHee UaMeHeHue (Hanpumep,
YBENIMUEHWE BPEMEHM HaXOX/IEHUA HA COMHUE NPUBOAMT K NOBbILLEH-
- HOH BbipaboTKe nUrMeHTa);
' 3) KpaTKOBPEMEHHOCTLIO BONBLUMHCTEA MOAHDHUKALMIA (Hanpumep,
- NPH NpekpaLyeHik NpeGbiBaHKa Ha CONHUE MUrMEHTaLMA KOXH BO3BPA-
- WaeTcs K oBbIYHOMY YPOBHIO). :
| ~ MopaudhHKaLMOHHAS M3MEHUMBOCTB, KaK BbII0 NOKA3aHO MHOrOUHC-
- NI@HHBIMK IKCNEPUMEHTAMM, MO HACNEACTBY He NepeaaeTcs W noaromy
| He UrpaeT CyLIeCTBEHHON PONK B 3BOMIOLMH, OpHako B npakTUKe cesnb-
Oro X03AHCTBA MOAW(UKALHOHHAA W3MEHYMBOCTD MIrpaeT 3Ha-
TenbHyio ponb. (Hanpumep, nosbienne yA0es MONOKa y KOPOBbI,
POAYKTUBHOCTD, JKUPHOCTL 3aBUCAT OT YCNOBHH YXOAa 3a HUMM, pa-
OHANLHOTO NUTAHKA W T.4.)
MopaudmraumorHan H3meHuMBOCTL NpefcTaBaser coboil 3BOMOLK-
O 3aKpenneHHbie afanTHBHbIe PeaKLMH OpraHM3Ma B OTBET Ha M3-
eHHEe YCNIOBHH BHELIHEH Cpefibl NP1 HEM3MEHHOM F'eHOTHNe.
- BosgericTeue cpefibi MOXET BAMATL Ha pa3BUTHE NPU3HaKa He Besrpa-
0. MoaMbHKaUMOHHAS NIMEHYUBOCT OFPaHUYEHA HOPMOH PeaKLHH.
‘Hopwmoii peawum oprarnama HasbiBaeTCS FeHOTUNMUECKH Onpeaensemasn
ICOOHOCTL OpraHK3Ma BapbUpOBAaTL CTENEHb BbIPAXKEHHOCTH NPU3HAKOB B
EHHbIX NPefenax B 3aBUCUMOCTH OT YCIIOBHIA BHELLIHEI cpeapl.
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Tak, HanMuMe BECHYLLIEK Y YeIOBEKA ONPEeNSIeTCA FeHOTUNOM, OAHAKO
CTeNeHb UX PA3BUTHS 3aBUCHT OT ANUTENBHOCTH NpebbiBaHus Ha CONHLUE.

Takum 06pasom, CTPOro roBops, OpraHU3Mm Hacnefyer He NpHaHa-
KH KaK TakoBble, a HOPMY peaKLi.

/,_?EJ' heroTun 1
renoTn =———PeAa 2y grenoTun 2
cpega 3 theHoTn 3

Mo BbipaX<eHHOCTH HOPMBI peaKLWK NPU3HaKK BbIBAIOT NAACTHYHBIE
W HenNacTHyHble,

Crenetb BbIPXKEHHOCTM NNACTUUHBIX MPHU3HAKOB 3ABUCHT OT BHELL-
HeH cpepbl, ANA HUX XapakTepHa WHPOKas HoOpMa PeaKLMH.

HennacTuyHbie NPH3HAKHM OCTAIOTCS NPAKTUMECKM HEU3MEHHBIMM npw nio-
Bbix YCrOBHAX CPefibl (OKPaCKa PasyKHK r11a3a, rpyrina KPoeH uenosexa).

MprmMep NAACTHYHOrO NPHU3HAKA: KONMYECTBO IPUTPOLMTOB B 1 MM}
KPOBH yBE/IMUMBAETCA NOUTH BABOE Y a/bNUHUCTOB, NOJHUMAIOLIMXCS
Ha sbicoTy 4000 m. ;

BonbuwuHeTso MoarduKaumii HMeIOT NpUCNocoBUTeNbHOE 3HauYeHHE
1 cnocobCTBYIOT aganTaLuu OpraHaMa K U3MEHEHHIO cpefbi.

TeHoTHNMIMYeckas H3MEHYHBOCTD

leHoTMNMYECKaR H3MEHUHBOCTD BCerna ABASETCSH CAeACTBHEM U3~
MeHeHHs B CaMOMH CTPYKTYpe reHeTHYECKOro annapara 1 HOCHT Hacne -
CTBEHHbIH XapakTep.

leHOTHNMUECKan H3MEHUMBOCTD ABNSETCA MaTepHanbHON 6a3oi ans
sponouru. OHa noctaBnser HCXOAHbIH Matepran (M3MeHeHHble oco-
6u) ana ecrectsexHoro otbopa.

OTKnOHeHHs AOMKHBI NPOITH «LNarGayM» BHelHel CPebl: UM OHM
3aKpennaiTcs oT6opOM, MK OHM BbIBPaKOBbIBaIOTCA.

leHoTUnMueckas uamenurBoCTs MoXeT BbiTh 0ByciosneHa crepy-
IOLUMMH W3MEHEHUAMI TEHETHHECKOTO annapara;

1) pexombuHaumeii reHos (KOMBUHATUBHAS U3MEHYHBOCTD);

2) pa3nuyHbIMK THNAMK MYTaUMK (MyTaLMOHHAS M3MEHYMBOCTD).

Kom6uHaTHBHan H3aMeHUMBOCTb CBA3aHa C pekoMBUHaUKeN Xpomo-
COM M HX CErMEeHTOB, HECYL{MX Pa3/IHYHbIE annenu reHoB. Camu reHbl 1
FEHOTHN He MEHAIOTCA, HO Bnarofaps pekoMOMHALMKU FeHOB U3MEeHs -
IOTCS NPH3HAKH,
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Kakue npuunnbl npusogar k nepekombHHaL1K reHos?

1. Kpoccurrosep, koropuiii NpoucxoguT B npodasze 1-ro meioru-
HECKOro fenexus, Koraa roMo/IOriHbIE XPOMOCOMBI OBMEHUBAIOTCS
FOMONOrUYHBIMM YUACTKAMM,

Kpoccurrosep, kak mexanuam pekomMbBuHauuu, achdekTueeH Nuib
B TOM Crlyuae, KOrja COOTBETCTBYIOLIME FeHbl OTLOBCKON W MaTepuHc-
KOH XpOMOCOM Npe/CTaBIeHb! Pa3HBIMK aNenIMI Aa, roMO3HroTsi He
ARIOT HOBbIX codeTaHui anneneit (AA, aa). O6MeHHBaOTCS HECECTPHH-
CKMe XpOMaTufbl Ha CTaAUM TeTpag,

2. PacxomeHne HeroMonoruuHbix XPOMOCOM NpH Melio3e U cove-
TaHHe UX B 3uroTe,

3. Onnoporsopenne — Cny4ailHas BCTpeua pasHbix ramer npu on-
nopoTeopeHun. Bee ato npusoaur k TOMY, 4TO cpean ocobei ofiHoro
BMAA NPAKTHYECKU HEBOIMOXHO NPOABNEHHE ABYX FEHOTUNMYECKH ogu-
HaKOBbIX OpPraHM3mMos.

Bnaropaps kombuHaTHBHOI UamMeHuMBOCTH B npupoge Habniopaet-
€A pasHOOBpPa3ue NOTOMKOB OAHMX U TexX e poauTenei: y yenosexa
pogHbie 6paTha U CeCTPbl PA3NHYAIOTCS NO MHOMMM NPU3HaKaM, B TOM
"HC/ie U No nony, rpynnam KpoBM, LIBETY Paay»Kku rnas 1 T.0.

KOM6HHETH5HGH H3IMEHYHBOCTL nposBnseTcs B FreHOTUNHYEeCKOM
- pasHoobpasuu ocobeil, nosvilaer BbXKMBAEMOCTb BHA B M3MEHSIO-
LMxca YCNOBHAX ero CyLLUecTBOBaHMA.

MyTtauuun

: Tepmun «MyTauns» 6bin npepnosker s 1901 r. ronnaHackum Gora-
- Hukom l'yro pe Mpusom ans 06o3HaUEHUS HAaC/NIeICTBEHHO 3aKpenneH-

- HbIX M3mMeHeHui. OH HasbiBan x ckaukoobpaaHbiMu U3MEHEHWAMK,
- BO3HuKawowuMu 6e3 nepexogqos.

Moa myrauusmu 8 Hacroswee BPEMA NPUHATO NOHUMATb CTabK/b-

- Hble U3MEHEHHA HACNe/ICTBEHHOTO MaTepHana, NpUBOAALME K H3Me-

- HeHWio ¢heHoTHNA,

Knaccuurayus mymayuii

MyTaunu MoryT Bbith CNOHTAHHBIMK W MHAYUMPOBaHHbIMK. CrioHTaH-
- Hble MyTauM1 NPOMCXOAAT B N0Bol nonysumm bea Bcakoro BHOHMOrO
. BHelHero BoageicTena, YacTota cnoHTaHHbIX MyTauuii Hesenuka: 10 -5—
- 10 ® Ha ren /nokonerue.
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MHAyuMpOBaHHbIE MYTalUHK BOSHWKAIOT B PE3Y/ibTaTe UCKYCCTBEH-
HOro MyTareHesa, T.e. BC/lefiCTBUe AeHCTBUA MyTareHHblx hakTopos, Ta-
KMX Kak Temnepartypa, BO3AeHCTBME PeHTIeHOBCKUX, O, B+ 1 Y-nydei,
BO3AEHCTBUAE XUMHUECKHX BelLecTs H BUOXHMUUECKHX (haKTOpOB.

Mo MecTy BO3HUKHOBEHWA MYTaLUK U XapaKTepy HacnefoBaHus pas-
NHYAIOT: :

1) reHepaTtuBHbie MyTauuu, BO3HUKaIOLLWE B KNETKaX MONOBOro 3a-
YATKa, NONOBLIX KNIETKaX U Nepejalolidecs no HacNeacTey;

2) comaTuyeckue MyTauuu BO3HUKAIOT B KNETKax OpraHu3Ma M He
nepenailoTcs No HacnencTsy.

B 3aBMCHMMOCTH OT BIHAHHS HA MM3HECNOCOBHOCTD U NNOLOBHTOCTb
OpraHW3Ma myTauuu pasfensior Ha:

1) netanbHbie — 3apOfbIll THOHET Ha PaHHUX CTAAMAX Pa3BUTHS;

2) nonynetansHble — BEAYT K NOHUMKEHHIO XH3HECTIOCOBHOCTH OCO-
61, KOTOpas He [OMHBAET [0 PENPOAYKTHBHOTO NEPUOLA;

3) ycnoexo netansbHbie — MOTYT BOBCE He NPOABNATLCA B OJAHUX YC-
NOBUAX W NPUBOAUTBE K rBenu B APYrUX YCNOBUSX;

4) cTepunbHble — BNMAIOT Ha MIOAOBUTOCTB, BANOTH A0 Becrnnoaws;

5) HeWTpanbHble — Hawbonee pacnpoCTpaHeHHbIE. '

Mo nokanuzauun W3IMEHEHHOTO reHETUYECKOTO MaTepUasa pas3iMyaioT:

1) sinepHbie (xpomocomHbie);

2) umTonnasmaruueckue (MUTOXOHIOPHANbHbIE, NAACTUAHbIE).

Mo xapakTepy W3MEHEHWUS YPOBHA OPraHU3alMK reHeTH4ecKoro Ma-
TepHana paasu4alor:

1) reHHble, AW TOYeYHbIe, MyTaLMK, BCIEACTBUE KOTOPbIX H3MEHs-
eTCs CTPYKTYpa ONpefeeHHOro reHa U NoaBNAIOTCA ero annenu;

2) XPOMOCOMHbBIE MyTau1H, WAKM XPOMOCOMHble abeppaluu, Be-
DYT K HAPYLIEHHWIO CYLLECTBYIOLMX MPYNN CLUENAeHUA FreHOB B TOW UK
WHOMW XpOMOCOME, BCNEACTBHE Yero BO3HMKaIOT HOBbIe rpynnbl cuen-
NeHus;

3) reHoMHble MyTaLuKH NPHBOAAT K fobaBneHWio nMbo yTpaTe OAHON
WM HECKONbKMX XPOMOCOM WMAM NONHOTO FanfoMaHoro Habopa xpo-
MOCOM.

lennble, uau moveuHsle, Mymauuu
FeHHbIMW MyTaLMAMU Ha3bIBAIOTCA U3MEHEHUSA XMMHUUECKOH CTPYKTY-

pbl FeHOB, BOCNPOU3BOAMMBIE B NOCTEAYIOLIMX LMKNAX PENAMKALMA U NPO-
ABNAIOLMECH Y NOTOMCTBA B BUAE BapHaHTOB NpuaHaxos (puc. 188).
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Puc. 188. Paznuunsre Buds usmeHenus HYKACOMUOHbIL
nocaedoBamensrocmet mosekyns: JHK 6 pesyasmame mymayi no
cpabretiuio ¢ ucrodrem (“dukum”) munom.

Mymauyuu, sedyuue x USMEHEHUIO CMPYKMLpLL 2eHa

l. 3a:|el-|a OAHUX OCHOBaHWH [PYrMMM B CMBICIOBOM YacTH 3K30Ha
- Raer 20% BCex cnoHTaHHbIX MyTaLuit. 3TH 3aMeHb! NPOMCXOAAT BO Bpe-
M5 pennukauun AHK.
i IIl. UameHeHue konuuecTa HykneoTHaHbIX nap, BXOAALLMX B COCTaB
reHa (geneuus, fynnuxkauus), seaer k CHBMIY PaMKH CUMTbIBAHMA.
lll. MameHeHne nopsaka HYKNEOTUAHBIX NOCNeAOBaTeNbHOCTEN B

- penenax reqa (unsepcus Ha 180) sener K CABHrY PAMKM CUMTBIBAHMS
‘ ,

5 _ IV. Toueunbie 3ameHbi HYKNEOTHAOB Ha rPaHuLIE 3K3OH-WHTPOHHbBIX -

. CTBIKOB MOTYT HapyluaTh NPOLECC «CLIMBAHUS» NOCNEAOBATEALHOCTE
| HYK/IEOTHAOB M 6bITb NPUYHHOI HapyuieHWs cnnaucuHra (cnnadicuuro-
1» -sbre_ MyTaLmm).

V. OtpensHbif Tun MyTaumii — «AUHAMHUYECKHE» MYTaLIHH, KOTOPbie
XapakTepu3yioTCA HapacTaHHeM TPUNNETHbIX NOBTOPOB B KOAWUPYIOLMX
M HEeKOAMPYIOLLMX yYacTKax reHa ((LTT),, (Urr)).

V1. Mytauum, obycnoeneHmsie MHCEpUMen (BCTaBKOM) NPOTAYKEHHbIX
MOBUNBHBIX INEMEHTOR — TPAHCMO30HOB, HA AOMO KOTOPbIX NPHXO-
Burca no 5% [OHK scero reroma,

A
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Mymauyuu, sbi3gaHHbie 3ameHoll
a30MUCMBIX OCHOBaHUL

Ha monexynsapHom ypoBHe pa3nuyaloT fBa TMNa 3aMeHsl OCHOBa-
HHH;

1) npocTbie 3ameHbl — TpaHauuWK. Koraa oauH nypuH 3ameltaeTcs
APYrHM NYPUHOM, & MUPUMUAMH — APYrUM NAPUMHOMHOM.

Hanpumep,

A—T—T—Unbol — | —= A—T;

2) nepexpecTHbie 3amMeHbl — TPaHCBEPCHH, T.€ 3aMeHa NypuHa Ha
NUpUMUAKH U HaobopoT: A — T —= L —T,A — T —T — A.

3aMeHa OCHOBAHWW NPHBOAWT K NPOSBNEHUIO TPEX THNOB MYTaHT-
HbIX KOAOHOB.

1. MucceHc MyTaumMm — M3MEHAIOT CMbIcA Koga (OoT aHrn. Miss —
noTeps, 3meHeHHe, sens — cmbich). MasectHo 100 mucceHe myTaumii
B O- W B- rnoBynuHosbix reHax.

2. HeiirpanbHble MyTauMu — C HeM3MeHHbIM cMbicioM. He Bcaxas
3aMeHa aMUHOKWCIOTbI OTPa3UTCA Ha (YHKUHOHANLHOW aKTUBHOCTH
6enka.

B cuny BbIDOXAEHHOCTH FEHETHUECKOrO KOAa He BCAKAA 3ameHa
OCHOBaAHHA NPUBEAET K MUCCEHC MyTaLMM.

3. HoHceHc myTauum (ot awrn. nonsens — Geccmbicanua). Mose-
NeHue ogHoro us cton-kopoHos (YAA, YAT, YTA) He B KoHue cTpyK-
TYPHOrO reHa, & BHYTPH Hero NPHBOAHT K NPEXAeBPeMeHHON TepMUHa-
UMM TPAHCNALWK 1 0BpbiBY nonunentuaHon uenu (puc. 189, 190), Takue
6enkn He cnocoBHbI BLINONHATL CBOM ChYHKLIMK,

1 q Ty 1 R - S U
AT ITA THUT HTA TTA ALl TAA
MeT M ana jeH neH Tpe «cTom»

ATT ITA T'IT HTA TrA AL TAA
«CTOm

Pric. 189
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1 4 7 W e
ATl TTA THT UTA TTA ALEl TAA TTITA
MeT AW ana  Ack el 1pe  «wcTom»

HHCEpLHA Jenelns

ATE ATT{ TUT ATT AAIL IITA ATT TIA
MET rAH cep  cep mnek acH  ael  wnell «eTon»

JAengipan
AT UTH TAT TAA IQITAATTITA

Puc. 190

Mymayuu co cdeuzom pamicu cuumstsaHua

Bcraeku, aynaukauud, feneuuu unm nepemeltienme OTAENbHBIX OC-
HOBaHWI B NpefieNax reHa BbI3bIBAIOT CABMI PAMKK CUMTbIBaHUS, PaM-
Ka CUHTbIBAHWA — 3TO HYKNEOTHAHAA NOCNEAOBATENbHOCTL, KOTOPas
HaYMHAETCA C HHUUMHPYIOLWErO KOJioHa, CTPYKTYpHOro rewHa. Mocne-
Ayloure Hykneotuabl obpasyior TpunneTs, KOAUPYIOWHWE aMHHOKHC-
notol. Pamka CYWTbIBAHWSA 3aKaH4YMBaCTCH TEPM HWHHUDYIOLHWM KOQOHOM.
INpu BOZHWUKHOBEHHU MyTaLMit cO casurom PaMKK CYUTbIBAHHA MEHS-
IOTCA BCE TPHUMANETHI HWXKE CanTa AYNAMKAUWM MNM Aeneuun no xopy
CHMTbIBAHMA, NPW 3TOM NOBbIWAETCA BEPOATHOCTh NOSBNAEHHS CTOM-
KOMOHOB W, COOTBETCTBEHHO, HACTYNAET NPEXAEBPEMEHHAR TEPMUHA-
LA TPAHCAALMK.

ITO NPOUCXOAMT BCNEACTBHE BbINAAEHUA MM BCTABKM HYKNneoTHa-
Hbix nocneposarenstocted JHK oaHol uan Heckonbkux nap komnne-
MEHTapPHbIX HYKNEOTHO0B.

M3ameHennio uncna HykneoTUaHbIx nap 8 uenn [JHK cnocobcreyer
BozfieicTare Ha JIHK xumuueckux sewiects, HanpuMep aKpHAHHOBbLIX
COeQUHEHHUHN.

Kpome Toro, moxer AedOpMUPOBATLCA CTPYKTYpa ABOHHON Len
AHK, yTo npusoauT K BCTaBKe [ONONHHUTENBHBIX HYKNeOTHAOB MK WX
BbINAAEHHIO NPH pennukaiiy (MeHaeTca pamka CUUTBIBAHMHS),

PeHTreHoBCKOE M3nyyeHHe YacTo BbisbigaeT neneuuu (BoinageHue
n. H. B uenu JHK).

Y nnopoeoi Myxuaposodunsl H3secTHa MYTauHa reHa, KOHTPOAK-
Pylowero okpacky rnasa. OHa Boi3biBaeTCA 0BNYUEHHEM W COCTOMUT B
feneuunn nopsgka 100 n.u.
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Bonblioe Yucno MyTauuii o THNY BCTABOK NPOUCXOAMT BCAGACTBHE
BK/IIOYEHHA B NOCNEAOBATENIbHOCTD HYKNEOTHIOB NOABHMKHBIX FrEHeTH-
YECKMX 3/1EMEHTOB,

[MopeuKHbIE FEHETHYECKHE 3NEMEHTbI — MPOTSHKEHHbIE HYKNEOTH-
Hblé MOCNENOBATENLHOCTH Y 3YKAPUOT W NPOKAPMOT, KOTOPbIe CaMo-
MPOU3BONBHO MEHSIOT CBOE NONOMXEHHWE, :

IMpriMepp! reHHBIX mamﬁ

MocnencTans reHHbIx MyTauMi MOXKHO OCOBEHHO YETKO NPOCNeaMTs Ha
npuMepe r10buHa yenoBexa. BoicoKas dyHKUMOHANbHAA AUBEPreHLMs re-
HOB r/1061MHa BO3HUK/IA B NPOLECCE 3BO/IOLMM B PE3Y/bTATE MHOTOUMC/IEH-
HbIX TOYKOBBIX MyTaumui, Ha ocHoBaHMM M3BECTHbIX ceroaHs aedexTos re-
Morno6uHa, NPHBOASALYMX K pasenTHiO 3abonesanuid, yxxe Bonee 300
PasnnyHbIX 3aMeH aMUHOKWCNIOT B NOMMNENTUAHBIX LIENsAX €ro MoieKyb
MOryT BbiTb HAEHTHEMLMPOBaHDI. Camoi U3BeCTHONM 3aMeHoi (cyBcTUTyLM-
i) spnsetca 3amera ageHuHa (A) Ha Tumu (T) B 6-M kofoHe reHa o-rnobu-
Ha (FAl 3ameHsieTcs Ha [TT), 4To NpHBOANUT K 3aMeHe aMUHOKWCIOTbI FyTa-
MWHA Ha BaNWH B NONMNENTUAHON uenu o-rnobuHa. foMo3kroTHble
HOCHTENH TaKWX aNnenei M3BecTHbI KaK NULa, CTPAAAIoLIME CEePOBUAHO-
KNeTo4HOH aHemuen. Hapagy ¢ cepnoBMAHO-KNETOUHOM aHEMKUEN Cylile-
CTBYIOT W OpYrHe MyTauWu reHa, NPUBOAsALLME K NOABASHWIO anlenew, ro-
MO3UrOTHbIE HOCUTENH KOTOPhiX cTpafaloT B-tanaccucumuen. Mpu Tak
Ha3bieaeMom remorsiobuHe KpeHctoHa cyliectsyeT nimHHas Gokosas
yenb. MpuunHoit aToro senseTcA MHCepUMa (BCTABKA) ABYX HYKNEOTHAOB B
145-1 kopoH reHa -rnobuHa, B peaynbtate «cron-kogoH» YAA npu n3-
MeHeHUM 0BpasuUa CYMTHIBAHWSA TPUMNETOR reHa («KaapoBbii CABMM») npe-
spaitaercs B Tpunaet ALY, Mpu atom cuHTes nonunentugHoM ueny npo-
[LO/DKAETCA M 3aKaHYMBAETCS JIMLWb NOC/E NPUCOEAHHEHNSA QOMNONHUTENBHO
ewe 11 aMMHOKKCAOT, T.e. nocne obpaszosarua uenu U3 157 aMmuHOKUCNOT.
Crmniwkom anuHHan wenb riobuHa dopmupyeT HecTabubHbIK reMornoBuH.

[Npu MyKOBHCUMA03E (KUCTO3HOM thrbpo3e) TOUKOBAA MYTALMA TakoKe
ABNAETCA NpuunHON 3abonesanun. B atom cnyyae geneuus npueoauT K
BbINAAEHHUIO TPEX PAAOM PACTIONOKEHHbIX HYKNEOTUAOB B nosuLmy 508,
KOAWPYIOLUWX BAXKHYIO ANA hyHKUMM Benka aMUHOKMCNOTY — cheHunana-
HuH. B pesynbrare atoi myTaumun Genok Tepaet ceolo dhyHKUMIO.

