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Ipenuciaosue

VYyeOHoe 1ocobue mpeaHa3HaueHO JUIsl  CTYAEHTOB  MEIUIIMHCKOTO
¢dakymereta PYJIH. B Hem comepKuTCs KpaTkas CHCTEMaTH3MPOBAaHHAs
nHpOpMAIKs [0 OCHOBHBIM BOIPOCAaM OOINCH M MOJEKYJSIPHOH OHOIOTHH U
TCHCTHKH, COBPEMCHHBIC CBEJCHUS II0 TpOOJieMaM TEHCTUKH YeJIOBEKa U
MEIAMLUHCKONW T€HETHKH.

Marepuaiiel TOcoOHsT MOTYT OBITH MCIIOJIB30BaHBI CTYICHTAMH B TIpOIEcCe
M3y4eHUs] Kypca MEIULUMHCKOM T'€HETUKH, IpU IOATOTOBKE K 3aHSATHSM,
KOJJIOKBUYMaM U 3K3aMeHy. Bmecre ¢ TeM, clienyeT OTMETUTh, UTO 03HAKOMJIEHUE
CTyZACHTA C TIPUBEICHHOM 3/1eCh HH(pOPMAIHEH He 3aMEHSCT JIeTATFHOTO H3yUCHHS
COOTBETCTBYIONIET0 MaTepraga YYeOHHKOB M PEKOMEHIYEeMOW OMOIHUTEIbHON
JUTEpaTyphl. 3amada TOCOOHMS COCTOMT B TOM, dTOOBI JaTh YHTATENIO
MHHAMAJIBHYIO CIPaBOYHYI0 HMH(MOPMAIMIO IO BOMpOcaM, KOTOpele Ooiee
JETAIFHO OOCY)KTAIOTCST B JIEKIMAX IO YKa3aHHOMY KypCy, a TakXke IIpH
MIPOBEICHNH Ta00OPATOPHBIX 3aHATHI.



1. BOITPOCHI MOJIEKYJISIPHOW T'EHETHUKH
1.1. CTPYKTYPA U ®YHKIUHN HYKJIEMHOBBIX KUCJIOT

Hyxneunoevie kucnomer (HK) mnpencraBmstor coGoit  Ouomnomumepsl,
MOHOMEpaMH KOTOPHIX ABITFOTCS HykiieoTHasl. HK 6putn oTkpeITH B 1869 1. 11.O.
Muwepom.

KomnoneHTs! HyKIeoTHA:
.+ yIJIEeBOJA MeHTOo3a (ae30kcuprbo3a uiau pudosa),
. a30THCTOE OCHOBAHME,
« 0ocTatoK (HochOPHOI KUCTOTHI.

er'IEBOJII)I, BXOAsME B COCTAB HYKJI€EHHOBBIX KHUCJIOT

OH OH
Pubo3a Je3zokcupubosa
A3zomucmusle  ocnosamus — 3TO  TETCPOLUKINYECKHE OPraHUYECKHE

COGAMHCHNUS, OTHOCAIINECS K IBYM KJIaccaM:
. TypuHOBHIC — afeHuH (A), ryanuH (G);
. nupumuanHoBbie — TuMuUH (T), muro3usn (C), yparmn (U).

A30THCTbI€ OCHOBAHHUS
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A30THCTbIE OCHOBaHUS IPUCOECTUHSIIOTCA K 1°-yriepoJHOMY aTOMY IIEHTO3bI
N-TIMKO3UIHON CBSI3BIO, B pe3ynbTaTe 4dero obpasyerca wykaeosud. Ilpu
dbochopunmpoBanuu  Hykieosuga GopMmupyercs  mykreomuo. KommdecTBo
(dochaTHBIX TPYNIIT MOXKET OTIMYATHCS, B CBA3M C YeM HYKJICOTHIBI MOTYT OBITh
IpeACTaBICHBl  HyKiIeo3suAMOHOodochartamu,  Hykiaeosuagudochatamu  u
Hykneosuarpudocaramu. Bropoit m  Tpermit  ¢dochar HIpHCOSAUHSAIOTCA
MaKpOIPTHYECKUMHU CBSA3AMH.

CTpyKTypa HyK/Je0THAA

O AsoTuctoe
” 5 oCHOBaHWe

OH OH (H)

I—HYHHBOSH,II —
I Hytneotua —

Ilepsuunas cmpykmypa HyK1eun06b1X KUCIOM — 3TO NIOCIIEN0BATENILHOCTD
HYKJICOTH/IOB, COSAMHCHHBIX KOBAJICHTHBIMH 3°-,5’- hochoandIPUPHBIMU CBA3SIMH.

XapaKTepUCTUKU IIEPBUYHOU CTPYKTYPBIL:

- YHCJIO HYKJICOTHJIOB,

- TUINBI HYKJICOTHIOB (a30TUCTHIX OCHOBAHMIA),
- TMOPSIO0K PAaCHOJIO0KEHUS HYKJICOTHIOB.



(I)pal"MeHT MOJIEKYJIBI HyKJIel/IHOBOﬁ KHCJIO0TBI
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TI'enemuueckue yynKyuu HyK1€euH0B8bIX KUCIOM
» XpaHeHHE HACIICJCTBCHHON HH(pOPMAIHU
» Ilepenaya HacieACTBEHHOW HH()OPMALIIH
* Peanmzanus HacieICTBEHHOW MH(DOpMALUH

CyIecTBYIOT JIBa BUJa HYKJICHHOBBIX KUCJIOT — 0€30KCUPUOOHYKIEUHO8AS
(IHK) v pubonykneunoean (PHK), otinyaroniyiecsi B CTPOCHHM HYKIJICOTHIIOB
YTJICBOTHBIM KOMITOHEHTOM M COCTaBOM a30THCTBIX OCHOBAHHIA.

Komnonenm JTHK PHK

MIEHTO3a Je3okcupubosa pubo3a

A30TUCTOE OCHOBAHUE aJICHUH, TYaHVH, aJICHVH, T'YaHWH,
IUTO3HUH, THUMHUH UTO3UH, ypaluiI

Jle3okcupuOOHyKJIEMHOBAasI KHCJI0TA

Je3oxcupubonykiennonas kuciota (JJHK) — renetnueckuii Mmatepuan Bcex
KJICTOYHBIX (DOPM JKH3HH, a Takxke pspa BupycoB. JJHK BeimonHseT Bce BbIle
MePEYUCIICHHBIC (PYHKIIUU HYKJICHHOBBIX KHCIIOT.

JTHK xapakrepusyeTcs psaIoM 0COOCHHOCTEI:
- CrOCcOOHOCTBIO K PEeTUIHKALIUH;



- CHOCOOHOCTBHIO K periapanumn CIIOHTAHHBbIX u WHIYIUPOBAHHBIX
HOBPEXKICHUM;
- CIIOCOOHOCTBIO K PEKOMOHMHAITUH.

Jloxanuzanus JJHK B knertke:

- TPOKApUOTHI - IUTOIIa3Ma (HYKIJICOU]I, TUTa3MHU/Ibl);

- DYKapHOTHI - AP0 (XPOMOCOMBI), OPraHOUABI (MUTOXOHAPUH, TIIACTHIBL,
KIIETOUHBIA LEHTP).

Hepeuunaa cmpykmypa /THK — niocne10BaTebHOCTh HYKJIEOTHIOB B OJTHOM
uenu. BcerpedaemocTs pasnuuHbIX auHykieotuaoB B uenu JHK — cimyyvaiina.
Bmecte ¢ TeM, 4acTOTa BCTPEYaEMOCTH Y TIPOKAPHOT M UX BUPYCOB AUHYKIICOTH/IOB
5-1I-3" u 5-T'll-3’ npakTHYecKd OJMHAKOBA, y OOJBIIMHCTBA 3YKAPUOT U HX
BUPYCOB JIMHYKIICOTHHBIE mocienoBarensrocti 5-1I'-3" BeTpeuatores ropasjo
peke uwem 5°-I'l-3’. Jdunaykneorua 5-1I-3" - MuUIIeHb Ui METHIMPOBAHHUS.
CreneHb METHIIMPOBAHUS MOJICKYIIBl UMEET 3HAYEHHE ISl PErYJISIUN aKTHBHOCTH
TE€HOB.

D. Yaprapdp B 1950 T. npu m3ydennn JIHK oOGuapyxun psin
3aKOHOMEPHOCTEH, BIIOCIIEACTBUN Ha3BaHHBIX NpaBuiiamu Yapradda:
© [A]=[T]
+ [G]=I[C]
c [A +G]=[T+C(C]
« [A+T]#[G+C]

OTU 3aKOHOMEPHOCTH, a TakKe PEHTIeHOCTPYKTypHbId anHanu3 JHK,
npoBeneHHbil P.@pankmua B 1953 1., cmocoOCTBOBAaNM OTKPBHITHIO BTOPUYHON
crpykrypst JHK.

Bmopuunaa cmpykmypa THK

Boia otkperta Jx. Yorconom u @. KpukoMm B 1953 1. 1 Ha3BaHa 060ilHOI
CRUpATILIO.

370 1BE aHTHNApaIeTbHbIE, KOMIUIEMEHTAPHbIC MOIHHYKICOTHIHbIC [ICIH,
COEJVHEHHBIE BOJOPOJHBIMU CBS3SIMHU, 3aKPYUYEHHbIE B CIHPadb OTHOCHTENBHO
JpYT ApyTra U BOOOpakaeMoi OCH.

KomrieMeHTapHbIe Mapbl  a30TUCTBIX OCHOBAaHUIl (KAHOHWYECKUE MHaphl, Mapbl
VYorcona u Kpuka):

« A-T (1Be BOIOPOJIHBIC CBSI3M),

«  G-C (Tpu BOIOpPOJIHBIE CBSI3M).

AzoTucTble OCHOBaHUS (THAPO(OOHAs YACTh MOJICKYJBI) pPAaCIIONararoTcs
BHYTpH crupanu, caxapodocdaTabie OoCcTOBBI — 10 mnepudepun (MMEHHO OHHU
OTIPEIENSIOT AHTUIAPAUICIFHYI0 HalpaBICHHOCTh Iemneil). Ha moBepxHoCTH



criupan GOpPMUPYIOTCS JBa KeJI00Ka: OONBIION (MECTO CBSA3BIBAHUS C OeNKaMu) u
MaJtblil (MECTO CBSI3BIBAHUS C aHTHOMOTHKAMH).

B ¢QopmmpoBanMm ABOMHONW cHHpamH KpOME BOJOPOIHBIX  CBsA3eil
OPUHUMAKT Y4YacTUE U TaK Ha3blBAEMbIE «CTIKUHI-B3aMOJEHCTBUA» MEXKIY
a30THCTBIMU OCHOBAHUSAMU COCEHHX I1ap HyKICOTHOB.

OnHa U3 3aKOHOMEPHOCTEHl KONMUECTBEHHOIO COAEPMKAHUS a30TUCTBIX
ocHoBanuil B mosiekyne IHK (orHomenune A+T / I'+1] # 1) kak ycranosun A.H.
Benosepckuii sBisiercst KoHcTaHTOW Buaa (koddduiueHToM crenupuuHOCTH,
XapaKTePUCTUKON BHUJIA).

®opMbl ABOMHBIX CIIMPaJIei

Dopma A B C V4
Cnupanb IlpaBass mpaBas mpaBas  JieBas
Konugectso nap 10,7 10,0 9,3 12
OCHOBaHHMI Ha 1 BUTKE

CIUpau

Paccrosinue mexny 0,23 am  0,34uaMm 0,3 H™M 0,38 um
COCeIHMMU NapaMu

OCHOBaHUM

Jwnametp crimpanu 2,3 HM 2,0 HMm 1,9 am 1,8 aM

HaubGonee pacmpocTtpaneHHOH (opMoil NBOIHOHM crupamu sBisercss B-
dopma.

WckpuBnenuss u u3ruObl JABOMHON CHUpaqyd MOTYT HUMETb MECTO B TeX
CllyJasix, eclu:

¢ TIIOCICOOBATCIIBHO pacnojlararorca JBa aJIcCHUWHA B ONHOW TIeTH u,
COOTBCTCTBCHHO, /IBa THMHHA - B Z[pyl"OfI;

¢ Taxkue napbl BCTPECUAIOTCA B KaXKAOM BUTKE;

* yactoTa noBTOpoB A-T, pa3zaeneHHbix yyactkamu u3 4-6 I'-11] map - BeicOKas.

JHedopmanust crirpaiiu, BUIUMO, BaKHA IS

* ¢opmupoBanus xpomocoMm (HamarbiBanms JIHK Ha OeilkoBbie KOpBI
HYKJIEOCOM);

* peryjsiiud dKcmpeccuun reHoB (cmenuduueckoro cBs3biBanus JIHK ¢
COOTBETCTBYIOIIUMH PETYIATOPHBIMU OSITKaMH).



Tpemuunaa cmpykmypa /JHK — »5T0 JnuHelHble WIM KOJbIIEBBIC
Cynepcrrpan30BaHHbIE MOJIEKYJIbI.

Yemeepmuunaa cmpykmypa /[HK hopmupyeTcs B KOMIIIEKce ¢ OeIKaMu.

Henamypanyus /JHK

Henarypanus JHK (nnaBnenue, auccoumanus) - pasaenenue uemneit JIHK B
pe3ynbTaTe pa3pylIeHHUs BOJOPOIHBIX CBsI3eH. DTOT Mmpolecc MPOHCXOAUT IMpU
MOBBIIIIEHUN TEMIEpaTypbl, W3MeHeHHMH pH, a Takxke MOJ BIUSHUEM IPYTHX
¢axTopoB. Benuuuubl TemmepaTypel U pH, KoTopble MPUBOAAT K JCHATypalluu,
3aBUCAT OT HykJjeotuaHoro cocraa JHK, T.e. or conepxanus A-T u I'-LI map
(uncna BOJOPOMAHBIX CBs3ed MeXIy Hykneotuaamu). JleHaTypauust - Ipolecc
00paTHMBI.

Penamypayua /[HK

Penatypanms JIHK (omkwur, peaccommanms) — BoccraHoBiaenue JIHK.
Penatypauuss BO3MOXHa NpaBWiIbHAs U IIOJIHAS TOJIBKO TP  MEUIEHHOM
M3MEHEHHWH YCJIOBUH (MMOHMKEHUU TeMIepaTypbl, yMenbliennn pH u T.1.). Tpu
PE3KOM M3MEHEHUM YCJIOBHI I1OJIHOIO BOCCTAHOBJIIEHUS CTPYKTYPbl MOJIEKYJbI HE
IIPOUCXOUT.

PI/I60HyK.]'IeI/lHOBaﬂ KHCJI0Ta

Cmpykmypusie ocooennocmu PHK:

®* B COCTaB pI/I60HyKJIGOTI/I,HOB BXOOUT OJHO M3 YETBIPEX aA30TUCTBIX OCHOBaHUM
(AT I, Y);

* yraeBox — puboza (Hammume rpynnsl OH y Broporo atoma yriepoma prOO3bI
co3faeT OOJBIIYI0 YYBCTBHTEIBHOCTH K JICHCTBHIO IENOYei M (DEpMEHTOB W,
CIIeZI0OBATEIIFHO, MEHBIIYIO cTaOMIFHOCTE MoteKy sl PHK);

* TMPHCYTCTBHE MOJU(DUIUPOBAHHBIX (MHHOPHBIX) a30THCTBIX OCHOBaHMH,
oco0eHHO "acTo Berpedatomuxcs B TPHK;

* (QopMupoBaHWE JBYCHHpAIBHBIX YYacTKOB (IIMHJICK) B  pE3ylbTaTe
KOMIUIEMEHTapHOT'O COCIMHEHNUS Psijia HyKJICOTHIIOB.

B kietke cymectByeT Heckosbko TUos PHK

Tunw: PHK
* Matpuunsie (mHdopmanmonasie) PHK (MPHK, nPHK) mecyt mrbopmarmio o
HOCJIEA0BATENIbHOCTH AMUHOKHUCIIOT B MOTUIENTUIHON LIEMOYKE.
* Pu6ocomamsasie PHK (pPHK) BxozsT B cocTaB pubocom.
* Tpaucnoptasie PHK (TPHK) ygacTByroT B IepeHOCE aMHHOKHCIIOTEI K MECTY
cuHTe3a Oelka 1 pacrno3HaroT kogoHsl Ha MPHK.
*  Mausre snepusie PHK (MaPHK) ygacTBytoT B craiicuare.
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* MukpoPHK, wamsie wunTepdepupyronme PHK (siPHK) perymupyior
AKTHBHOCTH T'CHOB.

* IIpaiimepsl yuaCTBYIOT B PEILUIMKALIUH.

Bupycusie PHK — HOCuTenn HacneactsenHol nadopmarmn PHK-conepxamux
BUPYCOB

Kaxxnpiii Tun PHK nmeer cBoo BTOpUYHYIO U TPETUUHYIO CTPYKTYpBL, U, B
ormuune ot JHK, nopammsromee OonpmmHCTBO Mojekyn PHK  sBusorces
OJHOHHUTEBBbIMH. B kauecTBe mpumepa MoxkHO paccMmorpers TPHK, BTopuunas

CTPYKTypa KOTOPOU — «KJICBEPHBIH JIHCT», TPETUYHAS CTPYKTYpa — L-popma.

Crpykrypa TPHK

AKUenTopHBIA

A
A -
— cTebenb £ F-koney
e T El
II f;?l ‘ G_"Pur
1 5 -koney, P
@-netns
[
" a\‘ ,U FEE
DU-netna { o—0—o—0 U Y
B .
G: "4-..___‘ \r.__;g-’
GL“A oy “""4-‘ )
- i

AHTMKOQOH __ ———

L-¢popma «KIe6epHbLLl TUCTNY
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TI'eHeTHYeEeCKHH KO

I'enemuueckuit k00 — 5>TO CHUCTEMa 3allUCH  IIOCJIEJOBATEIILHOCTU
AMUHOKHUCJIOT MOJIMIENTUAHON LEenu B BUJE NOCIEAO0BATEILHOCTH HYKJICOTHIOB
JHK nnu mPHK.

Ceoiicmea 2enemuuecko2o Kooa:

o TpuIUeTHOCT — KaXKiash aMUHOKHCIIOTa KOJUPYETCs KOMOHMHAIMEH M3 Tpex
HYKJICOTUIOB (TpUILIET, KOIOH). Bcero 64 Tpumuieta, Tpu M3 KOTOPBIX HE
KOIUPYIOT aMHHOKHCIIOTY, a O3HAYal0T OCTAHOBKY CHHTE3a IOJIHUIICOTHAA
(CTOTI-KOZOHBI).

*  BBIpOKAEHHOCTH (M30BITOYHOCTH) — OOJBIIMHCTBO aMHHOKHCIOT KOAUPYHOTCS
HECKOJIbKUMH TPHUILICTAMH.

* OmHO3HAYHOCTh — KaXIBII TPHUILIET COOTBETCTBYET TOJBKO  OJHOM
OIpeICTICHHON aMIHHOKHCIIOTE.

* HemnepekpriBaeMOCTb — Y COCETHAX TPHUILICTOB HET OOIIMX HYKJICOTHIOB.

* HenpepsIBHOCTh — MEXIY TPHUILUICTAMH HET Pa3TPaHUIUTEIIFHBIX 3HAKOB.

*  YHUBEPCAIbHOCTh — TCHETHYCCKUI KO OJMHAKOB y BCEX JKUBBIX OPraHM3MOB
(ecTh NCKITIOYEHUSI, B YUCIIE KOTOPBIX — MHTOXOH/IPHATBHBIN TEHOM)

TabJuua reHeTHYecKoro Kojaa

[epeoe Bropoe ocHoraHuHe Tpetse
ocHoBa- [ Y(A) | (@) | A(T) | T (L) | ocropa-
HHE HHE

Deu Cep Tup Mue | Y (A)
V(A) den Cep Tup IMue | I (D)

Jleit Cep - - A(T)
Jleii Cep - Tpu | T (1D
Jleit IIpo Tuc Apr |V (A)
11(I) Jleii IIpo Tuc Apr | 11 (DD
Jleii IIpo I'nn Apr |A(D)
Jleii IIpo Tau Apr | T'(ID)
e Tpe AcH Cep |Y(A)
A(T) Hie Tpe AcH Cep | IT()
Hne Tpe JIuz Apr |A(D)
Mert Tpe Jlus Apr | T (1D
Baa Ana Acn rmm | ¥ (A)
I (1) Baan Ana Acn Cam | II(D)
Baa Ana Tay Tma | A(T)
Ban Ana Tay Cam | T (ID

12



Pemmuxamus JHK

Pennuxayusa /JHK — >to cunte3 JJHK na JJHK-matpune (yasoenune JTHK)
(M. Me3zencon, ®. Cranb, 1958 r.; A. Kopubepr, 1959 1.).

HpuHuUNbI YcaoBus
. MarpuuHocTtsb . JHK-marpuna
. KommiemeHnTapHOoCTh «  Jlezokcupubonykieosuarpudocharst
«  AHTHIapaUICIbHOCTD (dATP, dGTP, dTTP, dCTP)
. TlomykoHCEepBaTHBHOCTh . @DepMeHTHI
. Omneprus (ATP)
. M g2+

Matpuueii MokeT ObITh:
» nBynenoyeuHas JIHK ¢ ogqHoHUTEBBIME pa3pbiBamMy,
» opnouenoueynas JJHK ¢ 3arpaBkoi,

* nasynenodeuyHas JIHK ¢ nmpoGenamu (Hanbosee akTHBHAS).

Iloozomoexka THK-mampuuyst (npoxkapuomuy):

e Ori-caiiT - Touka Havaja perumnkanuu (Oorateiii AT-mapamu ydactok JIHK,
cocrostmuii u3 250-300 1.H.).

e+ pHUOHATOpHEIH O6eok (Dna A).

¢ + l'enmkaza (Dna B/Dna C) — AT®-3aBuCHMEBIH (hepMEHT, pacIuIeTAOMINit
JIBOMHYIO CTIHpaJlb.

e + Tonousomepaszpl [, II, cHuMaromue TOMONOrMYECKOE HANPSHKEHUE
paspesanuem HutH JJHK.

* + SSB-0enku, cBA3BIBAIOMINECS C OMHOHUTEBEIMHU ydacTkamu JIHK-matpurst n
IPEIATCTBYIONIME BOCCTAHOBICHUIO ABOMHON CIIMPAIIN.

JTHK-nonumepasvt npokapuom:
1. JHK-nmonumepasa |
. momuMepasa
«  5’-9K30HYyKJEa3a
«  3’-3K30HYKJEa3a
2. THK-nmonumepa3a 111 (ocHOBHOM epMEHT perIMKaIum )
. [oIuMepasa
« 3’-3K30HYKIICa3a
3. JHK-nomumepasst I, IV, V yuacTBytoT B penapanuu
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Ocobennocmu pabomol noaumepas:

* KatanmsupyroT peakuuro
(AINMP)n + dNTP — (dNMP)n+1 + PP

* He MoryT ocyriecTBiIATh cHTE3 de novo (¢ HyJs).

* Cunresupytot JIHK B Hampasnennu 5°—3’ .

Cunmes uenu JIHK (npoxapuomoi):

» Ilpaiima3a, otHocsmasicas k PHK-nonmumepasam, cunresupyer npaiimep (PHK-
3aTpaBKy).

e JIHK-mommmepasza III cunTe3mpyer Bemgymyro nemb U (parMeHTsl OKazaku
OTCTAIOLIEH LIECIH.

e JIHK-nmommumepasa I ypanser mpaiimep n 3amoiHseT Opels.

* JIHK-nwurasa cumBaer ¢parments Okazaku.

CuHTe3 6edyujeli yenu OCYIIECTBIACTCS HENPEPHIBHO B HAINPABICHUH
5'—3.

Omcmarowas yenv CUHTE3UpPYyeTCs TpepbIBUCTO ((parMeHThl OKa3akw).
CuHTe3 KaxkIoro GparmMeHTa WAET B HANpaBiIeHUU 5’—3°, a oOMIMIA POCT IeNH -
3’5

Ocobennocmu penauKkayu y 3yKapuon.:

. JHK-nonumepassr:
JHKII o ydacTByeT B WHHWIMAIMM PEIUTHKAINH, PaboTaeT B KOMILIEKCE C
npaiimMa3oi.
JUHKII B — depmenT penapanun.
JIHKII 6 cuaTe3npyeT BeaymIyro 1enb 1 pparMeHTs OKa3zaky.
JUHKII & ygactByeT B cunTe3e pparMmeHToB OKa3aKH.
JUHKII  BO3MOKHO y4acTBYET B perapariuy.
JHKII y penuuupyeT MUTOXOHAPUAIIbHBIIA T€HOM.

* Monexynst JIHK  sykapuoT mHONMMpEIUIUKOHHBIE (Y  HPOKAPHOT -
MOHOPEIUINKOHHEIE).

e Jlnuna ¢pparmentos Okazaku — 100-200 w.11. (y mpoxapuoT — 1000-2000 w.11.).

* Cxopocts permukanuu 10-100 s.11./cek. (y mpoxapuoT — 500 - 1500 H.1mm./cex).

* VYnanenue npaiimepos ocymectsisier PHKaza H.

e Hanuyue B XxpomMocomax TelaoMep, pellaroliee HpobiieMy HeJOpeIUIuKaluu
JIMHEIHBIX MOJIEKYIL.

* Pemukanus ocymecTBIseTCs B S-NepUOJe MUTOTUYECKOTO LIUKIIA.
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Tunwt pennukauuu /IHK:
«  O-tun (kombreBsie Monekysl JJHK)
« O-THII, WM MEXaHWU3M KaTsImerocs Koubla (KosbleBbie Moiekyisl JJHK
HEKOTOPBIX BUPYCOB)

e pCIIMKAIUA JIMHEHHBIX MOJICKYJI

1.2. M3MEHYMBOCTD KUBBIX OPTAHM3MOB. MYTALIMH.
PEITAPALIMS JHK

®opMbI K3BMEHYHBOCTH

H3menuugocmoro Ha3pIBAIOT CIIOCOOHOCTH OPraHU3MOB IIPHOOPETATh HOBBIC
npusHakyn. OHa ~ ObIBaCT  HEHACIEACTBCHHOW  (MOAMGUKANMOHHAS |
OHTOTCHETHYECKasi) W HACICACTBCHHOW (KOMOWHATHBHAs W MYTAaI[OHHAs).
VI3MEeHYHBOCTE CIIOCOOCTBYET aJIaliTAllid OPTaHU3MOB K YCJIOBHSIM OKpYIKarolen
cpeapl W SBISCTCS ONHUM U3 (DakTOpOB SBOIIONMH. MyTallMOHHEIH TIpolece
MIPUBOJIMT K TIOSIBJICHUIO HACIIEICTBEHHBIX 3a00ICBaHUH.

Moouguxayuonnas uzmenuueocmb — U3MEHEHHE (eHoTHIA Oe3
N3MEHEHHWS TeHOTHMa, OOyCIOBIEHHOE (aKTOpaMH OKpyKaromed cpenasl. B
OOJILIINHCTBE CIIydyacB HOCUT aZ[aHTHBHBIﬁ XapakTep. Hpez[em)l, B KOTOPBIX
MEHSETCs TIPU3HAK, HA3bIBAIOT HOpMOU peakyuu. Hopma peakium ompezensercs
TCHOTHIIOM.

Cxema, oTpakaromasi popmupoBanue ¢peHoTuna

Oxpy:karo1ast cpeaa Oxpykaromast cpeaa
1 2
TeH > 6emok ’ IIPU3HAK

Ucxons w3 yka3zaHHOW CXEMbI, MaTe€pHabHOM OCHOBOW [JIsl IOSIBJICHHS
JI000TO TIPHU3HAKA SIBJIETCS TeH (TeHeTHdecKuid Matepuan). B Tom ciydae, eciu
nHpopMaIHs, 3aKOJAUPOBaHHAs B IAaHHOM TeHe, OyJieT peain3oBaHa (POU30HIET
cuHTe3 0enKa), MOSBUTCS OEJIOK, a IMOCTICIHNH, B CBOIO OUepeib, MOXKET IPUBECTH
K TIOSIBJICHUIO COOTBETCTBYIOIIEro mpu3Haka. ClenoBaTenbHO, Y KaXIOTro
OopraHu3Ma MOTyT (OpMHUPOBATHCS TOJIBKO T€ MPU3HAKU, HH(GOpPMAITHSI O KOTOPHIX
3aKOJIMPOBaHA B €r0 TeHEeTHUeCKOM Marepuane. OmHako, GakTOpbl OKpY’Karomien
cpenbl CIIOCOOHBI OKa3blBaTh BIMSIHHE HA OCYIIECTBICHHE MPOIECCOB JTaHHOU
cXeMbl. Bo-mepBbIX, OHH MOTYT WHAYIHMPOBATH WM TOPMO3HUTH TPOIIECCHI
oOpa3oBaHusi OENKOBBIX MOJIEKYJl Ha BCEX CTausIX OCJIKOBOTO CHHTE3a
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(TpaHCKpUNIHNSA, TPAHCIANMSA, MOCTTPAHCIANWOHHAS MOIU(HKAIMIL), a B
OTIIENBHBIX CIy4asX M JellaTh HEBO3MOXKHOH paboTy reHoB (1). Bo-BTOpbIX,
(daxkTOpel  CpeAbl  CHOCOOHBI ~ OKa3bIBaTh  BIMSHHE Ha  CHOCOOHOCTH
chopmupoBaBmierocss Oenka  BBIMONHATE cBoM  ¢QyHkmmu (2). Otcrona
9KCNpeccusHocmy, T.€. CTENICHb IPOSBICHHS IPU3HAKA, MOXKET OBITh PA3IUIHOMN.

Oumozenemuueckas u3MeH4u6ocmy — U3MeHeHne (EeHoTHUNa B Ipolecce
HMHIUBHUYalbHOTO Pa3BUTHS OpraHu3Ma, 00yCIOBIEHHOE [TOITAMHON peanu3anuei
TeHeTHYeCKOi NH(pOpMalUU OpraHu3Ma U BIMSHUEM CpPefbl, 0OecreunBaeT pocT u
pa3BUTHE OpraHU3Ma B KOHKPETHBIX YCIOBUSIX OKPY>KAIOIIEH Cpeabl.

Komounamuenas uzmenuugocms — NosIBICHHE HOBBIX KOMOWHAIMI T'€HOB
B pe3yJbTare KPOCCHHIOBEpa, HE3aBHCHUMOIO PACXOXKICHUS HETOMOJOTHYHBIX
XpoMOcOoM B aHadaze Meiio3a, Cly4ailHOH BCTPEYH TaMeT MPU OILIOJOTBOPCHUH.
PexoMOMHAIIMSI TEHETHYECKOrO0 MarepHaia BCTPEYaeTCsl TaKKe Yy BHPYCOB H
OaKTepHil.

Mymauuoumm UBMEeHYUB0CmMsb — 1105BJICHUC MyTaHI/Iﬁ TCHOB U XpPOMOCOM.

Mymayuu (I'. e ®pus, 1901 r.) — cToiikue, cnydaiiHble, HEHANPaBICHHBIE
KaueCcTBEHHbIE WU KonndyecTBeHHble n3meHeHus JJHK.

3nauenue mymayuii:

* U OTJCIBHBIX 0COOCH, KaK MPaBIJIO, HMEIOT OTPHUIIATSIBHOE 3HAYCHHE, YaCTO
OPUBOJSIT K MOSIBICHUIO 3a00JICBAHUM, CHIKCHUIO JKU3HECIIOCOOHOCTH HIIH
rubenu;

* 4 BUAa B INCJIOM — TIOJIOXKHUTCIBHOC — CHOCO6CTBy€T BBDKMBAHUIO H
BPII[OO6pa3OBaHI/IIO.

Knaccugpuxayua mymayuii:
1. Ilo cnocobrnocmu Hacre0o8amuvcs npu NOJI080OM PASMHONCEHUU:
* Comarnyeckue (IPOUCXOMAT B COMATHUSCKHX KIIETKaX, ITOTOMKAaM He
TepeIaroTCs)
* T'eHepaTuBHBIC (BO3HHMKAIOT B MOJIOBBIX KJIETKAaX W MEPEIAIOTCS TOTOMKAM)
2. Ilo nposenenuio 6 cemeposuzome:
e JloMuHAHTHBIE
* PeneccusHbie
3. Ilo yknonenuio om HOpMbl (OUK020 Muna):
e IIpsiMble (TUKHHA TUI — MyTaHTHBIA ()eHOTUI)
* OOGpatHsle (peBepcun) (MyTaHTHBIN (PEHOTUIT— JUKHUHA THIT)
e CynpeccopHble (MyTaHTHBIH (PEHOTUI— TUKUH THIT)
4. Ilo noxkanuzayuu 6 knemxe:
* SnepHsbie
e [urorulazmatudeckue
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5. Io ¢penomunuueckomy nposignenuio.
e JleranbHbie

*  Mopdomnornueckue

*  buoxumuueckue

» [IloBenenueckue u ap.

6. Ilo npuuunam 603HUKHOGEHUA.!

e CrnoHTaHHbBIE

e HWunyuupoBanHbie (00yCIOBIEHHBIE MyTareHaMM)
7. Ilo Oeiicmauto na opeanuzm:

* [lonesnsie

» Helitpanbubie

e Bpenusie
8. Ilo xapaxmepy uzmenenus eenoma:
e I'eHHble

*  XpOMOCOMHBIE

* ['eHoMHBIE

9. Ilo xapaxmepy usmenenuss npOOYKmMa 2ena.

«  MucceHc-MyTaluy MPUBOJIAT K 3aMEHE aMHHOKHUCIIOTHI

. HoHceHc-MyTanuy npuBOAAT K MOSIBIEHHUIO CTOI-KOJOHOB

. CeliMceHCc-MyTalMl — MyTaluu 0e3 3aMEeHbl aMHHOKHCIOTHOTO OCTaTKa.
OO0yCITOBIIEHBI BRIPOXKICHHOCTHIO TEHETHYECKOTO KOJIa

Mymaczenst — GaxTOpHI, ABIAIOMNECS MPUYINHON BO3SHIKHOBCHUS MyTaIlHH
1 TIOBBIIIAIOIINE UX YacTOTY.

Knaccudukanus mytareHos:

. ®uznyeckue MyTareHbl (MOHU3HMPYIOLIME W3IYy4YeHHs, YJIbTpaduoieToBoe
U3ITy4eHHE)

. Xumuueckue MyTareHbl (aHAJIOTM a30THUCTBIX OCHOBAHWi, METHJIMPYIOLINE
areHTbI, COJIU TSDKEJIBIX METAJLIOB U JIp.)

. buonormueckne myrarennl (MOOMJIBbHBIE T'€HETHYECKHE O3JIEMEHTBI, BHUPYCHI,
yuctas JJHK)

I'ennaa mymayua — n3menenue ctpyktypsl JJHK B mpenenax oxHoro rexa.
Haumenbumii  yyacroxk mosekysnsl  JIHK, cmocoGHbli MyTupoOBaTh,
Ha3bIBACTCS MYMOH, OH PaBEH OJHOU Mape HyKJIE€OTHIOB.

ITo xapakTepy H3MEHCHHS TCHETHYECKOTO MaTepraa;
1. 3ameHa HykJIeOTHIA
. Ilpocras 3amena (tpan3uius): A—G, T—C
. Cnoxnas 3amena (tpancsepeusi): A—C, AT, GoC, GoT
2. Wncepuus (BcTaBKa) HYKICOTHAOB (MOXKET MPUBOAMTH K CIOBUTY pPaMKU
CUYUTHIBAHUS)
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3. Jeneuwns (BbIMaJeHUE) HYKICOTHUIOB (MOXKET TPHUBOIUTH K CIBUTY PaMKH
CUNTHIBAHUS)

4. BuyTtpureHsHas uHBepcHs (TTOBOPOT y4acTKa reHa Ha 180°)

5. JluHampueckWe  MyTaimuu  OOYCIOBICHBI  yBEIMYCHHEM  KOJIHUYECTBA
TPUHYKJICOTUAHBIX MOBTOPOB. XapaKTepPU3yIOTCS:

« AgTnmunanuei (ycyryOJeHHEM TPOSBICHHH B KaXJOM IOCIEIYIONIEM
MOKOJICHUH )

. IlepexomoM oT mnpemyTauuu (yBEJIWYEHHE IOBTOPOB, HE TPOSBISIOLIEECS
(heHOTHITMYECKH) K MyTaIlHU

. YBenuyeHHueM KOJHUYECTBa MOBTOPOB BO BPEMs TaMeTOreHe3a.