MpueeneHHbie NpUMepbl CBMAETENLCTBYIOT, YTO B Pe3ybTaTte name-
HEHWH HYKNeOTHAHbIX NOCNEeNOBaTENbHOCTEN MeHOB, T.e. MyTalWH, B
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npouecce 3BOMOUMK BO3ZHHKAIOT MHOMECTBEHHbIE anneny — pasHbie
BEPCHK NepBOHaYaNbHOro reqa.

XpomocomHbie mymauuu, uau abeppauuu

B ocHoBe M3MeHEHHS CTPYKTYPbI XPOMOCOMBI IEXKHT HaPYLLIEHHE ee
LEe/IOCTHOCTH — YMEHbLUEHHE MK YBENTHUEHWE HX Pa3MepoB, U3MeHe-
HHE NMONOMEHWUA WX YacTen.

. Pa3pbisbi XpOMOCOM NPOMCXOAAT B XOAE KPOCCHHroBepa, Koraa
OHH OBMEHHBAIOTCS rOMO/IOrMUHbIMM y4acTKaMu. [pH HapyLLEHHM Kpoc-
CHHroBepa XPOMOCOMbI MOTYT OOMEHWBATLCS HEPABHOLIEHHBIMM y4acT-
KaMH XpPOMOCOM.

370 BeAET K NOABAEHUIO HOBLIX FPYNN CLENNEHUs, rae OTAeNbHbIE
y4acTKW MOryT Bbinagath (Aeneuus), Wnu yasauwsatbcs (aynavkaums),
Wnu nepemewiatbes (TpaHcnokauus) (puc. 191).

IMpu Takux NepecTpoitkax HIMEHAETCA YMCNO FEHOB B rPynne cuen-
NeHUua.

Il. Pa3pbiBbl XpOMOCOM MOrYT BO3HHKATh TAKKe NOJ, BAUAHUEM pas-
NWYHBIX MYTareHHbIX (PakTOpoB, rNaBHbIM 0BPA30M HUIHUECKUX (MOHH-
3UpYIOLLKME W APYTre BUOb! M3NTYYEHHS), HEKOTOPBIX XMMUYECKMX COeau-
HEeHWH, BUPYCOB,

lll. Hapywetue LieIOCTHOCTH XPOMOCOMbI MOXKET CONPOBOMAATHCS
NOBOPOTOM €€ Y4acTKa, HaXOAALLErOoCA MEXAY ABYMA pa3pblsamy, Ha
180° (uHBepcus).

B aaBucHMOCTH OT TOTO, BK/KOUAET AaHHbIM ydacToK 06iacTb LeHT-
POMEpbI WM HET, PA3NIMYAIOT NEePULIEHTPUYECKHE W NAPALEeHTPUYECKHE
MHBEPCHHU,

MparMeHT XPOMOCOMbI, OTAENMUBLIMICSA OT Hee NpK pa3pblse, MO-
>KeT ObiTh YTPaUeH KNETKOH NPH O4EPEHOM MUTO3E, EC/IM OH He UMeeT
ueHTpoMepbl. Takoi hparMeHT MOXKET NPUKPENNATLCA K KaKOH-TO He-
FOMONOFHYHOW XPOMOCOME — TPAHCAOKALMS,

Hepenko ase noBpexgeHHbIe HEFOMO/IOTHYHBIE XPOMOCOMbI B3aHM-
HO 06MEHMBAIOTCS OTOPBABLIMMUCS Y4ACTKaAMH — PELMNPOKHAS TpaHc-
NOKaLKA.

MprcoeauHerHe (hparmeHTa K CBOEH XPOMOCOME B APYroM MecTe —

| TpaHCno3nums.

UHorpa HeroMonoruyeckue CTPYKTYpbl XpOMOCOM OBbeaMHSIOTCS

B ofiHy — poBepTCcoHOBCKas TpaHCNOKaLUS,
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PobepmcoHoackas mpaHciokauus

YcTaHoBNEHO, 4TO [ABa nie4ya KpynHOW 2-H XpOMOCOMbI YenoBeKa
COOTBETCTBYIOT ABYM Pa3HblM XPOMOCOMAM COBPEMEHHbBIX YEN0BEKO-
obpasbix obesbsH: 12-4 M 13-0 — y wumnaxaze, 13-4 v 14-i — y ro-
PHANDI M OpaHryTaHra, 310 CAMAHKE NO TNy PoBEepPTCOHOBCKOM TpaHc-
nokauuu asyx o6eabAHbUX Xxpomocom. OnucaHHbie CTPYKTYpHble
H3IMEHEHHA XPOMOCOM CONPOBOXAAIOTCA M3IMEHEHHEM I'EHGTH‘-I&CKO;I
nporpamMmbi, nonyuaemoﬁ KneTkaMyd HOBOro noKoneHua nocne gene-
HHWA MaTepHHCKDI:I KAeTKH BCneacreMe HameHeHHA KONIMYeCTBeHHOro Co-
OTHOLLEHHWSA FEHOB B XPOMOCOME.

lTenomHble mymauuu

[eHOM KNETKH WK OpraHnama — 310 nonosuHHoe konudecteo IHK,
BK/IOUas AEepHYio U uutonnaamaruueckyio JHK.
K reHOMHbIM MYTaLHWAM OTHOCAT H3MEHEHWE YMCNA FTEHOMOB MM

Yyucna oTAae/ibHbIX XpOMOCOM.
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Bbiaensior TpM TUNa reHOMHBIX MyTalLuii:

1) rannoupus;

2) nonunNoUaus;

3) aneynnouaus.

lanaoudua — 310 yMeHblUeHHe UMCIa XPOMOCOM BABOE, T.8. COMATH-
HECKHe K/IETKW COLEpXKaT O4uHapPHbIM Habop xpomocoM (n). MannoWaHbIH
Habop XPOMOCOM COAEPMMTCS B HOPME TONBKO B NOJIOBbIX KIETKAX.

EctecTseHHas rannionaus BCTpe4aeTCa B HIHEHHOM LIMK/E HU3LLMX
rpubos, GaKTepHit U OAHOKNETOUHBIX BOAOPOCNEH, Y HEKOTOPDIX BH-
[lOB YNEHUCTOHOTMX ranNOWgHBIMU SBASIOTCA CaMLibl, PA3BUTHE KOTO-
PbiX WAET M3 HEONIO[OTBOPEHHBIX AlLekneTok, MannouaHsie hopmbl
6biM NONYYEHbI B IKCNEPHMEHTE Y PACTEHMIA: MUEHWLbI, KYKYPY3bl.
lannouauio 3apoabileit MOXKHO NONYYHTD Y HKHBOTHBIX NPH CTUMYNU-
POBaHMM Pa3BUTHA AHLEKNETKH WAK CriepMaTo3ouaa.

lannoupHble opraHaMbl Menbye, y HUX NPOSBARIOTCA PELIECCHBHbIE
reHbl, OHU BecnaogHsi.

[Tosunnoudus — yBenuueHHe Yuc/ia XPOMOCOM, KPaTHOE ranioMaHO-
My Habopy B knieTke. Berpevatotes Tpunnonarsie (3n), TerpannongHbie
(4n), neHTannonarbie (5n) opraHrambl. BONBLIMHCTBO COBPEMEHHBIX Ky/b-
TMBUPOBAHHBIX PACTEHHH CErofiHA — NOMHMNOWABI: MEHHLA, OBEC, PHC,
ceekna, kaptodens, ABnoHu, rpywu M T.4. (puc. 192). Monunnougssie
pacTeHHs UMeloT BONbLIYIO BEreTaTMBHYIO Maccy W YPOXaiHOCTb, Ha
20—50% ebilwe No CPaBHEHMIO C AUNOUAHBIMK HOPMaMM.

Cpepan MBOTHBIX NONUNNOMAUS BCTPEYAETCA B OCHOBHOM Cpefi
repMapoauToB (3eMNsAHbIE YepPBK), Y HEKOTOPbIX HACEKOMbIX, paKe-
00pasHbix U pbib. MoAUNNOUAKS MOXET BOSHMKHYTb B pesyJibTare:

1) HapylweHs pacxoaeH!s XPOMOCOM NpH MUTO3E;

2) CUsHUA KNETOK COMATHYECKMX TKaHeH nubo ux agep;

3) HapylweHui MeHo3a, NPHBOASALMX K 0BPA30BAHMIO FaMeT C Hepe-
AYUHPOBAHHBIM YUCIOM XPOMOCOM.

Y yenosexa 6onee 20% Bcex cnoHTaHHbIX aBOPTOB — 3TO TPUMIO-
HAHbIA Habop xpomocom 8 kapuoTune. Takue ocobu norubaroT e nep-
Bbl€ Yachl }XM3HU WM AHW NOC/e POXKAEHHSA. TETPaNNoUAMIO ¥ Yenose-
Ka HabniopaloT ToNbKO B MaTepHane CNoHTaHHbIX aBOPTOB.

AHeynoudun — W3MEHEHHEe YMCa XPOMOCOM B KNETKAX OpraHu3-

- Ma 3a cYeT notepu (MoHoCoMMs) Mk fobasneHus (NOAMCOMMA) OTAENb-

HbIX XPOMOCOM.,
MexaHu3Mm aHeynnoManH CBA3AH C HAPYLLIBHUEM PACXOM/AEHUS XPO-

~ MOCOM npH Meitose,
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Puic. 192. FBoaouus nweruybt
CoBpemennsiii copm nweruysl T.aestivum sBasemcs aefccanﬂoiaog, e
amepudunsoudrsim NPOYKMOM mpex pasHeix copmo@ c eenomamu A, Bu D,
B pesynsmame mMHoaux 3manol au6puéu§auuu BosHuKna coBpemerHas
¢hopma. CoBpemenneil eexcanaoudnsblil copm nueHuYbl ABasemcs J
npumepom BosHUKHOBEHUS aANON0AUNAOUA0E nymem cmyneH4amou
2ubpudu3aULY Pa3HeT OunnoudHeIX UCTOOHEIX Budo8 (copmoB)

Y yenoBeKa MOHOCOMMS No nape nonosbix xpomocom 45, XO co-
BMeCTHMa C M3Hbio (curgpom Llepewesckoro — TepHepa).

M3BecTHbl NOIMCOMMUM MO NOAOBBIM XPOMOCOMaM U ayTocoMam:

47, XXY — cunapom Knanndensrepa; 47, XXX — tpunno-X;
47, 2143 xp. — cunapom [ayHa.

MyTareHHbie ¢arTopbi

PasnuuaioTr cnegyloume MytareHHbsie hakTopbi:

1) thakTopsl (PM3UYECKOH NPUPOLbI, K HUM OTHOCATCA PasNHuHbie
BWObI U3NY4eHW: R-nyuw, 0, B- 1 Y-nyud, KOCMUYECKHE NyuM, yNbTpa-
(PMONETOBbIA CBET, B MEHbLUEH CTeNeHk — TemMneparypa;

2) haKTOpbl XHMUYECKOW NPHPOAbI — Pas3/iMiHbIE XUMUYECKHE BE-
wiecTea, kotopblie szaumogencrayior ¢ [IHK (puc. 193—195);

3) chakropbl BUONOrHUECKON NPUPOALI — 3TO BUPYChI, KOTOPbIE BHE-
APSIOT UHCHOPMALIMIO B FeHOM KNeTku (Gaktepun).
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Mymazenroe deiicmasue UOHUSUPpYIOWUX U3AYHeHL

: K MoHu3upylowmm uanyuenmam otHocaT:
i 1) peutreqosckue nyuw;
2) r- u KOCMHYECKMe Nyyw;
! 3) ¥ u B-BbicokoaHepreTUueckue M3NyueHus;

4) ynetpaduonetoesie nyum.

Bce Bupbl atux uanyuenuii, npoHukas s KNEeTKY, BbIOUBAIOT aNeKT-
POHbI M3 BHeLHel 06on0oYKK aTOMOB WM Monekyn, npeBpallas Wx B
nNoNoXKTeNbHble HoHbI, OcBOBOANBILMECA ANEKTPOHDI BHIBUBAIOT 3NeK-
TPOHbI H3 APYTrUX aTOMOB M MONEKY . ATOMBbI, 3aXBaTHBLUKE TaKMe INekK-
TpoHbl, NprobpeTaioT oTpULaTensHbIN 3apap. MytaredHoe peicrene
HOHH3IUPYIOILIMX M3NYYEHUH CBA3AHO C Pa3HOOBPa3HbIM NOBPEXAEHM-
M HYKNeWHOBbIX KMCAOT. [lpH 3TOM MOTYT NPOMCXOAHTD:

' 4 1) paspebiBbl yrnesogHo-thocthatHoro ckenera monekynsl JHK;
2) paspyleHue OCHOBaHWH, B pesy/ibTate yero NPOHCXOANUT XUMU-
HecKas nepecTporKa OCHOBaHHIA.

4 lMosperaeHne HYKNEOTHAHBIX OCHOBAHMI NPOUCXOOUT 3HAYUTENb-
= HO uauje, ueM caxapo-ocaTHoro cieneta. MupumugrHoOBbLIE OCHO-
- BaHus B 2 pasa 4yBCTBUTENbHEE K OBNYYEHHIO, YEM NYPHHOBBIE OCHO-
. Bauua. Haubonee paguouyscreutenen Tumun. Yawe noBpexaaerca
i ~ opHa uenb JHK. Mpu aBoiHbIx paspbisax [JHK Hapylwaetcs Hagmone-
~ KynspHas ctpyktypa [JHK. Yacrora HHAYLMPOBAHHBIX FeHHbIX MyTaLi
 NponopuuoHansha Ao3e obnyyenus, Toraa Kak YacTora XPOMOCOMHBIX
. abeppauuit nog geictere m HOHM3MPYIOWEro 0BNyYeHHs Bo3pacTaet
- MPOnopuMoHanbHo ksaaparty Aoabl. Haubonsiwel paguodyecTemrens-
| HOCTbIO 0B/1aJAI0T KNETKH Ha CTaAMK PaHHeH npodasbl U BO Bpems CUH-
| TETUMECKOro Nepuoaa uHTepdasbi.

YnuTpachmoneTosble Nyun NPOHMKAIOT B TKAHK OYeHb cnabo, nosro-
. My He BO3JeHCTBYIOT HA NOMOBbie KNETKHM MHOrOKIETOUYHbBIX opraHma-
~ MOB.

‘ YnbTpachuoneTosoe Hanyuenue obnanaer MyTareHHboiMK achdherTa-
MM, Bo3fieiCTBys Ha BaKTepuanbHble KNeTkH U BakTeprodbaru.

Mymazernoe delicmsue xumuueckux seuwiecms

B nacTosuwee Bpems uasectHo Bonblioe KONUYECTBO XMMMYEC-
MX BeLlecTB, KOTOpble ABAAIOTCA MYTareHHbIMH, T.e. CNOCOBHbIMM
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goiabiBaTh B JJHK pasxoro poaa HapyweHus. Cpeau XxuMuueckux
sewiects, 0bnaaaiowmMx cneyndrUecKoi MyTareHHo! aKTHBHOCTbIO,
BbIAENAIOT:

1) coeauHeHKUA, MyTareHHblé B OTHOLLEHHH KaK penMuMpyIoLLencs,
taKk 1 Hepennvuupyowercs [IHK. K HiuM oTHOCATCA ankunupyouixe
COEAUHEHWS, OKMC/IHTENIU-BOCCTAHOBHTENH.

Ankunupyioui1e areHTol — 310 BO/bWIAA rpynna XUMUHECKUX My~

TareHoB, KOTOPbIE NEPEHOCAT ankusbHbIe rpynnbl Ha Guonorudeckue
maxkpomonekynbl. OHU SBASIOTCA UCTOUHUKOM [NA BBEAEHHA B MOsie-
Ky/ibl PEArupyIOUIMX C HUMH BELIECTB-DAANKANOB (aNKHBHBIX rpynn):
metuna (CH,), atuna (C,H,), nponuna (C.H,) v 7.a. K ankunupyoumm
areHTaM OTHOCHMTCH MHOXECTBO Tpynn XWMUUYECKHX COBLHHEHHN!
THAEHMMHWHbBI, aNKWNANKAHCYNbaTbl, INOKCHAbBI, MHOrOATOMHbIE
CMMPTBI, CEPHbIN U @30TUCTBIN UMPHT, KOTOPbIM HENOCPEACTBEHHO B3a-
umopencTeyer ¢ [HK. Ankunupylowmne CoejMHEHNA BbI3bIBAIOT NO-
nepeuHble clumskM ueneit 8 monexyne [IHK, npusoasiimue K paspbisy
XPOMOCOM M NOSABNEHHUIO XPOMOCOMHbIX abeppauui. Moa nedcTeuem
anKUAMPYIOLWMX BelecTs MoryT obpasosbisatbes cwmeki JJHK —be-
nok. Haubonee BbiCOKOH MyTareHHOW aKTUBHOCTbIO obnagaloT Tak
Ha3biBaEMble CyNnepMyTareHbl, OTHOCALIWECS K /IKU/IMPYIOLMM COeau-
HEHMAM, — 3TO HUTPO3OMETH, [UITUNHUTDO3OMOYEBHHA, STHNIME-
TaHcynbMar U ap.;

2) coeAMHEHU, MyTareHHbie TONbKO B OTHOWEHHH penuuMpyiouLen-
ca [IHK. K HWUM OTHOCATCA NPOM3BO/HbIE NYPHHOB H NMPUMKANHOB, aK-
PHAMHOBbIE KPACUTENH.

AHanori OCHOBaHWW, NO MONEKYAAPHON CTPYKTYPE NOXOXHe Ha
ocHoBaHus, Bxopame B uenu [IHK, npBOAAT K MyTaLMAM, TaK Kak OHH
MOFYT CYLIECTBOBATb B ANbTEPHATHBHbIX (TAYTOMEPHDIX) COCTOAHMAX.
Tax, 5-6poMypauun CNapHBaeTcs C aaeHnHom, 8 Bonee peakom TayTo-
MEpHOM COCTORHUW — C ryaHuHoM. B ceAsu ¢ 3Tum 5-6poMypaLun uH-
OYUMPYET TPaH3ULMIO.

AKPHAWHOBbIE KpacHTe M (aKp1auH oparKesbld, NpodasrH H ap.)
HHAYLMPYIOT MyTaLM1 TUNA CABHra pamku cuntbiBanns. Oxu BHeapA-
lotca Mexay coceguumu ochosaHuamu B [IHK. Monekyna IHK ygenu-
UMBAETCA Ha AJIMHY OLHOTO HYKNEOTMAA W NP NOC/IEAYIOWEN pensin-
KalWH HanpOTHB BHEAPAIOLLEHCS MONEKY bl KDACHTENA BCTPaHBAETCA
AONONHUTENBHBIN Je30KCHPUBOHYKNEOTHA, UTO U U3MEHAET pamKy CHH-

TbiBAHWUA.
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Mymazennoe deiicmeue 6uonozuvecicusx azeHmos

pm?::y'c;L :::::HKOZHN, KOPH, BETPAHOW OCNbI, 3NHAEMUYECKOro Nna-
xPOMOéOM Onse ';op CHYXHU H Aapyrue Cn0C06th Bbi3biBaTh pPa3pbiBbi
- B.n YT YCUNHBaTh TemMnbi MyTaLHK KNETOK XO3AHHA 3a
mgpacﬁ::_m EHHA aKTUBHOCTH penapauuonn bIX CHCTEM. ECI'b AaHHbie 0
H '-ll'i(‘.'ﬂa XPOMOCOMHbIX NEPECTPOEK B KNETKax 4YyenoBeka
I.'IOCéIe I‘IaHAEMHH, BbI3BAHHbIX BprcaMH rpudnna.
MyTa:::"fp: COﬁCTFﬁBHHOFO reHoma CyLlwecTBYioT CbaKTOpbl, Bbi3blBalouimMe
. HectabunbHocTe. Takumu bakTopamu ssnsiotcs TpaHcno-
3HLMK MOBUNBHBIX 31EMEHTOB M PeTpoBHpyCcOoB.

Tparcnosuyuu mobunbHbLx anemenmos

Kpome romonoruumoii pekomBHHaLmK 0buian cTaBunbHOCTL reHo-
.Ma HapylaeTca MOBUALHBIMK NOCNeAOBATENIbHOCTAMM Ha3bIBaeMbIMK
_ TPEHCHOSprEMbIMH NEeMEHTaMK, Uau TpaHCI'IO:iOHB;M’H. Cywecrayior
PasfiduHble Knacchl OTAebHLIX NOCenOBATENbHOCTET JHK Koro;ble
._C!__’jOCOGHbI NMEPEHOCUTLCS B APYrHe NOMOMEHUS BHYTPH renéma 3ror
: .-:_n:;.:ouecc UCTO/Ib3yeT MEXaHM3M PEKOMBHHALMH, HO He npnaop,m. K 06-

- MeHy. B Haubonseii creneu tpaHcnosons! nepeMmeLaTes Henocpes-

EHHO 3 ORHOrO NONOXeHHs reHoMa & Apyrow Ges npomemquub?x
ponynro?, Takux kak nnasmuaa wnu cbarosasn AHK. 3to npusogur k
| PECTPOMKaM, KOTOPbie CO3AAIOT HOBbIE NOCNELOBATENBHOCTH 1 H3-
- MEHeHUsA (DyHKUMIA B LieNeBbIX NOCeA0BATENbHOCTSX. TpaHcnosoHbi
YT BbITb OCHOBHBIM MCTOUHUKOM 3BOMOUHOHHDIX U3MEHEHMM B re-
Me. B HEKOTOPBIX Cly4asx OHW BbIIbIBAIOT 6onesnu npu BcTpansa-
W DYHKUMOHUPYIOWHIH reH, Hibke NPeACTaBNeHbl TPU NpUMepa:
Tzr:u:; ::iitzzaT:anocreﬁ (15), TpaHcnosowst ( 7i) u peTpoane-
~olin o wHeca yepea PHK-npomeskyToutbie cTafiuu.
S MEHTBI — WHCEPUMOHHbIE NOCNEAOBATENLHOCTH

1S-3nementol (o1 anrn. insertion Sequence — nocneosaTensHOCTH
& e 1) — 310 cermentsl [IHK, ot 1000 40 3000 Hykneotnos (puc. 196)
o epmumema :1;:::1:;:;:;053 YUCAIO reHOoB, ErrOCOﬁHble LenbIMM 6J‘IOKaMP:
o Ty:acm:-l B apyro# (puc. 200). S-anemenTsi co-
i ,n . Pbié KOAMPYIOT TpaHcnosasy, Heobxoaumyio
PEMELLIEHHSA Ha HOBOE MECTO — TPaHCMO3HLUM.
- 1€HTLI, BCTpausasice 8 yuactku [IHK, MoryT sbiabisats MyTaLWH, pas-
| A KOAUpYIOLLMe, MK PEryNaTOpHbIE, NOC/IEAO0BATENLHOCTH. ;
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HaxoxaeHne /S-31eMeHTOB B XPOMOCOME NP KPOCCHHIOBERE MEX-
Ay HAMW MOXKET BbI3BATb A€NeUnM UM HHBEPCHH.

TpaHcno30HbI
Berpansanse [§-anementa
8 JTHK xposocomu
InemenTbl (7)) — TPAHCMO30HbI — YCTPOBHBI 3HAYUTENBHO COXK-
nee (puc. 197). 310 Gonee KpynHbie MOBKALHbIE 3NEMEHTbI, COCTOS- ol
wue U3 5— 10 ThiC. HYKJIEOTHAOB, C TEMH Ke CBOWCTBAMH, UTO H f e
 —— "
JS-3neMeHTbI, HO COAlEPXALlWe TaKKe reHbl, He WMelowmue Henocpes- Pl s Yk
- £ }AGC
CTBEHHOrO OTHOLLIEHWA K TPAHCMO3WLMK (reHbl YCTOHHMBOCTH K aHTHbHo- I,a; P;:;';—L*—-a PR
Tukam, TokcuHam). Takum oBpasoMm, Ans TPaHCNO3OHOB XapaKTEPHb! l
5 | — Berpocumniii IS-aaement

Te YKe reHbl, KOTOpble MMEIoTCA B Nnasmugax. CnoxHbie TPaHCNOIOHD!
WMEIOT LieHTPasbHbBIA PanoH, COAEPIKALLMIA TeHbl, a Ha oboMx KoHuax
TPAHCNO30HA PacnooMeHs /S-3nemeHTbi, [1sa /S-anemeHTa, pacnono-
JEHHBIX PAAOM, CNOCOBHbI NepeMellaTbes BMeCTe, 3axBaTbiBan 3ak-
NIOYEHHbIE MEXTY HHMHK TPaHCNO30HbI.

lMpocTbie TPAHCNOIOHB! TaKKe COMEPXaT reHbl YCTOMYMBOCTH K aHTH-
GHOTHKAM, Ha KOHUAX He cogepar /S-anemenTol. BeTpansatine mobuib-
HBIX 3/IEMEHTOR B KaKOH-MB0 reH MOXKET NPHBECTH K €ro HHaKTHBaLKK.

JTHK-noawsepasa i mirasa
daoaRoT npode.tu

L

JOHK-xpomocoss

Vawoeunit cafit porpodixu
HHcepuuoHHble nocnedosamenbHOCMU {as)
u mparcnosoHst (Th) Prc. 196. Cxema cmpoenus u uncepyuu IS-snemenma @ XPOMOCOMH
T !S-aﬂemefHK ?gxmepuu {Russel, 1998, P. 657]: e
N daryenovewo m ¢ IR-noBmopamu daurod 9 nw; 6 — obpasoBanue
20 Hadpesa 8 IHK Gakmepuu; 8 — uncepyus 1S-3remenma 8

ywacmre vadpesa; e — docmpauBan,
g ue
Hadpesa u obpasobarue dynaukayul fpwﬁwﬁma 288 racme

XapaKTepHas 4epTa nepeMeleHs MHCePUHOHHBIX nocnenoBarenb-
HOCTEH — 3TO MPUCYTCTBME Napbl KOPOTKHX MPAMbIX NOBTOPOB Lie/ie-

poit AAHK ¢ oBoux Koruos. NHcepuronHan nocnefoBaTe/ibHoCTb cama eromuod [HK
10 cebe HeceT HHBEPTHPOBAaHHbIe NOBTOPbI OKoNo 9—13 n.H. ¢ oboux Gakmepuu
KOHLOB. B 33BUCHMOCTH OT NPMHAZIEXHOCTH K ONpeAeNeHHoMy Knaccy Thasia Tl

oHa cocTouT W3 okono 750— 1500 nap OCHOBaHWM, KOTOpble cofep- ‘ .
AT [IHHHBIE NPOCTbIE KOAWPYIOULMe 0BnacTH Ans TpaHCno3asbl (cpep- ]m PR RS e o
MeHTa, OTBETCTBEHHOrO 38 TPaHCNO3ULMIo MOBMABHBIX NOCNefoBaTe b I=T Jo o _—_—‘—H? 1400 |
wocrei). Lienesoi Beibop onpeaeneHHoro caWTa BCTPauBaHWA MOXeT \ ISk B €<=
NPOHCXOAMTD KaK CNY4ai HO, TaK 1 B ONPEAENEHHOM NONOKEHNH. Mpu- el / Aalh) “/ \mm /
CYTCTBHE MHBEPTHPOBAHHBIX KOHLEBbIX NOBTOPOB M KOPOTKHX NpAMbIX Tﬁ“ﬂe xwmm;"fﬁq L
noetopos xo3anckoi JHK npuBoAuT K XapakTepHOMY CTPOEHHIO. IS-auementa .

TpaHCcno30HbI HECYT LEHTPanbHyo 061acTb C reHETHUECKMMH MapKe-
pami, He CBA3aHHbIMH C TPAHCNO3HUHEN, Hanpumep YCTOHYUBOCTD K
anTHEHOTHKAM. OHK NaHKWpOoBaHbl MO0 NPsMbIMU NOBTOPaMK (nme-

B

Puc. 197. Cxema cmpoenus MPAHCNOI0HA

Hunsepruposamme /S-anemenia
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JOLHMH OMHAKOBOE Hanpasnenwe), nWBO WHBEPTHPOBAHHBIMK NOBTO-
pamu (C NPOTHBONONOMKHbBIM HanpagneH1em).

PeruiMkaTMBHAs M HEPEIUIMKRAaTHBHAs TPaHCMO3WLIMA

Mpy pennrKaTHBHOW TPAHCNO3HLMH MCXOfHbIM TPAHCTIO30H OCTaeT-
CS Ha MecTe W CO3AaeT CBOIO HOBYIO KOMMIO, KOTOPas COCTaBNACTCS B
PeLMNMEHTHbIA CaHT HapALY C ucxopHoi konvew. Takum o6pasom, 3ToT
MeXaHW3M NPUBOLKT K yeen HHEeHWO YKUChna KOﬁidﬁ TpchnosoHa B FeHO-
Me. ITOT THM BKIOUAET ABe (hepMeHTaTHBHbIE aKTMBHOCTH: TpaHCno3a-
3a, AEMCTBYIOLIAN HA KOHUBI MCXOHOTO TPAHCNOo3oHa, | pe3onea3a,
AelCTBYIOWAA Ha YABOEHHBIE AYN/MUMPOBAHHDBIE KONWK.

BHe pennuKaTMBHOW TPAHCNO3ULIMU TPAHCMO3UPYIOUIMECA 3nemeH-
Thl CAMM NEpe/IBHraloTCA KaK (hM3nyeckas eauHuLa HenocpeACTBEHHO
8 [pyroW caiT, [loHOPHbIH y4acTOK MOANEXHT penapauii (y aykapuor)
WnK MOXKeT BbiTh paspylueH (y 6akTepwii), ecnun Gonee yem OfHa KONKA
XPOMOCOMBI MPUCYTCTBYET Yy OpraHn3Ma.

TpaHcno3uyus pemposneMeHInos

PeTpoTpaHCcnosHLma TpebyeT CHHTe3a KonuK PHK-scTpavBaemMoro peT-
poanemeHTa. PeTpoBupychl, BrAKOHaOWME BUpYC MMMyHOAEdMLMTA Ye-
noseka u PHK-BUpYCbI, ONyXonesble BUPYCbl ABNAIOTCA BKHBIMM PETPOS-
nemeHTamu. [TepBbIM WAroM B PETPOTPAHCTIOIULAM ABNAETCA CHHTES KO-
nun PHK MHTEpecylowero peTpoanemeHTa, 3a KOTOpbIM CeflyeT obparHas
TPaHCKPMNUMA A0 NOCER0BATE/IbHOCTH NONHAACHUANPOBAHIA B 3-pmn-
HoM KoHuesom noetope (3'LTR). Tpu BaKHbIX K/1ACCA TPAHCNIOIOHOB Mne-
KONWUTAIOWMX, KOTOPbIE NOANENAT 3TOH TPAHCNOSHUUMHM WK HMEIOT PeT-
POTPAHCNOZNLMIO YEPES NPOMENYTOUHYIO PHK, npuBeneHbi Ha pUCYHKax
198—200. DHEOreHHbIe PETPOBMPYCHI RBAAIOTCS NOC/EA0BATENBHOCTS-
MM, KOTOPbIE HaNOMKHAIOT PETPOBUPYCHI, HO He MOTYT MHOULMPOBATL
HOBbI@ KNETKW M OrpaHHuMBAIOTCS OfHMM reHOMOM. HeswupycHble TpaHc-
NO30HBI HE HMEIOT ANHHHbIX KOHLEBbIX NOBTOPOE U 0BbIUHO APYIHX Hac-
Teit petpoeupycos. O6a Tvna copeprkar obpatHyio TpaHCKpHnTasy H, cne-
[IOBATE/IBHO, CMIOCOBHBI K HE3aBUCUMOH TPAHCNIO3UUMK. Mpoueccuposat-
Hble NCeBAOreHbl MM PeTponcesforeHbl He UMeKT obparHoi
TPAHCKPHMITA3bl M HE MOFYT NEPEeMELIATbCA HE3ABUCHMO. Onu BKNIOHAKOT
[18€ rpYNNbi: NCEBAOreHb! C HeBONBLIMM YHCIOM KONWM, TPaHCKpHOMpYe-
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.. Beka.

mbie PHK-no, Y
nenoaaTean.r:::Mtaeaaou II, v ncesporenbi ¢ sbicokuM uucom KOMWA noc-
[ qenogei(aTeAvI' mnekonutalowmx SINE, rakue kak nocnegoearens
U U nocnefosarensHoc -
> TH Mbiwn B1, otHoCR
CEMENCTBY NOBTOPSIOLMXCH NOCef0BATENbHOCTEN : o ¢

Kcnancus MmpuHykneomudHsix noemopos

leHom
R zqgfis;g;)c%nﬁepmm TaHAEMHbIE TPUHYKNEOTUIHBIE NOBTO-
R e o Hx.q bIYHO OHKW cywlecTeylOT B rpynnax no 5—35
b Macno MPEBLILLAET ONpeseneHHOe YHUCIO M OHM
iy W D/IM3KO K HEMy, OHM CTAHOBATCS NPUYMHON 3a-
o HME;:::N OTKNOHMBLUWCL OT HOPMBI, YUCIO NOBTOPOB B
s EHABHLMIO K YBENIHYEHMIO NPH NOXOMKAEHHM ye-
IKENAHCHA TprrHyKn::::::b:cn:o:o::p::;;moaa. et abisursans;
f a3
HBIX MYTaUWi, Ha CEroAHALWIHWA geHb oéuap?;m:::::E:Zi::ﬁ;a?u:;:

OHK CaiiT BCTpamBaHMA (Lenesoit caitr)
ATGCA
58 0 0 8 e e 1 0 1
Hmpmmsmm@mrh{ém
700 - 1500 bp
oo W
— T MGETORE € fisyx
S ——— oTepon
Fini TREBENO 3
Uenesoi noatop Tan Uenegoft noetop
ATGCA mwep R
IR PSR 'i'A‘c‘é T R AN N AR mATGCA 3
TA CG 'r AT IRIT IR
HBapTHIMEORaHH e
{4~ Yobp) ' pewrepu e
Tp ol (Th) c r
e oK {Th) PKUT reHbl, He 8 C TPAHC 2
e
MpAMbie NoBTOPK ¢ ofiomx KOHLOB R
et —_—
ﬂ_“_‘ nncamp.

VHRODTHIMPORAHIHS NORTOPH © OBOK KOMIIOS

. 198, 4
; HEepuuontble nocredoBamensHocmy (1S) u mpancnozonsr (Tn)
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Paznuunbie TMRBI TPHHYRIEOTHAHBIX NOBTOPOB

@ DHAOrEHHBIA DETPOBUPYGC H HX 3RCNaHCHA

1

LTR

LTR TpHHyK/I€OTHAHbIE NOBTOPBI MOrYT Pa3NMuaThcsi B COOTBETCTBHMM C

MX NTOKANU3aUMEN OTHOCHTENbHO reHa. Onn Bonee ANMHHbIE BHE FeHOB
v Bonee ymepeHbie BHYTPH Koaupyowmnx obnactei. Mpu Heckonbkux
TAXKE/BIX HEBPONOTHYECKMX 3abonesaHHAX HEHOPMANbHO paciimpeH-
Hbie LLAT-noBTopsl asnsioTcs YacTsio reqa. UAT-nosTopsl kopupyot
Cepuio rITamMUHOB (polyglutamine tracts). Mpu HOPMaNbHOM Yucne
MOBTOPOB, KOTOPOE BapbHPYETCS B Pa3HbiX reHax, hyHKUMH reHOB OC-
TalTCA HopmManbHeiMM, OpHako yeenuyeHHoe Yucno NOBTOPOB BefeT K
HEHOPMaNbHOMY reHHOMY NPOAYKTY C M3MEHEHHBIMM (hyHKLIMAMM, Tpu-
HYKNEOTHAHbIE MOBTOPbI TAKOKE BO3HMKAIOT BHE KOAMPYIOLIMX peruo-
~ Hax reHa, [loBonbHO 0BbIMHBIMK THNAMM ABASIOTCS Urr- v rull-nos-
. TOpbl. YBenuueHHe yucna 3TMX NOBTOPOB MOXKET BbiTh OYeHb

@ PeTpoTpaHcno3oH

- AT [ o < AR AR AN E T
0 - s Do o

@ [poueccupoBatHLIil NCeBAOreH

i s SHauuTenbHbiM — a0 1000 uan Gonee. Mepsbii 31an aKCNAHCHK 0BbIY-
Knpqrmenpa‘mpm' mgq:n n{;ampu

5 -otnscrs
Puc. 199. Pemposasiemenms: MASKONUMaOuUx

COGeCa 8 :
ANCHARUITHMED FRAXA, Araxcus DRPLA, 8CA1-3, Muoronwsccxan
EPMI FRAXE Dpuapuxca SCAG, 7 ACTpOdan

L emnonms

. 201. Cxema nokanusayuy Brympuzennsix noBmopos u onpedensemsie
umy Goneswu y yenoBexa [Mandel, 1997. P. 768).
UTR — Hemparcaupyemsie padoksl zena. Tpeyzonshukamy nokazarg
OMHOCUMeNoHaA cmenens noBmopsemocmy mpuHyKAeomudos: yeprsie
bl — 4uca0 noBmopoB 8 HopMansHom zexe, 3eneHbIe — 3IKCnancus

Sl Pre. 200. PenauxamuBGHas
Fovbehad i besbeteako: o

U HEPeNnAuKamuBHas

oHOP Peuu 1 mpjg;c;x::j;ﬂg: mpas- (YBenuuerue yucaa Konuti mondemmerx noBmopoB), coomBemcmByrowasn
) nMeHT i = /e auc “
@ B cnoapuuuﬂ. Tpancnoson | HecmaGuneHol npedmymayu, Kpacksre u xesmeie — ewe Gombwas

bibidddabobababeddeheled kobudsdhebaabedebebes ocmaemca 6 donopckol
[AHK u BecmpauBaemces 8

HoBoe mecmo; 2 — Hepe-

Emenexs axcnaneuu, komopas Bedem k Bosezy. Bruszy yrasars: muns:
MpUuHyKneomudoB u nasBanug Gosesrel: EPMT — npoepeccupyrouan
MUOKNOHAbHAA 3nunencus; PRAXA — cundpom ymcmBeriol

} : nemanocmu, cBazanHbIL ¢ TPYNKUM (fragile) caimom 6 X-xpomocome;
nosu ,
&p nﬂummuﬂnagﬁglgﬂzz et E ~ ymepenras ymcmBennas omemanocme; cnurobyne6apHas
b ; yun. M3 ucxo i cg i e4nas ampochun (Gonesns Kemnedu); DRPLA — denmamopyGponan-
re— e 1 AHK sb'pg;m auBaemcs 8 2Yy3uanckan ampoghusa; SCA 1-3, 6 — cnunoqepeﬁ'pqﬂwas aMaKcus;
alalededs bbb blelybbuleloiriobolud ol cﬁ?yﬂacmgx =3 = cnunouepebpansran amaxcus ¢ makynsproi decenepayuedi
HOBb!
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WHTPOH WHIROH

SKaoH 3K30H WHTPOH BxaoH
AHK B, i W 3

. e LTELTE UL HOPMankHO® YUCNO MOBTOPOR

U yeenuserHoe YiCo fOBTOPOS (SkCNaHcA)

OueHb BoMbllas 3KCNaHCHA NOBTOPOB BHE KOAUPYILLelH ofnacT (8 UHTPOHE)

VMHTPOH 3KaoH DK30H WHTPOH

SK30H WHTPOH

3

’_/lmmlill Sy HOPMaNLHO YHCH0 NOBTOPOB
e Far- "
ST E T ysenMYeHHoe YWCno NoBTopoa
(aKcnaHcua)

YaenvyenHoe yrcno LIAT noBTopos BHYTPW KOAMPYIOWER NnocneaosaTensHoCTH

Puc. 202, Pasnuyrivie murtel 3KCNAHCUU
MpUHyKAeomuoHsIx noBmopod

HO HE WMEET KAMHUYECKMX NPOsBeHHH BONe3HH, HO BO3HWKAET Npej-
PACNONOKEHHOCTE K YCU/IEHHOMY BO3PACTaHHIO YMCAa 3THX NOBTOPOR
B NOTOMCTBE HOCHTENs (NpeMyTauuH).

HecmabunbHble mpuHykaeomuoHbsle NosmMopbl
8 cay4asx pasnu4Hblx 3abonesanull

HapyiweHns, BO3HUKalOUHe B pe3y/ibTaTe yBe/IMUEHHA YHCNA TPU-
HYK/IEOTHAHbIX NOBTOPOB, MOFYT Pa3/IMUaTbCA B COOTBETCTBHMM C TH-
IOM TPHHYKNEOTHAHBIX NOBTOPOB, HaNpHMEp MOC/eoBaTENbHOCTE
U3 TpeX HYKNEeOTHAOB, UX NOJIOXEHHEe B 3aBMCHMOCTH OT y4acTBylo-
LLLero reHa M WX KNMHMUecKue npossnesqn. Bce oty BOBNEKaIOT LeH-
TpanbHylo W nepudepHYecKyio HEPBHYIO CHCTEMY. 3abonesanue |
TWNa, BbI3BAHHOE TPUHYKNEOTHAOM, XapakTepHo Ans LLAT-TpHHYK-
NEOTHAHOrO NOBTOPa BHYTPH KOAWPYIOUeH 06nacTu pa3nuiHbix re-
woe, Tpunner LAT koaupyer raiotamun. Okono 20 LLAT-noeTopos
0BBIUHO ABNAIOTCA HOPMOH B 3THX reHax. Takum oBpa3om, oKono 20
FAIOTAMUHOB NOSIBASIOTCA B reHHoM npoaykTe. B coctosHuu bones-
HU YMCNIO FNIOTAMUHOB B Benke aHauuTeNbHO yBenuynsaeTcs. TakuMm
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1. OcHOBHBIe NposieneHus 2. PeHoTHN

MNopaxeHHbit Boneanbio
(n=50-2000)"
Mpewyrawms  (n = 38-50)
Hopma (n =5-37)

g Josens

19g13.2-q13.
reH.D,MPKBTprc(:nmogomax b 3)

W

(UTT)n

3. YeenunueHHoe uucno LT -no
-NOBTOPOB NPY MUOTOHUHECKOM
AmcTpodum

Puc. 203. Muomonuyeckas ducm
poghus. (1) — ocHoBusre nposBaenus
(2) — gperomun, (3) — yBeauvenue wucra YTT- ~no&m€)po3 Y
npu mMuomonuveckol ducmpoghuus

Pa30M, OHW COBMECTHO PacCMaTPUBAIOTCH KaK NOJMUFAOTAMUHO-
& HapyLueHus.

TpuuykneotuaHsie Bonesnu I TUNa XapaKTepU3ylTCsA PacluMpeHm-
1 H4HCna TakKux nosTopos, kak LITT, FAA, TLLL nau UrT-rpunykneoru-
B BHYTPW HeKoAHpyiouleh obnacTi yuacTeyiouero reHa, M6o 8
KOHLe (Fj.lu NPH CUHAPOME NOMKOH XPOMOCOMBI, THN A, ILRAXA)

20 npu 3"-koHue (UIT npu FRAXE ; LUTT npu MuoToHHuecKo# AHCT:

HH), 6o B WHTpOHe (TAA npu atakcuu @Dpengpurxa).
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Mpuruun nabopamopHoil QuazHOCMUKU HecmabunbHbLX
MmpuHyKneomudHbLX NOBIMOPO8

Naboparop+as AMarHOCTUKA CPaBHUBAET Pa3Mepbl TPUHYKIEOTUARBIX
NOBTOPOB B ABYX A/NENAX NPOBEPAEMOro reHa, [eH MOXET pa3nnuaTbes
OueHb BONBILMM YBENMUEHHEM YHC/IA MOBTOPOB BHE KOAMPYIOILIEH NOC-
nenogarensHoctH (ot 50 go Gonee 1000 noeTopoB) 1 yMepeHHbIM yBe-
NIHYEHUEM BHYTPH KOAMPYIOWHKX nocnegosatensHocten (o1 20 oo
100—200).




NoctmkeHuns obLuel reHeTHKH CBA3aHbI C 06BHEKTOM HCCNEAOoBaHUA:

CpeaM pacTeH it — ropox U Kykypyaa;

CPefH XKHBOTHBIX — MYXaApo30thrna U Mbillb;

Cpef MUKPOOPraHMaMOB — KHLIEYHas nanouka u Helpocnopa.

Tenepb HacTyNMna HOBaA 3NOXa, KOTAR OfHHM U3 TNaBHbIX obvex-
TOB reHeTMYEeCKMX UCCNefoBaHWH CTan Yenosek.

MccnenosaHue reHeTUKI YeNoBeKa BCTPeHaeT Pl TPYAHOCTEH:

1) HEBO3MOXHOCTE MPOUIBONBHOTO CKPELIMBAHNUS;

2) nospHee HacTynneHWe NoJIOBOH 3PENOCTH;

3) mManoe 4Mcao NOTOMKOB B CEMbE;

4) HEBO3MOXHOCTb YPABHUBAHWUA YCAOBHH XN3HK NOTOMKOB;

5) couManbHOe HepPaBeHCTBO, KOTOPOE 3aTPYAHAERT peanuaaliHio
HacneacTBEHHbIX MOTEHLUIA HYenoseka.

HecMoTps Ha yKa3aHHbie TPYAHOCTH, YCNexH B NO3HaHUM reHeTUKH
YenoseKa BECbMa 3Ha4MTEe/NbHbl,

Peanv3oeaH npoekt «leHoM yenoseka», B Bnvxaitwee pecatune-
Tve GyayT paclundpoBaHbl reHbl, KOTOpbIe OTBEYAIOT 32 Te WAK HHbIe
NPH3HaKHK.

Moka uaeHTucbuumpoearsl bonee 1000 reHos yenoeeka, 410, MO
MHEHMWIO pAAA MCCNefoBaTeNen, COCTaBNsAeT 0K 5% ot ux obiero
yKcna.

Hanpumep. 6onee 100 rexos naeHTHdHLMpPOBaHDI B X-xpomocome
u Bonee 30 — B Bonblwmx xpomocomax (1—6 nap).

CoBpeMeHHble METO/bI OKPALLMBAHWA MO3BO/MAM BbIABUTE RO 1000
cneumMtbHUecKUX NONoc Ha Bcex 23 XxpoMocoMax yenosexa.

Ha XxpoMoCOMY NpH 3TOM B CPeAHeM NPUXOAHTCA 50 nonoc. Ux ko-
JIMYECTBO Y Pa3HbiX XPOMOCOM PasiniHo, 370 AaeT BO3MOXKHOCTE TO4-
HO MAEHTH(DULMPOBATD XPOMOCOMbI HENOBEKA faXe HeCneuHanmcTy.
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3:4:;: “enoseKa usy4eHo Bonblioe KOMMYECTBO Pa3HOOBPA3HbIX npu-
OB, B TOM YMC/I@ NAaTONOrUYECKHX

KOTOpble a5 -
MOB HEeM3BECTHbI, P okl g

CeropgHs y uenoseka

BbisieneHo Gonee 4000 Ha
gt CnefacTeeHHbIX 6o-
TaKB HacToswee BPeMS y)e AOCTaTOHHO M3BECTHO O HacNefoBaHWM

UX MOPGOIOrHUECKHX NPU3HAKOB YeNoBeKa, Kak BpaxvonakTHAna
(kopoTkonanocTs), anbOUHU3M, NATHUCTOCTD KOMKH U Apyrue mopco-
Norv4ecKue NpUaHaKH,

XOopoLuo uayyeHa reHeTHka KPOBH.

flocturkyTsl ycniexu B 06aCTH HaydeHUs MHOrMX BHOXHMUUECKUX NpH-
3Ha:|oa, T.€. CBA3aHHbIX C HApYLIeHHeM (hEPMEHTATHBHON aKTHBHOCTH.

ayueHo Gonee 100 Tak HasbiBaEMbIX XPOMOCOMHbIX BonesHei
C HEKOTOPbIMM U3 HMX Mbi NO3HAKOMUMCS.

Mout Bce ocobeHHOCTH NneuxMYecKoli 1 TBOPYECKOW feaTenbHOCTH
HE/IOBEeKA HACTO/IBKO CIOXKHbI M HACTONBKO CHIIbHO OBYCNOBAEHD! BHE-
-LFIHjIMH, B TOM yucne v COHHMthIMH, CbaKT{)paMH_, YTO UX reHeTuyec-
KMH aHaN3 TPYLHO OCYUIECTBUM, XOTA X HaC/leacTBeHHas obycnos-
JIEHHOCTb He BbI3bIBAET COMHEHMH,

Kapuorun yenosera

i, KapuoTun yenoseka Kax coBokynHOCTs faHHbIX 0 uucne, pasmepax u
CTPYKTYpe XPOMOCOM YCTAHOBJIEH TOYHO TONbKO B 1956 . (puc. 204, 205).
: flo atoro Bonpoc o crpykType u Kauectse XPOMOCOM CHMTancs pe-
LeHHbIM. B(fe CUMTaNU, uTO y Yenoseka 48 xpomocom.

Bonb_n‘uou HEOMMUAAHHOCTBIO ABUIOCH COOBLUEHHE WBEACKHUX LUTO-
foros Tjio u Levan, ony6ankosantoe 8 1956 r., cornacHo KOTOpOMYy
. Hn;no XpOMOCOM B KynbType thubpobnacTos nerkoro ot tpex 3mBpuo-
- HOB uenosexa Bbiio paBHO 46.