. MoryTr 3arparuBaTh peEryJsTOpHble o00jacTh TeHa (CHHAPOM JIOMKOH X-
XPOMOCOMBI), KOJIMpYIIIHWE y4acTku (xopes [eHTuHrrona) wmm 3’-
HETPaHCIUPYEeMYIO 00J1acTh reHa (aTpoduueckasi MUOTOHHS).

MosekyIspHbIC MEXaHI3MbI BOSHHKHOBEHUSI TEHHBIX MYTAITHHA
Omm6ku JJHK-nonumepasbt
TayTromepH3aIyst a30TUCTBIX OCHOBAHHH
BerpamBanme  aHaMOrOB  A30THCTBIX  OCHOBaHWH  (5-Opomyparpmi, — 2-
AMUHOITYPHH)
JlesaMHHIpOBaHNE a30THCTHIX OCHOBAHUIH
AnkunupoBaHue a30THCTBIX OCHOBAHUN
PazprB pochommpupnasix ceazeit B JJHK
AnypuHu3anus (pa3peIB TIHKO3HIHON CBSI3M)
BoszeficTBre HHTEPKATUPYIONIUX areHTOB (aKPUIMHOBBIC KPACUTEIH, STHIILYM
Opomup u 1p.)
DopMHIpOBaHIE THMIHOBBIX TUMEPOB

W=

PR

©

Xpomocomnaa mymauua (abeppanus, IepecTpoiika) — H3MEHEHHE
CTPYKTYPBI XPOMOCOMBI.

[TpuurHBl XPOMOCOMHBIX abeppaluii — pa3pbIBbl XPOMOCOM U BO3MOJKHBIE
MOCIIEYIOINE COCANHEHHsT (PparMeHTOB. Pa3pbIBBI XpOMOCOM MPOUCXOMAT TPH
JCHCTBUM  WOHM3UPYIOIIETO  W3JIy4eHMs, BHPYCOB, B CHIy HEKOTOPBIX
ocoOeHHOCTEH  CTpOCHWs ¥ (YHKUMOHHUPOBAHMS ~ XPOMOCOM, HEPaBHOTO
KPOCCHHTOBEpa, KPOCCHHTOBEpa y 0CO0EH TeTepOo3UIOTHBIX 110 MHBEPCHSAM WIIH
TPAHCIIOKALMSM.

XpoMOCOMHEIE abeppanun OBIBarOT cOaraHCHpOBaHHBIE u
HecOaTaHCHPOBAaHHBIE.

e Ilpm cOamaHCHPOBAHHBIX IEPECTPOMKAX HE TPOUCXOAUT MOTEPH WU
NPHOOPETEHHs JTOTOTHUTEIFHOTO TEHETHYECKOT0 MaTepHania, oTOMY OHH, B
OCHOBHOM, HE CONPOBOXKIAIOTCA (CHOTUIMHYECKUMH MPOSBICHUSAMU. Y
HocuTeneil GopMHUPYIOTCS aHOMAaTbHBIC TaMETHI.
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HecbanancupoBaHHble — MEPECTPOMKM  COMPOBOXKAAIOTCS — yTpaToW WK
YBEJIIMYEHUEM IE€HETUYECKOI0 MaTepuaya, YTO 4acTO IPUBOAUT K M3MEHEHHIO
(eHoTHIIA OpraHu3Ma 1 00Pa30BAHHUIO AHOMAJIBHBIX raMeT.

K XpPOMOCOMHBIM MYTallUsIM OTHOCSATCA:

1.
2.

4.

®dparMeHTanus: XpOMOCOMBI
JedumieHcn (KOHICBBIC HEXBATKH, TEPMUHAJBHBIC) — IIOTEPS TEIOMEPHBIX
YYaCTKOB XPOMOCOMBI, BO3MOYKHO 00pa30BaHUE KOJIBIIEBBIX XPOMOCOM.
Jeneuust (MHTEPCTUIMANBHBIC JEICIUHM) — IMOTEPsl YY4acTKa XPOMOCOMBI, HE
BKJTFOYATOIIETO TEIOMEPY.
MUKpoenenny - moTepeii 0ueHb MaJICHFKOTO ()parMeHTa XPOMOCOMBI.

B pesynapraTe memermii  BO3HHKAIOT MOHOCOMHH IO  YTpaueHHOMY

@paFMCHTy. B roMo3uroTHomM u TeMH3UTOTHOM COCTOSTHHH MyTallu TaKOro Tulia —
JICTAJIbHBI.

5.

Jynmukanns — yaIBOEHHE ydacTKa XpPOMOCOMBI. JIymiuKanuy HeOONBIINX MO
pasmepaM (parMEeHTOB B MEHBIICH CTENEHH, YeM JeNICIMM BIHUAIOT Ha
U3MeHeHHe (eHoTHma opraHm3Mma. Jlymimkamus OOIIMPHOTO — ydacTkKa
XPOMOCOMBI BEIET K HENPOIOPIIHOHATEHOMY YBEIHYCHUIO 3HAYUTEIHHOTO
YHCJIa TEHOB, YTO MOXKET OBITh T'yOUTEIBHBIM IJISI OPraHH3Ma.

WHuBepcuss — MOBOPOT YydacTka XpoMocoMel Ha 180°, deHoTHIHUECKH
MPOSIBIISIFOTCS. TOJIBKO B CIydae MOJ0KeHHs reHa. OpraHu3Mbl TeTepO3UTOTHBIC
M0 MHBEPCHUSAM CTEPHIIBHEL, T.K. Y HUX HE IIPOUCXOJUT KOHBIOTALUSI XPOMOCOM U
KPOCCHTOBED.

HNnBepcuu

HepnueHTqueCKue | IlapanenTpuyeckue
|
|
[
— -l- —
l T

3aTparuBaroT y4acToK XxpoMocoMsl | He 3aTparuBaroT y4acToK XpOMOCOMBI €

C LIGHTPOMEPOM, MOXKET [EHTPOMEPOH, KOH(PHUTYpaIisL
N3MCHUTHCA KOH(l)I/II‘ypaHI/ISI XpPOMOCOMBI HE MEHACTCS
XPOMOCOMBI

7. TpaHncrnosuiys — nepeMelleHne y4acTKa XPOMOCOMBI B JIpyTOi JIOKyC 9TOH ke

XPOMOCOMBI.
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8. Tpancmokanus — HepeMeIICHNE yIacTKa XPOMOCOMBI B IPYTYI0 XPOMOCOMY.
[IpuamHOlt 4WacTo cHoyXaT TPAHCIO3WUIWH  TIOABIDKHBIX ~ I'€HETHYECKUX
SJIEMEHTOB.  TpaHCIOKamMM  TOAPA3NCNAIOTCA  Ha  PEIMIIPOKHBIE |
HEepEIUIPOKHEIE.

Tpanciaokanus

Pennnpoxnas Hepeuunpoxnas

OOMeH ygacTKaMH MEXTy B3anmHOTO 0OMEHA yIaCTKaMHU MEKIY
HETOMOJIOTHYHBIMU XPOMOCOMaMH, | XpPOMOCOMaMH HE TIPOUCXOIHT.
HM3MEHSIETCSI XapaKkTep CleruieHus, | Bo3MoxHo:

YHCIIO XPOMOCOM HE MEHSCTCS. — Ilepememenne pparmenTa
Brnmstror He Ha OpranmsM, B KJIeTKax XPOMOCOMBI Ha HETOMOJIOTUYHYFO
KOTOPOTO TIPOMCXOJISIT, @ TOJIHKO Ha xpomocomy (Tpancrnosuius) (b),
TaMeTHl, T.K. IIPH MEHO03¢e — CumsiHEe XpOMOCOM C MOTepei
HapymacTCsa KOHbIOrauus (hparMeHTOB, TUIICHHBIX
XPOMOCOM, CHUKACTCS 4aCTOTa ueHntpomep. [lpu cnusHum 1ByXx
KPOCCHHI'OBEPA, HAPYIIACTCS HErOMOJIOTMYHBIX XpPOMOCOM B
PaCXOKACHUEC XPOMOCOM, OTCIO/Ja, OJIHY, UBMCHSETCS CTPYKTYypa U
TeTEePO3UTOTHI YaCTO CTEPUIILHEI (A) YHCIIO XPOMOCOM, UTO MPHBOINT K

HapyleHuo Meiosa (B)

A) OOMeH yyacTKaMH MEXJy HErOMOJIOTHYHBIMU XPOMOCOMaMHU
[
b) Ilepemenienue yuacTka XpOMOCOMBI Ha HETOMOJIOTHYHYIO
|
B) CausHue XpoMocoM ¢ IoTepeil hparMeHToB, JHIIEHHBIX IIEHTPOMED

=t .
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I') PoOepTcOHOBCKHME  TpaHCIOKAMK -  TPAHCIOKAIMM  MEXKIY  JBYMS
aKpOHeHTpI/I‘IeCKI/IMI/I XpOMOCOMaMI/I

I | 14
21
14 21 14 21

KopoTkue miedn TepsitoTcs, BOSHUKAIOT MOHOCOMUH 110 KOPOTKUM ILICYaM.
Hocurenn — 3popoBbl. [lorepst naHHBIX (parMeHTOB (EHOTHHNHYECKH He
MPOSIBIISAICTCS,  MOCKOJIBKY ~ KOPOTKHME IIJIEYM  COXPAHSIOTCS y  OCTalbHBIX
AKPOLICHTPHUYECKUX XPOMOCOM. PoOepTcoHOBCKHME MepecTpoiiki (hyHKIMOHAIBHO
cOaJlaHCHPOBAaHHbIC, IIO3TOMY HMX OTHOCST K PELMIIPOKHBIM TpaHCIOKALMAM Y
HOcHTeNel Mofo0HBIX abeppaluii GopMUpyeTCs ECTh TUIIOB TaMET, B OCHOBHOM,
aHOMAaJIbHBIE.

9. 130XpOMOCOMBI SIBIAIOTCS PE3YIETATOM IONEPEUHOTO Pa3/IesICHNs IEHTPOMED B
anadasze mmroza W anHadasze II meifoza, yro mpmBOmMT K (opMHEpOBaHMIO
XpOMOCOM C OJIMHAKOBBHIMH IUIEYaMH OJHOW XpoMocoMbl. [losBisercs
TPHUCOMUSI IO TIPHCYTCTBYIOIIEMY IIJIEYy ¥ MOHOCOMHUSI IO OTCYTCTBYIOIIEMY.

R

10. OpHOpoaUTENBCKUE AUCOMUU. HYHUCIO XPOMOCOM B KapHOTHIIE MOTOMKA — 21,
HO OJIHAa TIapa TOMOJIOTHYHBIX XPOMOCOM HAacJEAyeTcs OT OIHOTO POIMTEII.
OMHOPOANTENBCKHE THCOMHM TPHUBOAAT K KAaueCTBEHHOMY XPOMOCOMHOMY
IrcOamancy, TOMO3WUTOTH3AIMH TI0 PEIECCHBHBIM ITAaTOJOTHUSCKUM  aJIeIIsIM
OJTHOTO M3 POJUTENEH WM HapyIICHUSIM BHYTPHYTPOOHOTO pa3BUTHS.

raMmeTsl 3Urora
. — — 2 xpomo-

JIMMUHALNSA COMBI OT
oHOI o OJTHOTO
A poaHTess
XPOMOCOMBI
BO BpEMsI
npobeHus
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Tenomnan_mymayus — N3MEHEHUE KOJTMICSCTBA XpOMOCOM.

1. A=eymionaus — N3MEHEHHE KOJTHIECTBA OTACTBHBIX XPOMOCOM.

. Tpucomus (2n+1)

. Monocowmus (2n-1)

. Hynmmcomus (2n-2)

2. Tonunmonaus — yBelIu4eHHE KOIUIECTBA HAOOPOB XpoMocoM (3n, 4n)
3. Tamutonnust — yMeHbllIeHHE KOIU4YecTBa HaOOpoB XpomocoM (1n)

[puYKHbI KI3MEHECHUS YKCITa XPOMOCOM:
HepacxoxieHre XpoMOCOM BO BPEMsI KIICTOYHOT'O JICIICHUSI.
. AnadazHoe oTcTaBaHUE XPOMOCOM.
IIpenmonaraercss BO3pacTaHHE BEPOSTHOCTH HEPACXOKACHHUS XPOMOCOM Y
OpraHM3MOB C XPOMOCOMHBIMH a0eppalusMH H IIOBBIILICHHOW YacTOTOU
CaTeJUTUTHBIX aCCOIUAIINI.

N =

Penapanus JTHK

Penapauusn — wucnparnenune nopexnaenuin JIHK. OO6ecneunBaer
COXpaHEeHHE TCHETHUECKOW HHPOPMAITUH.

Bunel penapanuu:
. IIpsimas penapanus
. DKCIIM3MOHHAS peTaparus
. PexombunannonHas penapanus
. SOS-pemnaparust

B W -

Ilpamas penapayua — BOcCTaHOBICHUE MoBpexaeHHoro 3seHa JHK B
pe3ynbTaTe 00paTHOH peakuuu (peBepcus).

. Koppexkuus, ocymecreisemas JIHK-nonumepasoii Bo BpeMsl peruiuKaiim.

. ®oropeaxtuBauus (A. Keabnep, 1949 r.) — pacuienyienue TUPUMHUINHOBBIX
JUMEpPOB C TMOMOIIbIO aKTHBUPYEMOTO BHMIMMBIM CBETOM (epMeHTa
(doronmaspl. Y noael OTCYTCTBYET.

. Penapanus ankumnmpoBaHHOro TyaHMHa — (EpMEHTB MeTHATpaHc(hepasbl
YJIAISIIOT METHUIIBHYIO TPYIIITY, BO3BPAIasi OCHOBAHHE B HCXOIHYIO (hOpMY.

. Penapamus  opHoHmTeBbIXx paspeiBoB  JIHK ¢ mnomompio  ¢epmenra
MOJMUHYKIEOTUAIUTa3hl.

. Pemnapamus All-caiiToB — (GepMeHTBl HWHCEPTa3bl OCYIIECTBISIIOT MPIMYIO
BCTABKY MOTEPSHHBIX a30THCTBIX OCHOBAHUIA.

OKcyuzuonnan penapayus — BeIpe3aHUe MOBPEKICHHBIX YUYaCTKOB U3 LETIH
JIHK ¢ mocienyromum 3amoiHeHueM 00pa3oBaBIIeiics: Opery.
« 3ameHa MOIM(HUINPOBAHHBIX HYKICOTHIOB
« TemHoOBas penapars THAMHHOBBIX AHMEPOB
«  MucmaTtu-penapanus
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3aMeHa MoAN(GUIIMPOBAHHBIX OCHOBAHHI
1. ®epMeHT IIHKO3MIa3a PACcIo3HACT U yJausieT MOAU(UIIMPOBAHHOE a30THCTOE
OCHOBaHME (THAPOIN3yeT N-TTTHKO3UIHYIO CBSI3b)
2. @epmentsr All-3uponykieaza u QocdomudcTepasa BEIpe3arOT JIMIICHHBINA
OCHOBAHMS HYKJICOTU.
JIHK-nonmnmepasa 3acTpanBaeT Opels.
4. TlonuHYKICOTUANINTa3a CIIUBAET OJHOLCTIOUCUHBIN Pa3pHIB.

W

OKCLM3MOHHAs penapaiys THMUHOBBIX IUMEPOB (IPOKAPUOTHI)

1. Kommekc snnonykneas UvrABC (3kcunHyKiIeasza) paclo3HaeT MOBPEkKACHHE
JHK.

2. DOkcuunykiea3a paspesaer uenb JJHK na paccrosHum 8 HykneotumoB ¢ 5°-
KOHIIA U 4 HYKJIEOTH1a C 3’-KOHLIAa OT OBPEXKACHUSI.

3. TI'enmkaza UvrD BeITecHsIET BhIpe3aHHbIN (pparMeHT.

JIHK-nmonumepa3a I 3actpanBaet Openib.

5. INonuHykieoTHUIMra3a CLIMBAET OJHOLEIIOUYEUHbII pa3phIB.

&

MucmaTY-penapanus — yaajieHue HEKOMITIEMEHTapHBIX HYKICOTH/IOB.
benku MutS u MutL pacno3HatoT MUCMATY.
DOHjonykieaza MutH paspesaet mernb BOJU3N MECMATYA.
3. DK30HyK/€a3a BbIPE3aeT Y4YacTOK, BKIIOYAIOUIMN  HEKOMIUIEMEHTapHbBIN
HYKJICOTHI.
4. NHK-mommmepasa 3acTpanBaeT Opelb.
5. TlonuHYKJIEOTHUTUTa3a CIIMBAET OJHOICTIOYEYHBII Pa3phIB.

N —

Pexombunayuonnan penapayua — 3aMELICHUE IOBPEKACHHOIO ydyacTKa
onHOH u3 HuTel Monexynsl JJHK Ha HemoBpexkAeHHBIH (parMeHT B pe3yibTare
BCTPaMBaHUsI HUTH U3 TOMOJIOTMYHOM XPOMOCOMBI MM CECTPUHCKOM XPOMATUBL.
B mporecce yuactBytoT 6enok RecA, JIHK-nonnmepasa, moJMHYKICOTH IATA3a.

SOS-penapayua (M. Pagman, 1974 r.) 3anmyckaercs B KJIeTKax ¢ OOJBbIIUM
konmuyecTBoM noBpexaenuit JTHK.
1. benok RecA cBs3biBaercs ¢ OenkoMm LexA u pazpymiaer ero.
2. AxtuBHpyercs TpaHckpunuus renos umuC u umuD.
3. benxkoeiit kommuieke UmuCD npucoenunsiercs k JIHK-nonumepase u usmeHsier
ee TakuM oOpa3oM, 4TO OHa MPOJOJKaeT CHHTe3 Ha mnoBpexiaeHHoi J[HK-
MaTpHLE.
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1.3. MEXAHM3MBbI PEAJIU3ALIMU TEHETUYECKOM
NHOOPMALIMU. TPAHCKPUIIIUA

TI'en — 510 ywyactok monexkynsl JJHK, Hecymmii mHpOpMAIUIO O CTPYKType
onHoit monexynsl PHK. PacmomoxeHue TeHOB y KJIETOYHBIX (hopMm KH3HH —
nuHeitHOe. ['eHBl TPOKapHOT OOBEAWHEHBI B OnepoHbl W TIPEACTABIAIOT COOOH
MpAHCKpunmon — €IUHUIYy TPAHCKPUNIUU. Y OSYKapHOT TEHBl MOTYT OBITh
coOpaHbl B kiacmepsl (KnacTep TeéHOB TMCTOHOBBIX 0enkoB, kiactep renoB pPHK,
KJIacTepbl TTTOOMHOBBIX T€HOB U T.1.). KiacTepsl MOTyT MOBTOPSTHCS MHOTOKPATHO
U CIIef0BaTh manOeMHO APYT 3a JIpyroM. BHyTpH KimacTepa TIeHbl pa3liesieHbI
cneticepamu.

Knaccuduxayus cenos.

1. o dynkum: ctpyktypHbie (koaupyiot oenku, TPHK, pPHK) u perymnstopHbie
(peryIupyIOT aKTHBHOCTB IPYTUX TCHOB).

2. I1o 0cOOEHHOCTSM SKCIPECCUH:

+ KOHCTHTYTHBHBEIC (IIOCTOSIHHO aKTHBHBIC) M WHIYIHOCIBHBIC (C PEryIupyeMon
JKCIpeccueit)

«  «IOMaITHero Xo3sicTBa» (oOecrednBaloT 0a30BbIe (QYHKIIMH BCEX KIIETOK) U
«pockoum» (TKaHeCTIeIU()UIHBIE)

Tpanckpunuus

Tpanckpunyusa — 3to cunre3 PHK na marpuue JHK.

IIpuHimns: YcnoBus:
e  MatpuyHoCTh » JIHK-matpuua
» KommnemeHtapHoCTh * PuGonyxneozunrpudocharst
* AHTHUNApaIENbHOCTD (ATP, GTP, UTP, CTP)
*  VHUINOJSPHOCTH *  @epmentsl (PHK-nonumepassr) u

Jpyrue OeiaKu
* DOmneprus (ATP)
e M g2+

Tpanckpunmon — eMHALIA TPAHCKPHUITIIUH.
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CTpyKTypa TPAHCKPHNITOHA Y POKAPHOT

HOQUPY LT

MPOMOITOR yyacmok Irre I HHA o
S-HempaHcupyemas 3-Hempaucmupyeman
obnacme obnacme

IIpomomop — yuacrox HHK, ¢ xoropsim cBsseiBaercss PHK-nonumepasa,

YTOOBI HAYATh TPAHCKPHUIIIHIO.
Tepmunamop — yuactox JIHK, Ha KOTOpOM 3aKaHUMBAETCS TPAHCKPUIILUS.

CTpyKTypa NpoMoOTOpa NPOKAPUOT

3 5
T LI rTT T T T T TTT7 T T 11T T 1T 1T 171
1 (R T T R T R B A R | I I R T |

" A /K/\'

TTGACA TATAAT
[ofnacme yaHasanua) (Mpuinos-toke) | cma_nm}

PHK-nonumepasza npoxapuom
1. CocTOUT 13 HECKOIBKUX CYObEIMHHULL

* 2 o (kapxac PHK-nmonnmepassi, cs3bsiBanue ¢ JJTHK)

* B (mommmepuzammsa PHK)
* B’ (necneunduyeckoe cpszpiBanue ¢ JJHK)
* ® (cOopka (hepMeHTa U 3aIIUTa OT pa3pyIICHUS)

* G (pacro3HaBaHUE U CBSI3bIBAHNE C TIPOMOTOPOM)

aopp’® — kop-hepMeHT
Kop-hepmenT + 6-cyobeauHuIa = X0I0)EpPMEHT

2. Katanu3upyroT peakuuio
(NMP)n + NTP — (NMP)n+1 + PP
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3. OcymuiecTBseT CUHTE3 B HAaNpaBjieHu: 5’ —3’.
4. B mpaiimepe He HymaeTcs (HaYMHACT CHHTE3 C HyJA).
Tpanckpunyus y npoxkapuom

1. Hnuyuayusa mpanckpunyuu:
« CsssbiBanue X010(epMeHTa C IPOMOTOPOM
. OOpa3oBaHHE OTKpPHITOr0 KOMIUIeKca (pacruietanue ydactka JIHK-maTpuipbr,
BKJIFOUAIOIIETO CTAPTOBYIO TOUYKY)
. Cunre3 HavanpHoro yuyactka uenu PHK (o 10 nykieorunos)
. OrcoeauHenue 6-CyObeAMHUIBI U GOPMUPOBaHHE KOP-hepMeHTa.

2. Inonzayus mpanckpunuyuu

Kop-dbepment PHK-nommmepassl  mpoasuraetcs mo  JIHK-marpure,
pacruieras ee u HapamumBas uens PHK. Benex 3a mpoasuxenmem PHK-
[10JIMMepa3bl BOCCTAHABJIMBACTCS UCXOHAs BTopuuHas cTpykTypa JAHK-MaTpus!.

3. Tepmunayus mpanckpunyuu

Tepmunauus TpaHckpunuuu — okoHuanue cuHresa PHK. Ocymectsisercs
Ha TepMHHATOPE.

Croco0BI TepMUHAIHH!

. p-HEe3aBHCHMAas  TepMHUHAIMSA  (IpPH  CUYUTBIBAHMM  TepMHHATOpa  Ha
curTesupyemoit PHK ¢opmupyercs mmmibka, TpenaTCTBYOmas qaabHEHIIeH
pabore PHK-monmmMepassl, 1 TPaHCKPHIIIHS MPEKPaIacTcs);

+ p-3aBUCHMas TepMHUHAIMA (p-OCNOK NPHUCOCTUHSACTCA K ONPEICICHHBIM
yuactkam cuHTtesupyemoit PHK u ¢ 3atpatoif sneprun AT® crmocobeTByeT
nucconmanuu rubpuna PHK ¢ matpuunoit vutsto JJHK).

Tpauckpunyus y sykapuom

PHK-nonumepasoi:
* PHKII I cunre3upyer 5.88S, 18S, 28S pPHK.
e PHKII II cunresupyer MPHK, MaPHK.
e PHKII II cuntesupyer TPHK, 5S pPHK, msPHK.
*  PHKII IV cunresupyer Hekotopsie MPHK.

e PHKII muToxoHapuanbHas.

Jns manmmanun tpanckpununu PHK-mommMepassr HyxnatoTes B Oemkax —
(haxTOpax TPAHCKPUIIIIHN.
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CTpyKTypa TPAHCKPHIITOHA DYKAPHOT

TMPORICITION IKIOHEBI FTTe T HA T

/| N\

5

HHIMIY O HBI

S-Hempancnupyeman 3-HempaHcmupyemas
obnacme oGnacme

TparckpuOHpyemass 49acTh TEHOB JYKapHOT OTIMYACTCS MO3AaMIHOCTEIO.
Humponwvt  (HEKOJUPYIOIIUE YYaCTKH TeHa) W 9k30Hbl  (MHPOPMATHUBHBIC
TIOCIIEIOBATELHOCTH) OBUIH BIIEPBBIE OOHApYKeHHI y aneHoBupycoB (1977 r.) n
TIO3/THEE OMHCAHBI JUIA 3YKapHOTHYECCKUX OPTaHW3MOB. MIHTPOHOB B T€HE MOXKET
ObITh OT 1-2 o 50 m Gonee. He mMeroT MHTPOHOB I'eHBI THCTOHOBBIX OENKOB. B
reHax MIICKONHMTAIONINX B cpelHeM oOHapykuBaeTcs 7 WHTpoOHOB. Ha momro
9K30HOB B TEHETHYECKOM MaTepHase d4eloBeka mpuxoaurcst 1%.

Tunbl HHTPOHOB:

* Hurponsl I Tuna — B renax pPHK Ilpocreiimux (ayrocmiaiicuur, npoxomsmuii
6e3 yyactusi GepMEHTOB B IIPUCYTCTBUU HYKJICOTHIIOB C T'yaHHHOM )

e Hutponsl II TuMma — B MHUTOXOHIPUAIBHBIX TI€HaX MHOTUX JYKApHOT
(ayTocruraiicuHr)

e HWurpowsr III Tuma — B renax sugepusix MPHK ¢ KOHIIEBBIMU
nocnepoBarensHocTAMEH 5° GT — AG 3’ (cmmaiicuHr ¢ oOpa3oBaHHEM

CIIaiCOCOMBI, COCTOSIIIIEH 13 MAIIBIX SAEPHBIX PHOOHYKIEONPOTEUIOB).

Crtpykrypa npomotopa sykapuot (ais PHKII II)

a0 -100/-300 -G080

7 /\

GC-momuest CAAT-6oxkc TATAAA
(TATA-Gowc) | cnmpm}

TATA-60kc (610k XorHecca) oOHapykuBaeTcs Oonee dyeM y 80% TeHOB.
OtcyrctBue TATA-Gokca MpUBOAMT K HAa4dady CHHTE3a C HECKOJNBKHUX TOUYCK U
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obpazosanmto menoro cemeiictrea MPHK. Ilpomoropst TATA-less Ha3bBaioT
HCKAHOHUYCCKHUMHU.

Huuyuayua mpanckpunyuu (ona PHKII 1)

e TBP cBassiBaetcs ¢ TATA-O00okcoM pomMoTOpa

e + TAF - TBP-accomuupoBannsie ¢akropsl (TBP B xommiekce ¢ TAF
dbopmupytot TF 11 D)

e + TF II A — BcrioMorartensHbIi HHUIHATOPHBIH (hakTop

e + TF II B cnoco6ctByer cpsizpiBanuto TF I F u PHKIT 1T
* + TFII F (renukasa)

* +PHKIIII

e + TF II E cnoco6eryer csizpiBanuto TF 11T H

e + TF Il H (renukasa, kunaza. ®ochopmmupyer PHKIT II, yTo mpuBoguT K
aKTUBAIMK (epMEHTA)

e + TF II J (pyHKUIHSA HEN3BECTHA).
poueccunr PHK

Ilpoueccunzom PHK  Ha3bIBalOT KOMIUIEKC IOCTTPAHCKPUILIMOHHBIX
moaudukarmit PHK (cospeBanue monexynst PHK).

Ilpoueccunz mPHK (0CyIIecTBISIETCS TOJIBKO Y 3yKapHOT):

1. Momudukaiust 5’-xoHna (KINUPOBAHUE) — MPUCOCAUHCHUE K 5’-KOHILY

TpaHckpunTta ryHosuntpudocoara (I'TD) 5'-5'- crsa3pro. Peakiust karanuzupyercst
depMeHTOM  TyaHWIMITpaHC(Epazol. 3areM  IPOUCXOANUT  METWIMPOBAHHUE
MIPUCOEIMHEHHOTO TyaHHHAa U MEPBBIX HYKIEOTHJIOB TpaHCKpunrta. PyHKIHMU
KOIla:

. 3ammra 5’-konna MPHK ot nerpaganmn

. B3aumopeiictBue ¢ pubocomMoii Tpyu MHUNUALMK TPAHCIIALINN

« Tpancnoptr MPHK u3 sinpa

2. Momudukanms 3’-koHna (IMOJMAICHWINPOBAaHUE) - MPHCOSAWHEHHEe K 3'-
koHy PHK-tpanckpunta or 100 mo 300 ocraTkoB aJeHMIOBOM KHCIIOTHI.
Karammupyercs pepmenTom polyA-mommmMepasoit. dyrkimm polyA-xBocra:

« 3amura 3’-xonua MPHK ot nerpananuu

« Tpancnopr MPHK u3 siipa

. YuacTtue B CIIJIaliCHHTE.

3. Cmuaiicunr (P. Pobeprc, ®. Illapm, 1977 r.) - ygajgeHue wu3 TPaHCKPUITA
MHTPOHOB M COCJIMHEHHE SK30HOB.
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BosmoxuBl mpanc-cnaaticune (coeannenne PHK pasHBIX TpaHCKpHNTOB) U
anemepnamuenuvlil - cnaaticune (coeauHeHne 5k30HOB npe-MPHK B pasHbIx
KOMOMHALMAX ¢ 00pa30BaHMEM PA3IHYHbIX 3penbix Monekya MPHK).

IlIpoueccunz mPHK (3ykapuomul):

. ynanenue u3 npo-TPHK HykneoTHaHBIX mMOCiiegoBaTeNbHOCTEH Ha 5’-KOHILE U
3’-xonue (¢pepmentsr PHKa3a P u PHKaza D),

«  Moau(dUKaLKsg HEKOTOPBIX A30THCTBIX OCHOBAHUH,

. mpucoenuHeHne K 3’-koHiy mocienoBarenbHOCTH CCA ((epMEeHT KOHIeBas
HyKJIeOTUAUATpaHCepasa),

« yJaleHue HYKICOTHIHOH IOCIe0BaTeNbHOCTY U3 AHTUKOJOHOBOW MeTIn
(bepMeHT dHIOHYKIICa3a).

Ilpoueccunz pPHK (3ykapuomsr) — npe-pPHK (45 S) paspesaercs Ha
spensie pPHK (18 S, 5,8 S, 28 S). OcymiectBisiercs pubonykieazamMu. Hekoropbie
a30THCThIC OCHOBAHUS MOIU(DHUIIUPYIOTCS.

Ilpoueccunz y npoxapuom

YV npoxapuor MPHK mnpoueccunry He mnoasepraercs. TpaHciasuus
cuntesupyemoit  monekyinsl  MPHK — moxker Hawathess 10 3aBeplieHus
TPAHCKPUIILIHH.

I'enst TPHK wu pPHK 1npokapuor pacnojokeHbl KJIACTEPOM U
TpaHCKpUOUpYIOTCs ¢ oOpaszoBanueM mnonumuctponHod PHK.  TlepBuumsrii
TpaHckpunt paspesaercs ¢epmentom PHKasza III.  Beipesannas TPHK
HOJBEpraeTcs IpOLECCUHTy, cXxogHoMy ¢ mpoueccuHrom TPHK y sykapuor 3a
HCKJIIOYEHUEM TOrO, 4TO y INPOKApUOT HE NPOUCXOAUT YAAJNCHUS HYKICOTHIHOU
HOCJIEI0BATEIbHOCTY U3 AHTUKOJLOHOBOM NETIIN.

1.4. MEXAHU3MbI PEAJIN3ALIAA TEHETUYECKOM UH®OPMAIIAU.
TPAHCJIAIINA

Tpancnayua — cunTe3 noaunenTuIHoU nenu Ha Matpune PHK.

Ipunnmmn: YciaoBusa:
MarpuuHocTh « MPHK

* Pubocomer

* AMHHOKHUCIIOTBI

e TPHK

* depMeHTHI, (PaKTOPBI TPAHCISAIUT
* Oueprust (ATD, I'TOD)
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Pubocombl — HEMeMOpaHHBIE OPTaHEIUIbI, COCTOSIINE U3 IBYX CYOBEIMHHII,
KaxJast 13 KOTOPBIX IpecTaBiseT codoit kommiexe pPHK ¢ 6enxamu.

IIpoxapuomui ykapuomut

Pubocoma 70S 80S

Mautas cyosequaunna | 30S (16S pPHK, 21 Gernok) 40S (18S pPHK, 30-35

OEIKOB)
Bompmmas 50S (5S pPHK, 23S pPHK, 60S (5S pPHK, 5,8S pPHK,
cyOBbeTMHUIIA 34 Genka) 28S pPHK, 45-50 6enxoB)
CTpykTypa prdé0ocomMbl
MenTHaMNEHLIA
yHacToKk AMHHOALMNLHLIA
YH3CcTOK
YuacTox
ELIXGAA
TPHK Boncwan
cybregMHMLA
Yyactox
CBASLIBAHMA Manan
MPHK cybreguHMLA
Obpazoseanue amunoayun-mPHK KaTaJIU3UPYeTCst (epmerTOM

amunoati-TPHK-cunTeTa30# 1 mpoxoauT B /1Ba Tana:

1. AKTHBAIMS AMHHOKHCIOTEI
Awmunokucnora + AT® — amunoanmn-AM® + PP

2. Ilpucoeanuenue aMuHoKkuca0Tel K TPHK
Amvunoanmii-AM® + TPHK — amunoauun-trPHK + AM®
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Nk W=

Tpanucnayua y npokapuom

1. Hnuyuayua mpancaayuu
O6pazoBanne popmun-metnoHmwI-TPHK (fmet-TPHK).
30 S + IF3 — mucconmanust puObOCOMBI
+ MPHK
Jocraska fmet-TPHK « crapt-konony AUG (IF2/GTP — IF2/GDP)
OO0pazoBaHue BOJOPOJIHBIX CBsizel Mexay kogoHoM AUG U aHTHKOZOHOM
UAC (fmet-TPHK)
+IF1 (BcrioMorarenbHbIi (hakTop, OIOKUPYIOMINI A-y4acTOK)
+50S - 708
Otcoenunenue pakropos nnummanuu (1F1,2,3)
B konne munnmanuu fmet-TPHK Haxomutcs B P-ywactke pubocomsbr, A-

y4acCToK CBO6OZ[€H.

Pamka cuuthiBaHUS YCTaHaBJIMBACTCA 6nar0napﬂ MoCJICA0BATCIIbHOCTH

[Taitna-Jlanprapao (Ooratas mypuHaMH 5-8-HYKJICOTHIIHAS TOCIEIOBATEILHOCTD,
KOMITJIEMEHTapHast MOJIUITUPUMHAIIHOBOMY ydacTky 16S pPHK)

AR e

2. Inonzayus mpanciayuu
OO6pa3zoBanue creayromero kommiekca amuHoami-TPHK
JHocraska amuHoanmt-TPHK B A-ygactok pudocomst (Tu/GTP — Tu/GDP)
O6pa3oBaHne MENTHAHON CBSI3M MEXy aMHHOKHCIOTaMH B P- 1 A-ygacTkax
Tpancnokanus pudocomsr Ha 1 konoH (G/GTP — G/GDP)
Boccranosnenne xommiexca Tu/GTP:
Tu/GDP + Ts — Tu/Ts + GDP
Tu/Ts + GTP — Tu/GTP + Ts

3. Tepmunauus mpanciayuu
Cron-kononsl: UAA, UAG, UGA
®axropsl TepmuHanun: RF1, RF2, RF3, RRF
RF1 pacnosnaer xogonst UAG u UAA
RF2 pacnosnaer kogoust UGA u UAA
RF3 obergaer padoty apyrux daktopos, odnanaer GTP-a3HO aKTHBHOCTBIO.