- 310 noaTBEpAKUAK aHTAMiicKHe uuTonori Ford u Hamerton, ycraHo-
. line HanuHe 46 XpoMOCOM B CnepMaToroH1ax u 23 Gns:anema B
CnepmaroynTax yenoseka. Pasmepbi xpoMOcoM uenosexa s packpy4eH-
cocTosHumn konebmotes ot 1 go 2 m.

-}’.Hmbnnamtn HOMEHKNaTYpbl XPOMOCOM Bbina npoBeeHa creyuans-
0# Komuccuert 8 1960 . B amepukaHckom ropoge [exsepe.

H.B 1963 r. & Jlonpone 6bina sTopas KOH(hepeHUMa No cTaHpapTH3a-
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Cremarnueckoe naobparenne G-cerMenton XPOMOCUM MeAoReRa M CHCTEMA HX of03HAYeHRR
cornacae peiveussay Mapuroxoi kondepemm 5 1971 1
Undppasin ofosHadens HOMEPA xpoMocoM; X it Y — H0J0BbIe XpoMOCoME:
P — KopoTkDe, g AAHHHOE [1TeuH XPOMOCOM

Puc. 204. Kapuomun venoBexa

B 1971 r. 8 Mapwe 6bin caenan nepecMoTp ¢ y4yeTom autbcepeH-
LHansHOW oKpackM,

Ha ocHoBe yHW(bHKaLMH BCe XPOMOCOMBI YenoseKa Ebinu pasbuTbl
Ha 7 rpynn npu pyTUHHON (NPOCTO, CRAOLIHOM) OKPAaCKH.
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Ubu ni

amk

24-upetnas FISH-okpacka xposocom uenonexa
yonos, Kapamenmesa, 2000]:
A — meTadasnan mracTuniy, na KOTOPOIT Kasmasn
XPOMOCOMA OKpamiena B ceoi neesgouser; 6 — HATHYHe
SBACHOIO M KPACHOTO MeeBAonBeTon 8 8- n 11

XPOMOCOMaX ¢ BHACTCIABCTHYET O TPAHCIOKAITHY
MEXCTY HHMN

Puc. 205. Kapuomun venoBexa
Py ucnons3oBanuy memoda moopecuenmuod eubpuduzayul in sity

B ocoBy yHudmKaumu nonoskens:

1) pasmep xpomocom;

2) nonoekue ueHTpoMepbI;

3) Hanuume sToOpOIl NEPeTANKY U CNYTHUKOB:

Y10 npeacrasnsior 3tn rpynnsi.

pynna |, A. Cioga Bxofat 1, 2, 3-a xpomocoml,

KpynHsie xpomocombi: MeraleHTpuyeckue — 1-a u 3-1 u cybmera-

‘UeHTpHYeckue — 2.
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I'pynna Il, B — 4-5, 5-5 xpomocomsl,

KpynHbie cybmerayeHTpuyeckue. XpoMocombl 310l napsl HU pas-
MEpOM, HW MOPLPONIOrMHECKH HE PasNHYaIOTCA Mexay coBoN.

F'pynna lll, C — 6— 12-1 xpomocomsi.

XpoMocoMmbl CpeiHHX pa3MepoB ¢ cybMeanaHHbIM PacnonoeHH-
€M UeHTpoMep.

X-XpoMocoMa CXOfiHa € CaMbIMW ANMHHBIMW XPOMOCOMaMH 3T
rpynnbi.

Mpynna IV, [} — 13, 14, 15- XpOMOCOMBbI CpeIHHX Pa3MepoB, C NOYTH
TEPMUHA/ILHBIMH LIEHTPOMEPAMH, «aKPOLIEHTPHYECKUED XPOMOCOMI,

Bce TpH napbi XpOMOCOM MMEIOT BTOPHYHbIE NEPETSHKKM H CNYTHUKM.

lpynna V, E — 16, 17, 18-s xpomocombl.

JoBONBHO KOPOTKHE XPOMOCOMBI; mMeTaueHTpuyeckan (16-a xpomo-
coma) u cybmerauentpuueckue (17-a u 18-a xpomocombi).

I'pynna VI, F — 19-1, 20-a xpomocombi.

KopoTkue XpoMOcoMbl C NOUTH MegHaNbHBIM PACTIONOKEHHEM LieH-
Tpomep, Mexay coboi HepasnuyuMbl.

I'pynna VI, G — 21—22-5 xpomocomsl.

OueHb kopoTKHMe akpOUEeHTPHUECKHe XpoMocombl. OBe napsl xpo-
MOCOM WUMEIOT BTOPUUYHbIE NEPETSKH M CIYTHUKM.

Y-xpomocoMa — mManeHsKas akpoLeHTPHUECKAas XPOMOCOMa, CX00-
Has no pasmepam M chopme c xpoMmocoMamiu 21 1 22, Ho He uMeloLas
CNYTHHUKOB,

MeavuyHCKas reHeTHra

MepHUMHCKaA reHeTHKA — COCTaBHAA YaCTb FreHeTUKM YenoBeKa —
ABNAGTCA BAXKHEHIUIMM Pa3fenoM COBPEeMeHHOH reHeTuku. OBbexkTom
MEJIMLIMHCKOW TEHETUKH ABSETCA YENOBEeK.

OcHOBOMONOMHMK KIIMHHIECKOH FreHETHKH B Haluelt ctpare — C.H. [la-
BbIJEHKOB ONPEAE/sN MESHLMHCKYHO FEHETHKY KaK HayKy, H3yHaloLLyio Ha-
CNEACTBEHHOCTb M M3MEHUYMBOCTL C TOUKH 3PEHHS NATONOTUM, T.e. BonesHu.

OCHOBHO# BONPOC H3YHEHHS MeAULMHCKON FEHETUKH — 3TO HaChes-
CTBEHHAs NaTo/IorvA.

MeguunHcKan reHeTHKa onMpaeTcA Ha 3aKoHbl OBLLEH reHeTHKH.

B ocHoBy reHeTHyeckoi KnaccuKaumMk HacnecTBeHHbIX Bones-
HeH NONOMEH 3THONOTUUYECKUH NPUHLMN, @ MEHHO: THN MYTALHIA 1 Xa-
paktep saaumopencTeus co cpegom. CeroaHa masectHo Gonee 4000
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B1AoB BoneaHeii. Hacnencreennsie Boneaxu KNaccuchHUMpyroT Ha NATh
rpynn.
1) reHHble BonesHu;
2) xpoMocoMHble BonesHu;
3) BonesHu ¢ HacnepcTEEHHOM NpPeapacno/IOMeHHOCTbIO;
4) reneTHyeckHe BONE3HK COMATHUBCKHX K/IETOK;
5) 6onesnu ¢ reHeTuyeckon HECOBMECTHMOCTbIO MaTepH M nnoga.
Ans HacnepcreenHbix GoneaHet xapaxTepHbi:
1) cemeiiHbii xapakTtep Gonesnei;
2) BpoxaeHHbIi xapakTep 3a6oneBaHus (8 GonblmHcTBe Chyyaes);
3) xpoHuueckoe Teyenue;
. 4) MHOXECTBEHHbIE NATONOrMYECKUE HIMEHEHHS OPraHoB W CHCTeM
- (BpoXkpeHHbie nopoku passutus);
! 5) PE3UCTEHTHOCTB K OCHOBHBIM METOAM TepanHH.
Bonbias yacts HacnegcTaenHol natonorum peanusyerca Ha paH-
HWX 3Tanax oHTorexesa yenoseka: 25% 3aGonesanmit — BHyTPUYTPOH-
. Ho, 45% — pony6epratHo, 20% — ny6epratHo M MW 10% — y
- niopeii crapuwe 20 ner.

IenHEle GonesHu

_ leHHble 6one3nn — 310 pasHOpOAHas MO KAMHUYECKUM npossne-
 huaM rpynna 3abonesaHuii, 06yCNOBNEHHAA MyTaLUAMK Ha reHHOM
ypoete. Obuias yactoTa reHHbIX MyTaumii B nonynsuuu cocrasnser
3 1—2%. MoHoreHHbie hopMbl reHHbix Goneatei HacneayioTcs cornac-
~ HO 3akoHam Mengens,
_'_ Y uenosexa onucaHbl CheayloLHe BUAbI FreHHbIX MyTaLmi, obycnos-
| /MBalOLMe HAc/IeACTBEHHbIE BONE3HU: MUCCEHC, HOHCEHC, CaBMUM pam-
KM CuMTbIBaHMS (Qenelmnm, BCTasku), HapYLWEHWA CNaiCKHra, yBenuye-
HHE YKCna TPHHYKIEOTH/HbBIX NOBTOPOB.
Jlioboi U3 3THX BHAOB MyTaLMi MOMET BECTH K HacneaCTBeHHbIM
Bonesnsm. -
Myraumu, ebisbisaiowme HacneacTseHHbie Bonestu, MOTYT 3arparu-
. BaTb KaK KOAWpYIOLYIO, TaK PETYNATOPHYIO YacTb reHa, Hapyluas ge-
 ATeNbHOCTb hepMeHTOB W Benkos.
- TNarorenes 6onesnm passueaercs COOTBETCTBYIOLMM 0Bpasom B 3apm-
- CMMOCTH OT TOrO, KaKO#M NPOAYKT KOHTPONMPYETCH KOHKDETHBIMM FeHaMM 1
. Kakol xapaKTep HapylLeHHs ero BbIPaBOTKM NPOHCXOUT NP MyTaLMAX,

!
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B ocHosy knaccudrKaumu redHbix BoneaHen MoXKeT BbiTb Nosoxe-
HO TPH Pa3HbIX NPUHUMNA.

lenemuyeckull MPUHYLN KAGCCUGhUKAYUL OCHOBaH Ha TMNe Hacne-
L0BaHUA TOM WK HOH BoneaHu. BoigensioT rpynnbl 3abonesaHuit, KoTo-
pbi@ HACAERYIOTCA 1O OCHOBHBIM TUMAM: ayTOCOMHO-A0OMUHaHTHbIE, ayTO-
COMHO-PeLieCCHBHbIE, X~ClLienneHHbIe JOMHHaHTHbIe, X-CLienJieHHble peLec-
cuBHbie, Y-cuenneHHble (ronaHOopHHECKHE) W MHTOXOHPHaNbHbIE.

Kaunuyeckuti NpURYUN KAGCCUGhUKaYUU OCHOBaH Ha COOTHECEHWH
Honeann K onpefeneHHoR rpynne B 3aBUCHMOCTH OT MOPayKeHWs TOM
WNW WHOW CHCTeMbl MnW opraxa. Beipensior BoneawHi HepseHbie, HepBHO-
MbILLIEYHbIE, KOX(HbIE, IHAOKPUHHBIE, KPOBH, ONOPHO-ABHraTensHoro an-
napara, ncuxuueckue U gp. KnuHuueckas KnaccuuKauma BOCTatouHo
YCNOBHA.

[Tamozenemuyeckull NPUHLUN KAGCCUMUKAyUE OCHOBAH Ha Bblae-
neHuu natoreHesa sabonesanus. Mo 3ToH KnaccubUKauuu BbIBENAIOT
TPW rpynnbl HacneacTBexHbix Boneaneit: bonesHu obMeHa BewecTs,
BPOM/EHHbIE NOPOKK Pa3BUTHsA (MOHOTEHHOW NPUPOabI) U KOMBHHM-
poBaHHble cocTonHua. Cpeaw Boneareii obmena seLecTs, B CEOIO OHe-
pefb, ONPeAensioT rpynnbi no Tunam obmexa (GonesHu yrnesogHoro
obmena, obmeHa nunugos, obmeHa BuTamuHoB). Bonbwyio rpynny mo-
HOTreéHHbIX 60nesue1‘i COCTaBnAwOT I'EMOFROGHHOFIGTHH e GDJ'IESHH,
CBA3AHHbBIE C HAPYLUEHUAMU CTPOEHUSA U (DYHKLMOHUPOBaHUA reMor/io-
HuHa.

Tabauya 13
Yacrora HanBonee pacnpocTpaHeHHbIX MOHOTeHHbIX
Goneanel yenosexa
3abonesaHue Tun HacnepoBaHus Yacrora

Cemelinan rvnepxonecreponemua | ALl 1:500 retepoauror
MoN1no3 TONCTOM KMLWKK Al 1:15000
Cunapom Mapdana All 1:20000
Hacnepcteennsiii cchepountos | All 1:5000

ALl 1:1250
Xopes lNeHTHHITOHA All 1:25000
HecoeeplueHHblit ocTeoreHes Al 1:20000
MuoToHHUecKas GUCTPODHA Al 1:10000
Heipodmbpomaros 1 tuna All 1:3000

Al 1:15000
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Oxonyarue mabn, 13

1 L 3abonesanue

Tun HacnegosaHus Yacrora

- | AnbbrHuam AP 1:10000
| Mykosucumpos AP 1:3500
| CnuHansHas MbileyHas arpocma | AP 1:6000
| PeHnnkeroHypus AP 1:12000
¥ Femocbunus A X-cuenneHibii 10000
| Mporpeccupyiouian Meiweynan = 1:3500
) auctpodna Qoiwenna X-cuennenHsii
" TectukynsapHas cbemuHmusayms X-cuennenupiii 1:64000
1. Cunapom MaprtiuHa—Benna X-cuennerHbIi 1:1250

! 1:4000

AL — ayTOCOMHO-AOMUHAHTHBIM,
AP — ayTocoMHo-peLieccHBHbIN,

lpuMepbl HeroTOPBIX reHnbIX GonesHer
Ansbunusm

AnbbuHuam (rnazo-kowxHbii) — Bonesws obycnosnena otcyrcTau-
- €M CHHTe3a hepMeHTa THPO3MHAZLI, B Pe3ynbTare Yero He CHHTE3MUPY-
ETCA NUIrMEHT MenaHuH, XapaktepHa obeciBeyeHHOCTs KOMM, BONOC,
43, HE3aBUCHMO OT pachl 1 BoapacTa. Koxa po3oso-kpacHas. Umeet
TPeAPacnoNOMKEHHOCTb K 310KA4ECTBEHHBIM HoBoOGpazosaHusM. Bo-
Nochl Benbie unm xentosatble, Papyxka cepo-rony6oro upera, Ho Mo-
ket ObiTb M po3osartas u3-3a OTPaXKeHWA CBETA OT rNasHoro fHa, rae
iCnonaratorcs cocynbl. BonbHbiM ceolcTREHHA BbIpKEHHaA ceeTo-
O5i3Hb, UX 3DEHWE CHUXKEHO W He YNyYLLaeTCs ¢ BO3pacTtoMm (puc. 206),
AnbbrHMIM BCTPeyaeTcs ¢ uactotoil 1:39000, Hacnenyetes no ayto-

O-peueccusHomy Tuny. l'en nokanusosam Ha gauHHOM naeye 11-i
A0 OMOCOMbI.

Penunkemonypus (PKY)

- Denunkeronypua — ayTOCOMHasn-peleccHBHan Bone3Hb aMUHOKHC-
HOro obmMeHa.

Naronoruueckue nposenenus CBA3aHbl C HEJOCTATOYHOCTBIO Neye-
’ HOro chepmenTa — chenmnanaHuHruapokcunassi {puc. 207).

- ®KY — 370 BpoxaenHoe HapylleHWe aMUHOKHCNIOTHOrO obMe-
Hepocratounocrs thepmenTa BeAeT K HapyLeHHIO NpoLecca rMa-
CHNHpOBaHWA (npeepalienus) deHrnanaHuHa & TUPO3KH,
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Puc. 206. Ansbunusm B nonyaaull YepHOKOXUX apuxkanyes

Bcnencreue 31oro deHunanaiiH HakanaMBaeTcs B KPOBM BONbHBIX
8 Bonblumx KoHueHTpauusx (0,5—0,6 r/n, npu Hopme 0,003—0,04
r/n). 370 NPUBOAMT K HacTUYHOMY NpeBpallieHUIc heHrnnanaH1Ha 8
cheHUNYKCYCHYIO M (heHUNMONOUHYIO KMCIOTY, HaKOMN/IeHHe KOTOPbIX
B KPOBM COBMECTHO C (heHUNANaHMHOM OKa3biBaeT TOKCHYECKOe Aei-
cTBMeE Ha MO3r pebeHra — AedeKT YMCTBEHHOrO Pa3BHUTHA.

Hapywenue obmeHa heHunanaHMHa CoONpoBOMKAAETCA TalKe Ha-
PYLIEHHEM CMHTE3a NUrMeHTa MenaHWHa — y GonbHOro oTMeuaercs
cnabas NUrMeHTauus BONOC 1 Pafy)KKu rnas.

1o 3abonesanue QUArHOCTHPYETCH MO NOABNEHHIO B MOUe (heHK-
NUPOBHHOrPaAHON KUC/IOTEI UK (heHunanaHuHa B KpoBHM.

lexerrka @KY xopolwo usydeHa.

leH theHunanaHuH-ruAPOKCUNashl NOKaSM30BaH B [A/IMHHOM nieve
12-i XpOMOCOMbI, YacToTa BCTpeqaemocTH 3abonesanui cocrasnser
1:10 000 HoropoaeHHbiX. BoNesHb HacneayeTca Mo ayTOCOMHO-pe-
LIECCHBHOMY THUNY.

Cundpom Mapgpana

370 HacAeACTBEHHAA AOMUHAHTHAA BONE3Hb COBAMHUTENBHOMN TKA"
HM, NPH KOTOPO# 0BHapYKHBAETCS MyTauMsA B reHe Benka-hnbpunan-
Ha COBMHMTENbHON TKaHu uenoseka. Benok-pubpunnun Bxogur B
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Pue. 207, Pasnuunsie 2erHbie Gonesmy

s _ , BosHukarowue B pesyssmame
Pywenus obmena penunananung: ghernunxem o#ypuﬁ,paﬁg BuHu3IM,
meOBUHO.?, mupo&uﬂemun, GAKGHMOH_{/}JUB ;
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COCTaB INACTUYECKMX BOJIOKOH COBAMHMTENbHEIX TKaHel. bea cTpyk-
TYPHOMN NOAAEPKKH (DMBPHANKHA MHOTHE TKaHU TEPAIOT CBOIO NPOH-
HOCTb. 3Ta MyTaLMA NPUBOAKT K BNOKY ero cuHTe3a, COOTBETCTBEHHO,
COoefMHHTE/IbHARA TKaHb UMEET NOBbILIEHHYIO PaCcTAXKUMOCTb. ITO NpU-
BOLAMT K YANMHEHUIO KOHEYHOCTEN, thanaHr nasnbues («naydby nanbubi»),
BbIBUXY XPYCTA/IMKa, aHEBpU3Me aopTel ¥ Ap. [peanonaraetcs, uTo o1
cunapoma Mapdara ctpapani 3xHatoH, Hukkono lNarannHu, Aspaam
Nunkonex, KM, HykoBckui.

YacroTa curapoma Mapdana s nonynsuun cocrasnser 1:10 000—
1:15 000.

TemornobuHonarHu

FemornobuHonatMu — 3710 BONE3HHW, CBA3aHHbIE C HAC/IEACTBEHHBIM
HapyLeHHeM CHHTeaa reMornobuHa, Bblgensior kauecTBeHHbie (CTPYKTYp-
Hble) W KonuyecTeeHHbie ux dropmbl. NepBbie xapaKTepuayloTcs HameHe-
HMEM NEePBMUHON CTPYKTYpbI 6ENKOB reMornoBHHa, UTO MOXET NPUBOANTL
K HAPYLIEHHIO €ro CTabrIbHOCTH W chyHKUMHK. [pK KoNKMuecTeeHHbIX hop-
Max CTPYKTypa reMorniofbuHa OCTaeTcs HOpMarbHOM, CHIKEHa MULLb CKO-
pocTb cHHTesa roburosbix uenei. Cpeau remornobuxonatuin Haubonee
W3BECTHBI TANIACCEMHA U CepPrNOBUAHO-KNETOUHAA aHEMMUS.

Tanaccemus

Matonorua obycnoBneHa CHWKEHHEM CKOPOCTH CUHTE3a NoJsMnen-
TUAHBIX Lenei HopMansHoro remornobuna A. Ee HassaHWe npoMcxo-
AMT ot rpeveckoro «Tanacca» — CpeguaemHoe mope. lMonaraiot, yto
CO Cpegr3eMHOMOPCKHM peruoHom CBA3aHO NpoUCXOoXaeHue 60.flb-
WKHCTBA HOoCHUTeNel reHa Tanaccemuu (puc. 208).

Pasnuirsie Gopibl TRNacCEMMA

(C Mapywer cuHTes  G-rAoBuHa
B: HapyuweH citHTes P-rnoGuma
Bk wapywen cwntes & v f-rnotnna

HeoTabnbHbii Xponuueckan
remernoting ’ aHEMUA

Puc. 208. Tanaccemus, XPOHUMECKAR GHEMUS
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FomosurotHas (6onbluas) Tanaccemus, oHa e — aHeMus Kyanm —
BbI3LIBAGTCA PE3KUM CHMXKeHWem obpa3soBaHus remornobuta HbA u
3aKaH4MBaeTCs BbICTPOit THBeNbio B nepBbie MecALbI dKU3HK peberka.
Lns reteposuror xapaxktepHo cHibkeHHe copepwanuns Hb, uamenenue
(POPMbI 3PHTPOLMTOB U YKOPOUEHHE NPOOMKUTENBHOCTH HX JKH3HH,
lMpw atom getu MoryT goxusats A0 5—8 niet, a npwm nerkux opmax —
A0 B3POCNOro Bo3pacTa.

Cepnosudro-knemouHasn aHemus

CepnoBrAHO-KNETOUHAS aHEMMS — HaC/encTBEHHOE 3abonesanue,
BbI3BAHHOE H3MEHEeHWeM CTPYKTYPbl MONEKY/bl HOPMAaNBHOMO reMo-
rnobura HbA. 3o rennas (Mmccenc) MyTauus, obycnosneHHas 3ame-
HOWH FNYTAMUHOBOW KMCNOTbI Ha BANKH B LECTOM TPUNNETE reHa, Koau-
pytoulero e-uenb Hb., MyranTHbii remorno6ux nonyunn Hassamne HbS.,
B ycnosusx Huskoro napumanbHoro aaenemus KMCIOPOfa 3pHTPOLIM-
Tbl 6onbHBIX NpUOBpeTaioT dopmy cepna (puc. 209).

3abonesaHue soiseua B 1910 r. [xx. XepuK y CTyfieHTa-Herpa, cTpa-
AaioLLero TmKeNnoH opMoi aHeMHUH. Y reTepoauroT aHOManbHbil re-
mornobuH cocrasnser 20—45%, y romosuror — 60—99% obuero
remornobuna. Haubonbluee KONMUYECTEO reTEPOIUrOTHBIX HOCHTENE)
aHoMarnbHoro remor/iobuHa (HbS) obHapykeHo B 3HZEMHUUHBIX N0 Ma-
NApUM pernoHax nnaHetbl — 8 LlentpansHoi Adpuke, Cpeansemuo-
Mopbe, MHauu, cTpaHax Bamkrero u Cpegrero Bocroka, uto ceszano
€ YCTOHUUBOCTbIO oBnafaTenei Takoro reHoTHna K Manfapmu,

Muoducmpogus JrowerHa

Muoguctpocbua [iowenna senaercs OLHOM M3 YacTbix POpM MHO-
FOYHCNEHHbIX HEPBHO-MbileYHbIX 3abonesaHuit. FeHeTHYeCKM OHa OT-

': HOCHTCA K X-CUEN/IeHHbIM PELECCHBHBIM NETANIbHBIM 3a60EBAHHAM.
- Mbiweuras gucrpocus X8PaKTePH3YETCA NPOrPecCHpYIOLLHMH ere-
. HEPaTUBHBIMM M3MEHEHHAMM B NOMNEPEYHO-NONOCATON MyCKynaType.

Muoamctpodms [iowenHa ceazaHa ¢ MyTauuei rena Genka AWCT-

POthuHa. IToT Benok BXOAMT B COCTAB MbILLEHHbIX BOJIOKOH, nogaep-
~ %KHBas uenocTHocTs MemBpatbl. Mpouecc atpoduu meiwy pa3BuBaer-
. ©A BO BCem opraHuame W 3aTparusaeT cepaue (KapauomuonaTus), uto
CTAHOBMTCA MPHYHHOM NetanbHOro Hexopa. Yacrora MHOAKCTPO UM
* Aowenna cocrasnser 3 a 10 000 ManbuMKoE.
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HopMansHE TRaHENopT
xucropoga aHeMuA

CepnosuaHo-kneToMHaR

Puc, 209. Mexarusm BosnukHoBeHUA cepnoBudHO-KACMOYHOU aHemuy

C X-xpoMOCOMOH 4enoBeKa CBA3aH PAL APYrMX reHHbIX X-cuenneH-
HbIX 3abonesaxunid. [ina paga reHos, 0BYCNOBAWBAIOLNWX PAZBUTHE faH-
Horo 3abonesaHuWs, onpeaeneHa oKanu3aL1s B X-xpoMocoMme.

XpomocoMHble Bone3Hi

XpomocomHbie Bonesnu — 310 BonbLIAs rpynna BPOXKAEHHbIX Ha-
crepcTseHHbiX BonesHel, KIMHHYECKH XapaKTepPU3YIOWMXCA MHOMe-
CTBEHHBIMHW NOPOKaMK Pa3BHUTHUA. B ux ocHose nexar XPOMOCOMHbDBIE
HNHU TEHOMHbBIE MYyTalKK.

Bnaronaps MHTEHCMBHOMY H3YYEHWIO XPOMOCOM YenoBeKa 3a noc-
neanuve 40 net ChoXXUNOCh YUEHHE O XPOMOCOMHOMK NaTtoNoruu.

YKUCNo ONMCaHHBIX TMMOB XPOMOCOMHBIX aHOManui npubanxKaeTcs
k 1000. 370 B OCHOBHOM naToONOrks BHYTPUYTPOOHOro Nepuosa, CnoH-
TaHHble aBopTbi, BbIKUABILIM.
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B peIyAvTaTe HeRocTaTONNGCTH NCF-2

Henoeraroqsocrs paxropa H
Crnapon Yiepa, Tn 2
Chmzpom san nep Bysa

L0CTh yMsp

Puc. 210. [enel 6onesned, kapmupoBansie 8 nepBold xpomocome
[ McKusick, 1992. —Hz: MyssipeB, 1996, C. 25, /.

Pamkoti 068edersi annensrsie cocmosHus, Kkpyeom — HoBoobpazoBarus,
cBazarHbie co CReUuGbUHECKOl XPOMOCOMHOU NEPECMPOUKOL, OHKOzZeHOM
usu nomepeu 2emeposuoMmHOCMU ONYXONEBoIT KAEMOK; KyPCHBOM
OMmMEYeHa HECOBMeCMUMOTME MaMePU U NA0Ga; P — KOPOMKOE,

q — Onuntoe naeqo; 1—3, 1—4 — paions xpomocom

M3 Hux 6onee 100 hopm uMeIOT KAMHUUECKYIO KapTUHY W Ha3biBa-

*lcrrca CUHApOMaMH,

Yro Kacaercs XpoMocomHbIx MYTauuH, TO BCe MX THUNbl (eneuuns,

AYNIMKAUMA, UHBEPCHA, TPaHCNoKaLMa) oBHapyxeHb! y YenoBeka.

-
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Y yenoseka B TKaHsx abOPTHPOBaHHbIX 3aPOAbILIENH obHapy»xwea-
JOTCS TPH TUNa FEHOMHBIX MYTaLWIA: TETPANNOUANS, TPUNNIOHANA, aHe-

YNNOUAKA.
Mpu 3TOM U3 BCEX BAPHAHTOB aHeYNNOWANH »M3HECNOCOBHBIMA AB-

NSIOTCH TONBKO NONMCOMMSA M MOHOCOMUS MO NOJIOBbIM XPOMOCOMaM.
Mpumep — XXX, XXXY, XXXYYY.
U3 MOHOCOMMMIA BCTPEYAETCH TOMIBKO MOHOCOMHA — 43, XO.
MpHUMHBI FEHOMHBIX MYTaUui — HEPACXOXKAEHHE FOMONOTHYHbIX

XpPOMOCOM Npu Meo3e.
Yro MOXKHO Habniogatb, ecn NPOUCXOAWT HEPAcXOXAeHHe nono-

BbIX Xxpomocom?

Cundpom mpucomuu no X-xpomocome XXX

JtoT cMHAPOM Brepebie onucaH B 1959 r. 8 pesy/bTate UHTONOTH-
YECKMX MCCNefoBaHui BONbLIOrO KOHTHHIEHTA MEHLHUH. 3ta aHoma-
NUst B CUCTEME MONOBDIX XPOMOCOM NOY4Ma HassaHWe CHHAPOMA TPHI-
no-X (puc. 211).

Yacrota pokaeHus 1,4:1000 pesouex.

370 norpaHHUHOe COCTOSHHUE MEXLY HOPMOH 1 naTonoruel xapax-
TEPU3YeTCA TeM, UTO B KneTkax 0BON0UKH MONOCTH PTa MPH UATONOTH-
4ecKoM 0BnenoBaHNM Y TaKKX JKEHLLMH 0BHapYKHBAIOTCA ABA Te/bla

Bappa BmecTo 0HOTO.
QQ k=i‘ o

F

= zgé‘tf_,“

A W 4
Ria -
c:g; & & Wows w8

1 12

o hidbaa E Xk K& EA
1318 16 17 12
F Xrxx AR A
W 220 XX Puc. 211. @ernomun
'] Kapuomun
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2 Bo BHewrem 061Ke xeHLMHbI ¢ HaBOPOM NONOBbIX xpomocom XXX
Hb::o He MMeeTCA KakuX-1MBO OTKNOHEHHI NO CpaBHeHMio ¢ HOpMasib-
H menmuﬂamu,uom HMEIOT PerynapHbii MEHCTPyanbHbIl LUk W
MOrYT pOXKaTb Aered.
5 Y BPYrux >eHLHH ¢ CMHOpOMOM TpUcomMun XXX oTMeuaetca Hepe-
NAPHOCTE MEHCTPYaNbHOMO LHKNA, C
. , CNOHTaHHbIe aBOPTbi
PaHHHK KNUMaKc, p : Gxnnonﬂe’
. gepeuucneunble CHMITOMbI CBUAETENBCTBYIOT 06 3HAOKPHHHOM
’. AHCOANaHce, UMEIOWIEMCS B OPraHH3Me STHX KEHLLHH, U B NEPBYIO Oue-
- PeAb O HapyuwieHuM PYHKUMIA AHYHMKA.
- T:)nncaua KeHuHa ¢ 48 xpoMocomamu, U3 HUX YeTbIpe XpOMOCo-Mbi X,
1 KX HKEHLLMH B KNeTKax anuTenns obHapysuealotes 3 Tensua Bappa.

Cundpom Knailingpenbmepa

) 1 ¢2::::ecxum NPOAB/IEHHEM MO/IMCOMMM NO NOIOBLIM XPOMOCOMaM
it 13-::;:.”)( MY>X4iH sBnAeTCA cHApom KnaiHdenbTepa, onu-
% XpOMOCOMHAs 3THONOrHS 3TOro CMHOpOMa ycTaHOBAeHa B 1950 r

- (puc. 212). LutoreHetuyecku CHHAPOM NPOABNAETCA B BMAe non :

MM N0 X-XpOMOCOME Npu MOHOCOMUM NO ¥-xpomocome 49
:I ;;7——)6&’)’;48—)()0(}’; 49 — XXXXV. '

E 4.7 —?J,:";;M:; T ;—;Wocome NpH MOHOCOMUU Mo X-XpoMocome:

. Noncomus kak no X-xpo-

)COMeE, Tak M no Y-xpomocome:

48 — XXYY. 49 — XXXYY.

HecmoTps Ha MHoecTBO

TOrEHETHYECKHX BapHaHTOB,

HUYECKas KapTUHA 3THX WH-~

AYYMOB, UMEIOWAs HEeKo-

ble 0COOEHHOCTH NpW pas-

BEHHbIE CHHAPOMY.
Habniogaetcs y auy ¢ myx- : ]
M cheHoTHnOM, e : ¢
Haubonee xapakrephbim Puc. 212, Cund
'ONIOrMHECKMM NPH3HAKOM lméﬁﬁqt;eng:?é;?

T

LR
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cuHapoma KnaiHdennrepa ABAfETCA HapyweHue YHKUMA MyMCKHX
NONIOBbIX YKENe3 — CEMEHHWKOB, KOTOPbIE YaCTUYHO MAW NOMHOCTBIO
atpodhuposatbl. CeMeHHMKM, PacnonoXKeHHble B MOLIOHKE, 3HauMTe b
HO yMeHblueHbl B pasmepax. lNogaensiowee BonbWKMHCTEO BOMBHBIX
Gecnnogho. Y HonblHHCTBA BONBbHBIX 0BHaPYXUBABTCA NONOBOM XPO-
MaTHH, CBOWCTBEHHbIN MeHLLUHaM.

Beuny oTcyTcTBHS XapakTepHbiX cHMNTOMOB, cuHapom KnakHdenbre-
pa PedKo AHarHoCTMPYeTCs O NepHoaa Nonosoro cozpesanus, Hegocra-
TO4Has rOPMOHA/IbHAA aKTHBHOCTb CEeMEHHMKOB 0bbluHO Habroaaetca
nepyUof, NONOBOTO CO3PEeBaHHs, X BOBHHKAIOWMIA B pesy/ibTare 3TOro rop-
MOHaJIbHbIH AHcHaNnaHc BeAEeT K HEHOPMANbHOMY 4SS MY>KHHHbI NOMOBO-
MY ¥ (hU3MHECKOMY PA3BUTHIO, NOAB/IEHWIO PALA HEPT, CBOMCTBEHHDIX MEeH-
CKOMY OpraHuamy (Y3Kue nnequ, LUMPOKKH Taa), OTNOMEHHE XKHPa NO KeH-
CKOMY THNY, OBONOCEHUE TAKOKE NO YKEHCKOMY THNY.

Mocne nonosoro co3pesaHns HepPeaKo YBENUYMBAETCA rPyAHAs
wenesa (rMHeKoOMacTus).

Ocobbiii uHTEpEC NpeactasnaioT aHomanu XYY u XXYY. Niuwuss

Y-xpoMocoma nosbilLaeT pocT My»u1Hbl NPUMEPHO Ha 12 cMm.

CuHopom Lllepewiescikozo — TepHepa

EMHCTBEHHO M3BECTHOM MOHOCOMHEH NO NOIOBLIM XPOMOCOMaM Y ue-
JIoBEKa ABNAETCA MOHOCOMMA No X-xpomocome: XO (45) (puc. 213).

Bnepsbie cuHapom Bbin onu-

cav B 1925 r. H.A. Lepeiuesc-

¥ "'{f =" #  Kum, a satem 6onee feTansHo
£\ e uayuer TepHepom s 1938 r.

% .i\ o B 4‘§ = IvaaHomanus HabniopaeTcs y

a4 fy ,9'&* MU hEHOTHMMUYECKH JKEHCKOro

i Sa noJia ¢ 3afepyKKoH pocTa H Nono-
BOTO Pa3BHUTHS, C HELOPA3BHTLIMM
i “ ‘a aja "}?l iﬁ BHYTPEHHWUMM MOJIOBLIMK OpraHa-

< &% B8 %4 BB %6 #g #p  "m. Hanbonee xapakreproi uep-

WM To) ABNSETCA OTCYTCTBME roHag.
o AN OfF AR ESK XK AR
il e % b nﬁ Ha mecrte oBbiuHoro pacno-
LY uitg P NOXEHMA rOHaZ NP NanapoTo-
# 4 MHH HaxoasT HeauthdepeHum-
Puc. 213, Cundpom lilepeweBerkozo—  POBAHHBIH 3a4aTKOBbIH THX
Teprepa 6enosaroro usera.
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b=t e —Cy

OrcyrcTeue ronag sensercs NPUYUHON NAOXOTO Pa3BUTUS UAK OT-
cy‘rcranﬂvs'ropmmblx NPH3HaKoB BO BpemMA NOAOBOro Co3pesanus,

Oaroit u3 ocobenHocTeli BonbHbix C 3THM CHHAPOMOM fB/SeTCA
CKIOHHOCTD K NPEXKAeBPEeMEHHOMY CTAPEHHIO: OBBIYHO OHM BbIFAAAT
CTapiie CBOEro Bo3pacra.

Y BonbluHHETBa TakHx MeHLWUH He Obisaer MEHCTPYaLMH, Bce oHu,
Kak npasuno, becnnogkb,,

CrpoeHue tena HENPONOPUMOHANBLHO: ANHHA BEPXHEi! NONOBHHDI
TYNOBHLUA 3HA4YMTENbHO Bonblle HibkHel,

Yacto BonbHbie umetoT KOPOTKyiO weto. LLinpokue koxHbie cknag-
Ku, obpasyiolmecs Ha wee, NpHAAIOT UM 0BNKK, HanoMUHaWwWIA ro-
NnoBy cthuHKca.,

Onpepenentibix gaHHbix B OTHOLUEHWM HHTENNEKTA Y MKEHLLUMH C CHH-
apomom Llepewepckoro — TepHepa noka Her, Ho Y HEKOTOPbIX U3 HKUX
CHWXKEHbI YMCTBEHHbIE CNOCOBHOCTH.

B agpax knetok cnuzncron 06onouku nonocru pTa y Takux xeH-

. lL1H oTcyTeTeyet Tenbue Bappa. CneposarensHo, ouu ssasioTcs Xpo-

MaTHHOTPHULATE IbHbIMHK,
Yacrota — 1:3000.

Cundpom fAayna — mpucomus no 21-ii Xpomocome

Bnepsbie ocobyio hopMy HaHonaTHK, COYETAIoILYIOCH C aHOMANMS-
MK passuTHs, onucan dpaHLyackui ncuxuarp Ickupons B 1838 r.,

S A
__'?,-._ 1; -I-‘.....,.."}c.... e, | f...__.. r‘..-.._
T H Nl i A E'} ,}'t.
R B3 ¥
1 2 3 4 5
b i pe ta g Bl e
AT T | ST (Y
6 T8 80 o1 1

{8 B 5 s e e

13 14 15 16 17 18

19 20 2Tt 22 S 4

Puc. 214, Cundpom fayra
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B 1866 r. aHrnuiickuit Bpay Jlanraown flayH ebigesnun ato 3abonesa-
HHE U3 APYrUX (hOPM YMCTBEHHOH OTCTANOCTH.

B 1959 r. chpaHuy3sckuit uuToreHeTrk YKepom Jlexer obHapy-
N XPOMOCOMHYI0 npupody bonesnu [laywa. MpuunHoi Boneswu
ABNAGTCH TPMCOMHA no 21-H xpomocome (AUWHAA 21-9 XpoMOCO-
Ma), T.e. HepacxoxpeHHe 21-iH napsl XpOMOCOM, KOTOPAasA BO3HM-
kaeT nnbo Npu rameToreHese B0 BpeMs Meio3a, MO0 Ha paHHKX
crapusax apobnenus aurotel. Kapuotun GonbHOro B gaHHom cay-
yae 47, 21+. Mpx TPAHCNOKALUOHHOM BapHaHTe TONbKO YacTb 21-
i XPOMOCOMbI MOXET NPHCOEANHNTBLCA K roMONoruyHon 21-# xpo-
MOCOME WNW HeromonoruuHo# 15-it xpomocome (puc. 214).
BoneaHb flayHa npepcragnsaer coboi couetaHHe BPOXNAEHHOrO
cnaboymus 1 psaaa Gpuauueckux nopokos passutus. fletn c Gones-
Hbio JlayHa yAHBHTENbHO CXOXM Mexay coboi. BonbHbix xapakre-
pU3yeT HU3KKH pOCT, ManeHbKas Kpyrnas ronosa, NAOCKHH 3aTbl-
nok, ceoeobpasHoe NULO (KOCOW pa3pes rnaa, KOPOTKMUH, C
NAOCKOMN NepeHoCULUEen HOC).

PoT y Takux 60/bHbIX OBBIMHO MOMYOTKPHIT, A3bIK TONCTbIM, HEMNOBO-
poTAMBbIiA. [Tanblibl Ha pyKax U HOrax yKOpGHeHbl, MH3UHLbI HCKPHB/IEHb!.
MbiLeuHbIH TOHYC Pe3KOo CHHKeH, BOsbHbIE HEYKMOXKM W BSIbI.

YMETBEHHAs OTCTANOCTb TAKWX [AETEH BbipaXKeHa O4YeHb pesko,
pedb pa3suTa nyoxo.

BerpeyaeTca Kak y MyX4uH, Tak v y xeHuwuH, O6Hapyxusaetcs
NOBOMBHO 4YacTo, B cpegHem y oatoro u3 700—800 HosopoXaeH-
HbIX.

PaHblie cpeau Bapocnbix noaei GonbHbie cuiapomom [layHa
BCTpeYan1ch Ype3BbiuaiHo PEAKO, TAK KaK AeTH, NopaweHHbie 3THM
BPOKAEHHBIM HELYFOM, O4€Hb BOCTIPHMMUHBDI K HHIDEKLIUAM, H Gonb-
WWHCTBO M3 HUX nornbanud B nepsbie rofpl u3nu. CeropHs, B BEK
aHTHBHOTHIOB, Nioaw ¢ BonesHbio JlayHa goxusaiot go 50 u 6onee
ner.

CTatMcTiKa NoKas3ana, YTo ONAcHOCTb POXKAEHHS pebeHKa ¢ CUHA-
pomom JlayHa yBenuuusaeTca C BO3PacToM Marepw, ocobeHHo nocne
35—37 neT yacToTa poAeHHA feTei ¢ cuiapomom [layHa nosbilaer-
ca po 1%.

Y marepeit crapwe 40 net getu, cTpapaouiue 6oneanbio [ayHa,
poxpaiotca B 20 pasa ualue, yem y matepei monoxe 30 ner.
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Cundpom lMamay — mpucomus no 13-ii Xpomocome

Yactora sctpeyaemocty cuHapoma laray cocrasnaer 1:5000—

1:7000 v ceszaHa ¢ HepacxoXaeH1em XPOMOCOM MpH MeHo3e y OfHO-
ro U3 pogurene.

CuHppom TMaray xapaKTepuayercs MHOMKECTBEHHBIMM nopoKamu pas-
BHTHA FONOBHOrO MO3ra M nuua. Takue 4EeTH A0XKUBAIOT, KaK NPABIAO, A0

1 rc;,ga. ThNKYHBIA NPH3HAK CHHAPOMa — 3TO paclienneHHbie BEepXHaAs ryba
H HEOO (puc. 215). BomblmHeTBo BOMbHBIX yMUpaloT BrepBble Hedenu unm
MECSALIBI YKU3HH,

L RIETRTTY
1Y EFEERTTHESES
bandRON 38
sgr

&5 an
S
Ak A% S

5

»

Puc. 215, Cundpom lMamay

CuHdpom Bdsapdca — mpucomus no 18-ii Xpomocome

Hactora scpevaemocti cungpoma 1:7000— 1:8000.
CootHolueHne mMansunKos 1 aesoqek — 1:3.

Hescno, nouemy npeobnapanue nesovek. B 90% GonbHbie noruba-
o1 go 1 ropa.
_ BAns cuHapoMa xapakTepHbl MHOMECTBEHHbIe NOPOKK Yepena, NHua
e - i
- CepAua, KOCTHOH CHCTEMBI, NONOBOH cHcTembl (puc. 216).

Rt b

3

¥,
—_—

ﬁﬂﬁﬁﬁﬁb@ﬁcaxﬁina
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Puc. 216. Cundpom 33Bapdca
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CuMdpom Koluaubezo Kpuka

B 1963 r. [piepom JlexkeH onucan cyuait poxaerus pebexka c ae-
neuyuei yuacTka KOpoTKoro nieda xpomocomsl 5 (puc. 217). Y Hoso-
POXXAEHHBIX C CHHAPOMOM KOLLIAYbero KprKa HabmoJaeTcs MHOKEeCTBO
OTK/IOHEHHH: NOPAXKAETCH CePAEYHO-COCYANCTAA CUCTEMA, KMLISYHBIH
TPAKT H XKeNyAOoK, Bbipa)KeHa YMCTBEHHAA OTCTaNnocTb, AHOManus pas-
BMTHSA rOPTaHH U FO/IOCOBLIX CBA30OK ODYC/IOBNHBAET KPHK pebeHia, Ko-
TOPbIH NOXOX HA MAYKaHbe KOLLKH.

Cunapom kowaubero kprka sctpevaetca 1:50 000 HOBOPOXAEHHbIX.

: /
HHE  un
ﬁﬂﬂﬂuﬂﬁ
LR LR LA LR L

17 {1}
o 5N A B i F'3
(5] 20 21 2 A . §

a 6

Puc. 217, Cundpom kowaysezo kpuka (Cri-du-chat). (A) — nayuenm
¢ cutdpomom kowausezo KpuKa, (b) — xapuomun pebeuka c cundpomom
Kkowasbezo kpuka 46 XY(5p-). Cmpenkod yxasana deneyus 8 kopomxom
naeve xpomMocomsl 5

BonesHu ¢ HacleACTBEHHOH npeapacrolosKeHHOCTRIO

i Boneanu cesizaHbl C HACNEACTBEHHBIMU thakTopaMK (MyTaums-
MM) W chakTopamu cpegbi.

Hacneacreentas npeppacnonoxeHHocTs K GONE3HH MOXKET UMeTb
MO/IMIeHHYIO WK MOHOTEHHYIO OCHOBY.

MoHoreHHble 6one3Hn C HacNeACTBEHHON NPEAPACNONCKEHHOCTHIO
CBA3aHbI C MyTalWeH OHOro reHa.
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MonurenHbie 6oNe3HN ONPEAGNAIOTCH COYETAHHEM HECKOMBKMUX re-
HOB.

K HHM OTHOCATCA Ncuxuueckue U HepaHble Goneanu, WHaohpeHus,

~ 3MMIIENCHUA, MaHWaKANBLHO-AENPECCHBHDIN NCHXO3, PACCESHHBIN CKIe-
. po3uap.
X Comarnyeckue boneann cpegrero Boapacta: ncopmas, BpoHxu-
 anbHas acTma, s3seHHas 6onesHb MKenyaxa v ABeHaALATHNEPCTHOM
KMLIKK, KOpOHapHas Bone3Hb cepaua, runepToHuyeckas HoesHb,
nuaber.

leHeTuyeckue BoNe3HW COMaTHUECKHX KNETOK BbigeneHsl B OT-
LEeNbHYIO rpynny HacneAcTBEHHONH natonoruu Hegaero. Mosogom
K aTOMY NOCAY>KMI0 0BHapYKeHHe NPU 310KAYECTBEHHBIX HOBOOG-
Pa3ocBaHHAX CreurdHIecKMX XPOMOCOMHbIX NEPecTPOEK B KNeTKax,
BbI3bIBAIOLWUX AKTHBALUWIO OHKOreHos (petuHobnactoma, onyxonb
Bunsmca).
| Bonest, BosnuKaroLLmMe NP1 HECOBMECTUMOCTH MaTePH 1 N0AA MO
| aHTWreHam, pasBuBAIOTCA B PE3YNbTATe UMMYHONOMMYECKOM peaku MM
| Matepu Ha aHTHMreHbl Noga.

HanBonee tvnnuHbiM 1 XOPOLIO H3yueHHbIM 3a60N1EBaHUEM 3TON
FPYNnbl ABASETCA reMONHTHYECcKan BoneaHb HOBOPOXAEHHbIX, BO3-
. HHKaloWwas B pe3y/bTaTe HECOBMECTUMOCTH MaTepH U naoga no Rh-
- aHTureHy. BonesHb BO3HHKAET B Tex CAyYanx, KOraa matb umeet Rh-

‘oTua.
UmmMyHONOrMuecKkie KOH(ANKTbI Pas3nuIaloTca M NPH HECOBMECTH-
biX KOMBHHAUMAX N0 aHTUreHam rpynnbl ABO Mexay Matepbio 1 no-

MuroxoHapuanbHbie 6o1e3HH

MutoxoHapuanbHsie 6onesHu — Bonsluias rpynna HacieacTBEH-
HbiX 3abonesanuii, 0BYCNIOBNGHHDBIX HAPYLIEHHEM CTPYKTYPbI M BHO-
MUYecknx npoleccos B muToxoHApuax. Konbuessle IHK MuToXOH-
Ui CoflepXKaT reHbl, Kogupyiowue Benku, BXOAALHE B COCTaB
DEPMEHTHBIX KOMNNEKCOB AbIXATENbHOW LenH MHTOXOHAPHH, reHbl
TPHK u PPHK mutoxonapui. Cuxres 6onblwmnctea Genkos, yuacTay-
HX B NPOLECCE OKUCUTENBHOIO (hOCHOPHIHPOBAHWA, HAXOANUT-
A Nog KoHTponem saepHbix reHos. HacneacteeHHble 3aBoneeanus,
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0ByCnoBeHHbIe HAPYIEHUAMU SHEPreTUYECKMX NPOLECCOB B MUTO-
XOHAPHAX, MOTYT BbiTh BbI3BaHbI MYTALUMAMM KaK B MUTOXOHAPHA/b-
HOM, TaK K B aaepHoM reHome. lpu mMyTalWK B SAepHbIX reHax Ha-
6nlogaerca HacnegosaHue npuaHaka no Mengenio. OnucaHsl
MHTOXOHApPHalbHble 3aboNeBaHuA ¢ ayTOCOMHO-AOMHUHAHTHbBIM U
ayTOCOMHO-PELECCHBHBIM THNOM HacnenoBaHWs. OTKIOHEHUA OT MeH-
AeNeBCKMX 3aKOHOB XapaKTepHbl ANns 3aboneeaxuil, obycnosneHHbIX
MYTaLUsMW B MMTOXOHAPHANLHOM reHome. [lns MUTOXOHAPHANbHBIX
3ab0/1eBaHHN XapaKTepeH MaTePHHCKMUE THM nepegauu, Tak Kak no-
Ka3aHo, 4TO BCe MMTOXOHAPHH UMEIOT MaTePHHCKOE NPOUCXOIKAEHUE
U NoNy4YeHbl HENIOBEKOM B COCTABE LHTONNA3Mbl AHLIEKNETKM MaTEpPH.
OTUOBCKHE MUTOXOHAPHH, HAXOAALLMECA B CNEPMATO30MAE, NPH O
NOAOCTBOPEHWH HE NONAJAIOT B 3UroTY.