RRF ¢axTop cnocoOcTByeT BeICBOOOKACHUIO ocneaneil TPHK.

Ilonucoma (nonupuéocoma) — >T0 HECKOIBKO PUOOCOM, OJHOBPEMEHHO

TpaHcaupyowux oguy monexkyiry MPHK.
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Oco0eHHOCTH TPAHCJASINN MPOKAPHOT H YYKAPHOT

IIpokapuomsi Oykapuomoi
Pubocombt 708 (308, 50S) 80S (408, 60S)
Craprosas Fmet met
AMHHOKHCIIOTa
®dakTopbl HHUIIHALINN IF1,2,3 elF 1,2, 3,4A, 4B, 4C,
4E.. 5
Br16op cTapT-K010HA IlocnenoBaTenbHOCTD Kol
Iaina-lansrapHo (rumotesa
CKaHUPOBAHUA),
TIOCJIe/IOBATEILHOCTh
Kozak
DaKTOPbI 3JIOHIALUU EF1 (Tu), EF2 (Ts), EF3 eEF1, eEF2
(S)
®axropsl TepmuHau | RF1, RF2, RF3, RRF eRF1, eRF3

IlocnenoBaTenbHOCTH
cOOpKH KOMILIEKCa

30S + MPHK + fmet-TPHK
W
30S + fmet-TPHK + MPHK

40S + met-TPHK + MPHK

Jloxanuzamus nporecca
B KIIETKE

[uTo30mB

nTo3011b, MEMOpPAHBI,
OIIP, mutoxoHapun

ConpsKEeHHOCTb C
TpaHCKpUNLUEN

WayT ogHOBpEeMEHHO

TTocne TpaHCKpUTIIIHY U
npoueccuara PHK

1.5. PEI'YJiAlIUA SKCITPECCUU 'EHOB

Peryasiuusi TPAHCKPMIIIUM Y TPOKAPUOT

st mpOKapHOTHYECKUX OpPraHU3MOB XapaKTEepHA OINEPOHHAsl CTPYKTYpa
reHoma (®.2XKako0, XK.JI. Mono, 1961 1.).

Onepon

— Ipynmna reHoB, KOAUPYIOMINX 6CJ'IKI/I, yJacTBYHOIIMEC B OJAHOM

METa0OINYECKOM yTH. TPaHCKPHUIILKS I'CHOB OIIEPOHA OCYIIECTBISCTCS C 00LIEro
MPOMOTOpa W pEryJHpyeTcs oOmuM CcurHaioM. B pesyierate o0pasyercs

nionunuctponnas MPHK.

Jlakmo3nulit onepon
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I — ren-perynsaTop, Hecymui HHGOPMAIHIO O CTPYKType Oeska-pernpeccopa;

P - mpomotop (yuactrox JIHK, ¢ xotopsmM cBs3biBaetcst PHK-momivepasa, 9To0s!1
HadaTh TPAHCKPHIIIIHIO);

O - omeparop (yuacrox JTHK, ¢ KoTopsIM CBS3BIBacTCA OEIOK-perpeccop);

Z, Y, A — CTpyKTypHBIE TCHBI, KOJUpYIOImMe (EPMEHTH, HEOOXOIUMBIC IS
pacIieruieHus U YCBOGHHS JAKTO3H! (B-rajakro3uaasy, -ralakTo3uj mepMeasy H
f-ramakTo3uj TpaHcaleTUIasy);

T — tepmunarop (yuacrox /IHK, Ha KOTOpOM 3aKaHYMBAETCS] TPAHCKPHUIILIHSA).

HeratuBnas peryisius paboThbl Jak-ONEpOHa OCYIIECTBISETCS € IOMOLIbIO
Oenka-penpeccopa. [Ipu OTCyTCTBUM JIAKTO3bI, perpeccop (TeTpaMepHbI OesIoK)
CBA3BIBACTCA C OlEpaTopoM U OJokupyeT TpaHckpunuuioo. Ecmu B cpene
MOSIBJISIETCS JIAKTO3a, OHA B3aMMOJICHCTBYET C OEIKOM-PENPEeccOpoOM M MEHSIET €ro
KoH(opManuio, B pe3ylbTaTe Yero pernpeccop OTCOCOHHSACTCSA OT olieparopa, W
TCHBI TPaHCKpHOHUpyroTcs. TakuM 00pa3oM, JlaKTo3a SBISETCS HHIYKTOPOM, a
JIAKTO3HBII ONEPOH — UHYIIOCIIEHBIM.

ITo3utuBHas peryasauus. [Tpy CHIOKEHUN KOHLEHTPALMU IJIIOKO3bI B KIIETKE,
MOBBITIIACTCS coJiepkaHue IuKndeckoi AM®, B koMIulekce ¢ KOTOpol OeroK,
aktuBUpyromuii  karabonmsm (CAP) B3aumMOmEHCTBYeT ¢ TPOMOTOPOM JIaK-
ornepoHa M yBenuuuBaeT ero cpoacrso k PHK-mommmepasze. B pesyibrare
YCHUIIMBACTCS TPAHCKPHUIIIINSA TCHOB OTIEPOHA.

JIaKTO3HBIH OIIEPOH SBIACTCSA IPUMEPOM KaTOOOIM3UPYIOIIETO OTIEPOHA.

Tpunmodanosntii onepon

[ r] __frfofafefofcfofalr]

R - ren-perynsaTop, Hecymuil HHGpOPMALIUIO O CTPYKTYpe OelTka-perpeccopa;

P — mpomorop (yuactok JITHK, ¢ kotopsim cBsi3biBaeTcst PHK-onmuMepasa, 9toobt
HayaTh TPAHCKPHIIIHIO);

O — oneparop (yugactok JTHK, ¢ KOTOpbIM CBs3BIBacTCS OEIOK-perpeccop);

At — aTTeHtoaTop;

A, B, C, D, E — cTpykTypHBIE T€HBI, KOTUpYIOmue GepMEeHTHI, HEOOXOIUMbIE IS
CHHTE3a TPUNTO(AHA,;

T — repmunarop (yaactokx JJHK, Ha KOTOpOM 3aKaHYMBACTCS TPAHCKPHUIIIIHSA).

HeraruBHast peryJsinusi paboTbl TPUNTO(HAHOBOIO OIIEPOHA OCYIIECTBISIETCS
¢ nomolIbio Oenka-perpeccopa. Eciu B cpene ects TpunTodaH, OH CBSI3bIBACTCS C
0eIKOM-perpeccopoM H CIIOCOOCTBYET €ro COCIMHEHHIO C OIepaTopoM, B
pesyJsibTaTe yero OyiokupyeTcst TpaHckpunuus. Eciu tpuntodana Her, pernpeccop

33



HEaKTHUBEH, M TeHBI TpaHCKpuOmpyrorcsa. Takum obOpazom, TpunrodaH SBISETCA
KOpETpeccopoM, a TPUITO(DAHOBEIH ONIEPOH — PEIPECCHOCITBEHBIM.

ATTEHI0ANNS — 3TO peryIupyeMasi TepMUHANNS TPAHCKPUIIIINN, OCHOBAHHAS
Ha CONPSDKEHHM Y MPOKAPHOT MPOIECCOB TPAHCKPUMNIMU U TpaHcasInuu. B 3ome
aTTEHIOATOpPa PACIIOJIOKEHBI IIOCIEIOBATEIbHO JBA TPHIUIETa, KOJUPYIOIINX
TpunTodaH, U HYKJICOTHIHBIC MOCIEAOBATEIFHOCTH, MPU TPAHCKPUOUPOBAHUH
kotopeix B MPHK oOpasyrorcs mmuiedHble CTPYKTYpbl. Bo3moxHBI 11Ba
aJIbTEPHATUBHBIX BapHaHTa Imnuiek. Ecau B cpexe Her Tpunrodana, pudocoma
3alepXKUBaeTCs Ha TpUNTOPaHOBBIX KomoHax, u Ha MPHK ¢opmupyercs
HeTepMuHaTopHas mmuiabka. I[Ipu stom PHK-nonmmepasa Ttpanckpubupyer
ormepoH. Ecmm B cpenme comepkuTCs HEKOTOPOE KOJIMYECTBO TpuNTodaHa,
pubocoMa He 3a/ep)KUBACTCS HA TPUNTO(PAHOBBIX KOJOHAX, B PE3YJIbTATE YEro
o0pa3yeTcst TepMUHATOPHAs IIIUIIbKA, 1 TPAHCKPHIIINS ONIEPOHA IPEKPAIIACTCsl.

TpuntodaHOBBI  OMEPOH  SABIACTCS NPUMEPOM  aHAOOIM3UPYIOIIETO
OIEpOoHa.

Peryasiuysi TPAaHCKPHIIIMH Y 3YKapHOT

1. C nomouipio pe2yiamopHbiX 31eMEeHNO08
VY 5yKapHoT BBIACISIOT IBE TPYTIITHI PETYIATOPHBIX 3JIEMEHTOB:
1. Ilumc-perynsaropsl — yHHBEpCAJbHBIC WIH CHEOU(PHUYSCKHE HYKICOTHIHBIC
MIOCIIEAOBATENEHOCTH  (IPOMOTOPHI, TEPMHHATOPBI, JHXAHCEPHI, CaIJICHCEPHI,
HHCYJIATOPEI)
2. TpaHC-perynaTopbl — OJIKH, B3aNMO/ICHCTBYIOMINE C IIUC-3IEMEHTaMH.

Ouxancep —  HYKICOTHIHAs  MOCJIEAOBATEIBHOCTb,  yCHJIMBAIONIAS
TPAHCKPUIILUIO TCHA.
Caiinencep — HYKICOTHIHAs  IIOCIEIOBATEIBbHOCTh,  I10JABIISIOIIASL

TPAHCKPHUIILHUIO T'eHA.

Ocobennoctr padoOTH PHXAHCEPOB (CalJIEHCEPOB):
e CrocoOHBbI eiicTBOBATh Ha OOJBIINX PACCTOSHUSIX.
o JleicTBYIOT BHE 3aBHCHMOCTH OT IIOJIOKCHUS OTHOCHUTCIHHO HAIPaBICHUS
TPaHCKPHUITLIUH.
* BsamMoneiicTBHe ¢ TPOMOTOPOM PETYJIUPYEMOr0 TeHa COMPOBOXKIAAETCS
obpazoBanuem nernu JJHK.

Hucynamop — HyKICOTUIHAS MOCIEI0BATEILHOCTD, U30JUPYIOIIAs TeH OT
JIEHCTBHS YHXAHCEPOB U CalJICHCEPOB.

2. Memunuposanue /THK — mipucoenuHeHne MeTuiabHOW rpymmbsl kK Cs-
aTOMy ITUTO3WHOB, pacmonokeHHBIX B CpG-ocTpoBkax (obmactsx, 6orateix CG-
JTUHYKICOTHIAMH).

e OcymiecTisiercst pepMeHTaMU METHIITpaHChepa3aMu.
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MetunupoBanue CpG-0CTPOBKOB B IPOMOTOPE MIPUBOAUT K HHAKTUBALIUU I'€HA
(mapymiaeTcsi B3aHMMOJCHCTBHE ¢ (D)aKTOpaMH TPAHCKPUIIUH, U, BO3MOXKHO,
YBEIMYNBACTCS CTENCHb KOHACHCAINH XPOMATHHA).

3. Moouukayuu 2ucmonogslx enkos

AUeTHITUpOBaHHE THUCTOHOB (EPMEHTOM TpaHCAETWIa30il  aKTUBUPYET
TPAHCKPUTILIHIO.

MeTuinupoBaHue THCTOHOB (EPMEHTOM METHATpPaHC(hEepa3oil MOJaBIsCT
TPAaHCKPUIILHUIO.

4. Komnakmusauus Xxpomamuna NOJAABJIACT TPAHCKPHUIILIUIO.

Perynsiuusi TpaHcasiuuu

Perymsammss  peanm3anmm  TeHeTWYecKod HWHGOPMAalMH Y  J3YKapHOT

OCyILIECTBIIAETCA Ha ypoBHe TpaHkpunuuu, npoueccunra PHK, Beixoma MPHK B
LIUTO30J1b, TPAHCILIIUY, TpoleccuHra OeikoB. boiblioe 3HaueHHEe MMeeT BpeMs
xu3Hn MPHK — y sykapuoT kaxkpas MojeKylda MOXKET IpPOCYLIECTBOBATH [0
HECKOJIBKUX CYTOK.

MexaHU3MBbI peryasauvu:

[lomaBaenne ¢ momomplo aHTHCMBICTOBEIX PHK, mgmuaon 70-110 H.
(TIpoKapuOoTHI)

IonaBnenne wnam akTHBAIMA (HAKTOPOB WHHULHALINHU TPAHCISAIHNU Yy 3yKapHOT
(elF4, elF2 u np.)

ITonaBieHne ¢ MOMOIIBIO OEITKOB, CBSI3BIBAIOIIMXCS C S5’-HETPaHCIUPYEMOR
obnacteto MPHK (mpoxapHoTbl, 3yKapHOTBI). OTH OJNKHM 4YacTO SBISIOTCS
poayKTamu TpaHciauuu qanHoid MPHK.

MackupoBanne MPHK »sykapuor ¢ momompio 0enkoB, chenupuuecKu
CBSI3BIBAIOIIMXCSA C 3’-HETpaHCIMPYeMOil 00JacThi0 U HECHEU(PHUUECKH — CO
Bceit MPHK. B pesynsrare MPHK cranoBuTCS HEJOCTYIHONW HE TONBKO ISt
TPAHCIISILMH, HO U JUIS JIeTpajJjaliii 1 ()epMEHTaTHBHBIX MO (DUKALIUH.
PHK-unTepdepeHuunst — 3T0 1ojaBiIeHHE SKCIPECCHN TEHOB, OCYILIECTBISIEMOE
HEOOJIBIIIMMU ~ IBYHUTEBbIMU ~ MosiekynamMu  PHK  mmunoit  21-28 ..
(mukpoPHK, siPHK). OO6ecrneunBaeT HOCTTPaHCKPUITLUOHHBIA CalICHCHHT
reHoB. 3nHauenne PHK-unTepdepeHIn: mocTTpaHCKPUIIMOHHAS PEryJIsIIus
9KCIIPECCUH T€HOB, 3allliTa OT BHPYCOB, IOJIaBJICHUE aKTUBHOCTH MOOMIBHBIX
TEHETHYECKUX DIIEMEHTOB.

Cxema ctpoenus siPHK

Muruéurops! IKcnpeccuu reHOB
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1. UHruOuTOPHI TPAHCKPUIIIINH Y TTPOKAPHOT:
* AxrtunomunuH D (cBsizpiBaercst ¢ JIHK u 65okupyeT TpaHCKPUTIIHIO)
*  Pudammunms (610KHpyeT HHAHAINIO TPAHCKPHIIIINN)
* Crpenromumurus (6moxkupyetr PHK-nommmepasy)

2. IHruGuTOpHI TPAHCKPUIIIAHN Y SyKAPHOT:
* o-amaHuTHH (Oenox Onemnoi moranku) maruOupyer PHKIIT II, PHKIT III
(mpu BbIcokuX n03ax), Ha PHKII I u IV He neiictByer.

3. ITHrubuTOps! TPAHCISALIUHN Y IPOKAPHOT:
* CrpentoMunuH (cBs3piBaercs ¢ 30S U oaBisieT HHULUALHIO)
* Terpauukinun (6nokupyet npucoenuHenue amuHoam-TPHK k pubocome)
»  XiopamdeHukoa (MHrHOUpyeT nenTuauITpanchepasy)
o Ilypomunun (zmeiictByss kak anaimor amuHoanmi-TPHK, BbI3bIBaeT
MIPEKAEBPEMEHHYIO TEPMUHALIMIO)

4. IHruOuTOphI TPAHCISIINY Y 3yKapHOT:
o JludrepuitHpA TOKCMH W TWKIOrekcumun (meiictByror Ha eEF2 m
MOAABIISIOT TPAHCIOKALIUIO PUOOCOMBI)

1.6. CTPYKTYPHASA OPTAHU3ALIUA TEHETUYECKOI'O
MATEPHAJIA. 9KCTPAXPOMOCOMHBIE U TPAHCIIO3UPYEMBIE
IF'EHETUYECKHUE 3JIEMEHTBI

Opranmauuﬂ T€HETUYE€CKOIro MmaTepuajia BUPyCcoB

Bupycel — 310 o0nHraTHBIE BHYTPHUKIICTOYHBIE OPTaHM3MBI, COJCPIKaIie B
Ka4ecTBEe TeHETHYECKOro MaTepraia OJUH M3 BHIOB HYKJIEHHOBBIX KucioT (JJHK
niu PHK).

T'enetnuecknii  Marepuan JIHK-comepkalmx BHPYCOB  MOKET  OBITH
npeacTaBlIeH cieayonmmu Mouekynamu JIHK:

* OJHOHMTEBOH KouyiblieBOH (M13),

* IBYHHTEBOH KombIeBOi (SV40, manmioMoBUpYCHI),

* OJHOHHUTEBOH JTMHEIHOW (TTaPBOBUPYCHI),

* JIByHUTEBOMH JIMHEIHOH (reprecBUPYChl, aJCHOBUPYCEHI, L),

* YacCTUYHO OJHOLENOYEYHOH KOJbLeBOM (BUpyc renaruta B),

* JMHEWHOM JBYHHUTEBOW C KOBAJICHTHO 3aMKHYTHIMHU KOHIIAMH (BHPYC OCIIBI).

T'enetnueckuii  marepuan  PHK-comepkammx  BHPYCOB  MOXKET _ OBITH
OpeJCTaBlIeH clieayonmmu moaekyinamu PHK:

* OJIHOHMTEBOM JMHEHHOH (BUpYCHl noaromuenura, BUY, rpunna),
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* JIByHUTEBOU JIMHEHHOH (PEOBUPYCHI),

* Oosiee oxHoM MoJiekyisl PHK 0HOTO U3 9THX THIIOB.

OpraHu3zanusi TeHETHYECKOr0 MarepHaia BHPYCa COOTBETCTBYET TaKOBOW
KJIETKH XO3siuHa (reHbl OakreprodaroB coOpaHbl B ONEPOHbI W HE HMEIOT
MO3aMYHOTO CTPOCHHs, TOTJa KaK CIUIAWCHHT ObLI BIEPBbIE OOHAPYKEH Y
aJICHOBUPYCOB).

Bupycel ¢ ogHonureBbiMu aMHENHHBIMU Modekyidamu PHK  nensites Ha ase
TPYIIIBL: C TIO3UTHBHBIM (+) M HETaTHBHBIM (-) TEHOMOM.

Hyxneotunnas nocnenosarensHocts PHK (-) kommnementapra MPHK. Ipn
TIoTIalaHuy B KIIETKyY Ha (-) meru ctpoutcst PHK (+), mcnons3yemas B nansHenieMm
KaK MaTpHIa HPH TPAHCIAIUHM M CHHTE3e HOBBIX (-) memed. [IpmMepamm Takmx
BUPYCOB ABJISIFOTCS] BUPYCHI BE3UKYIIPHOTO CTOMATUTA U TPUIIIA.

IMocnenoBarensHoCTh HyKiIeoTHA0B PHK (+) mOMHOCTBIO COOTBETCTBYET
ctpykrype Mmatpuunoii PHK. Ilpu undunuposanun na PHK obpasyercs (-) uens,
KoTOopast 3aTeM OyAeT CIyXKUThb MaTpHUIed Uil CHHTe3a OONBIIOro KOJNNYecTBa
Komui (+) menw.

PerpoBupycsl — onuu u3 npenacrasureneid rpynnsl PHK-cogepkamumx (+)
BUpyCOB. VX IWUIUIOMAHBIM TE€HOM NPEACTaBICH JBYMS OJHOHHTEBBIMH (1)
MOJIEKYJIAMH.

PHK (+) — oOpaTHas TpaHKPHIIIUS C YIaCTHEM 0OPAmHOU MpaHCKpUnmasbol
npuBOAMT K mosBieHuo ayrmiekca PHK(+)/IHK(-) — IOHK(-)/IHK(+) —
UHTErpanusi BHPyca B XpOMOCOMY KIJIETKM XO3sMHa (IIepexoj B CTaJHIo
mpoBupyca). PerpoBupycsl — OHKOreHHblE BHUpychl. K rpymme peTpoBHpycoB
MIPUHAUISKAT U BUPYC HMMYyHOAepHInTa yenoeka (BIY).

I'eHoM peTpoBHpyca OOBIYHO COAEPKUT TPHU I'eHa: gag — HyKIeoKarcus, pol
— oOparHas TpaHCKpumTaza, env — obOosouka BupuoHa. Konmer PHK
¢mankupoBansl  mpsmbeiME - ToBTopamu  (LTR), xoTopele HecyT mpoMoTop,
OCYIIECTBIIOT KOHTPOJIb TPAHCKPUTIIIMHI W TIOJIHAICHIIAPOBAHNS.

Oco0eHHOCTH BUPYCHOI'O TeHOMA:

* Pasmepst ot 2 000 go 280 000 HYKJICOTHIOB WIIH AP HYKICOTHUIIOB;

* PacmonokeHue reHoB: JIMHEHHOE, BO3MOXKHO MEPEKPhIBAHUE T€HOB, B TOM
qHCIie SIBIICHUE «T€H B TCHEY,

*  VHTpOH-3K30HHAS CTPYKTYpa T€HOB (Y BUPYCOB DYKAPHOT).
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OpraHmaunﬂ T€HETHYECCKOIro MmaTepuaia KJI€TOYHbIX (l)OpM JKHU3HHA

l'eneTndyeckuM MaTepHanioM BCeX KICTOYHBIX (HOpM JKU3HH SBISIOTCS
moutexyiiel JIHK. B ki1eTkax npokapuoT OHU PacHojararTcs B LIUTOILIA3ME B BUIE
KOJIBLIEBBIX CTPYKTYp. B knerkax sykapuor JHK Haxonutcs B sape B XxpoMocomax
(JTMHEHHBIE MOJEKYJIBI) U B HEKOTOPBIX OpraHeiUIaX (KOJBIEBBIC MOJICKYJHI). B
cBa3u ¢ atuM JJHK nogpazgenstor Ha:

*  XpoMOCOMHYIO (XPOMOCOMBI 3yKapuOT, HyKJICOH]] MPOKAPHOT);
* oxcmpaxpomocomuyto (JJHK KiaeTouHbIX oOpraHeit 3yKapuOT, IUIA3MHIbI
MIPOKApHUOT).

Xpomocomnan /IHK npoxapuom - nykieouo

1. KonmbueBas nByxienodeuHas cynepcrnupanu3oBanHas wmodekyna JHK
(nmuHa = 1,2 MMm).

JIHK cBszana ¢ Heckonbkumu tunamu JIHK-cBs3eiBatonux OenxoB (H,
HU).

Pasmep reroma cocraBisier 3 — 5 x 10° m.h.

B cocrase JIHK okomo 4 000 reHoB.

I'eHBI paconokeHbl JINHEWHO W OPTaHU30BAHBI B OTIEPOHBI.

Marsoe ynciio peryiasTopHbIx nocienoatensuocteit JJHK.

Koaupyromue nocnenosarensroctu JJHK cocrasnstor 70% renoma.
WHTpOHBI OTCYTCTBYIOT.

Monexyna JIHK umeet 1 ori-caliT (MOHOpPEIUIMKOH).

N

OCXAANN AW

Xpomocomsl sykapuom

XpOMOCOMBI  9yKapHOT 00pa3oBaHbl XPOMAaTHHOM. Xpomamun — 35TO
kommieke JIHK wm OenkoB CTPYKTYpHBIX (TMCTOHOBBIX M HETHCTOHOBBIX) H
(byHKIIMOHATIBHBIX. bombiast yacTh 6enkoB obecrieunBaet ynakoBky JJHK. K Hum B
NEpPBYIO OYepelb OTHOCSATCS THCTOHOBBIE OCIIKHM, KOTOpPBIC XapaKTepHU3yIOTCs
CJICTYIOIIMH MTPU3HAKaMU:

* TOJIOKUTEIBHO 3apsDKEHHBIE O1aroapsi BRICOKOMY COAECPIKaHUIO apTHHUHA
JIM3HHA,
* BBICOKAasi KOHCCPBATUBHOCTb,

* BBICOKAs KOIMMHHOCTD.

I'mcronoBeie O0enxkn H2A, H2B, H3 w H4 ywactByror B 00pa3oBaHHH
HyKJIeocoMbl, (opmupysi ee cepuueBuHy (kop). bemox HI, cBs3sBasice ¢
muaKepHBIME JIHK, crocoOCTByeT TOSBIICHHIO CIIETYIONIMX YPOBHEH YIIAaKOBKH
XpOMAaTHHA.

Beigensror 1mBa BHIa XpoMaTHHA: 3yxpomamuH (ISKOHICHCUPOBAHHBIM,
CONCP)KUT  AaKTUBHO  OKCIIPECCHPYIOIIHECS TEHBI) W 2emepoxpoMamuH
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(KOH/ICHCHPOBAHHBIHN, TPAHCKPHUIIIIMOHHO HEaKTHBHEIHN). ['eTepoxpomaTiH ObIBaeT
KOHCMUmMymueHulti 1 Qaxyibmamueruvili (MOXKET IPH ONPEIEICHHBIX YCIOBHUAX
MIEPEXOIUTh B 9yXPOMATHH).

Hykneocoma — cTpyKTypHas €lMHULIA XPOMATHHA.
YPpoBHU opraHu3anuu XpoMaTHHA

1. Hykneocomnwiit. HyxineocomMa COCTOUT U3  HYKIEOCOMHO20 — KOpa
(cepareBUHBI), 00Pa30BAaHHOTO YCTHIPHMS THIIAMH THCTOHOBBIX OCIIKOB —
H2A, H2B, H3, H4 (o 2 MoJexkyabl KaXJIOro THIIA), BOKPYT KOTOPOTO
3akpydeHa JJHK mmusoi 146 m.H. Hykineocomsl 00pa3yroT HYKICOCOMHYIO
HuTh auamerpoMm 11 HM. Yuactok JIHK mexay Hykineocomamu Ha3bIBalOT
aunxepom (oxomo 50 m.H.). benok HI, cesaspBasck ¢ nuakepHbiMua JTHK,
CHOCOOCTBYET MOSBICHHUIO CIEAYIONINX YPOBHEH YITaKOBKH XPOMATHHA.

2. Hykneomepuwlit — HyKJI€OCOMHAsI HUTh CBOPAUYMBACTCS B CIHPATb 3a CUET
B3aMMOJEHCTBUS THCTOHOBBIX OenkoB H1 apyr ¢ apyrom, dopmupyercs
HyKJIeoMepHast Gpudpmia (cojaeHoun), ruamMerpom 30 HM.

3. Ilemensnwiit — HyKIeoMepHas GHUOpWIIa yKIAABIBaCTCI B TETIH C
MTOMOIIIBI0 HETUCTOHOBEBIX O0enKkoB (auameTp 300 HM).

4. Memagasnaa xpomocoma COCTOUT U3 ABYX XPOMATHJ (AMAMETp KaskKmOi
xpomatuasl 700 HM).

E g 5 nBoiinas cnimpans JJHK (2 am)

HyKJeocoMHast HUTh (1 1HMm)

HyKkIieoMepHas Gpudbpuinia (30 HM)

|
%’é}é@%ﬁ’a nieTyieBbie JoMeHbI (300 HM)

28882

- & ~+~——  yyacTok MeTadazHoit xpomocoMsl (700 HM)
I\| ./'/-J

SR —

MeTtacgazHas xpomocoma (1400 am)

YpoBHM OpraHn3any XpoMaTHHA
Ikerpaxpomocomuas JJTHK
Inazmuowr
Ilnasmuael  — 3T0  HeOOJbIIHE  KOJBIEBblE (MHOTAA JUHEWHBIE)

sKkcTpaxpomocomubie Monekynsl JJHK, criocoOHbIe K aBTOHOMHON peIUTUKAIINH.
Pa3zmeps! mnazmua Bapbupytot ot 2000 10 200 000 m.H.
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HHa3MI/I}II)I, CIIOCOOHBIE CymI€CTBOBATH B JIBYX COCTOSTHUAX — aBTOHOMHOM U

HWHTETPUPOBAHHOM B HYKJICOU, HA3bIBAIOT dNUCOMAMU.

InazmMuabl

—

—— — |

Rep Tra Rep Tra  mapkepHele Rep mapkepHble
“qucThie” GaKTOPhI TEHBI TeHBI
nepeHoca

T~ T

KOHBIOI'aTHUBHBIC (TpaHCMI/ICCI/IBHBIe) KOUHTCTPAaTUBHBIC

1

IIa3MHU/JIbI II1a3Muabl

Kuaaccuduranus niasmm

1lo konuuecmey Konuii:
HU3KOKonwiiHbIe (1 — 2 KomuK Tu1a3Mu] JaHHOTO TUTIA Ha KIETKY);
BBICOKOKOITMUHBIC (HECKOJILKO JICCATKOB KOIWM IJIa3MUJ] JAHHOTO THIIA Ha

KJIETKY).

2.

Ilo cnocobnocmu K nepenocy:

TPAHCMUCCHBHBIE (KOHBIOTAaTUBHBIE) — CHOCOOHBIE K MEPEHOCY B ApYrHe
OakTepHalIbHBIC KJIETKH NPH KOHBIOTALIMH, CO/ICPKaT TeHBI fra (TIepeHoca);
HETPaHCMHUCCUBHBIE (HEKOHBIOIaTUBHBIE) — HE CIOCOOHBIE K MEPEeHOCY B
Jpyrue OakTepHalibHbIC KJIETKH, HE COJIepIKaT IeHBI 1rd;

KOWHTETPAaTHBHBIE — COJIEp)KaT TeHBl fra W TEHbI, NPUAAIONINE KIETKE
olIpe/ie/ICHHbIe CBOMCTBA.

B 3aeucumocmu om 00nonnumenbHoiX (MapKepHyix) 2eH06:

R-mma3mus! (HecyT TeHBl YCTOHYMBOCTH K aHTHOHOTHKAM);

Col-rutasmuasl  (HeCyT TeHBl  KOJHIMHOTEHHOCTH —  CIIOCOOHOCTH
CUHTE3MPOBATh KOJUIIMHBI, KOTOPbIE MOTYT MPUBECTH K THOEIH APYTYIO
0GaKTepHAITFHYIO KIIETKY);

Ent-mmra3mMuaer (ob6ecrieunBaroT CHHTE3 OaKTepHAIbHBIX TOKCHHOB);
Hly-nmma3muner (comepikaTt reHbl TeMOTUTHISCKON aKTHBHOCTH);
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*  Kpuntugeckne mmasMuas! («IUCThIe (DAKTOPHI IEpeHoca») — He COomepxKar
JIOTIOJIHUTEIbHBIX T€HOB.

4. Ilo coemecmumocmu:

* COBMecTUMBIC (B KJIETKE MPUCYTCTBYIOT OJTHOBPEMEHHO HECKOJIbKO THIIOB
IJIa3MHUN);

*  HECOBMECTHUMBIC (B KJIETKE TOJILKO OJIUH THUII IJIA3MHK]T).

Mumoxoudpuanvnuana THK uenogexa

—

Konbuesas cynepcnupanu3oBaHHas AByxuenoyeunas monekyna JJHK.
Jmmna monekyiel JIHK — 16 569 n.H. XapakTepHo Oosblioe copepikanue G-
C map.
37 renos: 2 rena pPHK, 13 renos, komupyromux 6enku, 22 rena TPHK.
EcTb nepexpbIBaloInecs TeHbl
1 ori-caiit (MoHOpermMKoHHas Mostekya JJTHK)
KommniemeHTapHble LeNu pas3iuyaroTcsl 10 yAenbHOM IutoTHOocTH. OnHa
[enb — TshKenas (COMEPKUT MHOTO IYPHHOB), JApyras — JieTKas (COJACPKHT
MHOTO MTHPHUMHIIHOB).
2 mpomoTopa (10 OXHOMY Ha KaKOH [IeTIH)
Cunresupytorcs noauuctponasie PHK
9. IIpoueccunr PHK:

* Paszpesanue nonuuuctponsoit PHK

* TMonmanenumuposanue 3’-koHnoB MPHK, miuna momu-A — 55 H.

* PenaktupoBanne PHK (Mogudukanus uim 3aMeHa HyKJISOTHIOB)

. KOIluposanus =Her.

. Conaiicuara HeT (B MUTOXOHAPHATIBHBIX TEHAX YEJIOBEKa HHTPOHBI

OTCYTCTBYIOT).

10.IHK ne metunupyercs.
11.Muroxonnpuansnas JJHK nacrneayeTcs mo MaTepuHCKOMY THUITY
12.EcTb OTKJIOHEHUS OT YHUBEPCAILHOI'O T€HETUYECKOr0 KOJ1a!

* Konon AYA koaupyer METHOHUH (BMECTO M30JIeHIIHA)

* Kogon YT'A koxupyer Tpurntodas (BMECTO CTON-KO/IOHA)

* Komonsl AT'A u AI'T ABIsAIOTCS CTON-KOJIOHAMH (B YHUBEPCAILHOM KOJIC

KOAMUPYIOT aprMHUH).
13. B mporecce 3BOJIONMM YacTh TE€HOB MHUTOXOHIPUNA MHUTPUpOBaja B

SIIEPHBINA TeHOM (TeH MuToxoHApuabHoi PHK-onmmvepassr).

L

SNk w

% =

B momexyne mt/ITHK o6Hapy:xeHs! ae runepsapuabdensusie odmactu B 300
n 400 mH. OHM XapaKTepU3yHOTCS BBICOKOW YacTOTOM MyTaluil U I[O3TOMY
HCTIONB3YIOTCSL B KauecTBE MapKepa U IOIMYJISIMOHHBIX HCclenoBaHmid. Tem
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6onee, uro MT/JHK He pekoMOMHMPYIOT M TepeaaroTCss IMOTOMKAaM TONBKO II0
MaTE€pPUHCKOU JIMHUH.

TI'emeponnasmus - HanW49We B KJIETKAX CMECH HOPMAIBHBIX M MYyTaHTHBIX
MUTOXOHAPUH.

MoouabHble TeHeTHYecKue dJieMeHThI (MI))

MTI'3 — dparmentsl [JHK, crocoGHble mepemernatbcs B Mpejaenax OIHOM
XPOMOCOMBI MM MEXIY XPOMOCOMAaMH.

Oo1ee MpU3HAKU:
» nuueitabie Gparmentsl JJHK,

* HecyT I'eHbl TPAHCIIO3ULINH,

* CIIOCOOHBI K BHYTPU- U MEKXPOMOCOMHBIM I€PECTPOHKaM,

* HE CITIOCOOHBI K aBTOHOMHOM PeIUTNKAIIHH,

* unterpupytor B JIHK ¢ ynBoeHrem caliTOB-MHILICHEH,

*  SIBISIOTCS OMOJOTHYCCKIMHU MyTareHaMH,

*  OCYILECTBJIIOT IEPEHOC [EHOB,

*  MOI'YT U3MEHATh aKTUBHOCTb I'€HOB M y4acTBOBAaTh B [IEPECTPOIKE FEHOB,
*  SBISIFOTCS MIPUYMHON HECTAOMIILHOCTH T€HOMOB.