MuroxoHapuanbHbie 3aboneBaHna XapaKTepU3YIOTCA 3HAUMTENb-
HbIM PaaHooBpasueM KAMHUIECKUX NPosiBNenHit. Hanbonee xapakTep-
HbIMU ABNAIOTCA 3afilepXKKa PU3MHECKOro pasBnTHs, NOPaXKEHWA pa3-
NWYHBIX OTAENOB HEPBHOW CHCTEMbI, MMONATUW M KapPAHOMHONATHH,
neyeHoUHas HenoCTaTouHOCTb. [pUMepammu MUTOXOHAPHANBHBIX 3860~
NeBaHui ABNAIOTCA MUTOXOHAPHANbHAA MUONATHS M KapAMOMUONATHS,
crrapom Kerpica—Ceipa (nUrMenTHas aereHepauus ceTuaTku, od-
TanbMOMNNerka, KapauoMuonaTusa) U ap.

Bonesnu arcnaHcum TPUHYRIEOTHAHBIX NMOBTOPOB

BonesHu aKkcnaHCHK TPHHYKIEOTHAHBIX NOBTOPOB — rpynna Hacie-
CTBeHHbIX 3aBonesaHui, 06bearHEHHBIX HAa OCHOBE OBLLEro MoneKynsp-
HOMO MeXaH13Ma UX BO3HWKHOBEHHS. B peryIsTopHON UM Kogupyloweii
HacTHv reHa MoryT BO3HUMKAaTb TaK Ha3biBaemble AMHAMHYECKHe MyTaL K.
STH MyTauMK CBA3aHLI ¢ U3MEHEHHEM YMC/A KONWA TPUHYKNeoTHAOB. Ta-
KO TWN MyTaLii OBHapYXKEeH TONbKO Y uenoseka. ToseneHHe KnHHHYeC-
KHWX NPpU3HaKoB Haﬁmo,qaeﬂ:ﬁ JiHLb TOrga, Korga 4\c/1o NOBTOPOB NpeBbi-
CHT KpHTHHeCKHiI YPOBEHb. MexaHuambi BO3HUKHOBEHHSA 3TOrO THNa mMy-
TauMM [0 KoHua He uaydyeHsl. lpegnonaraercs, YTO OHKM BO3HUKAIOT B
peaynbrate Hapyiienusa cyxumn [IHK-nonvMmepasel 8o Bpems pennuka-
umi IHK B MuTo3€e UK B Meioze. MNpumepom Takux 3aGonesaqui AenseT-
ca xopes fenmunzmona. Y Gonbrbix HabaiogaeTcs HacneacTBeHHAS Hel-
pofereHepauma ¢ No3AHUM Haua/IoM U HEYKNOHHBIM NPOrPECCHPOBaHM-
em, B revenne 5— 10 net oHo NPUBOAMT K NONHOM NOTEpe ABHraTeNbHBIX H
YMCTBEHHbIX CNOCOBHOCTEN WK 310 3ab0NeBaHWe HauMHaETCA C Bo3pacTa
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40—50 ner. l'en, oreevaowpii 3a 310 3abonesarie, PacnofOXeH B Ko-
poTkoM nieye xpomocombi 4. OH koaMpyeT Benok XaHTUHITUH, Mrpaio-
LA BAXKHYIO PO/ib B (hYHKUMOHHPOBaHMK Moara, B KOLMPYIOLWEN HacTH
reHa BO3HWKAET MyTalus, NPHUBOAALLAA K YBENHYEHHIO YMC/Ia NOBTOPOB
LIAT. 370 NPUBOLAMT K YBEIMHEHMIO YHCNA FNYTaMUHOBbIX OCTATKOB B CTPYK-
Type cootseTcreyioLiero 6enxa. Yucno nosTopos y 6onbHbIX Konebnerca
& urtepsasie ot 40 go 80. Hactota xopen MeHTUHITOHA B nonyAALMH Co-
crasnset 1:10 000.

MeToab! M3yYeHHS FEHETHRH Y€I0BEKa

OcoBeHHOCTH reHeTHKH YenoBeKa COCTOAT B chepyiowem:

1) noagHee nonosoe cospesaHue W AAUTENbHAA CMEHA NOKONEHMN
(-30 ner);

2) Manoe KONMHYeCTBO NOTOMKOB;

3) CnoXHbiH KapUOTHN (MHOFO XPOMOCOM W rpynn CLenneHui);

4) Ha mopAX 3anpelleHbl IKCNepUMeHTaNbHbIE Bpaku:

5) coumransHoe HepaBeHCTRO.

CyuwiecTaenHbiM hakTOPOM, OBNErYaIOWMM 3a0a4M H3YYEHHS reHe-
THKM Ye/IOBEKA, CNYXKAT MHOrOUUCNIEHHbIE M MHOTOIETHHE JaHHbIe No
aHan13y pas/iMYHbIX NPU3HAKOB:

1) reHeanoruyeckuii;

2) BAu3HeLoBbIN;

3) urToreHeTHuecKuii;

4) nonynfiuMOHHO-CTATUCTUMECKHIH MeTOa;

5) METO/ reHETHKM COMaTHYECKMX KNETOK;

6) Buoxummueckuii;

1) meTon nepMatornudmuKu;

8) monexynsipHo-reHeTH4ECKUI MeTOA,;

9)\ MeToab! NpeHaTanbHOM OHarHOCTHKHK;

1. TeHeanoruueckui metoq

Metop esegeH B koHue XIX 8. @, MansTorom. Ox ocHOBaH Ha cocTas/e-
HWW 1 aHann3e poaocnosHbix. YciosHble 0bosHaqeHus Beegersl B 1931 r.
I'. KOcTom, Kotopbie ucnone3sylotes u ceroghs (puc. 218). Cocrasnenve
POROCNOBHOW BEJETCA C MCNO/L3OBAHHEM CUMBONIOB NyTem onpoca, [My-
TeM reHeanorHyeckoro aHanuaa BbIACHAETCS TUN HACNER0BaHUS npH3Ha-
I'_ma. Yenosek, pofocnosHylo KOTOPOro UayuaioT, HasblBaeTcs npobaup.

- Bpares 1 cectpsl o6oaHaualotcs kax crbebl.
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Puic. 219. PodocnoBras cemsu ¢ caxaprHuim duabemon,
¢ cundpomom Mapghara

leHeanoruyeckui mMeTop MOXKeT 6bITh UCNONB30BAH HE TONLKO B
AHArHoOCTHYECKHX Lenax. OH no3sonsieT NnporHo3MpoBaTh BEPOATHOCTD
NposABNEHKWA NPpU3HaKa B NOTOMCTBE U HMEeT Bornbloe 3HavYeHue ans

npeaynpexaeHus HacnencTeenHbix Honeaxed (puc. 219).
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. 2. BauzHeyosbiii Meropn
| 3107 MeTOL NO3BONSET OLEHHTD PO/b HACNEACTBEHHOCTH H CPefibl B
: Pa3BuTUH npHsHaka. BanaHeub BbIBAIOT MOHOSMIOTHBIMK U AH3UroT-
~ HbIMK. MoHO3uroTHble Bnmaneusi paseuBaloTes U3 0AHOW OnNoRoTEO-
 PeHHOH sHueKneTKH (3urotsl). B pesynbTate pasgeneHus 3uroTbl Ha
. CcTaguu Apobnenus, aea, yethbipe, soceMb Gnactromepos npu 06ocob-
| JIeHUM COXPaHSIOT CNOCOBHOCTD Pa3BMBATLCA & NONHOLEHHBIH opra-
 HW3M. 3uroTa fenuTcs MMTO3oM, MO3TOMY MOHO3WFOTHbIE BH3HELbI
HMEIOT OfIHHAKOBbIE TEHOTHMNbI BCErfa OJHOrO NONA; UMEIOT BbICOKYIO
CTeneHb CXOACTBa (KOHKOPAAHTHOCTS) N0 MHOMMM Np13Hakam, pasnu-
HHE HX NPUIHAKOB 3aBUCUT TOMBKO OT haKTOPOR Cpeabi.

Ausurotbie BausHeupl powaaoTes U3 ABYX Wnu Bonee opHospe-
MEHHO OBY/IMPOBABLLIMX U ONNOAOTBOPEHHbIX PA3HBIMK CNepMaTo30ou-
Aamu ARUEKNETOK. [lU3nroTHble BRKUaHeUbl uMeloT PA3HbIE reHOTHMbI,
MOTYT 6bITb OAHOTO WAH pasHoro nona. Oxu cxogHbl Mexay coboii He
Bonee uem Bpatbs U cecTpbi, poXKaeHHbIE NopozHb. Xapakrepuayorcs
AUCKOPAAHTHOCTBIO — HECXOACTBOM MO MHOTMM NpM3Hakam. Braro-
A3PS OAHOBPEMEHHOMY POMAEHUIO M BOCIUTAHMIO HMEIOT oBlume ye-
N0BUs cpefbl. Pasniuue B NPosBNEHUH NPU3HAKOB B OCHOBHOM CBS-
38HO c reHoTMnom. [ins noKasaTensbcTs PO HACHEACTBEHHOCTH
CPaBHUBAIOT 10/ IPOLIEHTA KOHKOPAAHTHBIX NAP (OAMHAKOBBIX N0 KO-
KPeTHOMY NpU3HaKy) cpear MOHO- M AM3HIOTHbBIX 6nu3Hewos (puc. 220).

3. UuroreHetnueckuii merog
& Liutorexeruueckuii meton npumensiercs AR M3YYEHHA KapHoTHna ye-
 noseka. Metop srouaer 3KCNpecc-anarHocTuky nona (X- u Yexpomaru-
Ha) v kapuomunupoBakue — OnpejeneH1e KoNMYecTsa U CTPORHUA XPo-
~ MOCOM C Lie/Iblo AMAarHOCTHKM XPOMOCOMHbIX HOMe3Hel (reHoMHbIX MyTa-
‘Eﬂ UMH, XpOMOCOMHbIX abeppaumii). Marepuanom ans uMToreHerHyeckoro
%},r HCCnegoBaHMa MoryT BbiTe KNETKM nepuepryecKkoit Kposu (nMMcboLiH-
~ TBl); KNIETKM, NONYYEHHBbIE NPH aMHHOLIEHTE3e WK Broncum xopuona.

IKCNPECC-OuazHOCMUKD — 310 UcciefoBaHue NonoBoro Xorete-
PoxpomaruHa (rensua Bappa) 8 ApaxX KNeToK CNM3UCTON 0BOoNoYKM
~ POTOBOM nonocTH unM B apyrux knetkax, B HOPME Y XKeHLHH, MMEID-
. lWunx gee X-XpoMOcoMmsl, ofHa MHaKTHBUpyeTcs, 0Bpa3ys reTepoxpo-
MaruHoByio rnbiGKy B AApe — Tenbue Bappa. Y mywuun (XV) ee Her.
~ Myxckoit Yenonosoii xpomatuH (F-renbue) onpepnensior nyrem cre-
UMansHoro okpawmsanmus u NPOCMOTPA B NOMUHECLIEHTHOM MUKPOCKO-
| 8. VoxpomatiH Bbigenserca Kak cunbHo ceeTAlWanca Touka. Yucno

. “Teney coorsetcrayer uncny V-xpomocom B KapHoTure.
'3‘5-1—,-.______
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KouxopaasTiocts, %o
OO~ ¥ paso-
Tpmssaxy ¥ <5
Bmnneion | Gawncion
Hopuatehioe passumue
[pysiis KposH 100 64
Dopwa Gposedl 100 51
Heet raas 99.5 28
1iset BoRO< 97 23
HamnianspHasie THHEH 92 40
Wnenmnannie Sananenst Jlone u Jiyns. wucTeR pyx i
Jne aewodxy GLLIN pazienensl POONTEARMI B BOIPACTE FONUR
§ Aucit W BOCANTHBANACH NOPOINE. 3 z;“ml:n:: Ayl 1 5
KPATKHX BETPE obmuamHes APYr € -
L ‘m:“ & ?’ 18 aet ['phisa CHMMHOTO MOI'R ” 3
T [Srb et ul., 1965, P. 518) T R i &
Paxsr 88 22
Tapameruueckunit 35 6
BOTHOMBEIITT
Kops 95 87
CrapraTiia 84 4
Hudrepar 50 38
Pax 16 14
InHACTCRR 67 3
Cnaboysue 21 53
Puc. 220. KorrkopOaHmHocme P 80 i1
HeKOMOpbIX NPU3HAKOB venoBexka M Aeipes 7 19
Yy 6au3HeyoB8 CHRREIA NCHXO03

KopuomunupoBatue — 370 aHan13 chotokapuorpammbl. [ins atanmsa
KapHMOTHNA XPOMOCOMBI PACNo/iaraloT no rpynnam B BUAE UOHOrPaMMbl.

Hduozpamma — 310 cncmmamanpc:aaunbm KapHoTwn.

4. MonynAuMOHHO-CTATHCTHUECKHH MeTOR e

3TOT METO/ LIMPOKO NPUMEHSIOT NP H3Y4eHHH HAC/IEACTBEHHbIX DONES
Helt UeNOBEKa B NONY/AUMSX, T.€. PACNPOCTPAHEHHE TeX WK MHbIX FeHOB Ha
onpeaeneHHoi TeppuTopiu. CylieCTBeHHbIM MOMEHTOM NP ucnonbaoaa:
HiM 3TOFO METOAA ABNAETCA CTATUCTHHECKaS 0BpaboTKa NoMyHeHHbIX Aak
Hbix. TONYNALMOHHO-CTATUCTHHECKMA METOA NO3BONAET paCC‘-&HTaTb- B n:
NY/ALMM YACTOTY HOPMANbHBIX W NATONIOTMHECKIAX MEHOB 8 reHoTMne: ret
POSMIOT, AOMUHAHTHBIX W PEUECCHBHDIX FOMOIUIOT.

5. MeTog reHeTHKH COMaTH4ECKHX KNEeTOK o

I7a AUCUMNNKHA M3Y4aeT HacNeACTBEHHOCTb W uamenuuaoc*rheﬁ ;
MATHUYECKMX KNETOK, MCNO/b3Ys KYNbTYPY KNeTOK pasnnuHbiX mchKuX
opranos. CywiecTByioT cnefyiouue MeToab! reHeTHKM comaruue
KNETOK Ue/noBeKa:
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b 1) npocmoe kynemuBupoBarue;
! "‘. 2) eubpudusayus — CnUAHKWE KNeTOK padHbix TUNOB (Hanpumep,
.~ KNeTKM «4eNoBeK—Mbllb» NOCTENEHHO TEPSIOT XPOMOCOMBI; MOYKHO
. yCTaHaB/AMBaTh rpynMbl CLENNeHUA No OAHOBPEMEHHO WCYE3AIOLLUM
~ npu3Hakam);

3) rknoHuUpoBaHue — nonyyeHHe NOTOMKOB OOHOM KNETKH, Hanpu-
mep, rubpuaom. [u6pudoma — 310 KNEeTOuHbI rMBPHA, NONYYEHHbIH
nyTeM CIMAHUA HOPMANBHOTO JTUMCDOLMTA K ONYXONEBON KNETKMU; Npo-
M3BOAWT MOHOK/NOHA/bHDIE AHTHTENa OGHOrO TUNa;

4) cenexyus — otbBop KNETOK C 3apaHee 3aaHHbIMK CBOMCTBAMM.

6. Buoxumuueckuih metop

OcHoBaH Ha n3yuenun obMena BewecTs ((hbepMEHTOR, AMHHOKUCAOT,
ropMoHoB u T.4.). HacheacTeenHble Honestn obmera Beluects nospasfe-
nAI0TCA Ha Gonesi yresoaHoro obmena, obMeHa aMUHOKHCAIOT, NMNMAOS.

C nomoupio BUOXMMUYECKMX METOL0B YXKe B NEPBbIE MECALbI K13~
HH MOXXHO BbISABHTbL KOHLEHTPAUMIO heHuNanaHHa B ChIBOPOTKE KPo-
B, CHHXXEHWE W [laXKe OTCYTCTBME (DYHKLMM LUMTOBUOHON Heneabl, ca-
PHbIH OuabeT U T.4.

7. Metop pepmarornutpuku

lpencrasnaer coboit U3yueHre KaNUANAPHbIX Y30POB NasibLes, fa-
Hew, cron. [lepMarornuuieckie y3opbl BEICOKO MHAMBUAYANbHDI 1
MEHAIOTCA B TEUEHUE BCEW MM3HK. [lepMaTtoriudmyeckuii aHanus
3BONIAET ONPEAE/IUTL 3UrOTHOCTb B/IM3HELOB, MAEGHTHIMKALMIO SIHY-
CTH B KPUMHHANUCTHKE,

- 8. MonexynsapHo-reHeTHueCcKHi MeTop

310 Bonbilan U pazHoobpasHas rpynna MeTOOB, B KOHEUHOM cyeTe
A3HAYEHHBIX /19 BbIAB/IEHUA BapUaUHH B CTPYKTYpe HCCneayemMoro
ka [IHK (annens, rena, peniota xpoMocoMbi) B/OTH A0 paciumchpos-
NEPBHUHOH NOC/IeA0BATEIbHOCTH OCHOBaHHH. [lonyueHue oBpasuos IHK
PHK) ssnsietcs vcxogHbiM 31anom Boex MeToAOB. B BonbluMHCTBE Cry-
ANIS YCNeLWHOW AWarHOCTHKM BONE3HH WK FreTepO3UroTHOTO COCTOS-
1 BOCTATOUHO UCC/IEAO0BATL MLLL HeBObLLIOH tparmeHT reHoma. MNoato-
A NpoBeneHUsA aHanu3a HeobXOAMMO NOMYYMUTL AOCTATOUHOE
'BO TakWx (hparMeHToB, T.e. aMN/IMGULMPOBATh (YMHOMMTB) HX.
OnMepasHas uenHasn peakuus (MLP) — ato merog amnancbuka-
AHK 8 ycnosusx in vitro. Ogun n3 HauBonee pacnpocTpaHeHHbIx
AOB MONEKYNAPHO-TeHETUYECKON QHArHoCTHKU. B TeueHue He-
BKMX 4ACOB MOYHO Pa3MHOXMTL onpegeneHHyto nociegoearesb-
5 J1HK B KonuuecTse, NpesbilualowLeM HCXOAHOE B MUAIMOH M 6o-
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nee pas. CneposarenbHo, HCXOAHO TpeByeTca oueHb He3HAYHTENbHOE
KOMMHECTBO MaTepuana.

CylecTsylor u apyrue MonexkynspHo-reHetuueckiue metogpl. Cpe-
M HMX MOXHO Ha3BaTbh METOfbI ONpefeneHus HYKNeoTMAHOW nocne-
[OBATENbHOCTH (CEKBEHUPOBAUE) FEHOB, NPAMAS AETEKLUA MYTAHTHBLIX
reHoB, NONUMOPbH3M ANHHbI PECTPaKUMOHHbIX (DparMeHToB, onpege-
NieHUe NepPBUUHOro NPOYKTa reHa u ap.

MDHEK,}IS}PHD—I’EHETK‘]BCKHE TEXHOMNOTHH
B AMArHOCTHKE HAacnefcTBeHHbIX Boneanei

Meron Duarvoctupyemsie 6onesxu
(npumepsi)

OnpepgeneHue HyKNeOTHAHOM lemoduanu, TpomBounmum,

NoCNen0BaTeNbHOCTH reMornobuHonaTHu,

(cekBeHUpPOBaHUE) reHoB MUTOXOHAPHaNbHbIe BONE3HH

MNpaman geTekums MyTaHTHbIX MyKOBMCUMAO3, YMCTBEHHAA

reHos OTCTANIOCTD C NOMKOW X-XpoMoco-
MOH, DEHUNKETOHYPHS, MHONATHA
[owensa

[eHeTHUYeCKWH aHanu3 Oxkono 300 HacnepcTBeHHbIX
nonumopcusma [HK poauteneii | Bonesnedt, erouas
1 pebeHka (cuenneHHe reHos) YNOMSAHYTBIE Bbillie

Onpegenexve nNepBHYHOro Muonatua [iowenna, Goneanu
npogyKTa reqa Haxkonnewus (AM30coMHble,
NepoKCUCOMHbIE)

9. Meroabl npeHaTanbHOM AHarHOCTHKH

[ins npeHaransHoM, T.€. OPOJOBON, AHArHOCTHKM HACNEACTBEHHbIX
sabonesanuil y Byayuiero pebeHka HCNONb3YIOT METOb! BUONCHH XO-
PUOHOB, aMHUOLIEHTE3a, XOPHOLIeHTe3a.

Ha 14— 16-i Henensx GepemMeHHOCTH NPOU3BOAAT OTHOP aMHUOTH-
YECKOM XMIKOCTH NOA KOHTPO/IEM YbTPA3BYKOBOrO HCCNEef0BaHHs! (pHC.
222). Bruoncusa XOpPUOHOB NO3BONAET BbIABHTH HAPYLLEHKA HECKONMBbKO pa-
Hee — Ha 9— 11-11 Hepensx BepemeHHOCTH, [] aHHOE HCCeloBaHKe Npo-
U3BOAMTCH LIHTOrEHETUUECKHMH, MONEKYNAPHO-reHETUUECKHMK MeToda-
mu. LiuToreHeTueckne MeTofibl MCCNEAOBAHWA NO3BONSAIOT BbiSBUTL
XpoMocoMHbie abeppauun y nnoga, BHOXUMUUECKHE MeTOdbl onpege-
NAKOT aKTUBHOCTb (DEPMEHTOBR WKW KOHUEHTPAUWIO HEKOTOPbIX MPOAYK-
ToB MeTabonuama. B aMHUOTHUECKOM UAKOCTH onpeaensior benok-ans-
cdacperonpoTerH (ADIM). ADIN — ravkonpoTens, NpPoayLHPYET nevyeHs
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AMHUOTHHECKER NONOCTE

KneTtku nnopa

Mnavexta

CreHka MaTki

Buoxumuseckuil XpomocoMHbI BroxumMudeckih
aHanua aHanua ananna

fk g

oy

Knerxu nnopa KyneTypa knetok
nnopa

Puc. 221. Amnuoyermes u memodsl npenamansoll (o poxcdenus)
OQUAEHOCMIUKU XPOMOCOMHBIL U BUOTUMUYECKUX HADYWeHU(

Puc. 222, Om6op npoboi
amruuomuyeckol Hudkocmy y
BepemenHoll HeHwursr dna
npexamaneHol duazHoCMUKY
XPOMOCOMHEIX
U BUOTUMUHECKUT
Hopywenud




nnoga. Yposerb 6enka-AMI1 noesiwaercs npy psae aHoManui passu-
THS NN0AA, TAKMX KaK aHaHuedanus (OTCyTCTBME MO3ra), BHYTPHYTPOO-
Has rubens nnoaa. CHwkerne ADIT NPOMCXOANT NPH XPOMOCOMHOM na-
Tonorun (cuHapomel flayHa, Ipsapaca 1 ap.).

YnbTpassykoeoe MccnefoBaH1e naofa — Haubosee pacnpocTpaHeH-
Hbi METOZ, B NpeHaTanbHoM auarHocTuke, Metoa ocHosaH Ha cnocobHoc-
TH yanpasayxoaoﬁ BOJIHbI OTpaXaTbCA OT NOBEPXHOCTH pa3fesa [BYX
cpef, OT/IMYAIOLLMXCA PA3HOH NNOT-
HOCTbIO, YTO NO3BONAET NONYYHUTDL
130bpakeHHe Ha 3KpaHe.

WUccneposanune nposogsaT Ha
] pasnnuHbIX CpoKax GepeMeHHOCTH.
f e MeTopn no3sonser AMarHocTUpO-
s BATH NON NACAA, MOPOKH PasBuTHA

e KOHEYHOCTEM, MO3ra, NoYeK W apy-

WJ’ET.&M"E@L e rux opravos, lMpeHatanbHas auar-

obperam maresminue HOCTMKA Hanpas/ieHa Ha npeaoTspa-

‘ ‘ LEHHE NOABNEHUA 60.ﬂhHOI’O
peberka B cembe,

Hcnonb3oganue MeToaoBs
MOJIERY/IAPHOH GHOJIOrHH

Mnzzwaga ezepesa |
oo e U reéHETHKHU B MeULIHHEe
ARYTVN MNEaMWa
lTonyveHue uHcyauHa
MHCynuH yenoseka — nepBsbii
YE/IOBEYECKHIH DENOK, NonyyeHHbIN
C NOMOLLIbIO METO/a FreHeTUYeCKoM
AR A MHKEHEPUM H MCNOMb3YIOWHHCA

Ans nedeHnn Gonesnei, Ceituac oH

MCNONb3YeTCA B O4eHb BONbLIKX
1 ak macwrabax ana nlogeh, crpagao-
sy e S LmMX caxapHbiM auaberom. UHcynmH
Ue/IOBEKa, NONYHEHHbIM C NOMOLLbIO
TEXHONOrHMH peKomBuHanTHOM JHK
(pwc. 223) paer 3HaUMTENBHO MEHb-
we nobouHbiX 3cheheKToR, Yem UH-
CYNUH, NPUrOTOBNEHHBIN M3 3KCT-

Puc. 223, MMonyvenue uxncynuna
memodom eeHHOU UNCeHEPUL
u GuomexHonoauu
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PaKTOR MOAXENYAOHHON Heneabl CBHHbI WM KOPOBbI, KOTOPble paHee
BbiNM OCHOBHbIM HCTOYHUKOM MHCYHHA,

Takum e Metoaom BbinK nonyyeHbl rOPMOH POCTa, BaKLMHbI, Be-
NOK Wenka u ap.

CrBO/IOBEIE RNIETRH, TEpaneBTHYECKOE RIOHHPOBaHHe,
PenpoAyKTHBHOE KJIOHHUpPOBaHMe

B TeueHne nepsbix ABYX HEAENb PA3BHTHUA YENOBEUECKOro IMBpHO-
Ha CYLIeCTBYIOT YHUBEPCabHbIE CTBO/IOBLIE KNETKH — TOTHNOTEHTHbIE,
cnocobHble aubdeperumMposatbcs B Moboit U3 npubnuamtensHo 260
THWNOB KNETOK Tena uenoseka. TakuWe CTBONOBbIE KNETKM Ha3bIBAIOTCA
aMBpHOHA/IbHBIMK (3apOAbILLEBbIMH) CTBONOBBLIMU KneTKamu. Mcnonb-
30BaHKe TaKKUX KNETOK OTKPbIBAET LUMPOKHE NepCneKTHBbI ANs yCnell-
HOM pereHepalLnn Cambix PasAnUYHbIX TKaHeH W opraHos (puc. 226, 227).

OaHako cTBONOBbIE KNETKN NPOLO/MKAIOT CYLECTEOBaTh Y YeNoBe-
Ka W B NOCT3MBPUOHANBHOM NEPHOAE, ¥ B3POCIOro YENOBEKA. 3TH CTBO-
JIOBbIE KJIETKW MMEIOT Y3Ke 3HauMTeIbHO Dosee Y3KMiA NOTEHUMAN M MO-
ryT AudpepeHUMpPOBaTLCS BO MHOTHE, HO He B NioObie THUMbi KNETOK
opranu3ama, Takue CTBOMIOBbIE KIETKW HA3LIBAIOTCS N/IIOPHNOTEHTHbIe.
TunuyHbBIM NPUMEPOM ABNISIOTCS CTBO/IOBbIE KNETKH KPACHOTO KOCTHO-
ro Mosra. 3TH KAETKK JaIOT Hauano BCEM THIMaM KIETOK KPOBH.

B niobom opraHusme B HOPME NPUCYTCTBYET ONpefeneHHoe Konu-
HEeCTBO CTBO/OBbIX KNETOK. MeHHO OHK obecneunsaloT BO3MOXHOCTL
Kak hM3M0NOTHYECKOH, TaK M penapaTMBHOM pereHepauuu opraHuama
B niobom sospacre.

Optako ¢ BozpacTom obLuee UHCNO Pa3NHUHBIX CTBOMOBBIX KNETOK
cHmkaetcs. lMocnegHne poctenus B BUOTEXHONOMMM, B TOM YUCNE B
MEAHLMHCKON, NPeACTaBAAIOT aNbTEPHATUBHbIM NyTh NOAYUEHHs IMOPHO-
HafbHbIX CTBONOBbIX KJETOK, KOTOpbIe MOryT BbiTb MCNONL30BaHbI ANs
TPaHCNNAHTALMW TKaHeW W OpraHoB. Takve TKaHW W OpraHbl MOryT HMeTh
MaKCHMAabHYIO HAEGHTHYHOCTD, M PUCK OTTOPKEHHS NPH TPaHCNNAHTALMM
Gynet MuHumanbHbiM. [Tpoueaypa nonyYeHHs COOTBETCTBYIOWMX TKAHEH
WM OPraHoB Ha3bIBaETCA TEPENEBTHYECKUM, HITH HEPENPOAYKTHBHBIM, KO-
HuposaHH1eM. CyliecTByeT HECKO/IbKO TEXHOMOTHIH, NO3BONAIOLLMX CO3Aa-
Barb nauneHT-cneurdryeckie sMOpHoHanbHbIe CTBONOBbIE KNEeTKH. K HUM
OTHOCATCH MepeHoC Apa COMATUUECKOH KAETKW, MeTos napTeHoreHesa,
NEPEHOC LUUTONNA3Mbl AHLEKNETKH 1 ApYrye,

301




Puc. 224, OBeuxa (creBa), pa3BuBuascs
U3 KAEMKU MOA0YHOU Hcenessl, Gaamot om
0Buys! benomopdod nopodsi u
mparxcnaasmupoBanrol 8 08uy
vepHomapdod nopodsi (cnpaba)

Puc. 225. 3xcnepumenm Yunmyma no KnoHupoBanuio xcuBomuslx. Yuamym
nodcaxcuBan 0pO U3 KAEMKU MOAOYHOU KHeenesvi 8 SHYKACUPOBarHyo
Aliueknemxy a5 noaydeHus knoHa oBust, HaBakHod foaau, Komopas
Boipocaa B HopmaneHoe B3pocnoe xubomroe u npousBena 3dopoBoe

nomomemBo

Mpu nepeHoce AApa COMATHYECKON KNETKi oBbluHas comaTkyeckas
KneTKa (Hanpumep, 3NUTENUH KOMM) NOMELLAETCH PAHOM C AULEKNETKOM,
y KOTOpOH ynaneHo sapo. Mog BO3REACTBMEM 3/IEKTPUHECKOrO UMNY/IbCa
NPOMCXOMMUT CAMAHUE KNETOK, U fliLieKneTKa akTueupyetcs. MNpoucxoant
nepenporpammuposatue JHK comarnueckoi knetku. Knetka npuxoaut
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Puc. 226. HcnonbzoBanue IMEPUOHANLHBIX CMBOAOBLIX KAEMOK
8aa BocemarnoBaeHusa pPaspywenHoll mxkaru

B 32pOJbillieBOe COCTOSHUE (3MroThl) M HaUMHAEeT AenuTbes. B TeueHue
HECKOMBbKWX JHEW NPOHCXOAMT hopMHpoBaHke Bractynbl (6nacrouucTs
ua 100—250 knetok). U2 BnacTOLMCTBI H30NKPYIOT 3apofbilLeBble KneT-
KM W KyJbTHBHPYIOT Ha CrieuManbHbIX cpefax, aobusasce audhdepeHumn-
POBKM B T UMK HHble HEOBpaTUMbIE THbI KNETOK.

KneTia naupeHTa cMBaeTCA C AMUEKIETKON LOHOPA, Y KOTOPOH yaane-
HO AApO. 3apofbilLesbie CTBOMOBbIE KNETKH BLIAENAIOT U3 BJIACTOLMCTbI W

BblpallyBaloT Ha cneluanbHbix cpefax. BaykHOW XxapaKTepuCTUKOM nony-

YEHHbIX TAKMM NYTEM CTBONOBBIX KNETOK ABNAETCHA aKTHBAUWA chepMeHTa
Tenomepasbl. AKTUBHOCTb 3TOrO (PepMeHTa NPHUBOAMT K YAMHEHHIO TeNo-
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MEPHbIX YHacTKOB XPOMOCOM. M3BECTHO, UTO B 3penbix KNeTKax NPoKCXo-
AT yKOpa4HMBaHWe TeNOMEP, YTO NPHBOAMT K OFPaHUYEHMIO CIOCOBHOCTH
BenuTbes, crapenuio, rubeni knetku. B nonyuenHbix 3CK TEnoMepbI yau-
HEHDI A0 HCXORHOTO COCTORHMS. ITa TEXHONOMUS NO3BONAIET NOAYUATS OMO-
NIOXEHHbIE 3A0POBbIE KIETKU ANA NEPECANKH, FEHETUYECKH MAEHTHYHbIE
KieTkam naupueHTa. Jlpyrum BaykHbIM HanpaBfieHHeM SBNSETCS nosyyeH1e
CNeUHMIECKIX AM e PEHUMPOBAHHBIX TUTIOB KIETOK M TKAHEH U X TpaHc-
nnaHTaumMs nauyeHty. JuddepeHumrposka & PasnuyHbie TKaHu, HanpuMep
KapAHOMHOLITEI, KPOBb W JPYIHe, NPOUCXOLMT CrIOHTAHHO NPH KYNbTHBH-
PoBaHWK Ha cpenax. Hexotopbie xuMudeckue seliectsa, Hanpumep petu-
HOEBaA KNnetka, MoryT WHayUMpoBatb auchdepeHumposky 3CK g HepBHble
kneTku. Mouck Takux perynatopos npogomiaercs,

Puc. 227, TepaneBmuyeckoe KAOHUPoBarue, penpodykmuBHoe
KAoHupoBatue
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Tepanestnueckoe knoHupoBakue oTHuaeTCs oF PenpoayKTUBHOro
K/IOHHPOBAHHA TeM, YTO NOC/IE CXOAMBIX HAYANBHBIX CTAMH obpazytotmii-
€51 3MOPHOH paspyLuaeTcs U BbigensioTes 3MEPHOHANBHO CTBOMOBbIE KAET-
KK, BbipaliBaeMbie B Ky/IbType U 106aseHHbIE K TKaHAM MHAWBKOYYMA, ¥
KoToporo 6panu [HK. Mpu PENPOLYKTUBHOM K/IOHWPOBAHHH, HaNPOTUB,
3MOpHOH coxpaHsieTca ans MMMNNAHTaUMK W BbIPALLMBAHKA B CYPPOraTHON
Matepy. MmeHHo ata npoueaypa 6bina Hcnobaosasa NP1 KIOHUPOBAHMM
osubl lonnn. Knetku yenoseka Bnepsbie Bbind KAOHUPOBaHLI B Hosbpe
2001 r. € uenbio NONYYMTL CTRONOBbIE KJIETKW ONA TEXHUKK TepanesTuyec-
KOro KNIOHMPOBaHHA, KaK NokasaHo Ha puc. 227.

lMpuHuMn renHoi Tepanuu

B Hactoswee spems ussectHo Bonee 4000 HacneacTeeHHbIx 3abone-

. BaHuii HE/IOBEKA, 1 TONIbKO HEKOTOPbIE U3 HUX MOMHO NIEUUTH NOCTORHHOR
‘Tepanueit. [na MHOMUX M3 3TMX BonesHeii OTCYTCTBYIOLUMIA UNK aecheKT-
HbIiA FeHHbINA NPOAYKT MOMXET BbiTh NPHUMEHEH IKIOreHHO, KaK, HanpumMep,

W

Puc. 228, fpunyun zenroi mepanuv,
lleuenue maxcenot ummynrol Hedocmamourocmy
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MHCY/IMH NprUMeHseTca ans auaberukoe. BonblumncTeo diepmenTos npng.
10TCA HecTabunbHbIMU U He MOryT BbiTb AOCTaBNEHbI K MECTY AefiCTaus g
aKTHBHOM (hopMe, KpoMe Toro, KnetouHble MembpaHbl sBAIOTCA Henpo-
HULL@EMbIMM 15 BOABLLIMX MaKPOMOEKY, TaKKUX Kak ek, cneforarens-
HO, hepMeHTb! AO/KHbI CHHTE3UPOBATLCA B TEX KNETKAX, rAe OHWU Heobxo-
Aumbl. Takvm 0Bpa3om, fedeHre HacAeACTBEHHbIX 3abonesaHnit orpany-
YyuBaeTCa TeMMu Cnyd4aamu, Korga OTcyTCTBy]OU.LHﬁ METB.6OJ'!I4T RBNsieTCy
HeBobLIOK MOMIEKYIION, KOTOPas MOXET NOMAcTb B COOTBETCTBYIOW e
TKaHU Tena Yepe3a cucteMy KposoobpatlieHus. i MHOrMxX HacnencTeen-
HbiX 3a00/1eBaHHIA reHHas Tepanus npeaaraet Hanbosee NepcneKTHaHbI
NOAXOL, AR YCnewHoro nedenns, [enHas Tepanys npeanonaraeT Menosb-
30BaH1e BBELIEHMA HOPMA/IbHOH KOMMKU FEHOB B reHOM MHAMBHAYYMA (puc,
228), Hecywiero aedeKTHbIe KOnKK reHa. ['eH, KOTOpbIH BBOAMTCA B KneTky
M B OpPraHuaMm, Ha3blBaeTCs TPAHCTeHOM, W OPraHW3M, HECYLUWA BBefeH-
Hbil FeH, Ha3blBaeTcs TpaHcrenHoiM. Ecnn renHas Tepanus ycnewna, o
TpaHcreH ByieT CUHTe3MPOBaTL HEOCTAIOLMIA reHHbIH NMPOAYKT H BOCCTa-
HaBNHEATh HOPMAanbHbIH heHoTHR.




TepMuH «reHoM» Bnepsbie Obin BBefieH Hemeukum GoTaHnkom lan-
com Butknepom ans oBoaHaueHns ranouaHoro Habopa xpomocom,

OcHoBHas hyHKUMA reHoMa — obecneunBaTh JKUHEABATENBHOCTD
KNETOK, TKaHel W OpraHos W nepeasarb MHCOPMAUMIO O HACNEACTBEH-
HbIX CBOWCTBAX OpraHWaMa creayiowmuM opraHusmam. B reHome He ece
€ro y4acTKu TPaHCKpUOUpyIoTcs. [eHOMBI NPOKApHOT 1 JYKAPHOT HMe-
10T CXOLCTBA, HO €CTh MEXY HHMK M NPUHLMUNManbHble pasnuymua. Ha-
yKa&, H3y4aloll|an reHoMbl BCEX OPraHW3MOB, Ha3bIBAETCS reHOMHKE,

[eHoM NMpoRapHOT

[eHOM NPOKAPHOT NPAKTHYECKH LIESIMKOM COCTOMT W3 reHOB M npimbl-
KaIOLLWX K HUM perynatopHbix anementos. Paamep [HK tunnuHoro ::pen—
CTABUTENA NPOKAPHOT KMLWEYHOM Nanouku E. coli coctasnser 4 x 10B f.H.
MaKcHManbHbii pasMep reHoMa MpoKapHoT He npesbiaet 8 x 108 n.H.,
YTO HAMHOTO MeHbLLe, YeM y 3yKapHoT. [1NOTHOCTb FreHOB B reHoMe npoKa-
PHMOT 3HAYWTENBHO BbILLE, YEM B rEHOME YKapHOT. Ko;zuuecmo Xpomo-
comHoi JHK, npuxopsiueHca Ha OfuH reH, y Haktepuit — 1000 n.H.,(:
Apodokeit — 2000 n.H., y venosexa — 30 000 n.H."Y NpoKapHoT noc/el
BaTeNbHOCTH nepeq W nocne HGenoKk-KoavpyoLweH 4acti Kopoue, 4eM ;
aykapwort. [JHK npokapuoT npepcTtagneHa KonbLesoH npyxienouedHo
CyNepCn1panianpoBaHHON XpoMocomoi (prc. 229).

B HacTosiLee BpeMs onpeaeneHbl reHombl Gonee vem y 400 ba b
puit. Onpepenerne HyKNEOTHAHOW NOC/NEA0BATENbHOCTH noasonia'
onpefeniTh CTPYKTYpPbl FEHOMA W CBA3aHHbIe C ero q:uynuu,uormpouﬁ
HUEM TaKWe NPOLECChl, KaK PeniMKauus, TPaHCKpHNUus, rpaHEnﬂuHH_r
PEryAAUMA W 3BOMIOLMA reHOMOB. Y NPOKapHOT — ONepOHHbIM HZKO'
UMn OpraHu3auuu hyHKLUHOHHPOBAHHA rEeHOB, KOAWPYIOWHX 6au

Kre-
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B THITMSHAS R-ILTASMIAIA

L] Tenu
nEpeHacs PORARKALAG

Teuzt
YCTONTHAOCTH
K aHTHiHmTHIAM

A1 ILTASMH B! PETLTHLMPYIOTCA OAHOBPEMEHHO
CAEJEHNEM KAETKH

TBEHHble 691’1!{”. '-Iacto nocnenoBaTenbHOCTb PacnonoMXeHua re-
B OnepoHe CoBNafaeT ¢ NocnefoBaTeNbHOCTEI0 METABOIMYECKHX
08. Y 6onbuimHcTBa GaKTepHi, KPOME XPOMOCOM, B COCTaB FreHoMa
nnasmuzbl, cnocobHbie K aBTOHOMHOM pennnKaumMm. 31o OBYX-
eyHan konbuesas [IHK pasmepom ot 0,1 no 5%, HecyLuas rembi,
KaK YCTOHYMBOCTD K aHTUBHOTUKAM, M reHbl, CNocoBHbIe nepe-
Al U3 NNa3MKAbI B reHoM Xxpomocomsl. HexkoTtopbie nnaamuas
RAIOTCA OT OAHOW BaKTepHM APYrol NpU KOHBIOraLWK, ApYrie He
OHbI K KOHBIOraTMBHOMY nepeHocy. Mnasamuasl £ coli oTHOCSTCA
'BIOrATHBHBIM M NEPEHOCAT F- U R-reHsl,
.~ B cocras reHoma npoKapHOT BXOAAT MOBH/IbHBIE FEHETHUECKHE 3te-

) OHM noppasfensioTes Ha /S-anemenTsl (insertion sequence) u
Co30Hs! (Th).

T aasiimin
AHK

Bawrepisimg
Puc. 229 Xpocnoua

Tenom syrapuot

Mog renomom aykapuotiueckoro OpraH13Ma B HacTosLLee Bpems no-
oT cymmapryio [IHK rannouaHoro Habopa xpomocom u JIHK sre-
OCOMHbIX FEHETUHECKINX INIEMEHTOB — MUTOXOHZAPHI W X/loponnac-
Pasmepui reoma aykapmor s CpepHem Ha 2— 3 nopsjKa Bbilue, 4em y
MapuoT (puc. 230). DykapHoTHdecKas Knetka COAEMKUT He HaMHOro
€ reHOB, YeM npokapuoTHyeckan. CaMble ManeHbK1e reHOMbI MMe-
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IOT OAHOK/IETOUHbIE OPraHM3Mbl JYKAPHOT, HaNPHMED APOMOKM, a Cambie
KPYnHbie UMEIOT aMtBKUK 1 NOKPbITOCEMEHHbIE PACTEHHS.

l'eHom uenoBea no pasMepy 3aHUMaeT CPen MICKOMHTAIOWNX cpeg-
Hee mecto. OaHOM 3 OCOBEHHOCTEN 3YKapHOTHUECKOH KIETKHM sBsercs
W 10, uTo Bonbiuas yactb redoma JHK aykapwor npegcrasnena HeKou-
PYIOLMMH NOCNE0BATE/IbHOCTAMK HYKNEOTHAOB. Tak, B reTepoxpomary-
HOBbIX W TEIOMEPHbIX PaHOHaX XPOMOCOM cogeputcs MHoro JIHK, ko-
TOpble He TpaHCcKpHbUpyloTcA. AMepukaHckue yyeHble P. Bputrey
3. JesuacoH B KoHue 1960-x rr. OTKpbINKM B reHOME 3YKapHOT Haluue
nocnefoBaTeNbHOCTEN HYKNEOTHOOB Pa3HOW CTENeHU NOBTOPAEMOCTY,

B Hacrosiiee BpeMa reHOM 3yKapuoT MOXXHO NOAPa3saenuTh Ha ase
rpynnbi: OAHA Fpynna HYK1eoTUAHBIX NOC/eN0BATENBHOCTEN — 3TO noc-
NefoBaTeNbHOCTH, KOTOPbIE BXOAAT B COCTAB rEHOB M BKAKOHAIOT B ceby
YHUKANbHBIE W YMEPEHHO NOBTOPAIOLLMECA NOCNeAoBaTeNbHOCTH. Bro-
pas rpynna HykneotuaHbix nocnenosarensHocted — [IHK He sxonut g
COCTaB reHOB M X perynsTopHbix anemeHTtos. OHW pasbpocaHsl no ece-
My reHomy (aucnepruposaHHble noeTopbl) (puc. 231) U BcTpevaloTcs B
OONbLIOM KOMMYECTBE KOMMM, HX Ha3bIBAIOT BHICOKONOBTOPSIOWMMUCH

nocnefoBartesibHOCTAMH.

YHuURaEHbIE MIOC/EA0BATENBHOCTH

YHUKa/bHBIE NOCNEA0BATENIHOCTH NPeJCTaBieHbl B reHOMe B Of-
HOM 3KaeMnnspe. YHUKanbHbIe NOCNeA0BaTeNbHOCTH — 310 Hanbonee
CIOMHBIA KOMMNOHEHT reHoMa 3yKapHoT. Y pasHbix OpraHM3MoB NpoTa-
WEHHOCTb YHUKANbHBIX HYKNEOTHAHbIX MOCNeAOBATENbHOCTEH COCTaB
nset okono 2% scei [JHK reHoma.