MT3 npoxkapuom:
IS-anemenTBI
. Pa3smepst ot 700 no 1500 n.H.
. Ha xonmax HaxonsaTcs uHBepTUpOBaHHBIe MOBTOPHI (IR), mmuHoit 22-41 m.H.
. CopepxaT TOIBKO T'€HbI, HEOOXOUMBIE IS TPAHCIIO3UIIMU 110 TeHOMY (TeH
TPAHCIIO3a3bl).
« IS-anemenT pemnumupyercs, 3aTeM ero KOomnusi BCTpauBaeTCs B HOBBIH caiiT.
CoXHbIe TPAHCHO30HBI
. Pa3smepst ot 2000 10 10 000 m.H.
. Ha xonnax Haxogsarcs IS-asimemMeHTEL
. Mexnay [S-snemenTamMu HaxXOAATCS JOMOJHUTENBHBIE CTPYKTYPHBIE T€HBI
(reHpl yCTOMYMBOCTM K AaHTUOMOTHKAM, TSDKEJIBIM MeTaljaM, TIEHBI,
KOAMPYIOLINE TOKCUHBI U JIp.)
IIpocTble TpaHCIO30HBI
. Pasmepst 10 5000 m.H.
. Ha xoHnax HaxoasTcsi HHBepTHpOBaHHBIE MOBTOPHI (IR)
«Mexny  WMHBEpTUPOBaHHBIMM  IIOBTOpaMM  paclojararoTcss  I'€HBI,
o0ecrieunBaroONIie TPAHCIIO3UINIO, ¥ JIONOJHUTEIBHBIC CTPYKTYpHBIC
TCHBI.
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MT'3 sykapuom:

JHK-TpaHCnO30HEI (KOHTPOJIHPYIOMINE 3IEMEHTH KyKypy3bl, P-3JIeMeHTHI
Ipo3oduiabl M Jp.) COAEPKAT KOHIEBbIE WHBEPTHPOBAHHBIC TOBTOPBI.
[NepemeraroTcst MO MPHHIUITY «BBIPE3AHNE - BCTPAUBAHUE).

HomunToHBl - mocnenoBarensHoctn JHK mmmno#t 15-20 Teic. TL.H.,
koaupytomue 6osnee 10 Oenkxos, B T.u. JJHK-noaummepasy B, ucmonssyromyio B
kayecTBe mpaiimepa Oenok. ConepkaT KOHIIEBble WHBEPTHPOBAHHBIE MOBTOPHI
(HECKOJIBKO COT map HykJIeoTUA0B). [lepemeniatoTcst O NPUHLUUIY «KOMMPOBAHUE

- BCTparBAHUC.

XenutpoHel — mnocnenoBatenbHocTH JIHK. He conmepkar koHIEeBbIx
MHBEPTUPOBAHHBIX MOBTOPOB. llepememiaiorcs MO NPUHLUMINY «KOOUPOBAHUE -
BCTpauMBaHUE». PeruMkanus OCYIIECTBISICTCS 110 MEXaHM3MY «KaTsIIerocs
KOJBIIAY.

PeTpoTpaHCIIO30HBI  CXOAHBI C  PETPOBHPYCaMH, HO HE CHOCOOHEI
HHQUIMPOBATh KJIETKH. llepeMenieHne OCHOBaHO Ha OOPAaTHOM TPAaHCKPHIIIINH.
[Toapasnenstorcs Ha 2 TPyMNIIbL:

*  Pempompancnosonsi ¢ LTR (ITAHHBIMA KOHIICBEIMU TIOBTOPaMH)
*  Pempompancnozonwt 6e3 LTR (L1, AlumocienoBaTebHOCTH Y YeI0BeKa).

Mexanuzmut mpancnozuyuu MI'9
* Cut — paste: Beipe3anne MI'D u BcTpanBanue ero B apyroit yaactox JTHK.
* Copy — paste: obpazoBanue kornuu MI'D (peruukanys) u ee nepeMernieHre B
npyroit yuactok JIHK. ITpoucxoaut yBenudenue yucia kornuit MI'D.

3nauenue MOOUNLHBIX 2EHEMUYECKUX ITEMENMO0E:
. SIBnsroTcs OMONOTUUECKIMU MyTareHaMu.
. H3MeHAIOT aKTUBHOCTH ONM3NEXKAMIUX TEHOB, T.K. MOTYT COJAEp)KaTb
SHXAHCEPHBIE U MHCYIATOPHbIE MOCIE10BATETLHOCTH.
« MoryT BBI3BIBaTH XPOMOCOMHBIE NEPECTPOHKH B pe3yNbTaTeé HEPaBHOIO
KPOCCHHTOBepa MKy oJuHaKoBbIMH MI'D.
« Y 1po30¢hui1 peTpoTPaHCIIO30Hbl YIACTBYIOT B ()OPMHPOBAHHHU TEIOMED.
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2. BOIIPOCHI OBIENA TEHETUKHA

2.1. XPOMOCOMBI. KAPUOTHUIL. TEHBI. TEHOM. 'EHO®OH].
TFEHOTHUII. ®OPMbI B3AUMOJENUCTBHUA I'EHOB. ®EHOTHUII

Xpomocomut

XpoMOCOMBI JYKapuoOT - 3TO  CyOKJIETOUHBIC JIMHEHHBIE CTPYKTYPBL,
obpazoBanHble Monekynamu OenkoB u JHK, nokanu3oBaHHble B sape U
SIBISIFOIIMECST HOCHTEISIMH TeHeTHdeckod wuHpopmamuu. Yucio u CTpyKTypa
xpoMocoM Buaocnenuduynbl. Kaxmas XpoMocomMa COCTOMT U3 IBYX mieu (B
HOpME) WM OJTHOTO U yenmpomepsl. HeKOTOpble XPOMOCOMBI UMEIOT CHYMHUKU,
KOTOpBbIE, KaK MPaBUJIO, pacloyiaraloTcs Ha KOPOTKOM IUIeYe aKpOLEHTPUUYECKOU
XPOMOCOMBI (CITyTHUYHBIE XPOMOCOMBI). B cCIlyTHHKax coOCpeloTOuYeHbl TI'EHbI
pPHK. Ha xoHmax ruied XpoMoCoM HaXoAsTCs menomepul (TeIOMEpHbIE paliOHbI),
HEOOXOIMMBIC JUIS CTaOMIBHOCTH XPOMOCOM M KOHTpois perumkarmu JIHK.
CymectByer 4 MOpQOJOrHUECKUX THIIA XPOMOCOM  (Memayenmpuueckue,
cyomemayenmpuiecKkue, akpoyeHmpuyeckue, meioyeHmpuieckue).

BBIIensoT roMOJIOTHYHbIE M HETOMOJIOTHYHBIE XPOMOCOMBI:

*  20MOJIO2UYHBIE XPOMOCOMbI — 3TO XPOMOCOMBI, 0Opasylomme mnapy,
UMEIOIIE OJWHAKOBBIC pPa3Mepbl, MOP(ONOTHI0, COCTaB U TOPSIOK
PAacIOIOKEHHs TCHOB;

*  HE20MONIO2UYHbIE — XPOMOCOMbL ~ XAPAKTEPHU3YIOTCS  OJAWHAKOBBIMH WU
Pa3sHBIMHK pa3MepaMu HiIH MOP(OIOTHel U pa3IUIHBIM TCHHBIM COCTAaBOM.

B kieTkax pa3esbHOIOIBIX OPraHU3MOB BBIICIISIIOT TAKKE!
*  aymocombl — XpOMOCOMBI OJIMHAKOBBIE Ul OPIaHU3MOB Pa3HOIo I0Ja;
* nonoguie xpomocomul (X 1Y XpOMOCOMBI), ONPEENSAIOIINE 0T OpraHu3Ma.

Kapuomun

Kapuomun - 3TO COBOKYHNHOCTH XPOMOCOM OpraHu3Ma (COMAaTHYeCKOU
kieTk). CyIecTBYIOT pa3jinyus B KAPUOTUIIAX OPTaHU3MOB PA3HOTO I0JIa OHOTO
BUJa O MOJOBBIM XPOMOCOMAaM, M pPa3jindus B KApPUOTHIIAX OPraHM3MOB Pa3HBIX
BUI0B. KapnoTHI Kaxa0ro Buaa XapaKTepH3yeTcs:

*  CHEIU(PHUIHOCTHIO,

* TOCTOSTHCTBOM,

* IUIOWJHOCTBIO,

*  YHCIIOM, pa3MepaMu U MOpP(HOIOTrueil XpoMocoMm,

* YHCJIOM ayTOCOM M TMOJIOBBIX XPOMOCOM, THUIIAMHU TTOJIOBBIX XPOMOCOM.
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T'enwi

I'en — 9TO BNEeMEHTapHasl AMHUIIA HACIEACTBEHHOCTH, ()PAarMEHT MOJIEKYJIB
JHK (cnemoBarenbHO, M (DparMeHT XPOMOCOMBI), (YHKIMOHANbHAs €IUHUIA
TeHeTHYeCKOro MaTepuana. 'eHsl comep:kaT HH(GOPMAIHIO O MOCIEI0BaTEIbHOCTH
aMHHOKHCIIOT B TOJHUNENTUAHONW LENU U MOCIEeNI0BATENbHOCTAX HYKICOTHJIOB B
mosiexynax Becex tunoB PHK. I'enbl pacnonaratorcst B xpomocoMax JimHeHo. OHu

MOAPAa3ACIAOTCA Ha aJlJICJIbHBIC U HEAJIJICJIbHBIC.

CpaBHHTeJ’ILHaﬂ XapPaKTEePUCTUKA AJIJICJIBbHBIX U HEAJICJIbHBIX T'€HOB

AJ1eJIbHbIE TeHbI

HeannenbHble TeHbI

1. OTBeuaroT 3a MposBIICHHE
aJbTEPHATUBHBIX MTPU3HAKOB

1. OTBeyaroT 3a MposiBIICHNE
HeaJlbTepHATHBHBIX TIPU3HAKOB

2. Hoxannsy}oTc;x B T'OMOJIOI'MYHBIX
XpoMOCOMax B OOHUX U TEX KE
JIOKYyCax

A

2. Jlokanuzyrores:
a) B OJTHOW XpoMocome (TeHBbl A n
B)

A

B

0) B TOMOJIOTHYHBIX XpPOMOCOMaXx, HO
B pa3HbIX JIOKycax (reHbl A U b)
A+ a

B b

B) B HCTOMOJIOT'MYHBIX XpOMOCOMax

(renst A u C) C+ C—i—

A T A

2. He moryT OBITh CIIETIIICHBI

A a

3. MoryT OBITh CIICTUICHBI

A
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AJl1e/IbHBbIE TeHbI HeanejbHble reHbI

MoryT OBbITh HE CLIETUICHBI

I R

4. O003HaYaIOTCS OJJHOM OYKBOU 4. O603HAYAIOTCS Pa3HBIMU OYKBaMHU
JIATHHCKOTO aji(aBuTa JIATHHCKOTO ayi(haBUTa UIH
OJIMHAKOBBIMHU OYKBaMH, HO C
Pa3HBIMH HIKHUMH HHJICKCaMU (A,
Az, Az)

Coeokynuocmb 6CeX 2eHO6 opcanuima (comamuuecxozi memlm) — IF€HOTHIIL

Annenu - BapuaHTBl OJHOTO M TOrO JKE T€HA, pa3lIMyalomuecs
HYKJICOTHIHBIMH TTOCIIEI0BATEIBHOCTAMH.

Jlokyc - MEeCTO NMOJIOKEHHS TeHa Ha XPOMOCOME.

Annenvhvie cenvl — OTBEUAIOT 3a NPOSIBICHUE aJbTCPHATUBHBIX NPHU3HAKOB,
JIOKaJIN3YIOTCS B TOMOJIOTHYHBIX XPOMOCOMaxX B OTHHX M TeX JK€ JIOKycax, He
MOTYT OBITH CIICTUICHBI.

Heannenvnvie ecenmvl — OTBEHAOT 3a TIPOSBICHHE HEATbTEPHATHBHBIX
MIPU3HAKOB, JIOKAJIU3YIOTCS B OJHOW XPOMOCOME, B TOMOJOTHYHBIX XPOMOCOMaX,
HO B pa3sHBIX JIOKyCax WM B HETOMOJIOTHYHBIX XPOMOCOMAax, MOTYT OBITh
CIICTIICHB! WJIH HECICTIIICHB.

Mhuoocecmsennvie annenu (MHOKECTBEHHBIH ajuleNM3M) - Hamuuue Oolnee
JIBYX aJuIesiel OfHOTO TeHa B TeHo(OoHAe Buaa Win nomymamun. [Ipumepom mMoryt
CITy’KUTb aJjIelH, ONpeelsIoNe IPYyNIbsl KPOBU denoBeka B cucreme ABO a,
%, i).

Jomunanmnuiii 2en - TIOAABIACT MPOSBICHUE PELIECCUBHOrO reHa. JleficTBue
JOMUHAHTHOT'O T'€Ha TPOSBISIETCS KaK B TOMO3UTOTHOM, TaK U B T€TEPO3UIOTHOM
COCTOSTHHU.

Peyeccusnulii 2en — neficTBHE PELECCHMBHOIO I'eHa MPOSBISIETCS TOJIBKO B
TOMO3MIOTHOM  COCTOSHMM (32  MCKJIIOYEHHEM  CllyyaeB  HEMOJIHOM

MICHETPAHTHOCTH).

CyenienHble 2eHbl — TEHBI PACIIOJIOKCHHBIC (JIOKATM30BAaHHBIC) B OJHOMN
XpOMOCOME.

Hecyennennvie cenvi - pacroioXeHHbIC (JIOKaJM30BaHHBIE) B Pa3HBIX

XpoMocoMax (HEroMOJIOTHYHBIX ).
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IInetiomponnvlii 2en (TeH MHOXECTBEHHOTO JIEWCTBHS) - OTBEYaeT 3a
MIPOSIBJICHNE HECKOJIBKHUX MPU3HAKOB.

JlemanvHulii een - IPUBOJUT K CMEPTH B OIMOPHOHATILHBIN MTEPHOI.

IonynemanvHulii een - TPUBOJUT K CMEPTH B MMOCTHATATIBHBIN MTEPHOI.

Ilenempanmuocms — 4acToTa TPOSIBICHHS JIOMHUHAHTHOTO TpHU3HAKA Yy
TeTEPO3HUTOT.

DxcenpeccusHocmy — CTENIEHb IPOSIBIICHUS TPU3HAKA.

Tomo3ucoma  (rOMO3UTOTHBIM  OpPraHu3M) — OpraHu3M, HMMEIOUIUH
OJIMHAKOBBIE aJUIEIM OJTHOT'O MJTH HECKONBKHMX reHoB (AA, aa, AABB, AAbD).

T'emeposuecoma (TeTepO3UTOTHBIA OpPraHU3M) — OPraHu3M, MMEIOUINH
pa3HbIC AJUIENN OHOTO WM HECKONBKUX TeHOB (Aa, AABD, AaBb).

T'emuszuzoma  (TEMHU3UTOTHBIM OpPraHW3M) — TETEPOraMETHBIH OpraHH3M,
MUMEIOIIMH TaIJIOM/IHbIH HAOOP '€HOB B ETEPOJIOTMYHBIX XPOMOCOMAX (MYKCKOM
OPraHu3M B MOJIOBBIX XPOMOCOMAX).

lenopond - COBOKYIMHOCTh BCEX TEHOB W alUleliell OTHX T'eHOB,
BCTPCYAIOIIUXCS Y OPTaHU3MOB TAaHHOW MOIMYJISIIUK (TeHOMOH/ TOIYJISIMN) WK
Buja (reHo(oHT BUIA).

l'enom - COBOKYIHOCTh TCHOB, OIpEICISIONIMX BHIOBBIC IPH3HAKU
(rarutonIHBINH HAOOP TEHOB).
@eromun - COBOKYIMHOCTH BCEX IPH3HAKOB opraHm3ma. DeHoTHI

OpraHM3Ma OIIPEIEISCTCS €ro T'eHOTUIOM, (OpMOIl B3aMMOACHCTBUS TCHOB U
3aBUCHT OT OKPYIKarolIel cpebl.

®opmbI B3anMo/ieiicTBHS TeHOB

(Doprt 63AUMOO0CUCMBUA ALNIEbHBIX 2eHO8:

- Ionnoe domunuposanue — GopMa B3aUMOJCHCTBHS AJUICTBHBIX ICHOB, IIPU
KOTOpOH JOMHHAHTHBIf TEH TIOJIHOCTBIO TOJABISCT IPOSIBICHUE
pPELIeCCUBHOTO TeHa B  TETEePO3UIOTHOM  COCTOSHHU.  DeHOTUIIBI
TOMO3UTOTHOTO IOMUHAHTHOTO OPTaHW3Ma U TeTePO3UTOTHOTO COBIANAIOT;

- Henonnoe oomunupoganue (npomesicymounoe oOeticmeue 2ena) — dopma
B3aMMOJICHCTBYS QJUICNIBHBIX T'CHOB, NPH KOTOPOH JOMHUHAHTHBIH TIeH
YAaCTUYHO II0JIaBIISIET TPOSIBICHUE PELECCHMBHOIO I'eHa B TE€TEPO3UIOTHOM
cocrossHMK. @DEHOTUNBI TOMO3UTOTHOTO JOMHMHAHTHOTO OpraHu3Ma |
TeTepPO3UTOTHOTO HE COBIANAIOT;

- Koodomunuposanue — (hopma B3aMMOJACHCTBHS AJUICIBHBIX JOMHHAHTHBIX,
HO Pa3HBIX I'€HOB, IIPH KOTOPOH y TeTEpO3UTOTHOTO OPTaHNW3Ma MOSIBIIACTCS
HOBBIH MTPU3HAK.
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Dopmbl 63aUMOOCTICMEUA HEAINENbHBIX 2EHOG:

- Komnnemenmapmnoe  Oeticmsue  zenog — (opma  B3auMozeiicTBUA
JOMUHAHTHBIX HEAJUICNbHBIX TI'eHOB, IIPU KOTOPOW HOBBIA MNpPU3HAK
MOSIBJISIETCS B ClIy4ae MPHUCYTCTBHS B T€HOTHUIIE OpraHu3Ma XoTs Obl JBYX
JIOMUHAHTHBIX HEaJUICJIbHBIX T'€HOB;

- Onucmaz — Qopma B3aMMOJCHCTBHUS HEAICTBHBIX T'€HOB, IPU KOTOPOM
OJIMH M3 HEAUICNIbHBIX I'€HOB (CyNpeccop) MOJaBisieT IeHCTBUE IPYroro
HEalJIeJIbHOr0 I'€Ha, SMHCTa3 ObIBAaeT JOMHHAHTHBIA (JOMHUHAHTHBII TI'eH
SIBJIICTCSL CYNPECCOPOM) M PELECCHBHBIM (PELECCHBHBIM TI'eH SIBISIETCS
Cympeccopom);

- Ilonumepuss — popma B3aUMOJECHCTBHUS HEAJUICJILHBIX T'€HOB, NPU KOTOPOIi
CTENCHb TPOSIBICHUS NMPU3HAKA — IKCHPECCUGHOCMb — 3aBUCHT OT YHCIIA
JOMUHAHTHBIX ajljIejIed B3auMO/ICHCTBYIOIINX I'E€HOB B TEHOTHIIE.

2.2.TEHETUYECKHUE ACIIEKTbBI JEJEHUSA KIETOK

Krnerounoe nenenue BrepBbie Obuto omwcaHo B 1824 1. ®dpaHiy3ckuMu
yaensivu JK.-JI. TIpeso m JK.-B. [lroma, oOHapyXHMBIIUMH JIpoOJeHHUE SHI[ y
JKUBOTHBIX. Bo Bropoit monmoBmue XIX Beka mocmemoBamu padoTel .
CrpacOyprepa (1875 r.) 1 ero y4eHUKOB, OMHMCABIINX OTACIbHBIC (a3bl EICHUS
KJeTkd, B. ®@neMuHra, OTKPBIBIIETO pa3iNyYHBIC THIBI JIEICHUS SApPAa M IPYyTHX
HccleaioBaTeNeil, B TOM 4ucie u poccuiickoro yaenoro M. /1. Yucrsikosa (1874 r.).
Tepmun «muTo3» ObLT mpeanoxeH B. dnemunrom B 1878 1.

ITpomexyTOK BpeMEHH MEXAy MOSBICHHEM KJICTKH B pe3yJIbTaTe MHUTO3a H
3aBepIUICHHEM MHTO3a B €€ JOUepHel KJIeTKe 0003HAuaroT KaK «Mumomuyeckuil
YUKTLY.

Ilepuox Mexmay IByMsS MHUTOTHYECKMMH JEICHUSMH paHee Ha3bIBAJICS
nHTepda30il U OMUOOYHO PAacCMATPHUBAJICS KaK MACCHUBHOE COCTOSHUE KJIETKU. B
1953 r. A. ToBapa u C. Ilenk ompoBepriivd 5T0O MHEHUE U NPEUIOKUIN pa3OoUTh
MUTOTHUYECKUH LMK Ha 4 epuosa:

e CoOCTBEHHO JICJICHUE KIIETKU (MHTO3)

e [Ipecunrernueckuii nepuon G1 ( ot anri. Gap — uHTEpBa)

e CuHTeTHYeCKUU nepuos S

e [Ipemutornueckuii nepuoxn G2

B npecunTernyeckoM (NMOCTMUTOTHYECKOM) TMepHOIe 3aBeplIacTcs
(dhopMHUpOBaHUE SIPBINIKA, OCYIIECTBISIETCS akTHBHBIM cuHTe3 PHK m Genkos,
Macca KJIETKH U KOJIMYeCTBO OPraHOM/I0B YBeIuuMuBaercsa. B aTom nepuojae kaxnas
XpOMOCOMa COMATUYECKOM KJIETKH COCTOUT M3 OJAHOM XPOMATU[BL, T.€. COAEPKHUT
onny monekyny JJHK. Habop xpoMocom 1 XpoMaTHI B KI€TKE COCTaBIIsIET 2n2c.
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B cuHTeTHUeckoM mepuoae mpomcxoant cuaTed JHK (perumkammsa) u
THCTOHOBBIX OEIKOB, B pPE3ylbTaTe Yero Kakaas XPOMOCOMa YABAWBACTCS H
COCTOHMT U3 ABYX CECTPHHCKHX XPOMAaTHI, COSANHEHHBIX B O0JIACTH IEHTPOMEPHI
(mabop xpoMocoM U XxpoMaTHj 2n4c).

IlpemutoTHYecKnii (MOCTCHUHTETHYECKHII) TePUOJ XapaKTepu3yercs
CHHTE30M OENKOB, HEOOXOAUMBIX I (POPMUPOBAHUS HUTEH BepeTeHa JCICHUs, U
nakorieHueM AT®. XpoMocOMBI — OCTarOTCS  JABYXpPOMAaTHIHBIMU  (Habop
XPOMOCOM U Xpomatuj 2n4c).

MuTtoTnueckoe iejleHue KIeToK

Muto3 (ot rpey. Mitos — HHUTH) Pa3AEISAIOT HA YEThIPE MOCIIeIOBATEIIbHbIC
¢asel: mpodasy, metadasy, anadasy u Tenodasy.

B npogaze XpoMOCOMBI CHHUPATU3YIOTCS W CTAHOBSTCS BUAUMBIMH B
CBETOBOW MMKPOCKOII. SIIpBIIIKO U siiepHas MeMOpana paspyuratorcs. Llentpurosnu
pPacXomsATCsl K IMOJIOCAaM KIIETKH, W (DOPMHPYIOTCS HHUTH BEPETCHA ICJICHUSL.
BepereHo eneHust mpeacTaBisier co00il ABYXIIOIIOCHYIO CTPYKTYPY, COCTOSIIYIO
13 MHKPOTPYOOUCK M CBSI3aHHBIX ¢ HUMH OekoB. Habop XpoMocoM U XpoMaTu B
KJIETKE COCTaBIISIET 2n4c.

B memacpaze  nByxpomarugHble  XpOMOCOMBI  BBICTPAWBAIOTCS B
9KBAaTOPHAIBHON TMJIOCKOCTU KJIETKH, HUTH BEpeTeHa JENCHHS MPUKPEIIISIOTCS K
neHTpoMepaMm. B pesynbrate oOpasyercs MmeTadasHas IUIAaCTHHKA, B KOTOPOU
XPOMOCOMBI YIEP)KUBAIOTCSI HATSDKEHHEM MHUKPOTPYOOYEK, OTXOMAIINX OT HUX K
MIPOTUBOIOJIOKHBIM TOJIOCAM BepeTeHa JeieHus: (Habop XpOoMOCOM M XPOMATH
2n4c).

B anagpaze muentpomepsl pasmensioTCs, M, KaK CIEACTBUE, KaKaas
CeCTPHHCKAas XpOMaTHaa CTAHOBUTCS CaMOCTOSTEIBHOW  XPOMOCOMOH W
MEpPEMEIIAETCSI K COOTBETCTBYIOIIEMY IIOJIOCY KIETKH CO CKOPOCTBIO OKOJO |
MKM/MHH. B koHme amadassl, KoTopas OOBIYHO UTUTCS BCETO JIMIIL HECKOJIBKO
MHHYT, Ha TONIOCaX KIETKH COOHMPArOTCS JBAa PABHOIEHHBIX MOJHBIX Habopa
XpOMOCOM, B pe3yJIbTaTe 4ero Habop XpOMOCOM M XPOMATHJI B KJIETKE CTAHOBUTCS
4ndec.

Tenogasza xapaxrepusyercs GOPMHPOBAHUEM SICPHOW MEMOpPaHBI BOKPYT
Kaxaoro Habopa xpomocoM. KOHICHCHPOBAaHHBIM XpOMAaTWH HAa4YMHACT
JECTIAPAITN30BATLCS, MCUE3HYBIIHNE B Mpodase SAPBIIKA BHOBb TOSBISIFOTCA.
Bepereno nenenus paspyrraercs.
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Krnerounoe JOCIICHUE 3aKaHYMUBACTCA HUMOKUHE30M W TIOABJICHHUEM JIBYX
AOYEPHUX KIICTOK, KaxXJasd N3 KOTOPBIX HIACHTUYHA MaTepHHCKOﬁ KICTKEC H
COJIEPIKUT HAOOP XPOMOCOM | XpoMaTu 2n2c.

Muto3 obecreynBaer noaacepKaHue IIOCTOSAHCTBA TCHCTUYCCKOT'O

MaTepuana B psay MOKOJIEHHH KICTOK M JIEKHT B OCHOBE IIPOIECCOB POCTA U
Pa3BUTHUS OPTaHU3MOB, a TAKXKE PereHepanuy u 0Ecroaoro pa3sMHOKCHHUS.

Cxema MuTo3sa

AbHA A+ B a4 b A b
af /IB aI\
B a
BB b 'b At 1B a* b A\l I/ b
2n 4c 2ndc 4ndc 4ndc > 2n2c
ITpodasa Meradaza Anadaza Tenmodasza —> 2n 2¢

Pery.]muml MHUTOTHYECCKOIO IUKJIA

Co BpemeHeM OBIIO YCTAHOBIICHO, YTO CyMMAapHas JIHTEIFHOCTD ITEPHOJIOB
S, G2 m MuTO3a OCTaeTCS CPABHUTEIBHO IIOCTOSIHHOH, a BapHaOeIbHOCTh
KJICTOYHOTO ITMKJIA 3aBUCHT, TIIABHBIM 00pa3oM, OT MPOTOJIKUTEIIFHOCTH MIEpHOAa
G1, BenmmuMHA KOTOPOTO MOXKET K0JIe0aThCsI B pa3sHbIX TKaHAX. B 1963 r. BriepBere
He3aBucumo 1pyr ot apyra I'. Ksactiep u JI. Jlaiita BbICKa3anu IpEAIONOKEHHE,
YTO 10 OKOHYAaHMM MHTO3a KJIE€TKa He O00s3aTeNbHO Ccpa3y ke BCTyHaeT B
MIPECHHTETUYECKUH TEePUOJ], @ MOXKET BBITH B COCTOSHHE «8He YuKIa» (nepuoo
nponughepamusHo2o nokos), U3 KOTOPOro Mmpu HeoOXOIUMOCTH OHAa BHOBb MOXKET
BCTYNUTh B KJIETOYHBIH NMKA MOJ BIMAHHEM poOCToBoro curHama. OHn
0003HauMIM 3T0 coctosinue kak nepuoa GO. Knerku, Haxosmuecs: B COCTOSIHUU
poanepaTHBHOTO MOKOS MOTYT (B 3aBHCHMOCTH OT NpHYuH Bbixoma B GO)
TG PepeHIIMPOBaTECS W BBIMOJHATH  CBOM  crielduyueckue  (QyHKIHMH,
OCYILIECTBIIATH penapanuto nospexaenHon JHK, nepexuBaTh HebmarompusTHble
ycnoBus u T.A. Takue sIBIEHUS, KaK MHIMCTUPOBAHHUE MPOCTEHIINX, TOKOH CeMsH
Yy pacTeHWi, may3sl INIpu MeTaMop(o3e HACEKOMBIX, 3UMHSS CISlUKa Yy
MIIEKONUTAIOMIMX W MHOTME JpyTM€ MpPOLECCHl CBSI3aHBI C  COCTOSHHEM
pENpOAYKTHBHOrO TOKOs. KieTkn ofHuMX TKaHeH TIpH COOTBETCTBYIOILEH
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CTHMYJISIIAA CITOCOOHBI BHOBH BO3Bpamiathes u3 mepuoga GO B MHTOTHUSCKHH
IUKJI, KJIeTKH JAPYTHX TKaHeW yTPadmBalOT ATy CIOCOOHOCTH IO Mepe
muddepeHInpPOBKH.

B 1983 romy Tim Hunt, n3yugast KoHTpoib OSIKOBOTO CHHTE3a B sifmmax
MOPCKOTO €Xa, OOHApy)KMJ, 4TO BCKOpE IOCIE OMIOAOTBOPEHMs B KIETKaX
MOSABIISIETCST HOBBIM O€OK, OOHApYKMBAIOIIUICA IPH KAXKIOM MOCICIYIONIEM
KJICTOYHOM JIeJICHUU. DTOT OEJIOK ObUI Ha3BaH yuxiunom. B Xojae ManbHEUIIUX
HCCIIeZIOBaHUM ObUTM OOHApY>KEHBbl M JPYTHe LMKIUHBI, KOTOpble B KOMIUIEKCE C
(bepMeHTaMu, Ha3bIBAGMBIMU yuKIuH3asucumovivu kunasamu (cdk, ot anri. Cyclin
dependent kinase) oOecre4nBarOT MEpPEeXOA KISTKM M3 OJHOrO IEPUOAA
MHUTOTHYECKOTrO IUKJIa B npyroi. B akTuBHON (opme komIuiekesl ukianH—cdk, B
KOTOPBIX  LWKIMHBl BBICTYHNAlOT B KAyeCTBE AaKTHBATOPHBIX CYOBCIMHUII,
(bochOopHIHPYIOT — PErylsATOpHBIC  OCNKH, KOHTPOJHPYIOIIHUE MHPOTCKaHUE
COOTBETCTBYIOIICH (hazbl:

e  Kommiekcsl mukauHoB D1-D3 ¢ cdk4 wm cdk6 (B 3aBHCHMOCTH OT

THUIIa KJIETOK) OTBEYAIOT 3a HadalbHbIe ATansl (aser Gl;

e  Kommiekc mukimuH E-cdk2 obecnieunBaet nepexon uz G1 B S mepuon;

e Iluxmmu A — cdk2 korTposmpyet permkaruio JJTHK;

e  [luxmuu B — cdkl orBeuaer 3a nmepexon u3 G2 B MUTO3.

B 2001 rogy Tim Hunt, a Taxxe Paul Nurse u Lee Hartwell, n3yuasmme
Perysiiuio KJIETOYHOTO IMKIIA y JIPOXCKEH, MOIYYMIM 3a CBOM HCCIICIOBAHUS
HoGeneBckyto mpemuio.

KNETOYHbIA LIMKN

B.
CDKI

e -
| s Coemm
(EDk2)

Gty ©2
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B kjerkax CyIIeCTBYIOT CHCTEMBI KOHTPONS KJIETOYHOTO  ITHIKIIA,
MPeAOTBpANIafoNIie JalbHEHIIee pa3sMHOKEHHE KICTOK, B KOTOPBIX YXKe
MIPOU30IILIN WX MOTYT MPOHU30MTH HAPYIICHHUS CTPYKTYPHI MM YHCIA XPOMOCOM.
IIpn NPOXOXKACHHMH IUKJIA €CTh TaK HAa3bIBAEMBIC «CBEPOUHBIC TOUKI
(checkpoints), mpoxoxkaeHHe KOTOPBIX BO3MOXHO JIHIIb B CIIydae HOPMAJIBHOTO
3aBepUICHUS] MpPEABIIYIIMX JTAalOB M OTCYTCTBUS HapymieHuil. Bwigemsor
HECKONBKO Takux Touek: B G1, G2 u «Touky npoBepKu COOPKH BepeTeHa JeNIeHUs
B MHTO3E».

Ceéepounasn mouka ¢ GI1 (R1). OcranoBka B G1 Habmronaetcs nocie JHK-
MOBPEKIAIOIINX BO3ACHCTBUIN, HEPACXOKACHUH XPOMOCOM B IPEIBLIyIICM
JCTICHUH, Pa3pyIICHHH MHKpPOTpyOOYeK, HeXBaTke pecypcoB M ap. OcTaHOBKa
MOXET OBITh HEOOpaTHMOW (Hampumep, MpH Y-OOIyYeHHH) HIH OOPaTHUMOIA,
MPEKPALIAOIICHCS ¢ OKOHYaHUEM JeUCTBHs (DaKTOpa, ee BHI3BABILIETO (HAIPHMED,
IIPU BOCCTaHOBIICHWH HOPMAJIBHOTO KOJIMYECTBA HYKIICOTHIOB HJIM PECTaBPAIHU
CHCTEMBI MUKPOTPYOOUECK).

Ceéepounaa mouka ¢ G2 (R2). BISBISIFOTCS TIOBPEXKACHUS, MTPOITYIIICHHBIE
IPU  TPOXOXKACHWH IPEABIAYIIMX CBEPOYHBIX TOYEK, JIMOO IIOIyYeHHBIC Ha
HOCJIEYIOIUX CTaJAMuAX KJIeTOYHOro nukia. Kpome Toro, onpenensercs MoJiHOTa
peruukanuu JJHK, n knetku, B kotopeix ITHK nHenopennmmnuposana, He BXOAAT B
MHTO3.

Ceéepounass mouka coopku eepemena Oenrenus. Bo wu3dexanue
HETIPaBHJIBHOTO pacIpefeTeHUs] XPOMOCOM, KIETKH 3aJep’KUBAlOTCS B MeTadase
JI0 TeX TOp, TIOKa BCE MEHTPOMEPHI He OYAyT MPUKPEIUICEHBI K MUKPOTPYOOUKaM.

BemectBa, cTUMynupyroIe BCTYIUICHHE KIETOK B MUTOTHUYECKUH ITHKI
MONYYWIIM  Ha3BaHWE @akmopos pocma (mumoeenos). Kaxnplii w3 HUX
B3aMMOJICHCTBYET CO CHEHU(PUUECKUMH pPELENTOpaMH, pPAacCHOJOXKEHHbBIMUA Ha
MMOBEPXHOCTH KIETKH. Penentopbl (GakTOpoB pOCTa MPEICTAaBISIOT COOOMH
MIPEUMYIIECTBEHHO HMHTETrpalbHble MeMOpaHHbIE TIMKONPOTEeUAbl. X mOMEeHBI,
CIOCOOHBIC CBS3BIBATH JIMIAHBI, PACIIONOKEHBI HAa BHEIIHEH CTOPOHE MEMOpPAHBI,
a 5(h¢deKTopHBIC TOMEHBI HAXOJTCS Ha ¢¢ BHYTPCHHEH MOBEpXHOCTH. B
pe3ysbTaTe CBsI3bIBaHUS (PAaKTOPOB POCTA C PELEITOPAMHU UX IIUTOIUIA3MATUYCCKUEC
JOMCHBI MPHUOOPETAIOT CIOCOOHOCTh (hocopuiiupoBaTh ONpE/ICICHHBIC OCIKH.
[epenava curHaia OT KJICTOYHOW MOBEPXHOCTH K SIPY MPOXOIHUT 4Yepe3 KacKaj
MOCIIEAOBATENBEHOTO (hOChOPHINPOBAHUS MPOTCHHKUHA3, BKIIIOYAOMINI B ceOs 3
nin 4 crynenn. Ha mocnenneid crynmenu Haxomsatcs MAP-kuHa3bl (mitogen-
activated protein kinases), cyOcTparaMu KOTOPBIX OOBIYHO SIBISIOTCS (HAaKTOPBI
TPaHCKPUNIUHU. B pe3ynbpTare MOBHIMIAETCS SKCIpeccHs reHa IukianHa D. Bech
IIpoIIecC OT Havaia JeHCTBHS MUTOTCHHOTO CHTHAJIA IO Hadasla SKCIIPECCHU TeHOB
nponudepaTnBHOro oTBeTa 3aHUMaeT 8-10 MUH.

K nHanbormee n3ydeHHBIM (pakTOpaM pocTa OTHOCSTCS:
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e PDGF (tpoMOommrapHBIii (pakTop pocTa), CTUMYIUPYIONINH IeJICHUE
COCAMHHUTEIFHOTKAHHBIX KJIETOK;
e EGF (onmumepmanbHbI (pakTOp pocTa), CTUMYIHPYIOMINN IeJIcHUE
SMUICPMAIBHBIX © MHOTHX JIPYTHX KJIETOK;
e FGF (daktop pocra ¢pubpobracToB), BHI3BIBAIOLINI JeleHUE KIETOK
MHOTHX THIIOB, BKJII04asi pruOpoOIacTsl M HAOTEIHAIBHbIE KICTKH;
e IL-(1, 2, 3 ...) (uurepneiikunubl 1, 2, 3 u Ap.), CTUMYJIUPYIOIIUE
nponnQeparuio JICHKOLUTOB;
e CSF (dakropbl, CTUMYIHPYIOLIHE POCT KIETOYHBIX KOJOHHIA),
ABJIAIOIINECS (PaKTOPAMH POCTA KJICTOK CHCTEMBbI KDOBETBOPEHHSI.
Hapy1enust B peryJisiiny KJICTOYHOTO IIMKIIA IPUBOJST K HEOIIACTHUECKON
TpaHchopManuy KIETOK. J[11 MOHMMaHMS MEXaHW3MOB 3TOTO IIpOIlecca BayKHBIM
COOBITHEM OKAa3aJIOCh OTKPHITHE OHKOT'CHOB, IMPOTOOHKOTEHOB M OIyXOJEBBIX
CYIIPECCOpOB.

OHKO02enbl — 3TO KJICTOYHBIC WM BHPYCHBIC T'CHBI, SKCIPECCHS KOTOPBIX
MOXET TPUBECTH K PA3BUTHIO HOBOOOPA30BAHMIS.

IIpomoonkozenst — 3T0 HOPMAJIbHBbIE KJICTOYHBIC I'€HBI, YCUICHHE WU
MoauduKkanys GyHKIIHA KOTOPBIX IPEBPAIaeT HX B OHKOTCHBL.

Onyxoniegvle cynpeccopbl — 3TO KIETOYHBIC T'€HbI, MHAKTUBAIMS KOTOPBIX
PE3KO yBEJINYMBACT BEPOSITHOCTH BOZHUMKHOBEHHUSI HOBOOOPa30BaHH.

Oka3anock, 9To GONBLIMHCTBO U3BECTHBIX MPOTOOHKOTCHOB M OIMYXOJICBBIX
CYIPECCOPOB  SBISIOTCS KOMIIOHEHTAMH HECKOJBKUX OOLIMX CUTHAIBHBIX ITyTeH,
KOHTPOJMPYIOIIMX  KJICTOYHBI  LUKJ,  AamoNTO3, LENOCTHOCTh  T'eHOMA,
I depeHIIPOBKY KICTOK.

B 3akioueHHe MOXKHO CKa3aTh, YTO W3YYCHHUE MPOLIECCOB, MPOTEKAIOIIHNX B
X0Je MHTOTHYECKOTO LHKJIA, a TAKKe MX PEryJSLUH MO3BOJIUT PELINTh OOHY W3
HauboJee akTyaubHBIX IPOOJIEM COBPEMEHHOH MEANLMHBI — BBISBICHUE IPHYUH U
CII0CO0OB JICYCHHUSI OIYXOJICBBIX 3a00JICBaHUI YeI0BeKa.

MeiioTHueckoe jgejieHne KJIeToK

Meiio3 (ot rpeu. Meiosis — yMEHBIIEHHE) — ATO JBa TOCIEIOBATEILHBIX
JIeJICHNs pa, KOTOpPBIM IpejecTByeT ogHokpatHoe yasoenue JIHK. [lenenus
obo3navatotcs Meiio3 I n Meitos 1. Kaxknoe n3 3TuX aeneHnit moapasaensiercs Ha
4eTbIpe cTajaun: mpodaszy, meradasy, anadaszy u Tenodasy.

OtnenbHble (a3l Meio3a y kuBOTHBIX omucan B. ®dmemunr (1882 1.), y
pactenuit — 3. CtpacOyprep (1888 r.), a 3atem poccuiickuii yuensiii B.W. bemnses.
HOCHCHOBaTeHBHLIe cragun MeHo3a B SIMYHHUKaAX KpOJIMKa ObLTH BIIEPBLIC
noApoOHO uccnenoBansl YunuyoprepoM (1900 r.).

Meiio3 I (peaykunoHHOE JeneHue).
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Ilpoghaza I — cnoxuas ¢aza, mompasuenseMast Ha TSITh CTaUi: JENTOTEHY,
SUT'OTCHY, MAXUTCHY, NUIIJIOTCHY W AJUAKUHE3. Ha60p XpOMOCOM U XpoMaTula B
KJIETKE B TeueHHe mpodassl [ cocrarmseT 2n4c.

Jlenmomena (ctamusi TOHKMX HuTeH). HauwmHaroTcs cnupanmzauus u
YIUIOTHEHUE XPOMOCOM, NpHOOpeTarommx HUTeBHIHYI0 Qopmy. Kaxknmas wus
XPOMOCOM COCTOUT U3 JIBYX CECTPUHCKUX XPOMaTHI.

3uecomena (cragus oObenuHeHuss Huted). Ilpoucxogutr xowuvioeayus
(momapHOe  COCAMHCHHE) TOMOJOTMYHBIX XPOMOCOM. Takoe COeAMHCHHE
rOMOJIOTOB HA3bIBACTCSl CHHAIICUCOM. B pe3yibraTe CTaHOBHUTCS BO3MOXKHBIM
00OMEH y4YacTKaMH MeEXIy TOMOJIOTUYHBIMH XPOMOCOMAaMH, T.€. KPOCCUH208€ep.
[apa KOHBIOTHPYIOIIUX FOMOJOIMYHBIX XPOMOCOM Ha3biBaeTcs OuBaneHToM. Ho
MTOCKOJIbKY OHWBAJIEHT COCTOMT M3 YETBIPEX XPOMATHJ, €ro eIle Ha3bIBaloT
TeTpanoi. B kaxmom OuBaneHTe GOpMHUPYETCs CleUATN3UPOBaHHAs CTPYKTYpa,
HasbIBaeMasi CHHAIITOHEMAJIbHBIM KOMITIeKcOM. OH MpeacTaBisieT co0oii OesTkoBoe
o0pa3oBaHue, yJACpKUBAIONIee KOHBIOTHPYIOIIHE XpoMocoMmbl. KommuecTBo
OMBAJICHTOB COOTBETCTBYET ralyIONIHOMY Ha00opy XpoMocoM (1n).

Ilaxumena (cTamust TONCTBIX HUTEH). DbuBameHTBI yKOpayMBaIOTCS W
yrommatoTcs. CHHAICHC OYeHb TECHBIM, M TOMOJOTH B OMBaJeHTE HEPa3IHINMEL.
[IpoucxonuT KpOCCHHIOBED.

Jlunnomena (cragus nBOMHBIX HUTeH). KoHBIOTHpYONIHE XPOMOCOMBI
MOYTH PACXOJATCA, HO OCTAIOTCS OJJMH MJIM HECKOJIBKO KPECTOOOPA3HBIX YIaCTKOB
COCAMHEHNUS, HA3BIBAGMbIX XHa3MaMH. Hamwume Xma3m CBHAETEIBCTBYET O TOM,
9TO MEXAy XPOMAaTHIaMH IPOHCXOAUT KpoccuHrosep. CHHaNTOHEMAaIbHBIN
KOMIUIEKC pacriagaercs.

Juakune3. Xua3mbl MEpeMeIIalOTCd K KOHIIAM XpoMocoM. OTenbHbIe
XpoMaTuabl SICHO pa3nuduMbl. K KOHIly AnakiHe3a KOHTaKT MEXIy XpoMaTHIaMu
COXpaHseTcs JTHIIb HAa OJHOM MIN 000MX KOHIAX. SlnepHas MeMOpaHa U SApBIIIKU
paspyuratorcs. @opMHUpyeTCs BEPETEHO IeNeHHUS.

Memacpaza 1. buBaneHTHl NPHKPCIUIIOTCS IIEHTOPOMEPaMH K HHUTAM
BEPETCHA JEICHHUS W BHICTPAMBAIOTCS B SKBATOPHUAIBHOHN IUIOCKOCTH, HPU 3TOM
LECHTPOMEPHl  OPHEHTHUPYIOTCS OTHOCHTENBHO TONIOCOB  ciydaiiHo. Habop
XPOMOCOM H XpOMATHJI B KJIIETKE COCTABIIET 2n4c.

Anagpaza I. TOMOTOTHYHBIC XPOMOCOMBI PaCcXOIATCSA K MOJFOCAM BEpETEHa.
Heromonornunsie XpOMOCOMBI pacxoAdaTCsa HE3AaBUCHUMO JIpyr OT JApyra, u
CIIy4alilHO KOMOWHHPYIOTCS Y TMOJIIOCOB. LIeHTpoMephl HE AENATCS, MO3TOMY
CECTPHHCKHE XPOMATHIBI YIACPKUBAIOTCS BMecTe (HaOOp XpOMOCOM M XPOMATH]
2n4c).
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Tenoghaza 1. Boxpyr xaxmgoro Habopa TOMOJOTHYHBIX XPOMOCOM
oOpasyercs siepHas MeMOpaHa, T.e. 3aKaHUYMBAETCS KapHOKWHE3. 3aTeM KIeTKa
JenuTCs Ha B gouepHue (yumokunes). Habop XpoMocoM u XpoMaTH/I B KaKIOH
13 JOYEPHHUX KJIETOK — In2c.

Metioz I nazvigaemcs pedyKYuoHHbIM — OeleHUueM, HOCKOAbKY — YUCTO
XPOMOCOM 8 KIemKax, obpazo8asuiuxcsi 8 pe3yibmame 3Mo20 OejeHus, 8080e
MeHbue UX Yucia  poOUmenbCKoll Kienke.

Humepghaza (unmepxune3) mexny meitozom 1 u meiiozom II mpoxogur
owicTpo. CunTe3a HoBoM JIHK (peruiukaiium) He TPOUCXOTUT.

Meiio3 I1 (3xBaIroHHOE JIeJIeHNE) 110100€H OOBIYHOMY MHTO3Y.

Ilpogpaza  I1. Paspymaercss  snmepHas  MeMOpaHa,  XPOMOCOMBI
CIHpPaNM3YIOTCs, 00pasyeTcss BEepeTeHO IeleHUs (Habop XpOMOCOM M XPOMAaTH]I
In2c).

Memagpaza II. XpoMOCOMBI NPUKPEIUIIIOTCA LEHTPOMEPAMU K HUTSIM
BEpETCHA JICNICHHS M PacIojaraloTcs B MeTtada3sHoH IIaCTHHKE (IKBATOPHAIHHON
IJIOCKOCTH) (HaOOp XpOMOCOM M XpoMaTu 1n2c).

Anagpaza I1. 1leHTpoMepsl ACTATCS, U CECTPUHCKHE XPOMATHIBI CTAHOBSITCS
CaMOCTOSATENIBHBIMA ~ XPOMOCOMAMH, PACXOAIINMHUCSH K IMPOTHBOIOIOXKHBIM
HoJrocaM JefeHns (Habop XpoMOCOM U XpoMatup 2n2c).

Tenogpaza I1.Boxpyr Ka’kgoro W3 JIBYX TAIUNIOUAHBIX HaOOPOB XPOMOCOM
obpasyeTcs saepHas meMOpaHa. [Tocne kapuokuHe3a clieyeT UMTOKUHE3. Melio3
II 3axaHuMBaeTCa 0Opa30BaHUEM YEThIPEX KIIETOK, KaxJaas U3 KOTOPBIX COAEPKHUT
110 rarmionHoMy Habopy xpomocoM (1nlc).

I'eHeTHYECKOE 3HAYEHHE Meiio3a:

1. OGecrieunBaeT  IMOCTOSHCTBO — YHCIa  XPOMOCOM Yy OpPraHH3MOB,
Pa3MHOKAIOIIUXCS TTOJOBBIM My TEM.

2. TlpuBoautr K KOMOMHATUBHOW HW3MEHYMBOCTH, T.K. B pe3yJbTare
KPOCCHHTOBEpA MOSIBIISTIOTCS PA3JIMIHBIC COYETaHMsI CIICTICHHBIX TCHOB, a B
pe3yibTaTe HE3aBHCHMOTO PACXOKICHHS HETOMOJIOTHUYHBIX XPOMOCOM —
pa3M4YHbIe COYETAHHS HECIICTUICHHBIX TCHOB.

Meiio3 JieXKMT B OCHOBE crmoporesHesa 'y paCTeHI/lﬁ H TramMerTroreHesa y
JKUBOTHBIX
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Cxema meiio3a

Ilepsoe nenenue meiosa

At tA  afla At A a) la At tA  atfa

B'B b b b B/ tb B'b B
Tpodasza I Mertadaza I
2n4c 2n4c

Amnadasza [ Tenodasza I n2c
2n4c 2n4c n2c

Bropoe nenenne meiiosza

-

Tpodasa IT Meradasa IT Amnadaza I1
n2c n2c 2n2c¢

Tenodaza II

_nc
2n2c¢ — nc
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Cxema rameToreHesa

CnepmartoreHes Mepuoabl OoreHes
CnepmatoroHum (2n2c) Pa3mHoxeHue (Muto3)  OoroHum (2n2c)
PocTt
CnepMatouuTsl | (2n2c) Oouutsbl | (2n2c)
Co3speBaHue (meno3s |) i
CnepmatouuTsl Il (1n2c) Oouut Il 1 penyKkuMoHHOe

TenbLe (1n2c)
Co3speBaHue (menos Il)

Cnepmatugpl (1n1c) Ootnga (snuekneTka) n
peaykuuoHHoe Tenbue (1n1c)
dopmMmupoBaHue

Cnepmato3oungbl (1n1c)

B 1902-1903 rr VY. Corron u T. boBepu, aHamu3upyss U CpaBHUBas
MOBEJICHUE XPOMOCOM B Meio03e M MOBeIeHHE NPU3HAKOB MpH INepefadye ux oT
poauTenei Kk MOTOMKaM, MPEANOI0KHUIN, YTO T€HbI PACIIONIOKEHBl B XPOMOCOMAX.
X runore3a OCHOBBIBAJIACH HA CIEAYIOMNX (BaKTax:

1. B kaxnoll coMaTH4YeCKOHl KIEeTKe CoaepiKaTrcs IO JB€ TOMOJOTMYHBIE
XPOMOCOMBI, a TAKIKE IO JIBa aJUIeJs KaKI0ro reHa.

2. T'oMonoruyHblE XPOMOCOMBI PACXOJATCA K HPOTHUBOMOIOXKHBIM IIOJIIOCAM
JieJIeHus, B pe3ysbTaTe 4ero raMeTbhl HECYT 1O OJHOH XPOMOCOME U3 KaxIou
mapsl. Tak e KakIas raMeTa COJACP)KUT TOJNBKO OTUH M3 JBYX aJUICNBHBIX TEHOB
(TIpaBHIIO YUCTOTHI TaMeT).

3. B pe3ynbTare OImIOMOTBOpEHMsI 00pa3yercsl 3Urota ¢ JUTUIOMIHBIM HA00POM
XpoMocoM (OAWH HAOOp XPOMOCOM MOJNYYeH OT MAaTepPHHCKOTO, a BTOPOH — OT
OTIIOBCKOTO opraHm3Ma). KakIplif opraHu3M MMeeT 110 JiBa aJUIeIbHBIX TeHa, OJHH
13 KOTOPBIX TTOJTyYeH OT MaTepH, BTOPOH — OT OTIIA.

4. HeroMoJIOTHYHBIE XPOMOCOMBI PACXOJATCS K TONIOCAM HE3aBHCHMO JAPYT OT
Jpyra, ¥ B TaMeTaxX BO3MOXKHBI UX JII0OBIC KOMOMHAINN. B To ke BpeMs N3BECTHO,
YTO HeaJUICJIbHBIC HECUCTICHHBIC TeHBI HACTIEAYIOTCS HE3aBUCHMO JPYT OT Apyra
U CITly4aitHO KOMOMHHUPYIOTCSI.

JlokazaTenbCcTBa XPOMOCOMHOM JIOKANM3allMd T€HOB OBLIM IMOTydeHB T.
Mopranom (1910 r.) u K. Bpumxecom (1916 r.) mpu uzydeHun y Ipo30(pHIbI
HacJIeJOBaHUs PU3HAKOB, CIIETUICHHBIX C TOJIOM.
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(I)OprI Pa3MHOKEHUSI OPraHU3MOB M UX OMoJIOTHYECKOe 3HAYEHHE.

Pa3mHOXeHUE, T.e. CITOCOOHOCTH MPOU3BOANTH ce0e MOJOOHBIX — OJTHO W3
OCHOBHBIX CBOHCTB JKMBBIX OpraHm3MoB. CyIIECTBYIOT [Ba OCHOBHBIX THIIA
Pa3sMHOXeHHUS — OECIION0e U TTOJIOBOE.

Becnonoe pasmuoscenue npoucxonut 6e3 oOpa3oBaHUs TaMeT, H B HEM
y4acTByeT TOJBKO OAMH oOpraHm3M. IIpm OecrnoioM pa3sMHOXKEHHH OOBIYHO
00pa3yroTCsi ~ WACHTHYHbIC  MOTOMKH, a  CIMHCTBEHHBIM  HCTOYHHKOM
HACJICICTBEHHON U3MCHYMBOCTH CITY>KUT MyTallMOHHBIH IpoLiece.

Cy11ecTBYIOT HECKOIBKO TUIOB OECIIOIO0ro pa3MHOKEHUS:

— bBunapHoe Oenenue, TIPH KOTOPOM OOpa3yrOTCs ABE HACHTHYHBIC IOYCPHHUC
KJICTKH (OaKTepuy, MHOTHE MPOCTEHIINE W BOJAOPOCIH). Y SYKapHOT B OCHOBE
9TOTO THIIA Pa3MHOXKCHHUS JISKUT MHUTO3.

—  Mnooicecmeennoe — Oenenue  (wu3020Hus), TPH  KOTOPOM  BCJIEn  3a
MHOTOKPATHBIM  JICIICHHEM KJIETOYHOTO sapa CIeAylT obocoOieHue
IIUTOIIA3MBI  BOKPYT K&XKAOTO W3 OOpa3oBaBIIMXCSA sAIep U JCJICHUE
MaTEepPUHCKON KICTKM Ha MHOXECTBO JOUYCPHHUX KIIETOK. XapaKTepHO I
CTIOPOBHKOB.

— [Ilouxosanue, TIpu KOTOPOM HOBast 0co0b 0Opa3yeTcs B BUIe Oyropka (TIOUKn)
Ha Tele POAMTEIHCKOM 0coOHM, a 3aTeM OTHAeNAeTCA OT Hee, MPEeBpaIlasich B
CaMOCTOATENBHBIN opranmsM. HabmogaeTcs y KUIIEYHONOIOCTHBIX, APOACKEH
U J1Ip.

—  ®@pazmenmayus — pazferaeHue 0cOON Ha JIBE WM HECKOJIBKO YacTel, Kaxaas U3
KOTOpPBIX pacTeT W 00pa3yeT HOBYI 0co0b. BcTpeuaercss y HHTYATHIX
BOJIOPOCIICH, TpUOOB H JIp.

— BecemamueHoe paszmHodiceHue, TPU KOTOPOM OT PACTCHUs OTAEIICTCS
OTHOCHUTENBHO Ooubinas, oOb4HO nuddepeHMpoBaHHas 4YacTh (4acTh
BEreTaTUBHOTO OPraHa) M Pa3BHBACTCS B CAMOCTOSITENbHOE pacTeHune. Hepemko
pacTeHHsT 00pa3yIOT CHEHWaJbHBIC CTPYKTYpHI, IPEeTHA3HAYCHHBIC IJISI ITOMH
eI JTYKOBHIIBI, KOPHEBHIIA, KITyOHH H T.II.

— Obpaszosanue cnop XapakTepHO JUII rpuboB u pacteHmii. Criopa — oxHa W3
CTaJuii JKU3HEHHOTO ITHKJIA, CITyKamias JUIs Pa3MHOKEHHS M MPEICTaBIIIONIast
€000l KJIETKY, MOKPHITYI0 OOOJIOUKOH, 3alMINaroIell OT HeOIarompusITHBIX
YCJIOBHUH CpeJibl.

- HOI[BI/I)KHLIG CIIOPBHI, cHaOKEHHBIE KT'yTUKaMH, HAa3bIBAIOTCA 300CTIOpaMu
(mampumep, y BoJOpoOCIei).

[lpu nonoéom pasmmuolceruu TOTOMCTBO TONYYaeTCs B pe3yibTare

CJIUSIHUSI TEHETHYECKOT0 MaTepHalla raronHbIX siep. CylmecTByloT aBe GpopMsl
I0JIOBOTI'O IIpoLecca:
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- KOHvIo2ayus, TIPU KOTOPOH CIEIHaIbHbIC MONOBbIE KIETKH HE 00pa3yroTcs, HO
OoCymIecTBIACTCI OOMEH TEHeTHYeCKOW uHpopMammed Mexay o0co0sMH
(mabmromaercs y HHPY30pHii).

- KonyaAyus, IPU KOTOPOH sApa COAEPXKATCS B CICHHATH3UPOBAHHBIX ITOJIOBBIX
KJIeTKaX — raMerax. lIpu OIUIOMOTBOPEHHMH ATU TaMETHl CIMBAIOTCH, 00pasys
JUIUTONIHYIO 3UroTy. ECii raMeTsl He OTIMYaroTCs APYT OT APYra, HMEeT MECTO
n3oramMusi  (Hampumep, Yy XJaMHUAOMOHAIBI), B Ciyyae, €CIM TaMeThl
nuddepeHInPOBaHbl HA KPYMHBIC M MEIKUC KICTKH — aHU30raMusi (BOJBBOKC),
KOTJIa TaMeThl PEe3KO OTIMYHBI — 00raMus (MHOTOKJIETOUYHBIE )KUBOTHBIE).

OObeauHeHne JByX HaOOpOB XpOMOCOM B  pe3yjbTare IIOJOBOTO
pa3sMHOMKEHUS SABISIETCS OJHOM M3 TEHEeTHYEeCKUX OCHOB BHYTPUBHUJIOBOM
HN3MEHYHBOCTH.

Bumbl, y KOTOpBIX CYHIECTBYIOT MY’KCKHE M IKEHCKHE oco0u -
paszenbHonosble. SIBIeHue, MPU KOTOPOM CaMIlbl U CAMKU OTIMYAIOTCS APYT OT
Jpyra, MOTyYMJIO Ha3BaHWE II0JIOBOTO JuMopdusma. Pasmudmst MOTyT KacaTbes
CTpOEHHs Tesa, OKPACKU, MHCTUHKTOB M T.A. Buabl, y KOTOpBIX OAHA M Ta XK€
0co0b  crocoOHa  NPOM3BOAWUTE M MYXKCKHE, M OJKCHCKHE TaMeThl —
repmadporuTHBIE. ['epMadpoUTH3M YACTO MPEACTABIACT COO0H MpuCIIocoOIeHNe
K MaJIONOABI)KHOMY WM Tapa3sHUTHYECKOMY 00pa3y »H3HH, 4TO, B YAaCTHOCTH,
XapaKTepHO IS JIGHTOYHBIX depBel. OqHaKo y OONBIIMHCTBA TepMadpOIUTHBIX
BHIOB HMEIOTCS pa3ugHBIC MIPUCTIOCOOTICHUS, MIPETSITCTBYIOIIHE
CaMOOIUIOJOTBOPEHUIO M CHOCOOCTBYIOIIUE IEPEKPECTHOMY OIUIOJOTBOPEHUIO
(HanpuMep, pa3HbIe CPOKH 00Pa30BAHNS AHIIEKICTOK U CIICPMHIEB).

Ilapmenozenes — onaHa W3 MOAM(UKALUN IOJIOBOTO Pa3MHOKEHUS, HPH
KOTOpOH JKEHCKas raMeTa pPa3BHUBAcTCS B HOBYIO 0CO0b 03 OIIOZOTBOPEHHS
MyXckoii ramerod. beur obGmapyxeH B cepemmre XVIII B. IlIBeiimapckum
HatypanuctoM II. bonne. CymiecTBYIOT /1Ba BU/a MapTEHOT'€HEe3a — FalJIONIHBII 1
JUIUIONIHBIM, B 3aBUCUMOCTH OT KOJHMYECTBA HAOOPOB XPOMOCOM B JKEHCKOH
ramere. Hampumep, ramiongHbli HapTeHOTeHe3 HAONIOAaeTcd y MEIOHOCHOU
m4enbl, y KOTOpPOH M3 HEOMIOAOTBOPEHHBIX  SIMIEKJIETOK Pa3BHBAIOTCA
rarionHble caMmilbl. JIUMmouaHbI mapTeHoreHes xapaktepeH 1 Tiaeil. Ho on
HOCHUT IUKIIMYHBII XapakTep (JIETHHE CAMKU Pa3MHOXKAIOTCS TAPTEHOr€HEeTUYECKH,
a OCEHBIO NMAPTEHOTeHEe3 CMEHAETCS Pa3MHOKEHUEM C OILIOZ0TBOPEHUEM).

VY OONBIIMHCTBA BHOB, PA3MHOXKAIOMINXCS OCCIHOJIBIM ITyTEM, OOBIYHO
BCTPEUAETCsl YepeJoBaHHE IOKOJIEHHWH, MpU KOTOPOM BCIEX 3a OJHUM WIH
HECKOJIbKUMH TTOKOJEHUSIMHU, BOSHUKIIUMH OECIIOJIBIM IMyTEM, HACTYHAeT MOJI0BOE
pa3MHOXKeHHe. becronoe pa3smMHOXeHHE oOecreunBacT ObICTpOE yBEIHUCHHE
KOIMYecTBa 0co0elf, a TOoJI0BOE pPa3MHOKEHHE BBICTYNAET HCTOYHHKOM
N3MEHUYUBOCTH, CIIOCOOCTBYIOIIEH IIPUCIIOCOOJIEHHIO OpraHM3MOB K Cpele
OoOUTaHUS.
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2.3. 3AKOHBbI HACJIEACTBEHHOCTH. 3AKOHOMEPHOCTH
HACJIEJOBAHMUSA I'EHOB

B HacTosmiee BPEMs BBIACIIAIOT TPU 3aKOHA HACJIICACTBEHHOCTU U YETBIPE
3aKOHOMEPHOCTHU HACJICAOBAHUA I'CHOB:

3aKOHbI HACIIC/ICTBEHHOCTH:

- 3akoH pacuieruienus (I'. Menenn);

- 3akoH He3aBUcHMOTO HacienoBanus (I'. MeHens);
- 3akoH cuerureHHOro HacienoBauus (T. Mopran).

3aKOHOMEPHOCTH HACJIeIOBAHUS T'CHOB:

-HaCJICIOBAHUC AJIJICTIBHBIX I'€HOB aYyTOCOM;,

-HaCJICIOBAHUC I'CHOB ITOJIOBBIX XPOMOCOM;

-HACJICAOBaHUC HCAJIJICIBbHBIX I'€CHOB, JIOKAJIM30BAHHLIX B HCIOMOJIOTHYHBIX
XpoMocoMax (HaCJ’Ie)IOBaHI/Ie HCAJJICIIbHBIX TCHOB HCCHeHHeHHLIX);

-HACJICAOBAaHUC HCAJICIBbHBIX TI'CHOB, JIOKAJIMW30BAaHHBIX B TI'OMOJIOTHYHBIX
XpoMocoMax (HaCJ’IeI[OBaHI/Ie HCAJICJIbHBIX I'CHOB CL[CHJ'IBHHLIX).

3akon pacwennenusn

3akoH pacmierieHuss ObL1 OTKpHIT [. MeHzaeneM Ha MOHOTHOPHIHOM
CKpCLIMBAaHUK, OH OTPaKaeT XapakTep (3aKOHOMEPHOCTh) HACJCIOBAHMS
aJJICTIBHBIX TCHOB ayTOCOM.

P A X a
I'amets (G1)
_
F1 Aa X Aa
Iametsr (G2) @ e @
F2 AA Aa Aa aa
Pacmennenue 1AA :2Aa: laa

10 TCHOTHUIIaAM

Pacmennenue 3A:1a
no (heHoTUIaM
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EnnnHooOpaszue  mepBOro  MOKoJieHWsT — HAOMIOJaeTcst  MOTOMY,  4TO
TOMO3UTOTHBIC POANUTENN 00pa3yioT 10 OJHOMY THITy rameT. [Ipu ciusHuu ramer
(Bo BpeMsI OIUTOJOTBOPEHHS) (OPMUPYIOTCS TOJBKO TeTEPO3UTOTHBIE OPTaHU3MBI
(Aa). Pacmeruiennii mo reHOTUIAM U ()eHOTUIIAM HET.

Pacmienienue mo reHOTHIIAM BO BTOPOM TOKOJEGHHH NPOHCXOAUT HOTOMY,
9TO TreTepo3uroTHele (Aa) motoMku mepsoro nokoienus (F1) obpasyror mo asa
THUIIA TaMeT, KOTOPbIE TIPH OIJIOA0TBOPCHUH COSAUHSIOTCS CIy4aitHo.

Paciienyienrie 1O TEHOTUIIAM  ONpENENIsIeTCss TEHOTUIIAMHM  POJUTEINICH.
Paciiennienye o heHOTUIAM OIPE/eIIsieTCS TEHOTUIIAMH POJMTENIeH U (opMaMu
B3aUMOJEICTBUS I'€HOB.

I 3axon Mendens (3axon pacwenienusy): npu (hopmuposanuu 2amem 6
Kadicoylo  eamemy nonaoaem no OOHOMY 2eHY U3 Napbl dUICIbHbIX 2€HO8,
gcredcmeue ue2o npu MOHOSUOPUOHOM CKPEWUBAHUU 80 6MOPOM NOKOJEHUU
nabniooaemces pacwennenue no eenomunam (1:2:1) u no genomunam (3:1 unu
1:2:1).

LM TONOrMYeCKUMHU OCHOBAMH JIAHHOTO 3aKOHA SIBIISETCS:

- PacxoxaeHne TrOMOJOTHYHBIX XPOMOCOM K Pa3HBIM IIOJIFOCAM KIIETKH MpH
TIEPBOM JieJIeHUH Meiio3a (anadase I);

- CayuaiiHOoe  COEJMHEHHE TaMeT  POAUTEIBCKHX OpPraHu3MOB  MpH
OILIO/JOTBOPECHUH.

3aKOH HE3a6UCUMO20 HACTIE008AHUA (C80000H020 KOMOUHUPOBANU)

3aKOH HE3aBUCUMOIO  HaCl€[OBaHMSl  OTKPBIT I'Mennenem Ha
JUTHOPUIHOM  CKPCIIMBAaHMH, W  OTpakaeT XapakTep (3aKOHOMEPHOCTB)
Hacjel0BaHUsl HEalIeJIbHBIX T€HOB, pACIOJOKEHHBIX B HETOMOJOTHYHBIX
XpOMOCOMax, T.€. HEaJUIEJIbHBIX T€HOB HECIICTIIIEHHBIX.

P AABB X Aabb
Tamersr (G1)
_
F1 AaBb
Pacmennenne Her

10 TCHOTHUIIAaM

Pacwiennenue
1o (hpeHOTUTIAM et (AB)
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F1 AaBDb x AaBb

G¢Q AB Ab aB ab
GJ
AABB AABD AaBB AaBb
AB
Ab AABD Aabb AaBb Aabb
aB AaBB AaBb aaBB aaBb
Ab AaBb Aabb aaBb aabb

Pacmemienue mo renotnnam 1:2:2:1:4:1:2:2:1
Pacmennenne mo ¢perorunam 9AB : 3Ab : 3aB : lab

Pomurensckne opranmsmsl (P) hopMupyroT o 0HOMY THITY TaMeT, T.K. OHH
roMo3uroTHEl. Bce moromkm mepBoro moxomeHus (F1) mMeroT omamHaxOBBIN
TeHOTHII - AUTEeTEepO3UTOTHEIN (AaBb) u, cienoBatenbHO, OAMHAKOBBIA (PEHOTHIT
(AB). Ilotomku mnepBoro moxosieHus (AaBb) dopmupyror mo 4 Tuma ramer B
PaBHOM COOTHOLICHUH, T.¢. 0 25% mmn %. CryuaifHoe coeaMHEHHE rameT IpH
OIJIOJIOTBOPEHUH TNPUBOJUT K oOpazoBanuto opranusmoB (F2) co coboano
KOMOMHHPOBAHHBIMH T'€HaMU M, COOTBETCTBEHHO, Impu3Hakamu (¢peHoTtums:: AB,
Ab, aB u ab).

Pacmienienue 1o (peHOTHITY, KaK M B IMPEBIAYIIEM ClIydae, Oonpe/essieTcs
TeHOTHIIAMH IIOTOMKOB BTOporo mnokojieHus (F2) m ¢opmamu B3aumonelcTBus
T'CHOB (aJUICIIbHBIX ¥ HEAJUICJIBHBIX ).

1l 3axon Mendenn (3axon He3asucumozo Hacnedosamus U c80000H020
KOMOUHUPOBAHUS): HeallleNibHble HeCYenieHHble 2eHbl, d MaKdce onpeoensiemvie
UMU  MPUSHAKY — HACNIeOYIOMCS  He3aeucumMo oOpye om opyea u  CIy4aiiHO
KOMOUHUPYIOMCSL Y NOMOMCMEA.

HI/ITOHOFI/I‘IGCKI/IMI/I OCHOBaMHM JTAHHOTO 3aKOHA ABJISCTCA:

- HesaBucumoe PaACXOoXKACHUC U KOM6I/IHI/IpOBaHI/IC HCTOMOJIOTUYHBIX XpOMOCOM
y TIOJIFOCOB KJICTKH TIPH TIEPBOM JIeJIeHHN Meifo3a (aHadasza )

- CayuaiiHoe  COeMHEHHWE  TaMeT  POJMTEIbCKUX  OPraHW3MOB  MpH
OILIOJOTBOPEHUH
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3akon cuennennozo nacineoosanus

3akoH  oTpaxaeT  XapakTep  (3aKOHOMEPHOCTb)  HacIeJOBaHMs
HEaJUICIbHBIX ~ TEHOB, JIOKAIM30BAHHBIX B  TOMOJOTMYHBIX  XPOMOCOMAax
(cuenaeHHbIX). Otkpeir T. MopraHom Ha AWTHOPHIHOM CKpPELIMBaHUU.
CreruieHHbIE T€Hbl HE MOTYT HAcJeJOBaThCs CBOOOJHO (HE3aBUCHMO JpYyr OT
apyra). BeposiTHOCTb MX COBMECTHOTO WIJIM Pa3AeNbHOTO HACIEAOBAHMS 3aBUCHT
OT XapakTepa CLEIIeHHs (IIOJHOT0 WK HETIOJIHOT0).

®opMupoBaHHe TAMET Y OPTaHU3MOB €O CIEMIEHHBIMU TeHAMHU

Xapakrep I'enoTun Jloxanuzanu Tunel ramer
cuenJeHust opraHusma 51 TeHOB
Henonnoe
CLETICHUE AB AT a AB HEKPOCCOBEPHBIE
AaBb= ==== rameTbl, B CyMMe
ab B" b ab 1704
6oubrre 50%
Ab KPOCCOBEPHEIC
rameTbl, B CyMMe
aB ux
Menblue 50%
ITonnoe
CLICTIICHHE AB A AB HEKpPOCCOBEPHBIC
AaBb= ==== |B b rametsl, 10 50%
ab ab KaXkII0ro THITa

[lpy HENnoNHOM CLEIUVICHAHM MEXIy TeHaMH MOXET IIPOUCXOIHTH
KPOCCHHTOBEp (HapylICHHE CICIUICHWs) W JUTETepPO3UTOTHBIN opranmsMm (AaBb)
npoxynupyer 4 Tuma ramer (KpOCCOBEPHBIE M HEKPOCCOBEpHBIC). ['€HBI MOryT
HaCJIeIOBaThCs KaK BMECTE, TaK M TOpo3Hb. OO0IIee KOMMYECTBO KPOCCOBEPHBIX
raMeT M KPOCCOBEPHBIX OPTaHW3MOB B IIOTOMCTBE MPOITOPIIMOHAIEHO PACCTOSHHIO
MEKIY CHCTUICHHBIMH 'CHaMH.