Bo (hpaKuMio yHUKANBHBIX HYKNEOTMAHBIX NOCNEL0BATEeNBHOCTEH M10-
NafaloT MHOroYHCHeHHbIE reHbl, Koaupytowme Benku. Clofa >ke BXOAAT
HYKNEOTHAHBIE NOCNEN0BATENBHOCTH MHTPOHOB, Pa3Mepbl KOTOpbIX Ha
MOPSAOK NPEBLILAIOT Pa3Mepbl 3K30HOB, COAEpawmxcs 8 reHe. KpoMe
TOrO, CIOAA OTHOCAT NCEBACreHbl — 3TO (PYHKLHOHAIBHO HEAKTHBHDIE
reHbl, BOZHHKLLME B pesy/ibTate MyTaliiid 0BbIYHbIX FeHOB U B AasbHeHLIeM
HaXOJALLMECH B FEHOME, HO B PE3y/ibTare MyTauui OH1 HE MOTyT KOAUPC
arh Henku. [cesaoreHbl — 370 HCTOPHYECKHE, apxeonorkueckue ocTal
K1 npouunbix reHos. McesgoretHsl obpaayiotca asyma cnocobamu. B crH
TETHYECKMIA NepHOL, MHTepchaabl NPOMCXOAMT YABOSHHE FeHOB, M B XOA®
[AHHOTO MPOLECCA NHLLHSAS KOMKA AAHHOTO reHa MOXKeT BKoUMTb APY

310

4 Canis

2. C. elegans — domestis —
19 000 zero08 19 300 zeroB

3. UWumnanze —
1.2% paznuuuli
C 28HOMOM
venoBexa

7. Danio rerio —
22 000 zerod

AW
8. Drosophila
melanogaster —
13 600 zenod

6. E. coli —

5. 8. cerevisioe —
4300 zeroB

10. Mus
musculus —
25 000 zeros

11. Arabidopsis
thaliana —
25 000 zenot

Puc. 230. Pazmepe: zeriomos PA3AUYHBIX OpeaHUIMOB

XPOMOCOMHyto 0BnacTb, uto MoxKeT NPHBECTH K MHAKTUBALIMM reHOB

“lian ux B ncesgoreHsl. Hosas Konus rema cnocobHa noseuThCS B,
NibTare obpatHoM TPAHCKPUNLIMK: B X0e akcnpecchu rera MPHK oHa
ICKpUBHpyeTCs & AHK, koropas BCTpanBaetca B reHom. Takoi npo-
f-laabuiaio'r PETPOTPAHCNO3HULMEN, M B HeM y4dacrsyer MoBunbHBIN re-
=CKuk snement LINE. Oynnukaums u PeTpoTpaHcno3numMa cnyar
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VMEPEIo N0STOPSIONIHEs
TOCH/IOBATE ALHOCTI %

v

Cromaenne resos

MAPHK Tenomep

Tettbi,
KOTUPYIOLTHE Gennie
VMEPEHHD NOBTOPAMILTHECH

HOGTENOBATEARHOCTH
¥ Ouens qacro
TOBTOPAIOHIHECA
b NOCAEAORATETLHOCTI

Lesrponepa
Tl Teara,

KoMy DeloK

'

Ouetb yacto
MOBTORTIOMMACA
BOCAEFIBITEILHOCTH

»

Puc. 231. Cxema pacnono-
HCEHUR PAIAUYHBIX MUnoB
- nocnedoBamensHocmel

Cromaenue venon

TPHE 8 xpomocome

Y ALEPEAND BOUTOpR TR
TOEACAONATEILEOCTH

v

Teaomep

OCHOBHbIMM MeXaHW3Mamu obpasoeaHua ncesaoreHos. Eciu B konuu re-
HOB OTCYTCTBYET TAKOM BaXKHbBIW 3/IEMEHT, Kak NPpOMOTOP, TO 3TOT reH CTa-
HOBMTCA NcesaoreHoM, Te U3 HUX, YTO NOABMIIKWCH B pe3ynbTaTe AyniuKa-
LM BCEro reHa, COAEepY AT KaK 3K30HbI, TaK ¥ MHTPOHbL. B oTuumre ot Hux,
ncesoreHs!, 06pa3oBaBLIMEC B pesy/ibTaTe 0BpaTHOM TPAHCKPHILIHK, He
COLEPMAT MHTPOHOB WM HA3bIBAIOTCH NPOLIECCUPOBAHHBIMU NCEBAOTEHaMMU,

VMepeHHo MOBTOPAIOLIMECH NMOC/IeA0BaTE/IbBHOCTH

YMepeHHO nosTopaloliMecs nocnegosarensHoctd — go 1000 no-
BTOPOB B OOHOM JIOKYCE, OHHM NPEACTaBAEHDI B FTEHOME JECATKAMM UNH
HECKONbKHUMU COTHAMM KOMMH M YYaCTBYIOT B OCYLUECTBNEHHUH KU3HEH-
HO BaKHbIX 0BLexkneTouHbIX hyHKUuKH. 370 rembl ructoHos, TPHK,
pPHK; 1x elie Ha3bIBAIOT rEHaMK «AOMALLHErO XO3AHCTBA». )

Bonbluyio rpynny yMEPEHHO NOBTOPSICIMXCS MOC/IEA0BATE/IbHOCTEN
COCTaBASIOT NOABWKHbIE (MOBHIBHbBIE) reHeTHYeCKHe 3nemMeHTbl, OHM Mo-
ryT BbiTh paccTasneHb! NO BCEMY FEHOMY WK CoBpaHb! B rpynmbl.

BbICOROﬂDBTOPHIOHJ.HECH nocaesoBaTe/ibHOCTH

BuicokonosTopsaiowMecs nocnefoBaresbHOCTH — 3T0 nocnenosa-
tensHocTH (cebiwe 1000), npeacTaBneHHbie CATEANUTHBIMK (CNYTHHKO-
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BbiMK) [IHK, Carennuthbie HK coctost us KOPOTKMX TaHAEMHBIX No-
BTOPOB AnuHoW 1—20 HM, OpraHu3oBaHHbLIX B BAOKH.

I"naBHas NOBTOPAIOWARCH eAMHULA CATeNNMTHON AHK, vanprmep y D.
melanogaster, COCTOMT W3 NATH WAU CEMW HYKIEOTHAOR: (AATAT) ,
(AATAG) , (AATATC) , (AATAAC) , (AATAAC) . Takme NoBTOpPbI Ha3bi-
BaloTCA MUKpocate/MTamu. pyras nocneaosaTenbHoOCTb CaTenIMTHOMN
JHK nostopsercs MHorokpatHo, 4 NosTOpbI sapbupytorca ot 10 go 100
T.M.H., OHY HA3bIBAIOTCH MUHH-CATENIMTaMK, MUHK- M MHKDOCATENUTHBIE
TaH[eMHbIE NOBTOPbI Pa3bpocaHbl MO BCeMy reHOMy M NPEACTABASIOT CO-
6oi yHUKaNbHYIO ANR KaXHoH 0coBu KOMBUHALMIO No YUCTTY TaHAEMHBIX
NOBTOPOS B Pa3HbIX /IOKYCaX W NO YKC/TY TAKMX JIOKYCOB. Y YenoBeka atu
NOBTOPbI HCMOML3YIOT B CYAEOHO-MEAULMHCKOM NPaKTHKE NPH HCCNepo-
BaHWW WHAWBHAYANBHOCTH OCOOEH W POACTBEHHDIE CBA3H NIOBBIX MUBbIX
cywecrs. Takum obpasom, carennurhas [JHK obpasyer NPOTSMEHHbIE
reHomHble 6n0kM. B xpomocomax cambix pasHbix aykapuot (apozodmna,
mnexonuTaouwe) catennuribie JHK npermyliecteento obpasylotcs B
LEHTPOMEPHbIX H TENOMEPHbIX palOHaX XPOMOCOM. 3TO Tak HasbiBaeMble
reTepOXPOMATHUECKHE PaHOHDI, KOTOPbIE HE 3KCTIPECCHpYioT obpasosa-
Hue PHK u Benkos. Jlokanusaums catenivTHoN JHK B obnactu uenrpo-

MEpbl YKa3bIBAET Ha BbINO/HAEMYIO €10 CTPYKTYPHYIO thyHKUMIO B XPOMO-

COMax fpH MUTO3€ U MeH03e 1, BO3MOXHO, CBA3aHA C NPOLIECcaMm pac-
xoxaeHus xpomocom, Konnuecrso nexoaupyiowmx AHK y pastbix
OpraHWaMoB pa3/iniHo. Y venoseka — 73—91%, y Hacekombix — 67, y
UBETKOBbIX pacteHui — 69, y nematog — 75.

Y pacteHuit u XuBOTHbIX HekoaMpylowas Yactb [IHK senserca re-
TEPOreHHbIM CKOM/IEHUEM Kak OiMHOYHbIX, Tak W NOBTOPSIOLMXCS NOC-
neposatenbHocTel (nocnenosarensHoct JIHK, nponssogHbie ot
TPaHCNO30HOR).

HOABH}HHI:IG FEHETUYECRHE DJIEMEHThI 3YKapHdoT

AmepHKaHcKas uccnefosatensiiia b. Max-Knuntok B 1940-e rr.
OTKpbiNa cylulecTeosaHue reHa, uau nokyca, KOTOpblF{ Bbi3biBas NoOBbi-
LeHWe 4acToTbl XPOMOCOMHBIX NEPecTpoeK y KyKypyasl. Kak okasa-
NOCb, 3TOT reH MOXKET NEPEMELUATLCA H3 OAHOrO YHACTKa XPOMOCOMBI
B Apyron. Takoe seneque Max-Knuntok Haasana tpancnoanuuets, Ce-
FOAHS MOBUNBHBIE 3NEMEHTbI OTKPbITbI Y MHKPOOPFaHW3MOR, PACTeHWi,
*KUBOTHBIX W yenoBeka. [MOABMKHbIE 3NIEMEHTbI, KaK NPaBUAO, He Cy-
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WECTBYIOT BBTOHOMHO, M A1l HUX XapaKTEPHO HAXOXEHHE WK B NNas-
MHAAX, MK B xpomocomax. MoBunbHbie reHeTHUeCKME anemMeHTbl, nepe-
MeLIaACh B XPOMOCOME U FeHax, BAMAIOT Ha aKTMBHOCTb FeHOB, pacnono-
XKEHHbIX PAAOM, W MOTYT Bbi3biBaTh LENEUWW, TPAHCNOKALMWH,
TPaHCMO3WULIWK, HHBEPCHH, A TAKKE pa3pbiBbl xpomocoMm. B GonblunHcTee
CBOEM NOABWKHbIE 3NEMEHTbI NPOKAPHOT KM IYKAPHOT NOCTPOEHBI NO
CxofHOMY finaHy. B GoNbILIMHCTBE FreHOMOB 3yKapHOT BCTPEYaOTCA TPaHC-
NO30HBI W NPOU3BOAHbIE OT HUX NocnefgoBaTensHocTH. Hanpumep, Ko-
poTkue, pasbpocaHHbie MO reHOMY sJepHbie 3nemeHTbl (short
interspersed nuclear elements — SINE's) u gnunHble pasbpocaHHble
anepHbie anementsl (long interspersed nuclear elements — LINE’s),
NPOKU3BOAHbIE OT PETPOTPAHCNO30HOB K obpa3zyiolre BONbLLYIO YacTh
reHoma 4enosexa. PerporpaHcnozoHel npeacraensior coboi [JHK-noc-
NefoBaTeNbHOCTH, KOTOPbIE B NPOLECCE IBOMOLUMH PACpPOCTPaAHUANCH
yepes npomexyTouHylo cryneds — PHK. Mepment — oBpartHas tpamc-
KpUNTasa — MCNOo/ib3yeT NPOMEXKYTOUHYIO CTyneHs — monekyny PHK s
Ka4yecTse MaTpuibl 4ns cHHTe3a HoBok KonuW [IHK, kotopas sctpanea-
eTcs B Xpomocome 8 Hosoe mecto. SINE’s u LINE's sctpeuarotca y pas-
HbIX BUOB 3YKapHOT, HO Haubonee XOPOLLIO OHW OXapaKTEpPHU3OBaHB! Y
mnekonutaoumx. OHu 0BpasyioT MHOMMe ceMelcTBa, MpUUeM MeXIy
YnieHaMK OJHOrO CeMeNCTBa MMEIOTCA Pasfuu1sa B HYKNEOTUAHBIX Noc-
neposarensHocTsax. OHW pasbpocaHs! no reromy. Hanbosnbliee konuue-
ctBo SINE’s u LINE’s-anemeHTos pacnonoxeHro B obnactax, BAM3KMX K
Tenomepam xpomocom. SINE’s npepacragnaior coboi kopotiue (100—
500 HykneotHgos) nosTopsiowmecs nocneaosarensHoctv [IHK, pasépo-
caHHble no reHomy. B rerome ux npucyrcrayer or 100 go 1 man konuii.
HykneotuaHeie nocnegosarensHocti LINE's umetot Gonbuiyio aimHy (oo
7000 HykneoTHAOB) M pacnpedenetbl N0 BCEMY reHoMy.

TeHoM 4esioBeRa

l'eHom yenoseka coctout uz 3164,7 munnmapaa n.H. Bonsluyio pons
B paciliMhpoBKe rKHOMA Ye/IOBEKA ChiIrpani MonekysnspHbie Buonoru
K. Bentep u @. Konnunc (puc. 232). OctosHoe konudectso OHK re-
HOMa YenoBeka JoKanu3osaHo B xpomocomax — 99,5% u Tonbko
0,5% — B muToxOHAPHsX. TeHOM MUTOXOHAPUI UenoBeKa Bbin cexse-
HuposaH B 1981 r. u copepwur 16 569 n.H. Cpeanuit pasmep ogHoro
resa — oxkono 30 000 n.H., a cambii OONBLIOK CErofiHs reH — reH guc-
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Puc. 232. [Ba ocroBuHeix
yvacmuuka 8 cocma3zagHuu no
onpedeneHuo
nocredoBamensHocmy 2eHOMa
venoBexa: Kpetiz Bermep u
Dpercuc Konnure

TpochuHa — 2,7 Munnmona n.H. OBuiee Yicno reHos Yenoseka npen-
nonaraer 25 000 — 30 000. Upentucbuumuporato Gonee 19 000 nces-
[IOreHoB,

Koaupytowui Genok [IHK & renax (3K30Hbi) HACUMTBIBAET TOMBKO
1,2%, untpons —21%, toraa kak okono 80% AHK npeacrasnewo
NOBTOPSAIOWUMHKCSA HYKNEOTUAHBIMW NOC/IE[OBATENBHOCTAMM Pa3Ny-
HOM NPOTMXEHHOCTbIO (puc. 234). MpeanonaraioTr, YTO UMEHHO 8 ro-
BTOPAIOWMXCA ydacTkax reHomHon [IHK 3akoauposaHa uHdopMaums,
obecneuusaiolas BCIO NPOrpaMMy UHAMBHAYANLHOMO paasutus. Lpy-
ras 0COBEHHOCTL reHOMa YENOBEKa 3aK/MIOUAETCS B TOM, HTO CTPYKTYpa
reHoma /loAeN Pa3HbIX HAUMOHANBHOCTEN, Pa3HbIX PACOBBIX H 3THM-
veckux rpynn Ha 99,9% uaeHTHuHa.

Mpu cexseHMpOBaHNM reHOB NpeacTasuTenei Benoi, entoi u uep-
HOM pac MeXXHHAWUBHAYaNbHAA BapHaBenbHOCTb He npesbicuna 0,1% u
6bina 0bycnosneHa, rnasHbIM 06Pa3OM, ORHOHYKEOTUAHBIMK 3ame-
Hamu — SNP (single nucleotide polymorphisms). Takue 3ameHb MHO-
royMcnenHbl, obuiee ux uicno — 3,2 MAH, W NONOBHHA, 1,5 mnn, Bcex
SNP npuxoauTcs Ha 3KCNPECCHPYIOWLYIO YacTb FreHOMA.

B reHoMme yenoseka NpUCYTCTBYIOT Kak KOPOTKME paccesHHbIe Noc-
neposartensHocty, SINE's, Tak u AnkHHbIE paccesHHbie nociegosaTesb-
HocTu LINE's. SINE’s wupoko npencrasneibl ceMeHicTBOM 3/1eMeHTOR
Alu, BeTpevatowmmes npuGanauTensHo & konuuectse 1 200 000 konwi
Ha reHom, 4to cocTtaenser okono 6% redoma. OgHa nocnenosatens-
HocTe Alu BcTpedaertcs npubanautensHo Ha kakasie 3000 n.H. Ha re-
HOM yenoseka. Alu-NOCNEROBATENbHOCTL SBNAGTCA CNELMUUHON AN
reHoma npumatos. YneHbl aToro cemerictea umeiot aauny 300 n.H. M
noeTopeHsbi B resome ot 300 000 go 500 000 paas. Okono 3% reHoma
Hes10BeKa NPUXOANTCA Ha AoMI0 3THX noeTopoB. Kaxaas Alu-nocnego-
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Knatounad ageams (577, 1.9 (Lanepons (158, 0,5%)
(1318, 4.3%) | | Benxn untockenats (876, 2,89%)
BupyeHie Saaa (100, 0. 3% | BreknaTouHLIRA MaTPIKE (437, 1,4%)
Bemca-nepevoaun (203, 07% | HumynarnoGyninie (264, 0,9%)
A\

Wiokubie kakank (406, 1,3%)
hakrops TpasckpuUnui (1850, 6,0%) / Aewraransuse Sana (376, 1,2%)

DEPMEHTI CBAEMHLS !
© HYKNAMHOBLIMM KHCROTAMM Ca- ceasupmowme Genim
~  BuyTphKaeTousLe NepaHscyg
{380, 1,1%)
Curtaibiie

Nepexosyn (533, 1,7%)

Kimaaw (865, 2 6%)

PerynatopHse
Benku (388, 3,2%)
Toancbepastl (610, 200~
Cunrorase (313, 1.0%
Oxonpopeyxrome (656, 2.1%
Suraan (117, 0.4%) 7
Nirazei (56, 0,25
Waomepase (163, (15%)
Thaponass (1227, 4.00)

Puc. 233. QynruuoransHas kaaccugpurauus 26 383 zerHoB 8 zenome
venoBexa. Kaxcoelli cexmop yxazbiBaem YUcao u NPOLEHm 2eHHbIX
npodyxmod

BaTeNbHOCTb (haHKMpOoBaHa NPAMbIMK NOBTOPaMK AnuHown ot 7 go 20
n.H. Mo 37o¥ npuuMHe nonarawT, 4to Alu-NOBTOPbI ABARAIOTCA MOBUNb-
HbIMK 3/IEMEHTaMM, CKOpee BCero, peTpoTpaHcnosoHamu. OaHo 13 ce-
MeKcTe, npuHagnexawmx LINE's, ato LINE-1 (unu L1-3nemenr). Mona-
ralor, YTo B reHome yenoseka npucytcreyer 50— 100 toic. konuit L1,
T.e. OH npepcrasnser okono 5% reHoma. MakcumanbHas aaMHa 3THX
anemeHToB coctasnger 6500 n.H., XOTA UMEHHO TaKKUX 3NEMEHTOR B re-
Home He Bonee 3500. L1-3neMeHTbl HMEIOT FOMOJIONMIO € H3BECTHBIMH
obparHbIMU TpaHcKpunTasamu. CUMTAIOT, UTO HECKONBKO O4YeHb pef-
KuX cnyyaes reMmocunnmu obycnoBneHsi BCTpanBaHleM nocnegosaTesb
HocTi L1 B ren VI chakTopa ceepThiBaHmns KPOBM, HaxoasaLLlerocs 8
X-xpomocome (puc. 234).

Tenomras cmpykmypa X- u Y-xpomocom uenosexka

X- 1 Y-XpOMOCOMbI Uenoseka IBOMOLUMOHHPOBANKM OT Nnapsl npea-
KOBbIX XpoMOcoM B TeueHue nocnegHux 300 max net. B To Bpems kaK
X-XpOMOCOMa COXPAHAET MHOrMe CBOHCTBA ayTOCOMbI, Y-xpomocoMma
notepsina Go/bLIYIO YACTb CBOMX FEHOB M CH/IBHO yMeHblUHnach B pa3”
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- Puc. 234. lomonozuu mexcdy X-
u Y-xpomocomamuy

R2| gy [10Mb
pe. Ee TeHeTHYeckas diyHKUMA B HacTosulee Bpems OrpaHHyeHa
AYKUHEH DA3BUTHA MY>XUMHBI BO BPeMs 3MOBpuoreHesa u nopgepa-
ng ChepMaToreHesa y BapoC/biX MysKUMH, Hse xpomocombi nogeep-
=Hbl CNApPMBAHHIO U PEKOMOBMHALIMK B AMCTANBHBIX KOHLaxX X KOpoT-
nney B nceBooaymocomrol obaacmuy (PAR1), Toraa kak gpyrue
MIACTH He YYACTBYIOT B PeKoMBHHALMK (puc. 234).
Bonsias yacts Kkoportioro nneva (Xp) coctout s obnacry, KoTopas
MKa/ia 3 TpaHCOKaLMK NPeKOBOI ayTOCOMBI B Xp orkono 105 man
Hasaj (X-pobasouHas obnacrs, XAR). lnunHoe nneyo (Xg) cocrout
Qﬁnacru. KOTOpas oCTanack KOHCepBATUBHOM B XOae 3sosnoumn (XCR,

‘OHCcepsatuBHan obnactb). X-xpomocoma uenosexa copepkut Bonee
U0 reHoe, BONbLUMHCTBO M3 HIUX He CBAZaHDI € NONOM,

Cmpyxmypa zenoma Y-xpomocomsr wenosera

¥-xpomocoma uenosexa umeer OT/IHAIOLLYIOCA FEHOMHYIO CTPYKTYDY,
ACTEBISIOWLYIO NATb Pa3/iMuHbIX 0BNacTeit B 3yXPOMATHYECKON UacTH:
°¢ fices0-ayTOCOMHbIX 0BNacTH B AUCTaNbHBIX KOHUAX KOPOTKOro
AR"‘!) M AnrHHOro nney (PAR2), Y-cneuudbmueckuii peruoH, onpeaens-
WK Myxckoit non (MSY), okono 35 T.M.H., okono 8,6 M6 (38% ayxpo-
mljecxoﬁ 4aCTH), Ha3BaHHOM X-pHereHepHpoBaHHON NPOW3BOAHON Npes-
ayrocoml, 3,4 M6 npoussoaHoit ot BbiBimx X-cuenneHHbix reHos,
OBAHHbIX MNPH TPAHCNO3WLMM (X-transposed), kotopbie Bo3HUKM
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FeHom yenosexa
3000 Mb

S

[eHbl 1 CBA3AHHBIE C reHaMK [HK, He Bxogsuian s cocras
NOCNeAOBaTENbHOCTH 2000 MB
rexos 1000 Mb
* S
~ 22000 reHos Casa3aHHbie c reHamu | [ucnepriposaHHbie Opyrue
55 Mb NOCNEAOBATE/IBHOCTH | MOBTOPRBI obnacry
945 Mb 1400 Mb 600 Mb
e
MuxpocatennuTo Apyrue
90 Mb o6n. 600 Mb
LINE |SINE |[LTR |TparcnosoHbi
640 Mb|420 Mb| 250 Mb|90 Mb \
Wurponbl, Mcesporens
HeTpaHCNHpYEMbie ~ 20000
obnactu

Puc. 235. Cmpyxkmypa 2exoma yenoBeka

oxono 3—4 mMnH net Hazag, 10,2 M6 amnaudbuumposaHHbix Y-cneuudu-
yeckux nocneposarensHocted. OHu, no-suauMomy, MPOH3OWIAK OT Obia-

- wkx XY-cuenneHHbIX reHoB, Npuobpenu hakTopbl MyXCKOM thepTUbHO-
CTH NMPU TPAHCNIO3HUMK W PETPOCNO3NLMK W HA3BIBRIOTCA aMM/IMOHHbIMH,
NOCKO/bKY COCTOAT M3 aMNANHUMPOBAHHBIX NaNMHAPOMHbIX Nocnefo-
BaTeIbHOCTEN PAa3NHUHOrO PasMepa C 3aMeqare/ibHbiM CXOACTBOM nocne:
posarensHocteit AHK 99,9% Ha ecem npotsikern monekynbi SHK (o1
10 po coteH Thicad nap Hykneotaos). OHK copepKaT Kak KOAMPYIOLLKE,
TaK ¥ HeKoAMpYIoLLWe reHbl. BOAbLIMHCTBO reHOB B aMNJIMOHHbBIX CerMeH-
Tax 3KCIT|DECCHPYIOTCF| WUCKNIOUUTENbHO B CEMEHHHWKaX. I'Ipe,u,nonommenb-
HO, 3TH reHbl HeOﬁXOﬂHMbI ANA cnepmMmaTtoreHesa.

Nockonbky crieuupUyeckHe nocnefoBaTelbHOCTH, onpe,nenﬂloul“:
MY>XCKOM Mon Ha Y-XpoMocoMe, He Y4acTBYIOT B KpoccHHrosepe, OHu(
3alMileHbl OT MeXxaHHM3Ma BO3HWKHOBEHHUA MyTaLKWKU WIK CTpYKTprhH-
HQPECTPOEK no CpaBHEHHIO .5 D6hi"IHbIMH nocnepoBaTeNnbHOCTAMM. iﬂ_
Hafa KOHBepCHA MeXay 3THMH naiuHapOMHbIMHK FIOCﬂeJIOBaTe.ﬂhHDC 2
mu ( Y-xoHBEpPCUSA) NPEANONOMNKUTENBHO CIYIKHT Kaxumexaﬁuam ,u,nén Cth ;
XpaHeHus HOPMa/bHbIX NocnefoBaTeNibHOCTeH, KoTopblie Obl :
CKOMNEHCHPOBaHb! HeYHKUHOHANbHBIMH NOCNeAoBaTebHOCTAMM
OfHOM Nneye nanuHApoMa.
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lomonozus mexncdy X- u Y-xpomocomamu

X- u Y-xpomocomel umetoT obnacti romonoruu Gnarogaps ux ob-
aMy 3BOJIOUHOHHOMY NPOHCXOMOEHHIO,

Tpu obnactn — AZFa, AZFb u AZFc — B anuHHOM nneye ¥-xpo-
:OMbl CBA3aHbI C MY»XCKHWM ﬁeCﬂJ'IO,D,HEM NPpH UX pneneuunn BBHAY He-
i cNOCOBHOCTH MPOAYLHPOBAHHS HEXM3HECNOCOBHBIX KNETOK CnepMbl
(azoocnepmus),
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