[Tpu MoJTHOM CIIETUIEHUH KPOCCHHTOBED HE MPOUCXOTUT, TUTETSPO3UTOTHBIN
opranm3Mm (AaBb) dopmupyer 2 Tuma ramer (HEKPOCCOBEPHBIE), TEHBI
HaCJIeYIOTCS TONBKO COBMECTHO, KaK OJIMH TCH.

LluTon0orMYECKMMI OCHOBAMHM JIAHHOTO 3aKOHA SBJISCTCS:

A. Ilpu nonnom cuennenuu zenos:
° PacxoxeHre TOMOJIOTMYHBIX XPOMOCOM K Pa3HBIM IIOJIFOCAM KIETKH MpU
[IepBOM JienieHun Meio3a (anadase I)
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o CrnydaifHOe  CcOCJWHEHHE TaMeT  POJUTCNBCKUX  OPTaHU3MOB  IIPHU
OILIOJOTBOPEHUHU

b. IIpu nenonnom cuyennenuu 2enog:

e Kpoccunrosep

e PacxOoXICHHEC TOMOJIOTHYHBIX XPOMOCOM K pasHbIM IIOJNIOCAM KJICTKH MpU
MepBOM JieieHnH Meiio3a (anadasa I)

e PacxoxaeHHEe XpPOMAaTHI K Pa3HBIM IOJOCaM KICTKH IIPH BTOPOM JICJICHHU
Metro3a (anagasa I1)

e CiryyaifHOe CIHSHUE TaMeT POTUTEIBCKUX OPTaHU3MOB IIPH OIIOOTBOPCHHUH.

3akonomepnocmb  HACE006AHUA  2eH08, JOKATU306AHHLIX 6  NONOBBIX
Xpomocomax (Hacnedoganue, cyenieHHoe ¢ noIom)

HacnenoBanne reHOB, JOKQJIN30BAHHBIX B ITOJIOBBIX XPOMOCOMAX, MOXKHO
paccMOTpeTh Ha IMpUMepe HACIEAOBaHMSA TCHOB IeMO(IINN y YelloBeKa, KOTOPBIe
pacmonoxeHsl B X xpomocoMme. 3a007IeBaHNE BBI3BIBACTCS PEIIECCHBHBIM aJUICIICM
(Xh). JKeHIuHa MOKET UMETh OJIUH U3 TPEX BApUAHTOB I'€HOTUIIOB: xHxH R xHxh
um X'X" Y MYXUHHBI - OJMH M3 JBYX BAPMAHTOB TeHOTHIOB XY MM X"Y.
I'oMO3UTOTHBIC TOMHHAHTHBIC M T€TEPO3UTOTHBIC KEHIMHBI UMEIOT HOPMAaIbHbIH
¢eHoTUN (340POBBIE), TOMO3UTOTHBIE PELECCUBHBIE - OOJbHbIE.  MYyKUUHBI
FEeMH3HUTOTHBI 110 TeHY reMOMHINU (FeMU3UIOTHBIE 1oMUHAHTHBIE XY - 310pOBBIE
WM TEMU3UTOTHBIE PElleCCUBHBIE Xy - 0OJBHBIC).

Cxema HacJieIOBaHHUSI TeHOB TeMO(MIINH Y YeJoBeKa

IlepBBIli BapHaHT: POAUTEIHN 310POBbI

a) P xHxH X Xy
T'amertsl (G) ><
F XHxH Xty

Bcee netn 310poBbL. BeposTHOCTE pokIeHHs
60sbpHOTO pedenka — 0
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6) P

[ameTbl (G)

BeposatHocTs pokaeHust 60J1bHOM AeBOUYKH — 0

BeposiTHOCTb poXkaeHUs 60IBHOrO Manbyuka — 25% unu s

BepositHOCTh poskaeHus 6onbHOTO pederka — 25% nmm Ya

Bropoii BapranT: MaTh 30p0OBa, OTEI OOJIEH

B) P XHxH X X"y

[ameTbl (G) @ @o

N

F XHxn b %

Bce netu 310poBbl. BeposTHOCTD pokaeHUs
6onpHOTO pedenka — 0

r P XX X X"y

/N A
Famets! (G) @ @ m

F xixh o xhxh Xty xhy

BeposTHOCTB poskaeHNs OOIBbHON NeBOYKH — 25% i 1/4
BeposTHOCTS poskaeHNs 00IpHOTO Mambunka — 25% wn 1/4

Beposrnocts poxxaenus 6onpHoro pedenka — 50% wmm 1/2
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I'eHBI TIONOBBIX XPOMOCOM HE MOTYT HACJIEHOBATHCS TaK )K€, KaK TEHBI
ayTOCOM, MOCKOJIBKY IIOTOMKH Pa3HOTO IOJa TONTydaroT OT poauTenei pasubie (X
n Y) wmu ogmHakoBbie (X u X) ITOJIOBBIE XPOMOCOMEI, CIICOBATEIBHO, T'CHBI
MOJIOBBIX XPOMOCOM M TPU3HAKH, KOHTPOIUPYEMBIC 3THMH TCHAMH, CPeIH
IIOTOMKOB Pa3HOTO T0JIa PACIPEAETIAIOTCS HEPaBHOMEPHO.

UTOJIOTHYECKUE OCHOBBI _HACJIC[OBAHUS, CIHCMJICHHOTO C TOIOM —
pacxorkKJIeHUE MOJIOBBIX XPOMOCOM B pa3HbIe KICTKU IPH MEPBOM JISJICHUH Melo3a
U cily4aliHOE CIMSHHE raMeT IPH OIUIO0TBOPEHHUH.

3. TEHETHUKA YEJIOBEKA. MEJJUIIUHCKASA 'TEHETUKA

I'eneTuka yenoBeka HU3y4acT HACJICACTBEHHOCTb U USMCHUYMNBOCTDH Y€JIOBCKA U
MO3TOMY ABJIACTCA TeOpeTH‘IGCKOﬁ OCHOBOI COBpeMeHHOﬁ MCEAWLIUHBI.

3.1. XAPAKTEPUCTHUKA 'EHOMA YEJIOBEKA

JIHK KiIeTkn dwenoBeka (coMaTHuecKas KiIeTKa COAepkHT 6,4x10° m.m.)
MpeJICTaBIICHA:

— xpomocomHoit JTHK (95%), cocpenoToueHHO# B XpOMOCOMax;

— wmroxouapuansHort  JIHK (5% JHK kietku), Haxopmsmedcs B
MHUTOXOHPUSIX;

— kKousbueBbiMU MoJiekynamu JIHK, nokanu3oBaHHBIMM B HYKJIEOIJIa3Me
WIH TUTOIIA3Me, COJEPKAIIUMHU aMIUTU(QUIIUPOBAHHBIE OHKOT€HBI, T€HBI
PE3UCTEHTHOCTH K JACHCTBHIO JIEKAPCTBEHHBIX IPENapaToB, TOKCHHOB U
JIPYTHUX areHTOB.

B renome uyenoBeka OPUCYTCTBYIOT  TaKXKe  TPaHCIO3UPYEMbIE
TeHETUYECKHE DJIEMEHTEI.

B mna3zme kpoBu denoBeka 0OHapyKUBaIOTCS CBOOOIHO LUPKYIUPYIOLIUE
MOJIEKYJIbl ~ HYKJIEWHOBBIX  KHUCIOT  (HYKJIEHHOBBIE KHCIIOTBl  KPOBH).
IIpeanonaraercs, yro nosisienue BHekaeToyHou JIHK B miasme kpoBu u mpyrux
JKUJIKOCTSIX OpraHU3Ma CBSI3aHO C aIlloNTO30M, Pa3pyLICHUEM OMYXOJEBbIX KIETOK U
AKTHBHBIM BBIXOZIOM HYKJIEHMHOBBIX KHCIIOT U3 OITyXOJIEBBIX KJIeTOK. KoHIIeHTpanus
BHekserouHoi JIHK B rmma3Me KpoBH y 3J0pOBOI0 YEJIOBEKA COCTABISIET IPUMEPHO
10-30 Hr/mi, ¥ 3HAYUTEIBHO YBEIUYMBACTCS B CJIydae OHKOJIOTHYESCKHX
3a0oJeBaHui (MOBBINIACTCS B ICCSTKH Pa3).

Xpomocomnaa JIHK  oOpazoBaHa yHHKaJIGHBIMH W  TTOBTOPSIOIIMMUCS
[I0CJIEI0BATEIbHOCTSIMA ~ HYKJICOTUAHBIX Mmap. XpomocoMmHyw JIHK wmoxHO
pa3aenuTb Ha ¢bpaxmuu: JHK, KOIMPYIOIIast AMHHOKHCJIOTHBIE
nocnenoBaredbHOCTH B Oenkax (MeHee 2%); JIHK, necymas wHbopMmanmio o
TPHK, pPHK, mnpaiimepax, MaPHK, ™MuPHK; perynstopHble 31€MeHTHI;
n3opiTounast JTHK.
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N36wiTounas JIHK BrirodaeT:

— BCTaBOYHbIC IOCJIEI0BATEIBHOCTH U YUaCTKH MEXKY I'€HaMH,
— HHTPOHBI,

— MHOTI'OKOIIMHHBIE T'CHBI,

— HepaloTarolIye I'eHsl,

— TICEBIOTEHBI,

— IPOLIECCUPOBAHHBIE IICEBJIOTEHBI,

— TIOBTOPBHI,

— caremmmutHyo JJHK.

Jns  demoBeka XapaKTepeH I[IMPOKHH TeHETHYeCKH W OeIKOBBIN
MOTUMOP(H3M. I'enernueckuit OJIHOHYKJICOTUJHBII TOTUMOP(U3M,
3aTParvBalOINi  KOAWPYIOIIME W HEKOJWPYIOIIHe OO0IacTH, TPHBOAUT K
KAa4eCTBCHHBIM (M3MECHEHHE HYKJICOTHAHOTO COCTaBa) WM KOJMYECTBCHHBIM
(U3MeHeHHUe Ynciia MOBTOPOB B JIOKYCE) MHAMBUAYATBHBIM OTIHUYUSIM B CTPYKType
JHK passeix mogeit. ITpumepom moxer ciyxkuts 20-xpoMocoMa, B KOTOpOH
BcTpeuaercs 6oxee 30 000 BapraHTOB pacroa0KeHHs HyKICOTHUIOB.

Xpomocomuass JIHK B kommiekce ¢ Oenxamu (OPMHPYET XPOMOCOMBL.
Kapuotun uenoBeka - 46 xpomocom (23 mapsl). B coorBercTBUM €
MexIyHapoJHOW CHCTEMON /I LUTOICHETHYECKOH HOMEHKJIATyphl YellOBeKa
(1995 1.) XpomMocoMbI 0 MOP(OIOTHIECKUM OCOOCHHOCTSM (METallCHTPHYECKHUE,
CyOMeTalleHTpUYecKHe,  aKpOLEHTPHYECKHE), pasMepaM M pe3yjbTaTram
I depeHInaTbHOTO OKpAIIMBAaHUS OAPA3ACSIIOT Ha 7 TPyHn M 0003HAYaIoT
OykBamH JIaATUHCKOTO andaBuTa. HOpMasbHBINH KapHOTHI YEIOBEKAa MOXET ObITh
BBIpaxkeH Gopmyoi — 46,XX, wiu 46,XY, B 3aBUCUMOCTH OT T0JIa.

ITonosble xpomocoMbl — X U Y. Y-XpoMocoMa COIAEPKUT 78 I€HOB: I'€HBI
("momarmrHero Xxo3siicTBa"; TeHBI, OTBEUAIONIME 32 pa3BHTHE OpraHu3Ma IIo
MYXXCKOMY THITy; HEOOXOOWMBIE M 00pa3oBaHHA W  (YHKIHOHHPOBAHUSA
CIEpPMATO30HMI0B M Mp.). 7 W3 BBIABICHHBIX T'CHOB BBI3BIBAIOT HACIEACTBCHHBIC
0o0me3HN.

B xeHCkOM opraHmsMe, B OTIMYHE OT MY’KCKOTO, IBOWHHON Habop X-
XPOMOCOM H, CIEIOBATEIbHO, ABOWHAS 103a T€HOB JAHHBIX XpoMocoM. [losTomy
KEHCKUH OpraHm3M 001aqaeT BO3MOKHOCTBIO BBIOOpA U3 IBYX BapHAHTOB ayuieiei
(Ipu TeTepO3UTOTHOCTH) HanboIee “BBITOAHBIX B OHMOJOTHYECKOM OTHOIICHUH, C
4eM CBA3BIBAIOT Oojee JUIMTEIbHYH) T'€HEeTHYEeCKH 3alporpaMMHPOBAHHYIO
CPEHIOI0 MIPOAOKUTEIBHOCTD KI3HH.

Haunnas ¢ 20-21 nHst 5MOPUOHATBHOTO Pa3BUTHSL, TPOUCXOIUT HHAKTUBALIHS
oZHOH X-XpoMocoMb! ((opmupyercs (akyIbTaTHBHBIN rerepoxpomaruH). LlenTtp
MHAKTUBAllUU HAXOAMTCS B AIMHHOM IUIEY€ XPOMOCOMBI. I'€HbI, TOMOJIOTUYHBIE
reHam "JOMalIHero Xo3aicTea" Y-XpOMOCOMBI, U T€HBI, PACIOI0KEHHbIE PAIOM C
TeloMepaMH, He MHakTHBUpyloTcsa. MerunupoBanue JIHK, He sBussce
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MIEPBONIPUYMHON, WrpaeT CYIIECTBEHHYIO pOIb B 3aBEpUIICHHH Ipolecca
MHAKTUBaIMU. Pe3ynpTaT WHAKTUBAIIMM - MO3AaMYHOC TIPOSIBICHHE TCHOB X-
XpoMocoM y skeHIHH. PeHoTnnmyeckas KOPPEKIHsA Yy TETepPO3UTOT BO3MOXKHA,
€CIIM B YacTH KJIETOK OpraHa HEe MHAKTHBHPOBAHA X-XPOMOCOMa C HOPMAaJIBHBIM
TCHOM.

T'enom yenoBeka HacuuTbiBaeT okojio 30 000 reHoB (ramaouaHbIi HAOOD).
Pasmepsl GonpmmucTBa M3 HuX A0 50 000 v, B psne ciyyaeB BO3MOXKEH
aNbTCPHATUBHBIA CIUIAWCHHT, OTCIOJ]a 4YHCIIO OenkoB opraHm3sma B 1,5-2 pasa
MPEBBIIIACT YKCIO TCHOB. [CHBI pachojaraloTcsi KiacTepaMH W 00pasyroT
MYJIBTUTCHHBIC CeMeiicTBa (CEeMeiCTBO TJI0OMHOBBIX T'CHOB).

KonnuecTBeHHOE paclpesieicHHe TeHOB 4YeJOBCKa M PAacIpelesicHHe II0
GyHKIMAM nipezicTaBieHsl B Taduie (mo boukosy H.IT., 2001).

Pacnpenenenue reHoB no
(YHKIUAM NePBUYHOIO NPOAYKTA

KoaunuecTBeHHOE pacnpeaesieHue
I'¢HOB

— ¢epments (31,2%)
— MOJYJIATOPHI OETKOBOH (QYHKITNH

— cunre3 PHK u 6enkoB — 22%
— KietoyHoe aeneHne — 12%

(13,6%) — KJICTOYHBIC CUTHAJBI —12%

— peuentops! (10%) — 3amuTa Kietkd — 12%
— TPaHCKPHUIIIUOHHBIC (haKTOPBI — wmerabomusm — 17%
(10%) — KJIETOYHBIE CTPYKTYpPBI — 8%

— ummyHornoOyunbl (10%) u T.1. | — gemssectHsle GyHKImH — 17%

VY denoBeka HMEIOT MECTO Bce ()OPMBI B3aUMOJCHCTBUS AalUICNBHBIX U
HEaJICJbHbIX T'CHOB, JICTAIbHbIE M IIOJIyJIETAIbHBIE I€Hbl, MHOXKECTBEHHBII
aJUIETIU3M, TUIEHOTPOIIHS.

I[JI}I YCJIOBCKA CHOpaBCUIMBLI BCE€ 3aKOHOMCEPHOCTHU HACJICAOBaHUA I'€HOB U
3aKOHBI HACJICACTBEHHOCTHU, XapPAKTCPHBI BCC (bOpMLI HU3MCHYMBOCTH.

B03MOXXHO OTKJIIOHEHHE OT MEHJEIEBCKOTO PACHICIUICHHS H3-33 2eHOMHO20
UMPPUHMUHeA — BBIKIIOYCHHUS SKCIPECCHM TCHOB WM XPOMOCOM OJHOTO H3
poauTeneil. MexaHH3M HMIIPHHTHHTA MOXET OBITh CBS3aH CO CIEIH()UICCKIM
METHIIMPOBAaHWEM IIMTO3WHA BO BpeMsi TaMeToreHe3a. B psae ciydaes
COOTBETCTBYIOIIMH PUCYHOK METHIMPOBAHUS AJUICIBHBIX TCHOB, YHACIECIOBAaHHBIX
OT MaTepud M OTIAa YCTAHABIMBACTCS TIIO3][HEE, HA PAHHUX CTAIMSIX pPa3BHTHUS
9MOpHOHA. DTOT PUCYHOK COXPAHIETCS B PSY KIETOYHBIX MOKOJCHHUH, HO MOXKET
“ctupaThcs” B mporecce 00pa3oBaHUS  3apOJBINICBOW TKAaHM H  TraMer.
MeTunpoBaHre BIUSET HA KCIPECCUIO TeHOB (aKTUBHBIA I'eH HE METWJIMPOBAH
WIM WMEeT CHIDKEHHBIH YpOBEHb METWJIMPOBAHHs, HepaboTaromuid —
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THIICPMETIIINPOBAH). ['€HBI C noaumopuuim umnpunmuneom CympecCUpyoTcs B
KJIeTKaX OJHUX TKaHEH W HOpMaJIbHO pabOTaroT B IPyTHUX.

[Ipenmonaraercs, 9T0 YHCIO UMIPUHTHPOBAHHBIX TCHOB y YEJOBEKa MOXET
nocturath 200-500. IMnpuHTHpOBaHHBIE TeHBI OOHApykeHsl B 1, 5, 6, 7, 11, 13,
15, 19 u 20 xpomocomax. [TokazaHa kacTepHast OpraHU3ALUs UMIPHHTHPOBAHHBIX
TCHOB.

I'enom uenoBeka cTabuieH Oiaarofaps TeHETHMYECKUM CHCTeMaM KOHTPOJIS
(pemapalliOHHbIE CHCTEMBI, CHCTEMa KOHTPOJIS KJIETOUYHOTO IMKJA - aronTo3), HO

BO3MOXHBI IEPECTPOUKH.
Ilepectpoiikn

Cayuaiinble Peryasipubie
(nporpammMupyemMble)
MPUBOJAT K MyTaLUsIM MPUBOJAT K M3MEHEHHUIO DKCIIPECCUHI

IEHOB FCHETHYECKU
3aIporpaMMHPOBaHHBIM 00pa3oMm,
OHH HEOOXOAMUMBI JIJISL:
—  PpEeryJIsiLHU SKCIIPECCUH T'eHOB
—  BBINIOJHCHHS
g depeHMPOBAaHHBIMU
KJIETKaMH CIIeLU(PUISCKIX
byHKIHI

Ha npoTspkeHn# 5BOTIONNH YelIOBEKa B pe3ynbTaTe AeiiCTBUS MyTaIllHOHHOTO
Ipolecca MPOU30ILTH U3MEHEHUsI, KOTOPbIE:

OpUBENN K  TOSBIEHHIO  IOJOXKUTEIbHBIX MPU3HAKOB U YBEJNIUYMIN
NOTUMOP(PU3M MOMYIIALUHN - CHOPMUPOBAIICS OANAHCUPOBAHHBIL NOTUMOPPUIM
(mon GanaHCHPOBAHHBIM MOJIMMOP(U3MOM TOHUMAIOT HAIMYHUE B IOMYJISILIAA
JIBYX M OoJiee ajuresiedl OJJHOTO I'eHa, BCTPEYAIOIIMXCS C YaCTOTOW HE MeHee
1%);
BBI3BAJIM TOTEPIO OJAroNnpusATHBIX IPU3HAKOB WM HPHOOPETEHHE HOBBIX
HEeOJIarONpUATHBIX MPU3HAKOB (yTpaueH TeH (epMeHTa, KaTallM3HpYOLIEro
cuaTe3 BHTamMmHa C, "TpHOOpeTeHBI" TeHBl, KOIMPYIOIIHE KOMITOHCHTHI

KJIETOYHON MeMOpaHbl, BOCIPUUMYHBbIE K JUPTEPHIHOMY TOKCHHY H BHPYCY
TTOJIMOMUEIINTA).

Jis HOpMaITLHOTO PA3BUTHSA W PpabOTHl OpraHu3Ma HEOOXOJMM T'eHHBIH
Oananc yncia HyHKIIMOHUPYIONINX TEHOB, HAXOSIIMXCS B Pa3HBIX XPOMOCOMaX.

HaCHeI[CTBeHHaSI U3MCHYUBOCTH U, IPEKAC BCEro, MyTallHOHHAA - OCHOBHAaA
MIpUYINHA KaK TCHOTUITTYCCKOT'O pa3Hoo6pa3I/1;1, TaK U HaCHe}ICTBeHHOﬁ IIaTOJIOTHH.
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IlaTonormueckue MyTallunu pas3jin4Hbl I10 CIIOCOOHOCTH COXpaHATBECA B
TIOIMYJIAUAX W IEPEAABATHECA B ITOKOJICHUAX. Onn MOT'YT:

— JJIMMUHHPOBATHCA U3 FeHoq)OHﬂa TOMyJIAUM, TaK KakK HECYIHC UX KICTKU U
OpraHu3Mbl OKa3bIBarOTCsA HC)KI/I3HCCHOCO6HI:IMI/I, 160 MYTaHTHBIC OpraHU3MbL
— CTECPUJIbHBIMHU;

— COXpPaHATHCA, MPUBOAA K HACIEACTBCHHBIM 0O0JIE3HSM.

Hanmpumep, MyTanuu, 3aTpardBarolive KU3HEHHO BaKHbIC (YHKIHH,
BBI3BIBAIOT OOJIE3HU, CHIIKCHHUE KU3HECIIOCOOHOCTH, CMEpTh. MyTalMud B TeHax
IMCTOHOB, ()EPMEHTOB pEIUIMKALMKM, pelapanud, TPaHCKPHUIIIUK JIeTaIbHbI;
MyTalli{ B reHax (DEPMEHTOB, yYaCTBYIOMIMX B OOMEHHBIX ITPOIIECCax, MPUBOIAT K
00JIE3HSIM.

Myrtanuy, He  BBI3BIBAIOIIUE  CEPHE3HBIX  MOPPODHU3NOIOTHISCKUX
W3MEHEHHWId y TeTepO3UTOTHBIX HOCHUTENEH, COXpaHSIONMEe WM JKU3Hb U
CIOCOOHOCTh MMETh TOTOMCTBO, HO HPHBOJSIIME K OTIWYHAM OT “‘CpeIHero”
TreHOMa, TMepelaloTcs B TOKOJNICHUSX JUIMTENbHOE BpemMss ©  (GOPMUPYIOT
cezpezayuonHblll 2pY3.

MyTarnuy, BO3HHKAIOIINE 3aHOBO, IPOBOIUPYIONINE PAa3BUTHE TSDKEIBIX
Ooyie3Hell WM TPUBOSIIUE K TMOSIBICHHUIO JICTAILHBIX T€HOB, HE MEPEJar0TCs B
MIOKOJICHUSIX U CO3JIAIOT Y TaHHON OCOOU MymayuoHublll epys3.

O¢ddexkr MyTanmmoHHOTO Tpy3a - JemanbHOCMb, KOTOpas TPOSIBISETCS Ha
YPOBHSIX TUOETN raMeT, 3UroT, SMOPHOHOB, IJI0JI0B, AETEH.

Jlemanvholil epy3 - 4UCIO0 KUBOPOKICHHBIX JCTCH, YMHUPAOIIHUX 0 OJHOTO
rojia 1o NpuYMHe HACIEICTBEHHOW MaTOJIOTMH HECOBMECTUMON C sku3HBI0 (Ha 1000
poIuBIINXCS JeTel HE MeHee S).

CJZ@OO@GW!@JZbHO, HaciedcmeenHas namoJjiocus - amo acnio
HACIe0CmMBEeHHO UBMEHYUBOCMU, HAKONUBULENCS 3d 6pemMst 260110YUU YelloBeKd.

V 4yenoBeka BCTpeUarOTCs MPAKTUYECKH BCE THUIbI F€HHBIX U XPOMOCOMHBIX
MYTaLHi.

Cﬂé@OGam@ﬂbHO, HacieocmeenHas namoJnocus - amo uacmos
HACIeOCMBEHHOT UBMEHYUBOCU, HAKONUBUENCS 3a 6peMsl I601I0YUU YeTl0BeKd.

3.2. METOJbI TEHETUKHA YEJIOBEKA

1. IurToreHernyeckuii MeTox OCHOBAaH HAa MHKPOCKOIIMYECKOM
WCCIIeZIOBaHUM KapuoTHma. [|Jis1 mpoBeaeHHs UCCIeIOBAaHUS MOXKHO HCIIOJIh30BATh
TO0bIe SIePHBIE KIETKH, CIIOCOOHBIE K AeNeHuto (Hanbosee yI0OHBIM 00bEKTOM
SIBIISIFOTCS TUM(OLIUTHI, BBIJETICHHBIC U3 TIepH(eprudeckoi KpoBH).
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Omanel uccneoosanus:

KynpTHBHpOBaHME KIETOK Ha NMUTATENBHON cpexe ¢ pobasnenmem OI'A
(puToremMarrmrOTHHNHA),  CTUMYJIHPYIONIETO  MHUTOTHYECKOE  JICJICHHE
KJICTOK, B TeueHHUe 48-72 yacos.

Jlo6aBneHue B cpeAy KOJIXUIMHA, Pa3pyIIAOIEro HUTH BEpeTeHa JACICHUs,
C LIENIBI0 OCTAaHOBKM MHTO3a HA CTAQANU MeTa(a3bl.

O06paboTka THIOTOHHYECKUM PACTBOPOM XJIOPUAA HATPHUS AT Pa3pyIIeHHs
MEeMOpaHHBIX CTPYKTYP KIIETKH.

dukcarys XpoOMOCOM U IIEPEHOC Ha MPEIMETHOE CTEKJIO.

OxpalBaHue XpoOMOCOM.

Memoowl okpawiusanus xpomocom:

CrutomHasi okpacka KkpacurtelieM PomaHoBckoro-I'mmssl.  XpoMOCOMBI
OKpAIIMBAIOTCSl PAaBHOMEPHO IO BCEH [UIMHE B TEeMHBIA mBeT. [lo3Boiser
BBIABJISTH YHCJICHHBIC aHOMAJIMH XPOMOCOM, HO Mayio MH(OpPMAaTHBHA IpU
UICHTA(DUKANT XPOMOCOM M U3yYCHUH CTPYKTYPHBIX IIEPECTPOCK.

— uddepennnansHas oOKpacka TPHBOAUT K MOSBICHUIO IONCPEYHOMN

HCYCPUYCHHOCTH XpoMocoM. Tak Kak JIs KaXZOH Mapbl XPOMOCOM
XapakTepeH COOCTBEHHBIN CIIEIM(DUICCKUIA XapaKTep YepeIOBaHIS TEMHBIX
M CBETJIBIX II0JIOC, METOJ TIO3BOJISET BBIABIATH KaK UHCICHHBIC, TaK W
CTPYKTYpHBIE aHOMAJIMH KapHOTHUIIA, a TaKXKe WACHTH(UIMPOBATH KaXkIyI0
XpOMOCOMY.

2. Kinnuko-reHeanorndyeckuii merox Opur mpemnoxken B XIX B. .

lanproHoM. OcCHOBaH Ha TOCTPOCHHMH POJOCIOBHBIX M UX aHammse. Meton
[I03BOJISICT BBISIBUTH:

Ilepenaercs nu naHHBIN IPU3HAK 110 HACIEICTBY.

Tun HacnenoBaHUS TpU3HAKa (AyTOCOMHBIM WM CUEIUICHHBIH C TOJIOM,
JIOMUHAHTHBIN WK PELECCUBHBIN).

IleHeTpaHTHOCTH UHTEPECYIOIIETO TeHa

I"'eHOTHUIIBI YWIEHOB CEMBH

BeposatHocTs pokaeHUs B ceMbe peOeHKa ¢ UCCIIeyeMbIM IPU3HAKOM.

Omanwt uccnedosanus:

COop cemeiiHOro aHamHe3a (CBEAGHMH O COCTOSHHH  3JI0pPOBbS
POJICTBEHHUKOB IIPOOAH/1A).

[TocTpoeHne cxeMbl POJIOCIOBHOM C MPUMEHEHHEM YCIIOBHBIX 0003HaUYCHHUH.
AHanu3 pooCI0BHOM.

BriBObL
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Tunvt nacneoosanusn RPpU3HAKO6

Aymocomno-0oMuHanmmubll.

HacnenoBanme 1o BepTHKanu (MpHU3HAK OOHAPYKUBACTCS B KaKIOM
TTOKOJICHHH, 33 UCKIIIOUCHHEM CIIy4aeB C HEMOIHON IIEHETPAHTHOCTBIO).
BerpeuaeMocTs IpU3HAKa OT 110714 HE 3aBUCHUT.

Aymocommno-peyeccusmbiii.

HacnenoBanue 1o ropu3oHTANN.

VY 310poBBIX poauTenell (reTepo3uroT) pokaaercss OoJbHOM pebeHOK
(romo3urora).

BcerpeyaemocTh pU3HaKa OT 110712 HE 3aBUCHT.

Penko Berpewarommecss B HOMYJSIIMM  PELIECCHBHBIC TPH3HAKH MOTYT
0OHApPYXKMBATHCS B CEMbSIX C OJIM3KOPOICTBEHHBIMH OpaKaMu.

X-cyennennwiii peyeccustbulii.

[Ipu3HaK 4are BCTPeYaeTCcst y MyKUUH.

[pu3HaK MpOsIBISIETCS HE B KAXK/IOM TTOKOJICHHUH.

VY 310pOBBIX poAMTeNel (MaTh - FETEPO3UTOTa) MOXET POIAUTHCS OOJIBHOI
peOCHOK (MaJTbUHK).

X-cyennennvlii 0OMUHAHMHbBLU:

Hacnenosanue 1o BepTuxaiy.

IIpusHak yalie BCTPEUAETCsl y KEHILUH.

Orerr nepefaeT NpU3HAK BCEM J0UEPSM.

Martsb nepeaacT NpusHaK JOUYCpsIM U CBIHOBBIM.

Y-cyennennwiii (conanopuyeckuii):

3.

Hacnenosanue 1o BepTUKay.
[Ipu3nak 0OHapyKUBAETCA TOJIBKO y MYKUHH.
Orer nepeaaeT MpU3HAK BCEM ChIHOBBSM.

BausnenoBblii Meron npemioxken @. anmpronom B XIX B. OcHOBaH Ha

W3yYCHUU KOHKOPJAHTHOCTH (YacCTOTHI COBIAJCHUS MPU3HAKA) Y MOHO3UTOTHBIX
OJM3HEIIOB W JM3WTOTHBIX OJHM3HEIOB. MeEToN IT03BOJSIET ONPENCIUTh BKJIAJ
TCHOTUIIa W cpelasl B (QopMHupoBaHHE TpH3HAKa. Jlisi pacyeToB MOKHO
UCTIONB30BATh hopmyny Xonvyurneepa:

H

KMB (%) — KIIB (%)

100% - KIIB (%)

E=1-H,
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rae H — xoodpdunment naciencrBenHoctH, E — koapduumeHT BIUSHHUS Cpesl,
KMB — KOHKOpAaHTHOCTh MOHO3UTOTHBIX Oyin3HenoB, KJIb - KoHKOpJaHTHOCTH
IA3ATOTHBIX OJIM3HEIIOB.

4. MonyAsAMOHHO-CTATUCTHYECKUH METO/] TIO3BOJIIET OIPEICIIUTh YaCTOTHI
TCHOB, TEHOTHUIIOB W (EHOTHIIOB B TMOMYJISAIUH, a TakKe IPOAHATH3HPOBATH
BIMSTHUE PA3JIMYHBIX ()AKTOPOB HA TEHETHUYECKYIO CTPYKTYpy momysiuu. Ecim
TIOTTYJISALINST HAXOIUTCSI B TEHETHUECKOM PaBHOBECHH TI0 UCCIIEAYEMOMY TPU3HAKY,
MOJKHO WCIIONIb30BaTh 3aKOH U ypasHeHue Xapou-Baiinbepea. B  ciydae
JVAJUIeIbHON CUCTEMBI YpaBHEHHE BBITJISIUT CIEAYIOMIM 00pa3oM:

ptq=1
(p+q)’ =p™+2pqtq’ =1,

2
rae p — 4acToTa AOMUHAHTHOI'O aJlIeyid,  — YaCcTOTa pEUECCUBHOIO aJlICiid, P —
2
JacToTa IOMHMHAHTHBIX I'OMO3UIOT, 2pq — YacToTa reTepo3uror, q — 4YacToTa
PCUECCUBHBIX TOMO3UT'OT B nccneayeMoﬁ TOITY AU H.

5. MonexkyasipHo-reHeTHYeCKHe  MeTOAbl  ITO3BOJSIOT  MCCIIENOBAThH
Hebonbme cTporo onpeaenennsie pparmentsl JHK. K HUM oTHOCSTCS:
e CexBenupoBanue JJHK (ompenenenue HyKI€OTHAHON MOCIEI0BATEIBLHOCTH);
e CaysepH- 1 Ho3epH-010T aHamu3, OCHOBAaHHbIE HA THOPUIN3ALUHN HYKICHHOBBIX
kucnot (JAHK wiu PHK) ¢ meuenbimu JIHK-30H1aM1;
e Pectpukuus JIHK;
o ['enp-ammexTpodopes;
o [TonmmMepasHast 1erHast peakiys U 1p.

Ho.JmMepasnaﬂ HenmHasi peakuus

[Mommepasnas nemHas peakuwus (ITLP) - aTo MonexyapHO-OnoMOrHYecKnit
METOJ TOJydeHHS in Vitro OOJBIIOr0 KOJIWYECTBA KOMHH CIENU(PUISCKUX
HYKJICOTHIHBIX TIOCIIeI0BaTebHOCTEH, T.€. ammumudukanmn JJHK.

st TIHP HeoOX0oauMBI:

o JIHK-mumens amunoit 100 — 35000 nap HYyKI€0THAOB;
e/lea IHK-mpaiimepa  (mmmHOW  mpmmepHo 1o 20  HYKICOTHIOB),
KoMIUleMeHTapHble  ydactkam  JIHK M3  IpOTHMBOMNOJOXKHBIX  LiEmeH,
(hTaHKUPYIOIUM NOCIEJ0BATEIbHOCTh-MHUIIICHB;
e TepmocrabunpHas JJHK-nonmumepasa, KoTopas He TepseT CBOEH aKTHBHOCTU
npu Temrneparype 95°C;
eBydepHass cmech, co3paroiias ONTHMalbHYO cpeny it paborer  JJHK-
HOJIUMEPa3hl;
o Jle3okcupuboHyKIeo3uaTprudochaThl.
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TP 3akmovyaercss B MHOTOKpatHoM moBTopeHud (30 — 40 1ukioB)
CIIEIYIOLIUX TPEX PEeaKIHii:

1. [enamypayus. Ilepswiii stan I[P cocrour B TemaoBoi [eHaTypauuu
obpasna JJHK-mumenu, Haxosmerocs B cmecu ais [P, Beinep:xuBanneM
ero npu temneparype 94- 95°C B teuenue 40 cexyH/I.

2. Penamypayusa (omoicue). TemmnepaTypy cMecH MEIJICHHO MOHMXKAIOT 10 55-
60°C, mpu 5TOM mpalMepbl COEAUHAIOTCS C KOMIUIEMEHTapHBIMHU
nocnenoBarenbHocTaMu JJHK. Tpouecc mnurcst okono 30 cexyH.

3. Dnowneayus. Temneparypy moBblmaroT g0 72-75°C  —  BeIUYUHBL,
ONTUMAJIBHOM 11151 akTUBHOCTH TepMmocToiikoi JJHK-noaumepassl (Taq). Ha
9TOH CTajnu, NpoaoJKatoLeiics OKoIo | MUHYTBI, IPOMCXOIUT Y/UIMHEHHUE
npaiimepoB u konrpoBanue JJHK-mumenu.

Bce peaknnu mpoBonsT B mpoOHMpKax, IMOTPYKEHHBIX B TepMocTaT. CMeHa
TEMIIEPATYPHOTO PEXKMMA U €ro TOJyIePIKaHNe OCYIIECTBISIIOTCS aBTOMAaTHIESCKH B
npubope s nposenenus [P — ammudurarope. K xonmy 30-ro 1wkiia
CHHTE3UPYETCs HECKOJIbKO MUJUTMOHOB Kornid JIHK-mumenn.

Mertox TP 6b11 paszpadoran B 1983 r. K. MromucoM. 3a 3TO OTKpHITHE B
1993 r. emy Oputa mpucyxkneHa HoGeneckas mpemmus. IIepBbIM IMpaKTHUSCKUM
npumeHerneM [P ObII0 co3/1aHIe TECT-CUCTEMBI JUIsl JUATHOCTHKH CEPIIOBUIHO-
kierouHoi anemun (1985 .)

Ceituac I1I[P ucnons3yeTcs B CISAYIOMUX IEIAX:
1 Wnentndukarys naToreHHbIX MUKPOOPTaHU3MOB;
2 BbIsBIICHHE MyTalHii;
3 Knounwuposaunue THK;
4 VneHTH(UKALVS JTMYHOCTH.
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Monumepaznas nensan peaknus (1 mukr)

Awrmmdrnmpyemeriit dparment JTHE BnoHraia

—
O ¢ npafiMepaMi

Henaryparpz

Orenka pe3ynsTatoB [1LIP mpoBoauTcs ¢ MOMOIIBIO TeNTb-31eKTpodopesa, B
KOTOPOM pasfelisitoTes morydeHHble pparments! JJHK.

OnekTpodopeTryeckoe pasfeieHHe MPOIYKTOB aMIUTH(HKAIHOHHOTO
ananmm3a JIHK Bupyca Dnmreitna-bapp (mopoxka 1 — mapkep, J0pOXKKH 2
- 9 — IPOIYKTHI aMIUTH(DUKATINH )
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3.3. HACJIEACTBEHHOCTbDb U TATOJIOI'USL

MenunuHcKas reHeTHKa — 4acTh TEOPETUUECKON MEULIMHBI, OHA U3y4aeT:

* PpOJIb HACJIEICTBEHHOCTH B BOSHUKHOBEHHUH MATOJIOTUU YEJIOBEKa,

* 3aKOHOMEPHOCTH Nepeaayy HaCIEACTBEHHBIX OOJIe3HeiH,

*  PpOJIb HACJIEACTBEHHOCTH B (POPMUPOBAHMH KIMHHYECKON KapTHHBI O0JIC3HH,

* 3HAYEHHME TEHETHYECKOro Marepuaia U (akTOpPOB Cpeabl Uil TEUCHHS
3a00JICBaHHS U BBI3JOPOBICHHUS,

* COOTHOIICHHE CTETICHW BO3IEHCTBHS T€HETHYECKOr0 MaTrepuana u (HhakTopoB
cpeJibl Ha TeYeHHe 00JIE3HU U BBI3Z0OPOBIICHUE,

* 3HAYEHHE HACJIEJICTBEHHOIO MaTepHuaia IJis BCEX BUIOB JICUEHUS.
MenuiuHCKasl TeHeTHKa pa3padaThiBaeT METONbI TUATHOCTHKH, JICUCHHS H

MpOo(GUITAKTUKA HACTIEICTBEHHOHN MaTOIOTHH.

Bo3HHKHOBEHHUE U pa3BUTHE JTH000M OONE3HU OMpeAenIeTcsd N3MCHUYHBOCTHIO
opranmsMa  (MOIU(UKAMOHHON, SNUTEHETHYeCKoH, MyTanuoHHOH). Ilpu
BO3/ciicTBUE  (DAKTOPOB OKPY)KAaIOIICH cpelpl Ha TIEHETHYCCKHI Marepual
BO3HHUKAIOT MOAU(UKALNY HIM MYTalld, KOTOPbIE MOTYT OBITh BBIPQ)KCHBI B BHIIE
Gone3Hel.

IIpuynHON  HAcNeACTBEHHOW  MATONOTMM  SBNIAETCA  HAcIeICTBEHHas
HN3MEHYUBOCTb.

MyTannoHHBIH TpollecC B MOMyJSANMAX MPUBOAUT K MEIUIMHCKHM U
COLUATIBHBIM TTOCIIEICTBUAM:

* COLMAJbHOH Je3afanTanuy (MHBAJINAHOCTH) HaCEICHHUS,
* CHIKEHUIO ITPOJOJKUTENBHOCTH XKU3HH,
* HEOOXOAMMOCTH B JIONOJHUTEIBHON MEIUIUHCKON TOMOIIIH.

I'enernueckuil MaTepuall, ABISAACh NIPUYMHOM HACIEACTBEHHOU MATOJIOIUU U
CMEPTHOCTH Ha BCEX 3Tallax OHTOTEHE3a, BIMACT Ha TeueHUe OOJE3HU, JeUCHUE U
mpouecc  Bb3popoBieHus. CpenoBble  (DAaKTOPbl  JEHCTBYIOT Ha TEUCHHE
3a00eBaHMsl MO3UTHBHO WM, HA0OOPOT, cO3/1aBasl YCIOBUS A DKCIPECCHU
MYTaHTHBIX TE€HOB, YCyryOJIOT maronoruyeckuii mpomecc. Jons yudactus
HACJIEJICTBEHHOCTH M CPElOBHIX (DAaKTOPOB HEOJMHAKOBA B PA3BUTHH M TCUCHUH
OTJeNbHBIX OONe3HEH U BIMAHUM Ha BbI3JI0OPOBIIECHHE.

B ¢BsI34 ¢ 3THM HCIOJIB3YETCSI CIIEYIONIAst KiacCU(puKaus 6oe3Hei.

1. HacnencrBennbie Goe3HH (XPOMOCOMHBIE M T'€HHBIE) — 3aBUCAT TOJIBKO OT
TEHETHYECKOr0 Marepuaia, [0ITOMY TMPOSIBISIFOTCS B JHOOOM BO3pacTe
He3aBUCHMO OT (akTopoB cpeabl (curapom JlayHa, remoduiusi, Xxopes
lenrunrrona). Cpema MOXET OKa3blBaTh BIMSHHE HA BBIPAKCHHOCTH
CHMIITOMOB OOJIE3HH.

2. bBone3Hu, B BOBHHKHOBCHUH KOTOPBIX HACIEICTBEHHOCTh MIPAET OCHOBHYIO
pOJib, HO JUIsl TIPOSIBICHHS MYTAaHTHBIX TEHOB OOJbIIOEC 3HAYCHHE HMEET
BO3JICHCTBHE Cpe/ibl — OOJIE3HH C HACIIEICTBEHHOMN MPEIPaCIONOKEHHOCTHIO
(mmaber, mojarpa).
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3.

Bose3nn, B MOSBICHNH KOTOPBIX OCHOBHOM (pakTOp CpeoBOH, BMECTE C TEM,
BO)XEH M TEHETHYCCKUH MaTepHall, MOCKOJIbKY YacTOTa M THKECTh TCUCHUS
Ooyle3HH ~ OompeneNnseTcs HACIEeACTBEHHOM IPEapacloOKEHHOCTBI0  —
Ooyle3HH ¢ HACIEACTBEHHOH IPEIpacroioKEeHHOCTBIO (aTepoCcKIepos,
TyOepKynes, mcopuas).

Bonesnu, npu BO3HUKHOBEHHN KOTOPBIX, TEHETHYECKHH MaTepHal HE UMEeT
3HaYeHHs (TpaBMbl, MH()EKIMOHHBIC OOJE3HM), HO OKa3bIBaeT BIUSHHE Ha
TeueHHe 3a00JICBaHIsI U BBI3JIOPOBJICHUE.

3.4. HACJIEACTBEHHBIE BOJIE3HU

HacnencrBennsie 6osie3HH OOYCIIOBICHBI MYTalUSIMH, KOTOPBIE OPraHHU3M

MOJIy4aeT MO HACICACTBY OT POAUTEICH, MM BO3HHKAIOUIUMH B MPOLIECCE KHU3HU
opranuszMa. TeopeTHyecky 4YHCIO HACHEeICTBEHHBIX OOJIe3HEH MOKET COCTABISIThH
e menee 50 000 — 100 000.

Brigenstor cJeayromunue BUABL HacCJIeACTBEHHOM MaToJIOrnu, KOTOPLIC

CBs3aHBI C:

Nk v

BHOBb BO3HUKIITUMU MYTallUAMU;
MyTalusMH, YHACJIICAOBAaHHBIMU OT pOZ[HTeHeﬁ;
TeHETHYECKOM MpeaApacIioOKCHHOCTbIO U JieiicTBueM (baKTOpOB CpeAbl.

CyIecTByeT HECKOJIbKO KJTaCCU(UKAIMN HACTEICTBCHHBIX 00JIe3HEH.
Tenemuueckass knaccugukayusi OCHOBaHA Ha XapaKTepe IOBPEKICHUSL
TCHEeTHYECKOT0 Marepuana (THIe MYyTaldil), JIOKAJH3aluH HOBPEKICHUSI
(xpomocomuass  JIHK, wmmrtoxomgpmanmsHas JIHK), B3ammopeificTBum
MYTaHTHOT'O OpraHu3Ma ¢ OKpY>KaroIlen cpeoi.

Knunuueckas knaccuguxayus 6a3upyercs Ha TOM, KaKHe OPTaHbl M CHCTEMBI
TTOBPEKICHBI.

Ilamocenemuueckas kiaccuguxayus CBSI3aHa C MATOTCHE30M OOJIC3HH.

I'enernyeckas kiaaccupukanmus HACJaeICTBEHHBIX 00JIe3Hel

XpoMocOoMHEIE 0OJIe3HH

I'ennbie 6one3HH

Bonesnu ¢ npeapacnonoxxeHrueM (MOHOTEHHBIE U TOJUT'€HHBIE)
I'enetndeckue 00ME3HU COMATUYECKHUX KIETOK

EOHC3HI/I, pa3BuBaronmyecss Mpu HECOBMECTUMOCTU MATE€pu U 1JioJa IO
AHTUTECHAM

Brigenstor takxke:

6.
7.
8.
9.

10.

MurtoxoHapHaibHbIC 00JIC3HN

Bosesnn umMnpuHTHHTA

OnureHeTmyeckre 00JIC3HN

Boure3nn sKCIIaHCHU TPHHYKIICOTHIHBIX IIOBTOPOB
[IproHHbIe O0JIe3HHU.
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Xpomocomnsie bonesnu

[IpuamHBl  XPOMOCOMHBIX ~ OONE3HEH —  XPOMOCOMHBIE  MYTAIlHH,
Hapymamomue cOaJaHCHPOBAaHHOCTE Habopa TEHOB U IPOBOLUPYIOIINE
OTKJIOHEHUSI OT HOPMAIbHOTO pa3BUTUS M (DYHKIMOHUPOBAHHSA OpPraHH3MA.
AHOMaNINH KOPPEIUPYIOT, OOBIYHO, CO CTEMNEHBI0 XPOMOCOMHOTO aucOananca. Yem
OonpIleé XPOMOCOMHOIO MaTepHajia BOBICUCHO B MYyTallUI0, TEM paHbIIE
HposiBIIsieTCst 00JIe3Hb M 3HAYNTEIbHEE HAPYIICHUs B (PU3NYECKOM M IICHXHYECKOM
pa3sBUTUN MHAMBHAYYMa. M36BITOK FEeHETHYECKOTO0 MaTepuana MpUBOJAUT K Oojee
JIETKMM TPOSIBICHUSIM 3a0ojieBaHMs, 4eM Henoctatok. Omucano Oonee 1000
XPOMOCOMHBIX aHOMaUH, okoso 100 13 KOTOPBIX MPUBOJAT K PA3BUTUIO OOJIE3HEH.

Psix XpOMOCOMHBIX HapyIICHWH He W3MeHseT (eHOTUI opraHusMa H,
clefoBaTeNbHO, HE peanusyercs B Oone3Hb (HOTeps KOPOTKOro —Iuieda
AKPOLIEHTPUUYECKON XPOMOCOMBI, HEKOTOPBIE PELUNPOKHBIE TPAHCIOKAUH H T.J1.).
BwMecre ¢ TeM, Takue aHOMAJIMH ABISAIOTCS NPUYUHON FraMEeTHYECKUX XPOMOCOMHBIX
MyTalui, NPOSBISIOLIMXCS Y TOTOMKOB.

XpoMOCOMHBIE MYTallMd, TEPMAaHEHTHO BO3HMKAIOIIME B COMATHYECKHX
KJIETKaX 370pOBOTO opraHmsma (4actota 2%), B HOpPME OSIUMHHHAPYIOTCS
HMMYHHOW cHCTeMOM. Ecium 9TOoro He MpoUCXOQMT, MyTallisl CTAHOBUTCS IPUYHHON
XPOMOCOMHO¥ 00JI€3HH.

CrnenoBarenbHO, XPOMOCOMHBIE HApPYLIEHHUsS B COMAaTHYECKMX KIIETKax
MOTYT:

* He BIMATH Ha PabOTy KIETKH M BCETO OpPTraHW3Ma, TO €CTh OCTaBaTHCS

HEUTPAIBbHBIMU JJIS KJICTKH F OPTaHU3Ma,;

*  BBI3BIBAThH FHOENIE MyTaHTHON KIICTKH;
*  WU3MCEHATH CKOPOCTH JCICHHS MyTaHTHOI KIIETKH;
*  U3MCEHATH (QYHKIUH KICTKH.
B aByx mocnenHuX caydasx MyTallid OPUBOASAT K pa3BUTUIO OOJE3HU.

BbIIensioT TpM  THIA TeHETHYeCKHX OS(QPEKTOB MPU  XPOMOCOMHBIX
HapyIICHUSX:
1. crmenmduyeckre — yMEHbIIACTCS MM YBEJIUYMBACTCSl YHMCIIO CTPYKTYPHBIX
TCHOB, U3MCHSCTCS KOIMMYeCTBO Oenka — "3ddekt 10361 reHa’,
2. nonycrnenupUIEcKUe - MEHIETCS YMCI0 MHOTOKOITMHHBIX T'eHOB,
3. HecnenupUYECKUe - U3MECHEHHE COAEPKAHUS TeTepPOXPOMaTHHA.

deHoTUNMYECKOE POSBICHUE XPOMOCOMHBIX MYTAIMH 3aBUCUT OT:
*  THUIa MyTaluH,
*  THIIa XPOMOCOMBEI,
° THUIIA TTOBPEIKACHHOTO CErMCHTA U €TI0 pa3sMepoB,
° YHrcia NOBPEXIACHHBIX KIIETOK (CTCHCHI/I MO3aHM4YHOCTH opraHmMa),
° TCHOTHUIIAa OpraHu3Ma,
*  CpENOBHIX (PaKTOPOB.
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XpoMmocoMHBEIE 00JIE3HN KIACCHPHUIUPYIOTCS KaK CHHAPOMBI, MOCKOJBKY
COMPOBOXKIAIOTCS MHOYKECTBEHHBIMU OTKJIOHEHHSIMHU OT HOPMEI (30-80).

IIposiBIAIOTCS XPOMOCOMHBIE aHOMAJIMU HAa BCEX CTAaJUsIX OHTOrE€HE3a MU
raMeT (JICTaIbHOCTh, HOPOKH PA3BUTHSL), 0COOCHHO y ocobeil Myxkckoro moma. 45 %
CHOHTAHHBIX A00PTOB 00YCIIOBICHBI XPOMOCOMHBIMU MYyTAI[USIMU.

BonbmmHCTBO  XpOMOCOMHBIX —0OJie3Hel He HacleayeTcs (JIeTalbHbIH
3¢ deKT), B OTACNBHBIX CIydasX CTPYKTypHbIC NMEPECTPOHKH MOTYT NepeAaBaThCs
MOTOMKaM.

Jnst XpoMOCOMHBIX Ooje3Hel XapaKTepeH KIMHWYECKHH TMOIMMOPQHU3M.
Teuenue 3a00neBaHMsI 3aBUCUT OT T€HOTUIIA OPraHU3Ma U YCJIOBUH OKpY’Karolen
cpensbl.

Kuaccudukanus XxpoMocoOMHBIX (0Ji1e3Hel

1. BoresHu, cBA3aHHBIC C N3MEHEHHUEM YHCIa XPOMOCOM
2. bBoine3nn, 00yciOBICHHBIC H3MECHEHHEM CTPYKTYPBI XPOMOCOM

IIpn xmaccuduKam XpPOMOCOMHBIX OoJie3HeH HEOOXOANMO YUYHTHIBATH
TaKKE CJICYIOIINE MOMEHTHI.

a) XapakTepHCTHKAa MyTalWu (TTOJMCOMHS, TPHCOMHS, MOHOCOMHS, JIEICIIHS,
TPAHCIOKAIMS 1 T.1T.),

0) T MYTaHTHBIX KJIETOK (raMeThl — raMeTHYecKas MyTalusi, KOTopas Bcerja
MPUBOIUT K TONHOH ¢Qopme Oone3sHw; 3urora WM OIaCTOMEpPH —
COMaTHYeCcKasi MyTalus, B OCHOBHOM, MO3an4Hasi opma).

B) IIOKOJICHHE, B KOTOPOM BO3HHKIA MyTalus (Hacieayemas WM ceMeitHas
(¢opmMa — MyTamMi0 UMENH MPEAKH, M OHA IeperaBajach M3 IOKOJCHUS B
TIOKOJICHHE;

I) Cropagu4yecKkue Cly4al — MyTalus BO3HHMKIA B TaMeTax 3JI0pPOBBIX
ponuTteneii).

J11st TOYHO# THAarHOCTUKH XPOMOCOMHBIX O0JIC3HEH OIPEIEIISIOT:
*  THII MyTaIUH,
*  MYTaHTHYIO XPOMOCOMY,
*  (opmy Gosne3Hu (TOTHAS WK MO3aUvHAs),
* B OOJNe3HU (CHIOpaIMYEcKas HIH HAaCIeAyeMast).

T'ennvie 60n1e3nu
N3zBectHO 0K0110 4000 TEeHHBIX OOJIE3HEH.
Cpennsist yactora reHHbIx 6osesneit — 10:10 000.
AJl—1:10000. AP —2,5:1000. X-cueruennsie — 0,4:1000.
Cpennuii yposenb pacnpoctpanenus — 1:10 001-1:40 000. Penko BcTpeuatonuecs
Ooire3nu — meree, ueM 1:40 001.
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Jnsg pemieHWs MEAWIIMHCKAX W COLMAIBHBIX MpoOIeM HEoOXOAMMO 3HATb:
pacIpoCTpaHEHHOCTh OOJE3HM, YaCTOTy B PAa3HBIX PETHOHAX, MEXaHU3MBI,
BIIMAIONINE HA OTH MOKA3aTeIH.

OcHoBHasi MPUYNHA IeHHBIX (0JIe3Heil — TeHHbIC MyTallUK BCEX THUIIOB!

* B IPOMOTOPE M JpPYyTHUX pEryIATOpHBIX obOmactsax (e Oomee 0,1%
MOHOTEHHBIX 3a00JIEBaHHIA)

* B KOAMpYIOLIeH 00nacTi

* MHUCCEHC (B 50% cmydaeB Hapymaercs KoHpurypamms Oenka —
HapymaeTcs GyHKIHs Oenka)

* HoHceHc 12,2%

* MyTalUHU Ha TPaHULIE K30H-UHTPOH (CIUIaCUHIOBbIE MyTaLuu, 9,5%)

» neneuun (16,5%), uncepuun (6%) ¢pparmenra JJHK

* WHBEPCHU

*  IyIUTUKAIuU

* IMHAMHWYECKUC MYTalluu

* B 5’-00J1aCTH, YTO MOXXET MPHBECTH K MpPEKpalleHuio Tpanckpuruu (null
mutation)

O0masi 3aKOHOMEPHOCTH Pa3BUTHS FeHHBbIX 00JIe3Hell: MyTaHTHBINA ayuieab —
MaTOJOTMYECKUH HepBH‘-IHLII:I TIPOAYKT — HApPYIICHHUEC OMOXMMHYECKUX mpoueccoB
—> HapylleHUs B KJIETKE — HapyLICHHUs B OpraHe — HapyLIEHWs B OpraHu3sMe —
00JIC3Hb.

H3MeHeHNe CTPYKTYPbI FeHA MOKET OKA3bIBATH BJIMSTHHE:
*  IpsIMOe — Ha CTPYKTYpy Oemnka
* OIOCPEZOBAaHHOE — B pe3yibTaTe HapyIICHWS pEryJsAuH Ipolecca
peanm3aIiy TeHeTHIeCKOH nHpOpMauu

IlepBuyHbIe 3@ (peKTHI MYTAHTHBIX aJlJIeJIeH:
* OTCYTCTBHE CHHTE3a IOJHUIENTHAA
* CHHTE3 aHOMAJIbHOTO MOJIHUIICITHAA
* HEJOCTATOYHBIM CHHTE3 MOIUIICTITHAA
*  U30BITOYHBIHN CHHTE3 MOJUNENTHAA
e moTeps QyHKIUH reHa
* TMOsIBIEHUE HOBOH (YHKUMHU OEIKOBOTO MPOAYKTA reHa
* BO3HMKHOBEHHE JOMHHAHTHO-HETaTUBHOTO d(deKTa
* U3MEHEHME «J103bl TeHa»

Bo3moxkHbI:

e monHble (opmbl (IPHYMHA — TaMETHYSCKHE MYTAaIlMH) ayTOCOMHO-
JIOMHHAHTHBIX ¥ ayTOCOMHO-PCLECCHBHBIX OOJIE3HEH HacIeayroTcs B
COOTBETCTBUH C 3aKOHaMH MeHzens (MOHOTCHHBIC, WIIH MCHJCIHPYIOIINE
0oJ1e3HN)
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* MoO3aunm3M (MPUYUHA — CIOPaTUYecKhe MYTAIllMd Ha PAHHUX CTaJIHIX
JIpOOJICHNUST; PEaTH3YIOTCS TOJILKO B COOTBETCTBYIOIINX KIIETKAX)

MHOXECTBCHHBIC IIaTOJIOTUYCCKHUC N3MCHCHMUA npu T'CHHBIX 00JIe3HAX
06ycn03neHm I[CﬁCTBI/ICM nﬂeﬁomponnblx T'CHOB.

* mepBUYHAA IIIeHoTpomus OOyCIOBICHA AHOMANBHBIM JAeHCTBHEM Oenka
(6oneznr Mapdana)

* BTOpPHYHAs IUICHOTPOIHMs OOYCJIOBJICHA TEM, YTO IATOJIOTMYECKHH OeloK
N3MEHSET CTPYKTYPY ¥ (DYHKIMH TeX OpPraHoB, B KOTOPHIX MYTaHTHBII r'eH
He paboraet (YTOJIIICHNE KOCTEH Yepena Mpu TalacCeMHHN)

I'eHHble 60JIe3HN XapaKTepHU3yIOTCsl NOJUMOP(HU3MOM BeJleCTBHE:
* Ppa3yMuMil 110 TUIIAM HAcJIe[OBaHUS (ayTOCOMHO-JIOMHHAHTHOE, ayTOCOMHO-
perieccuBHOE, X-CLEMICHHOE JOMHHAHTHOE | T.].)
* MHOrooOpasust MyTaliii B OJJHOM I'eHe (ajulelIbHasi TeTepOreHHOCTh)
* MyTauuii B pa3InyuHbIX TeHAX, MPUBOASAIINX K (OPMUPOBAHMIO OUHAKOBOTO
(eHOTHIIA (JIOKYCHAS TETEPOTCHHOCTh, TEHOKOTIMPOBAHNUE)
* TIPOsIBJICHUs OOJIE3HEH B PasHBIX BO3PACTHBIX I'PYMIIAX

Bpemst nposiBjieHNsI TeHHBIX 00JIe3Heli:
* BHYTPHUYTpOOHO — 110 25%
* momyOepTaTHBIN Teproa — 45%
* myOepTaTHBIN U IOHOMIECKUH neproasl — 20%
 caaime 20 et — 10%

3aBUCHMOCTH CPOKOB pa3BUTHs 0oJie3Heil 0T (YHKUMIi, BBINOJHSIEMbIX
reHaMH:
* TPAHCKPHUIIHUOHHbIE (DAKTOPBI — paHHHE CTaJuH BHYTPHUYTPOOHOTO
pa3BuTus
* (epMCHTHI — IEPBBIii TOJT )KU3HH
*  pEeLEeNnTOpbl — OT MEPBOIrO rojia KU3HHU [0 IMyOepTaTHOrO Mepruoaa
*  MOAyIATOPBI — 10 50 seT

Kaaccupukanus reHHbix 0oJie3Heii:
* TIaTOTCHETHYecKas (HapylleHMe OOMEHa BEIIECTB, HapylICHHE pa3BHTH,
HapylleHHEe 0OMEHA BEIECTB U Pa3BUTHA)
* KJIMHWUYECKas (HEpBHbBIE, KO)KHBIC, TJIa3HbIE, HEPBHO-MBILICYHBIC U T.J.)
* TeHeTWYecKas (ayTOCOMHO-JOMHMHAHTHBIC, ayTOCOMHO-PELECCHBHbBIE, X-
CICITICHHBIC JTOMHWHAHTHEIC, X—CHCHJ’[GHHBIC PCUCCCUBHBIC, Y-CHGHJ’[GHHHC)

Hacneocmeennwvie 6oneznu oomena (Hb0)
o amuHOKHCIOT (PKYVY, THpO3MHEMHUSI, TI1a30-KOKHBIH aThONHU3M)
o mumunoB (CI, anpeHoTeHUTaIbHBIE CHHAPOMBI, O0JIe3Hb 0cTpoBa Tamxkep)
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YTIIEBOJOB (TaJIaKTO3eMHs, TITUKOT€HO3bI, (PYKTO3EMH)

MeTaiioB (Oone3ns Bunbcona-Konosanosa(Cu), 6oe3np Menkeca (Zn)
counromununo3sl (6one3np Tes-Cakca, 6one3ns ['omre, 6one3nr Humana-
[Muka)

reMorjgo0uHONmaruu  (TajacceMud O M [,  METreMOrJIoOHHEMHS,
CEPIIOBUIHOKICTOYHAST aHEMUS)

IIypUHOB U MUpUMUANHOB (Oone3Hs Jlema-Haiixana)

JU30COMHBIE (MyKOMOIHCaXapUA03Hbl)

MePOKCUCOMHBIE (agpeHoneiikoaucTpodus)

I'eneTnueckas kjaaccuukanus:

Aymocomno-oomunanmmusie 6one3nu (dacrora He 6omee 1:10 000)
[Ipuunssr:

M30BITOYHASI IKCIIPECCHSI MyTAaHTHOTO T'eHA

HM3MEHEHHE WIH MOSBICHUE HOBBIX (DYHKIUI MyTaHTHOTO OeJKa
HEIOCTaTOYHOCTh CTPYKTYPHBIX OCIKOB

TeHeTHYecKuil (hoH

XapaxkTepHu3yroTcs:

MIPOSIBIICHHEM y TOMO- U T€TEPO3UTOT TI0 MTAaTOJIOTHYECKOH MyTanu
aHTUIMIIANKeH (HapacTaHWe TSHKECTH 3a00NIeBaHMS B ITOCIEIYIOIINX
TTOKOJICHHSAX )

[10JIHOW WJIU HETIOJIHOW IIEHETPAHTHOCTBIO

BapbUPYIONIEH YKCITPECCHBHOCTHIO

HacJleJOBaHHEM MYTaHTHOT'O I'eHa ¢ BepOATHOCTEIO 50%

Heiipopubpomaros, cuaapom Diiepca-Jlanio, ceMeiHas TUIepXOINCTEPUHEMUS
(JIITHII, anomporenH B), axonaporutasus, OpaXxumakTiiaus, CHHApoM Mapdana,
xopest 'eHTUHITOHA.

AymocomHno-peyeccuenvle 6one3nu

BCTPEYAIOTCS TOJIBKO Y TOMO3UTOT O MATOJIOTHYECKOMY TeHY
MIPUYHHBIL:

— HEIOCTaTOYHOCTh (hepPMEHTa

— TOJHOE OTCYTCTBHE COOTBETCTBYIOIIETO Oelka

— CHIDKCHHUE €r0 aKTHBHOCTH
MIPEACTABUTEIIN 00OHX IOJOB ITOPAKAIOTCS C OJJTHAKOBOM 9acTOTOM
JeTH C ayTOCOMHO-PEIeCCHBHBIMH  OOJE3HAMH 3HAUHTEIBHO dYalle
pOXKIaroTCs B OJIM3KOPOJCTBEHHBIX Opakax
repeaayda oT POAUTENEH C BEpOsSTHOCTHIO 25%.

MyxkoBucinno3 (MB, xucrosssri ¢ubpos); 7q31.2; 800; kommayHAb),
ramakrozemus ("ame 9pl3), cuampom B6 3aBHCHMOCTH, TOMOIMCTHHYPHS,
JeWIIHO3 (00Ie3Hb KIICHOBOT'O CHPOINA), aIpCHOTCHUTAIBHBIC CHHIPOMBI PA3HBIX
TUIIOB, TeMOTIIOONHOIATHH, GeHmIKeToHypus (12q22-q24.2, apr—Tpu, B Poccun
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n Bocrounoit EBpone), anpOuHH3M, ankanToHypus (OXpOHO3), MHUTMEHTHAS
Kcepojepma.

X-cuennennsie oonesnu:
e Oompmas dYacTb MyTamuii B X-XpOMOCOME BO3HHKAaeT B Mpolecce
CIepMaToreHes3a
e X-clemJeHHbIE JOMUHAHTHBIC 3a00J€BaHHS BCTPEYAIOTCS 3HAYUTENIHLHO
pexe, 4eM X-CLEIUICHHBIE PELIeCCHBHbIC
* CIOXHOCTh AnuddepeHnnany X-CcHeruieHHOro JOMHUHAHTHOTO MPU3HAKa U
AyTOCOMHO-JIOMHHAHTHOT'O
*  X-CUEMJIEHHBIMH JOMUHAHTHBIMH OOJIC3HSAMH MOPAKAIOTCSI KCHILMHBI B 1Ba
pa3a yaire, YeM MY>XUYHHBI, HO CHMIITOMBI cl1abee BBIPAXKEHbI y )KEHIINH
* ec/IM MyTaHTHBIH I'eH JIeTaleH B TeMU3UTOTHOM COCTOSIHHHM, OOJICIOT TOJIBKO
HKEHIIMHBI
» X-CILeTJIeHHBIE PEleCCUBHBIE OOJIE3HH Hallle BCTPEYAIOTCS y MYXKUMH H3-32
HHU3KHMX 4aCTOT MYTaHTHBIX ajulesiel B HOMYJISIIUH
* BO3MOXXHOCTb MPOSIBJIICHUS PEIECCHBHOTO 3a00JICBAHHMSA Yy JKCHIIMHBI B
cirydae HecOallaHCHPOBAHHOM WHAKTHBAIIMM OJHOW M3 X-XpOMOCOM Yy
TeTepPO3UTOTHBIX HOCUTEIbHHI] My TalliH
* BO3MOJKHOCTH TPOSBICHHUS PEIECCHBHOTO 3a00JICBaHUS y IKCHIIMHBI TIPH
YaCTHYHON MOHOCOMUH, JICJICIIMN WM TPAHCIOKAINHU X-XPOMOCOMBI
Karapakra, rumorrasus 3yOHOH sManu M Ipyrue Oojie3sHH 3yOHOI CHCTEMEI,
docharamader, remopmms (A — Xq28, 45% - uHBEpCHS), NaTHTOHU3M, UXTHO3,
neeKT TMOTOBBIX JKeie3 (AaHTWAPO3HAs HKTOJepMallbHAs IUCIUIA3MWs), OOIe3Hb
Jlema-Haitxana (Huxana), mpimeunsie auctpodun [romenna u bekkepa (Xp2l,
30% - mytanuu de novo, 60% - nenenun), HEAOCTATOYHOCTH TIIOK030-6-(ocdat-
neruaporenassl (6D, Xq28).

Y-cuennennvie 6one3nu

* TOJIAHJPUYECKOEC HACIICIOBAHUE

* yarie BCJEICTBHE MyTaluid de novo

* AHTHUIMIIALKS B OTHOLICHUH HACJICIYSMbIX MUKPO/ICIICIHIA
[TUrMeHTHBIH PETUHHT, a300CHEPMHUsI, OCCILIOANE BCIICACTBHE MYyTallUi B JIOKycax
PAR.

boge3nu ¢ HETPAAUIMOHHLIMUA TUIIAMHU HACJIEI0BAHUSA

MumoxouopuanvHsle 6one3nu
Mumoxonopuanvuvie  6onesnu  o0ycioBieHsl Mytamusmu B JIHK
mutoxoHApui (MTIHK) mrb0 B XpOMOCOMHBIX T€Hax, OTBETCTBEHHBIX 32 CHHTE3
MHUTOXOHAPHATBHBIX OenkoB. [loCKONBKY (YHKIMH MHTOXOHIPHI CBSI3aHBI C
MIPOIECCaMH  OKUCIHUTENBEHOTO (OCHOPUINPOBAHUSA, TO CIEACTBHEM YyKa3aHHBIX
MyTanuii SBISIETCS HapyIIeHHE YHEPIeTHIECKOT0 0OMEHA OpraHn3Ma.
OTHONOTHYeCKas POJIb MUTOXOHAPHAIBHBIX MyTalnii JokazaHa B 1988 1.
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Myramun mt/IHK:

*  Kpynssle genenuu

*  ToukoBble MyTalUU

e Jlynnukammu (peaKo)

Ckopocts mytupoBanus MT/IHK B 6-17 pa3 Bblle, 4eM B sape.

MatepuHCKUi TUII IEpeAayn

DeHOMEH reTepoIuIa3Muu

CyIecTBYIOT MEKIeHOMHbIE CcUrHanbHble d(dexTsl — KoHTpoab MT/IHK
SIICPHBIMU T€HAMU.

IIpUYMHBI MUTOXOHIPHUATBHBIX OOJIC3HEH:

e Mpyranuu B MTJIHK (HacneayroTcs 1Mo MaTepuHCKOM JIMHUN)
e Myrauuu B saaepuoii IHK (MenaeneBckoe Haciie0BaHue)

e HapynieHne MeXTreHHBIX CHTHAIBHBIX () (eKToB

Bricokast yactoTa criopainyeckux ciydaen

@akTopbl, ONpeIeISIONINe TSHKESCTh 3a00ICBaHHS:

* XapaxTep MyTaIllHOHHOTO TTOBPEKICHHS

*  Copepxanue myrantHor MT/IHK B xierkax

*  DHepreTmyeckas MOTPEOHOCTH pa3HBIX OPTaHOB M TKaHEH.
BerpedaemocTs MUTOXOHIpHATBHEIX Oose3Heit 1:8000 gemoBek.

[Ipu3HaKK MUTOXOHAPHAIBHBIX OOJC3HEMN:
*  TIOBBILICHUE COJEPKAHU JIAKTaTa B KPOBU
*  TUINEPKETOHEMUS
*  «pBaHbIC KPACHBIC BOJIOKHA» B MBIIIIAX (HEPOBHBII KOHTYP KPaeB MBIIICTHOTO
BOJIOKHA, 00YCIIOBIICHHBIN CKOTNIEHHEM aHOMAJIbHBIX MUTOXOH/PUH)
* CHW)KCHHE aKTMBHOCTU MHUTOXOHJIPUATBHBIX (EPMEHTOB H Jp.
IIpumepsl MHUTOXOHAPHANBHBIX OonesHel: cuHgpoM Kopuca-Coiipa,
cunapoMm Jlebepa, cunapom Jles, cuHapoM MHOKeCTBeHHBIX nenenuit MTIHK,
cunapoM ucromenus Mt IHK.

Onuzenemuueckue 601e3nu
Dnuzenemuka n3y4aeT MUTOTHYECKU U (WJIM) MEHOTHUYECKU HaclleAyeMble
U3MCHEHHMsS B TeHHOW (YHKIMH, KOTOpPBIC HEJIb3sl OOBSICHUTh HM3MCHCHUSIMU B
HyKJIeoTuaHON  mocaenoBarenpHocTn  JIHK.  ®akrtopel,  dopmupyrorime
SIUTE€HOTHIL:
e Metunuposanue JIHK
*  Moan¢ukanus ruCTOHOB
* PasHooOpa3Has aktuBHOCTH Hekoupytomux PHK, B T.4. MukpoPHK
TIenomuviti umnpunmune (OT aHTIL. imprint — OTIIEYATHIBATh, 3aIICYaTIICBATH)
— (opMa FMUTEHETHYESCKOH PEeTyJIISAINH, TPH KOTOPOH IKCIIPECCHS IT'eHA 3aBHCUT OT
TOTO, YHACJTEOBAH JIM 3TOT TeH OT MaTepH K OT OTIa ((heHOMEH MOHONNENbHOU
9KCnpeccuu 2enHa).

84



bonesnu  umnpunmunea  BO3ZHMKAKOT IIPU  HapyLIEHUM  SKCIPECCUU
HEMMIIPUHTHPOBAHHOTO AJJIETISI MIIN €T0 OTCYTCTBHH.

MexaHn3MBI BOSHUKHOBEHHUS 00JIe3HEH HMIIPHHTHHTA:
*  ToukoBble MyTaLUU
*  XPpOMOCOMHBIE [1EPECTPOIKU
*  OP/] (omHOpOIUTETHCKUE TUCOMHUH)

IIpumeps! Gone3Heit umnpuHTHHTA: cuHApoM llpanepa-Bummm, cunmpom
AHrenpmasxa.

OnUreHeTHYECKUMH HapyIIEHUSAMH BBI3BAaHBI TaKKe CUHAPOM PaTTa u psa
OHKOJIOTHYECKUX 3a00JIeBaHUM.

bone3nu sxcnancuu mpuHykieomuoHsix H06mMopoe

e OOGHapy>KeHbI TOJIBKO Y YeJIOBeKa

e SIBnsrorcst pe3yabTaTOM JUHAMHYECKUX MyTalUH

* VYBeJMUYCHHE YnCIia MOBTOPOB HAOIIOACTCS TPH MPOXOXKICHUH Yepe3 Meios,
BO3MOXHO, 00ycIioBiIeHO HapymieHneM gynkuuid JIHK-nommepassi.

XapakTepHbIe IPU3HAKU:

* AHTHIMIANMSA — YCYryOJCHHE TpOSIBICHHI B KaXIOM ITOCICIYIOIMIEM
TTOKOJICHHN

* bBornee panHssa MaHU(pecTannsA B KXKIOM ITOCIIETYIOIEM ITOKOJICHIH

*  Koppemamusts MeXIy TSKECThIO KIMHHYSCKHX TIPOSBICHHH M KOJIMYECTBOM
ITOBTOPOB

Bujpbl sxcriancuii:

*  DOkcnaacust CAG-TIOBTOpOB B TpaHCIMpyeMoH 9acTw reHa. IIoBTOpoB Maio
(40-80). Pesymprar — mosBIEHHE B OEIKe MOMUINIYTAMHHOBOTO YdYacTKa U
HapymeHue (QyHKIIMOHUPOBaHUs Oeska (xopest [ eHTHHITOHA)

e DKcHaHCHs TOBTOPOB B HETPAHCIUPYEeMOH 06acTi reHa. MHOro moBTOpOB (OT
HECKOJIbKUX COTEH JI0 HECKONBKHX ThIcsiu). Hapymraercst skcmpeccusi TreHa
(MuoToHmueckas aucTpous, cuHapoM Mapruna-bemn)

3.5.METOJbl TMATHOCTHUKH, TEYEHUS U TIPOPUTTAKTUKH
HACJEJACTBEHHOU NATOJIOT'UHA

Juaznocmuka HacneICTBEHHBIX OONIE3HEH UYEIOBEKa OCHOBAHA HA PaHHEM
BBIABIICHUM MyTanuii, TPHBOAAMNX K (OPMHPOBAHHIO MATOJIOTHIECKOTO
¢denoTHIIA.

[Ipenamanvhas (00podosas) ouacHocmuxa
HeunBasuHble MeTonbl: Y3W minoga, uccienoBaHue KpoBH —OepeMeHHON
JKEHIIMHBI, CKPUHUHT (MaccoBoe o0cie/ioBaHue) OEpeMEHHBIX U (HOPMHUPOBAHUE
IPYIII PHCKA.
Kpurepuu 11t OTHECCHUS K IPYIIIE PUCKA!
e PesynbpraThl OHOXUMHYECKOTO CKPUHHUHTA
e JKenmuusl crapiie 35 ner

85



*  MyxuuHsl crapuie 45 ser

*  HeOmaronpusaTHbIi akynIepckuii aHaMHE3

e Uuadexknun y OepeMeHHOMH, JeKapCTBEHHAs TEpaIus, NCHCTBHE MYTareHHBIX
(axTOopoB

e 3azepkka pa3BUTHUS IIOJA

* Hanuuue BpOKAECHHBIX IOPOKOB MM XPOMOCOMHBIX HIEPECTPOEK Y OJHOIO M3
poauTeNnel WIN NpeabIIyIero peoeHKa

I'enemuyeckuti ckpunune (BBISIBICHHE TE€TEPO3UTOTHOTO HOCHTENIBCTBA) BO3MOXKEH

B TIOMYJIALMAX C BBICOKOH YaCTOTOH ONpEeJeIeHHOro ayTOCOMHO-PEIeCCUBHOIO

3aboneBaHusl.

VHBa3uBHBIE METOJbl — TPaHCAOJOMHMHAIIBHBII MM TpaHCIEPBUKAIbHBINA 3a00p

KJIETOK IUI0Aa (XOpHOHOHMOIICHS], TUIAllCHTOONOIICHS, AaMHUOIICHTE3, KOP/IOLCHTE3,

Ouoricusi TKaHeW IIoJa) U UX MOCIEAYIOUIMHA aHaIW3 LUTOr€HETUYECKHUMU WU

MOJIEKYJIIPHO-TeHETHYECKUMH MeTo1aMu; (peTocKomus.

Iocmuamanvuasn (nocrepodogas) ouazHocmuka
MaccoBblii CKPUHUHT
Kputepuu:
* PacmpoctpaneHHOCTS 32001€BaHUS
*  Tspkemoe TedeHNe M MHBATHIM3ANNS B OTCYTCTBUE JICUCHUS
*  Bo3moxHOCTh 3(p(heKTHBHOTO JTeUECHHS
*  DddexTHBHAS TUATHOCTHKA
Oranbl CKPUHUHTA!

1. IlepBuyHas AMAarHoCTMKa — BBIABJIEHUE JIMI C  [OJIOKHUTEIbHBIMU
pe3yipTataMu TecTa v (OPMHUPOBAHUE TPYIIIBI pUCKA
2. VTOuHSIOMA — TMOATBEP)KIACHHE JUArHo3a, MCKIIOYEHHE JUI C

JIOKHOMOJIOKUTEJIIbHBIMU PE3YJIbTaTaM1

Jleuenue nacneocmeennvix 3a001e6anuil
Cumnmomamuyeckoe JeyeHue HANPABICHO Ha KOPPEKUHUIO CHUMIITOMOB
3a0051eBaHus U 00JIErYeHUE COCTOSHHS OOJIHLHOIO:
» JlexapcTBeHHas Tepanus
e Xupypruueckoe BMELIaTEIbCTBO
e duzuotepanus
Ilamoeenemuueckoe neyenue HaPABICHO Ha KOPPEKIMIO OMOXUMHUYECKUX U
(U3MOJOTMYECKUX ~ TPOIECCOB,  HApPYIIEHHBIX B pe3yJibTaTe  MyTalluu
ONPEJICIICHHOT O TeHAa:
Koppekuust Ha ypoBHe cyocTpara
* Jluerorepanus
* BrIBelcHME HAKAITMBAIOIIETOCS CyOCTpaTa WM €ro MeTab0JINTOB
e Meraboandeckass HHTHOULIHS
Koppekius Ha ypoBHE GEPMEHTOB U IPOIYKTA
* Bsexenne kodakTopoB
* Bo3wmemenue (pepMEHTOB U IPOIYKTa
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XUPYPruvecKoe JeYEHUE
*  Koppexkmust (peKOHCTPYKTHBHAS XUPYPTHUST)
* TpancrianTanus opraHoB U TKaHeH

Omuomponnoe neyenue HaUPaBICHO Ha KOPPEKLHUIO Ae(eKTa Ha ypOBHE

TeHOB (TCHOTEpams).
* Bsezxenue B KIeTKy (YHKIIMOHUPYIOIIETO T'eHa
*  VrHereHHe H30BITOYHON SKCIPECCUU TCHA
e AKTHBaIUsl HOPMAJBHBIX T€HOB, SABIISIONIMXCS TOMOJIOTAMU MYTaHTHBIX

Ilpogpunakmuka HaCIENCTBEHHBIX OOJE3HEW deIOBEKa IPOBOIMTCS IO
JIBYM HaTIpaBIICHUAM:
1. OxpaHa oOkpyKarolei Ccpeapl, 3aluTa OT JIEHCTBUS MYyTareHHBIX
(axTopoB
2. Meouxo-ecenemuueckoe  Koumcynbmuposanue — (OOMUH W3~ BHUJOB
CHEINATM3HPOBAHOI TIOMOINHM, HANpPABICHHBIH HA MPEJIOTBPAIICHUE POXKICHHS
pebeHka ¢ HacJIeICTBEeHHBIM 3200JIeBaHUEM )
KoncynbsrupoBanue:
* PerpocnextuBHOE (ecam yxe ecTh OOIBHON PeOEHOK)
» IIpocnexTuBHOE (€CIIHU MOBBIIIEH PUCK POXKICHUS O0IBHOTO pedeHKa)
Dramnbl MEIMKO-TeHETUYECKOT0 KOHCYJIbTHUPOBAHUSL:
1. TlocTaHoBKa nMarHo3a U OmNpe/esIeHre TUIla Hacae10BaHus
2. Pacuyer pucka BO3SHUKHOBEHHUsI 3a00JI€BaHUS
* MeHee 5% - HU3KUI pUCK
e 6-20% - cpeaHui puck
» Gonee 20% - BbICOKUI pHUCK
3. 3akIl0YeHHE U COBET

[puHIUTBL, JeKane B OCHOBE Pa0OThI C TeHETHYECKON HH(MOpMAITHeH:

* [Ipu3HaHne aBTOHOMHHM JINYHOCTH (MH(GOPMUPOBAHHOE COTJIACHE)

e CoxpaHeHHe  KOHOHICHIMATBHOCTH  HHGopMmamuum  (Bo  m30ekaHHE
JUCKPUMHUHAIIIY 10 TCHETHYECKOMY IIPU3HAKY)

e CmpaBeanuBOCTh (PaBHBIC BO3MOXKHOCTH T€HETHYECKOTO TECTUPOBAHUS IS
BCEX WJIEHOB OOIIECTBA).

3.6. KPATKOE OIIUCAHME HACJIEJCTBEHHBIX BOJIE3HEW
XPOMOCOMHBIE BOJIE3HHA

Boje3Hu, cBA3aHHbIE ¢ H3MEHEHHEM YHCJIA XPOMOCOM

Cunapom Jlayna 47,XX+21, 47,XY+21
Yacrora 1:650 »KUBOPOKIAESHHBIX, 2/3 MOTHOAET 10 POIKIACHUS.
Hurorenernueckue Bapuantbl: 90-95% - mnonnas Tpucomus, 5% -
HecOamaHCHUpOBaHHAs —TpaHciokanus 21:14, TOJOBMHA BHOBb  BO3HHKINWE

(mmonmoBuHa ot poaureneit). 1 — 5% - mozautsm. Onmcan B 1866 r. JI.[layHOM.
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[Mpu3Haku  cCUHIpPOMA:  yMCTBEHHAas  OTCTAlOCTh,  IUIOCKOE  JIUIIO,
MOHTOJIOWJHBIN pa3pe3 TIla3, DSNUKaHT (BEepTUKaJdbHAas KOXKHAS CKIAJKa ¥y
BHYTPEHHETO yIJIa TJAa3HOW INEeNH), MBIIIEYHAsT TUIOTOHUS, TOPOKU pPa3BHTHUS
(BpokaeHble W TIOCTHATANBHOTO pa3BuTHsi) u Ap. B 10% accomumpyer c
SIUJICTICUEH.

Cunapom qucomun Y xpomocombl 47,XYY
Yacrora 1:1000 HOBOPOKAEHHBIX MaJIbUYUKOB.
OcCoOBbIX OTKJIOHCHUI B YMCTBCHHOM U (U3MYCCKOM pa3BUTUU HET.
YBenuyeHne KOJIM4ecTBa XpoMOCcOM BO3MOXKHO 110 49.XYYYY, ¢ ueM CBSi3aHbI U
MIPOSIBJISIIOILMECS TATOJIOTMYECKUE N3MEHEHMS.

Cunapom Knaiindeantepa 47,XXY
Yacrota 1:1000 manpuuxos (1:500 — 1:750).
Hurorenernyeckue Bapuantsl: 80% - XXY, 20% - Mo3auI3M; BO3MOKHO
48, XXXY.
XapakTepHbl CIEYIONIHE MPU3HAKU: BBICOKHI POCT, HEMPOTOPINOHATIBHO
JUITMHHBIE PYKW U HOTH, )KEHCKUH THIT CJIOXKEHUS, THITOTEHUTAIM3M, THIIOTOHATU3M,
Oecrutonue.

Cunapom Ilaray 47,XX+13, 47,XY+13

Yactora 1:5000 — 1:7000. CooTHomenue momios 1:1.

[uTorenerndeckne BapHAHTBI: TTOJTHAS TPUCOMHUS BCJICNICTBUE
HEpacX0oXkKJIeHUsT XpOMOCcOoM B | JieneHun meitosa, poOepTCOHOBCKAS TPAHCIOKAIINS,
MO3aUIIN3M, H30XPOMOCOMBI.

[Mpu3Hakk  cUHApPOMA: TpeHaTajbHAas TUIOIUIA3MsA, MHUKpouedanms,
pacmienuHa ry0sl 1 Heba, MUKpO(GTaIbMus (Majble pa3Mepsl TJIa3HOTO S0T0Ka),
HU3KO PACIIOJIOKCHHBIC Je()OPMHUPOBAHHBIC YIIHBIC PAKOBHHBI, MMOIUIAKTHINS,
MOPOKH B Pa3BUTUU TOJIOBHOTO MO3ra, CepAla, MOYeK, MHUIIeBAPUTEIbHON
CHCTEMBI.

BoNbIIMHCTBO AETEH YMUPAKOT B MIEPBBIC HEJCIH UIIA MECSIIBI.

Tpucomus no X xpoMocomMaM y :KeHIIUH (CMHAPOM Tpuiio-X) 47,XXX

Yacrota 1:1000 HOBOPOKICHHBIX JICBOYCK.

LuToreHeTnueckue BapuaHThl: MOJHASI TPUCOMMUSL, MO3AULIU3M.

[Ipu nuroreHeTHYECKOM HCCIieIoBaHIH OOHapy)kuBaetcs 2 Tenbiia bappa. B
LEJIOM OTKJIOHEHMH OT HOpPMBI HET. Y HEKOTOpPBIX >KEHIIMH — HapylLIeHUs
penponykTHBHOM QyHKIMHU. C yBeTHUESHHEM KOIHYecTBa X-XpoMocoM (48, X XXX,
49, XXXXX) MOsBISIOTCS OTKJIOHEHHS B YMCTBEHHOM M (DU3MYECKOM Pa3BHTHH.

Cungpom HlepemeBckoro-Tépuepa 45,X
Yacrora 1:2000 — 1:5000 neBouek.
IuTtorenernueckue BapuaHThl: mosiHast MoHocoMus 45,X — B 50% ot Bcex
ClIy4aes; Aelelns KOPOTKOro WM AJIMHHOIO Ieda X-xpoMocomsl: 46,XXp- wiu
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46,XXq-; oOpa3oBaHue KoJbleBOH X-xpomocombl 46,XR(X); wmozauusm
BCJIEJICTBHE IMMOCTMUTOTHYECKOW WM TMocTMeioThueckoi morepu: 45,X/47, XXX
i 45,X/46,XX (nnmn 45,X/46,XY).

CuHApPOM  XapakTepu3yeTcsi  TUMOTOHAJAM3MOM,  HHU3KHM  POCTOM,
BPOYKICHHBIMU TIOPOKAMH Pa3BUTHS.

Cunapom Jasapaca 47,XX+18, 47,XY+18
Yacrora 1:5000 — 1:7000. CooTHOIIEHUE YACTOTHI 3a00JI€BaHUS Y IEBOYEK U
MaJbYUKOB cOCTaBsgeT 3:1.

I{uTtoreHeTHYECKHE BApUAHTBI: IOJHAS TPUCOMHS, PEIKO MO3AHIU3M U
TPaHCIIOKAIHH.

[Ipu cuHzpome HAOIIOMAIOTCS: BPOXKIACHHBIC MOPOKH PAa3BUTHS JIAICBOTO
geperna, cepana (IedeKT MexIKeIyI09KOBOH IePEeropoKi U OTKPHITEIA 00TaILIOB
MPOTOK), KOCTHOH CHCTEMBI, ITOJIOBBIX OPraHOB, HH3KO PAaCIIOIIOKCHHBIC
nedopMHUpOBaHHEIC YITHBIC PAKOBHHBL, 33/ICPXKKa IICHXOMOTOPHOTO pa3BuTus. 90%
JeTeil yMUparoT B Bo3pacte 70 1 roja.

boJie3Hn, cBsi3aHHbIE ¢ H3BMEHEHHEM CTPYKTYPbI XPOMOCOM

MuesnoJeiiko3 xpouundeckuii (XMJI).

Y 95% OomeHBIX oOHapyxmuBaercs Pumanensdmuiickas (Ph) xpomocoma
(Tpancnokanus Mexay 9 u 22-oit xpomocomamu (9; 22) B pesynbrare oOpasyercs
XUMEpHBII TeH ber-abl ¢ oT4eTIMBBIM OHKOTEHHBIM feiicTBHeM. Cpenn eiiko30B
XMIJI 3anmmaer Tperbe Mecto (20 %), dUamie BeTpedyaercss y MY>KUHH.
CompoBOoX/TaeTCs  MOBBIIICHHEM KOJIMYECTBA JEHKONUTOB B Iepu(pepruecKoit
kpoBu. Kpome cerMeHTHpOBAaHHBIX HEHTPO(DMIOB Ma3KH Mepu(epudecKoil KpoBU
coziepKaT MUEJI00IacThl, IPOMUEIIOLUTHI, MUEIOIUTbI, METAMUEIOINTHI, NaJOUKH,
a Takxke 6a30(UIbHBIC TCHKOIUTHI.

Perunobsiactoma (MUKpouMTOreHeTH4YecKuii cunapom 13q-14)
Yacrora 1:15 000 — 1:34 000 HOBOPOKICHHBIX.
OmnyXxoJb CEeTYAaTKH, MPOSIBIISICTCS B ICTCKOM BO3pacTe: B HEPBBIIl IO )KU3HU
—22-23%, no 3-x net — 70%, 1o 6-tu et — 97%, nocie 6 NeT KpaiiHe PelKo.

Cungpom Boubda-Xupmxopua (4q-)

Yactora 1:100 000 HOBOPOKIEHHBIX.

[MuTorenernueckne BapuaHThl: nenenuss de novo B 90% ciydaes,
MO3aUIIN3M, TPAHCIOKAIINH, KOJBIIEBas XPOMOCOMA.

Bonesnp xapakTepusyercs: MpeHaTaIbHON rUmnoruiasueil (Mpu pojax B CPOK
pebeHOK BecuT He Ooiee 2 Kr), MHKpomedannei, accCuMeTpueil depera, HH3KO
PaCTONIOKEHHBIMU  1e(OPMUPOBAHHBIMKA ~ YIIHBIMA ~ PaKOBHHAMH, Je(PEeKTaMU
MHTEIUICKTa, TIOPOKAaMH Pa3BUTHS CUCTEM OPTaHOB.
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CunapoMm komaybero Kpuka (cungpom Jle:xkena Sp-)

Yacrora 1:45000 HOBOPOKICHHBIX.

[uTorenetndeckne BapWaHThL: nenenus 1/2 wiul/3 KOpOTKOro ruieda
XpOMOCOMEI 5; 00pa3oBaHHE KOJIBIIEBOII XPOMOCOMBI 5 ¢ YacTHYHOH moTepeit
ieya; MO3auli3M; TPAHCIOKAIUs Tieda P 5 XpOMOCOMEI (C aenenuneil) ¢ apyroi
XPOMOCOMOH.

IIpu3znakamMu GONE3HU SBIAIOTCA: HApyLICHUS TOPTaHU U CHenuduIecKuii
ay, MUKpouedaius, YMCTBEHHas OTCTajOCTh, JyHOOOpa3HOE JIMIO, HHU3KO
pacroJioxKeHHbIe JIe)OpMUPOBAHHBIC YIIHBIE PAKOBHHBI, TIOPOKH CEP/Lia M OIOPHO-
JIBUTTEJILHOM CHCTEMBI, KOCOTJIa3He.

T'EHHBIE BOJIE3HU

AVTOCOMHO-IOMHHAHTHBIE 00J1€3HU

Axonaponiazus (xoHapoauctpodusi)

Bonesnp oOycinosiena mytanusmu B reHe FGFR3 — penentopa dakropa
pocta ¢ubpodnactoB. B 85% ciryuaeB — HOBbIE MyTaITHH.

3aboeBaHre HAYMHACT Pa3BHBATHCSA B PaHHEM SMOPHOHAIBFHOM IIEPHOJE.
[onaBnsromass d9acTh JeTell THOHET BHYTPHYTPOOHO, pOIUBIIHECT  —
KM3HECTIOCOOHBI, HO OTCTal0T B MOTOPHOM pa3BHUTHH, WHTEIUICKT, KaK MpPaBHIIO,
HOpManbHBIA. Jlpyrne mnpu3Haku Oojie3HM: KapaukoBeld poct (120-130 cwm),
HETIPONOPIHOHATFHO KOPOTKHE KOHEYHOCTH B OCHOBHOM 3a CYET MPOKCHMAIBHBIX
OTJETIOB TIPH HOPMAJIBHO Pa3BUTOM TYJIOBHINE, KHCTH INIUPOKHE M KOPOTKHE,
MagbIbl PACIOJIOKEHBl B BUAE Tpe3ybma. Yacto HabmomaeTcs H30MaKTHINA,
ceToBHIHAA (popMa HOca, OOJBIIOI Yeper ¢ BEICTYMAIONINM 3aThIIIKOM, BBIPAKEH
MOSICHUYHBIH JIOP/103.

BpaxugakTuius (KOPOTKONAJIOCTH)

[onynsauuonnas yactota 1,5:100 000.

THUMUYHBIM U 00sI3aTENILHBIM PU3HAKOM SIBJISICTCSl YKOPOUCHHE IajbLCB.
YacTo 3TOT NpU3HAK 3aTparuBaeT BCE Majblibl 32 CUET OIpENeNeHHBIX (hanaHr,
BO3MOXKHO YKOpOUeHHE (haJlaHT OTACNIBHBIX MAJBIICB PYK U HOT WU TOJBKO KOCTEH
ISICTBSL M TUTFOCHBL. B CBSI3M C 3TUM BBIIEISIOT HECKOJIBKO THUIOB OOJC3HU (THIT A,
tun B, tun C u 1.1.). B GoNbIIMHCTBE CiydacB KOPOTKOMAJIBIC HIKE POCTOM, YeM
UX OpaThsi U CECTPBI C HOPMATBEHBIMH KOCTSIMH KOHEYHOCTCH.

Cunapom Mapdana (apaxHOJAKTHINA)
Brieperie cunapom omrcad B 1896 1. A. Marfan.
Hacrora — 1:10 000, 1:20 000. HenosiHasi neHETPaHTHOCTD, pa3IMyHas
9KCTIPECCUBHOCTE.
3aboeBanre 00yCIIOBICHO MyTaliel B rene ¢pubpmmmmHa-1 (15915 — q21,3
red FBN1), omHako, BO3MOXHBI MyTallud U B JIpyrux reHax. B 15% ciydaeB -
HOBBIE MyTallMH. Bone3Hs XapakTepusyercsi cOYeTaHHEM PAa3IHYHBIX CKEJIETHBIX,
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[JIA3HBIX U BUCLEPAJIbHBIX AHOMAJIUI: BBICOKUI POCT, ACTEHUUYECKash KOHCTUTYLIUS,
TUIIEPIOABUKHOCTb CYCTABOB, AJIUMHHBIE U TOHKME KOHEUHOCTU C OYEHb JUIMHHBIMU
U TOHKMMH TanblaMu (apaxHOMAKTWINA), MOABBIBHX XPYyCTaJMKa, BBICOKas
CTETICHb MHOIINHU, OTCIOMKA CETYATKH, TeTePOXPOMHUS PATYKKH, TOITyObIe CKIICPHI,
aHEBPU3Ma aOpThl, HEJOCTATOYHOCTh CEPIEUHBIX KJIAllaHOB. BCTpedaroTcest rpbLKH,
TUIIOILIA3US MBIIILL U IOAKOXKHOM KJIETYATKU, MbIILICYHAs THIIOTOHUSL.

Xopesi 'eHTHHITOHA

Yacrora 1:10 000.

HeiiponerenepatuBHoe 3a0oiieBaHHe, C BBICOKOH IEHETPAHTHOCTHIO,
nposiBisiercss  00byHO ¢ 35 — 50 set u mporpeccupyer B teuenue 10 — 20 ner.
MyTaHTHBIHN ajienb reHa XaHTUHIrTHHA (4p 16 — 3) XapakTepu3yercs yBeTUYCHUEM
yucna nosropoB CAG-TpumieroB. benok JaHHOro reHa dKCIpeccupyeTcs B sapax
HelpoHoB.  BcenenctBue — mporpeccupyiomieidl  TmOenM  HEpPBHBIX — KIICTOK,
HaOJIIO1atoTCsl OECTIOPSIIOYHBIC BHKEHHS, HEYBEpPECHHAs IIapKarollas MOXOJKa,
3aTpyAHEHHAsl pedb, MIM30()PEHOIOI00HBIE PACCTPONCTBA, U3MEHEHNE JIMYHOCTH.
IIpn nomydeHMM HaTOJOrMYECKOro IeHa OT OTLA pa3BUBAeTCs Oojee TsKenas
(dopma, KoTopas OBICTpEe IIPOTPECCUPYET U PaHbIIIE TPOSBIIICTCS.

AYTOCOMHO-peliecCHBHBIE 00J1€3HH

AJIKanTOHYpHUs

Ornucana anruiickuM Bpadom A.Garrod.

BonesHp BO3HMKaeT B pe3ysJbTaTe HApyHIEHHsS OOMEHa THPO3WHA W
(eHMNANaHNHA MPU OTCYTCTBUH MM HEJOCTaTOYHOCTH ()epMEHTa FOMOTECHTH3AT-
1,2-muokcurenassl (reH AKU, 3q2) urparomiero cymecTBeHHYIO poJib B MpoOIecce
HOPMAJbHOTO  PACIICIUICHHS JAHHBIX aMHUHOKHCIOT U  IPEBPAIIAOIIEro
TOMOT€HTH3MHOBYI0O ~ KHCIOTy B  MalemIaleroykcycHyo.  Haxomnenue
TOMOTE€HTH3MHOBOH KHCIOTHI B OPraHM3Me YeJIOBEKa BBI3BIBACT MOTEMHEHHUE KOXKI
1 17123 (OXPOHO3), a TAKXKE MPUBOJMT K IMPOTrPECCUPYIONIEMY MOPAKEHUIO CYyCTaBOB
1 103BOHOYHMKA. [Toka3aHbl TeHeTHYECKas TeTepOreHHOCTh M MOJINAUISIIH3M JIIs
CTPYKTYpHOro reHa epmeHnra.

TamakTo3emus

OO0ycioBieHa HECIIOCOOHOCTBIO HCIOJb30BAaTh TajaKTO3y BCIEACTBUE
MOHWKCHHOW aKTUBHOCTH WJIM HEJOCTATOYHOCTH (PEPMEHTOB TalaKTOKHUHA3BI,
rajakTo303MMepasbl HITH rajnakto3o-1-pochar-ypuaunrpanchepasst B
sputrpourTax. bojesHp BbIpa)kaeTCs  KOMIUIEKCOM  TIPU3HAKOB:  KEJITYyXa,
HCXyJaHue, IIUPPO3 MEUCHH, KaTapakTa, c1adoyMue, OTCTaBaHUE MCUXOMOTOPHOTO
pasButus U 1p. CHMITOMBI 3200JIEBaHUS TOSIBIISTIOTCSI Y HOBOPOXKICHHOTO TIOCITE
npueMa MoJioka. HenedeHble OONbHBIE MOTHOAIOT B TEPBBIC MECSIBI KU3HH OT
COITYTCTBYIOINX HWH()EKINHA WM TMEYCHOYHOW HEIOCTATOYHOCTH, Y BBDKHBIIHX
pa3BUBaeTCs sIepHas KaTapakTa M YMCTBEHHAs OTCTaloCTh. [Ipu paHO HavyaTOM
JICYEHUH JIETH Pa3BUBAIOTCS HOPMAIBHO.
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TI'omoumcTuHypHs

Yactrora — 1:100 000 xuBopoxaeHHBIX. CyliecTByeT HECKOJIbKO
HACJIEZICTBEHHBIX (HOpPM.

Bonesns o0ycroBieHa HapylmieHHeM OOMEHa METHOHHMHA BCIEJCTBHUE
HEIOCTaTOYHOCTH  (epMeHTa  L-CepMHAETHIPOreHas3bl, dYTO MHPUBOAUT K
I/I36HTO‘~IHOMy COICPIKAHUTIO )44 HaKOIIJICHUIO TOMOLIMCTCHUHA B KpOBHU
(MpOMEeXyTOYHOTO BelIeCTBa, OOPa3yIOLIErocss B XOJAE CHUHTE3a aMHHOKHCIIOTHI
LUCTCHHA), U HAIWYUI0 TOMOIMCTHHA (OKUCICHHOW (DOpMBI IHCTEHHA) B MOYE.
Knunnueckn  ©osie3Hb  MPOSBISIETCS  3aJ€PKKOH  YMCTBEHHOTO — Pa3BUTHUA,
HapylICHUSIMH  XPYCTaJIMKa, CYJOPOKHBIMH PEAKUUAMH, TPOoMO0IMOOIUIMH,
YKHPOBBIM ITEPEPOKICHUECM TICYCHH, HAPYIICHUSIMU (POPMHUPOBAHHS CKEIIeTa H T.JI.

MyxoBucuua03

Yacrota — 1:2500 HOBOpokAeHHBIX. OMNMUCAaHO HECKOIbKO  (hopm
MYKOBHCIIUI032.

PazBuTHe Ooyie3HM BBI3BAaHO MyTAalUsIMH B TEHE, OOECIEYHBAIOIIEM
¢dyHKIHMIO XJopuaHOTO KaHama. ['em mykoBucimmosa (250 000 m.H.) kKapTHpOBaH
(7q obmacts 31-32), ero cTpyKTypa pacmu@poBaHa, YUCIO BBISIBICHHBIX MYTaIlUi
OorpaHWYeHO. Pe3ynbTaToM MyTallM SBISICTCS HApyIICHHE KaHAJIOB JUII WOHOB
XJIOpa — HapyIIeHWe TPAHCIIOpTa XJOpa — HApYIICHWE TPAHCIIOPTa BOIBI —
JETHIpATalUs CeKpeTa — BA3KUI CEeKpeT — 3aKyIopKa IPOTOKOB — BOCIAJICHHE
—  TIPpUCOEIMHEHWE BTOPUYHOW WHQPEKIWH. boNne3Hb  XapaKTepHu3yeTcs
MHOKECTBEHHBIMU TIOPAKEHUSIMU YK30KPHHHBIX JK€Je3, KHCTO3HBIM TOPAKEHUEM U
HapylieHueM (QyHKIUA MOIKeTyJ0YHON JKeJe3bl, pa3BUTHEM caxapHOro auadera,
MOpaKEHUEM  Kelle3 KHUIIEYHWKA W JIBIXaTelIbHBIX TyTeH, BTOPHUYHBIMHU
M3MEHEHHSMU JIETKUX, PEeUINBUPYIOMIUMH JIETOYHBIMUA UH(EKIHUIMU, 3a1ePKKOH
(pU3NYIECKOTO U YMCTBEHHOT'O PAa3BUTHS U T.1I.

DeHNIKeTOHYPHUS

YacToTa B MOMyIALUAX PA3IHUHA.

Bormee 200 wmyraumii B reHe QepMeHTa (DeHHIATAHUHTHIPOKCHIA3HI,
y4YacTBYIOLIEro B MeTabonu3Me (eHWIANaHUHA, MPEMSTCTBYET IPEBPALCHHUIO
(eHnIaTaHHa B THPO3HH, YTO MPUBOAUT K U3MCHEHUSIM B CTPYKTYPE MHEITMHOBBIX
BoNOKOH. IIpu3HakamMu OOJE3HU SIBISIOTCA: HEBPOJIOTHYECKHE MU IICHUXUUYECKHE
paccTpoiicTBa, 3aJiep’kka YMCTBEHHOTO Pa3BHUTHS, MHUKpouedanus, H3MEHCHUS
KO)KM, TUIONMITMEHTAllUsl BOJOC, CBETJIble PpaayKKM TIJla3, KaTapakra,
crenu(UUYECKUii 3amax Tena.

X-cuenjieHHble JOMUHAHTHbIE 00JIe3HI

I'unonnasus 3y6HoM SMann
Bore3np BbIpakaeTcsi B pe3KOM UCTOHYCHUH 3yOHOH dMaiu 1
COITPOBOXKIACTCS N3MEHEHHEM IIBETa 3y0O0B.
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Dochar-quader

3aboneBaHne  BBI3BIBACTCS  IIyOOKMMH  HapymeHusMH  (ochopHo-
KaJbIHEBOTO OOMEHa, KOTOpBIE HE YHAeTCS BOCCTAHOBHTH OOBIYHBIMHU JI03aMHU
ButamMuHa D. B ¢Bs3M ¢ 3THM apyroe Ha3zBaHHWE OOJIE3HU - PAXUT, PE3UCTCHTHBIN K
ButamuHy D. IIpeamomaraercs, uto mnpu Qocdar-quabere HapyIICHBI
SH3MMATHYECKHE TIPOIECChl MpeoOpa3oBaHWs BHUTaMHHAa D B aKTHBHBIC
TOPMOHOIIOAO0HBIE CYOCTAaHIMU WM CHIDKEHAa YyBCTBUTEIBHOCTH DPELENTOPOB
SMUTENUs] KUIIEYHHUKA K JAEHCTBUIO OSTHX MeTabonuToB. XapaKTepHBIMU
OMOXMMUYECKUMU MpU3HAKaMU 6one3Hu SIBIISIFOTCS docharypus,
runodocdaTeMus, MOBBILICHHE AKTUBHOCTH MapallUTOBUAHBIX JKEN€3, BBICOKas
AKTMBHOCTh LIENOYHON (ocdaTazel kpoBu. PeabcopOrys Kanblys B KHIIEYHHKE
cumkena. Kinmundeckass xapruna Qocdar-quadbera B 1enoMm cxomHa ¢ D-
Je(PULIUTHBIM PAXUTOM, HO OTJIMYAETCS OT HETO TeM, YTO NP JAHHOM 3a00JIeBaHUH
OTCYTCTBYIOT IIPU3HAKM OOILIEH WHTOKCHKAIMH, OOINee COCTOSIHUE OCTaeTCs
YIOBIETBOPUTENbHBIM. B  oToMuMe 0T paxura IpOLECChl OCTEOMATSALUN H
OCTEOMHOM THNEPINIa3HH BBIPAKEHbl IMPEUMYIIECTBEHHO B KOCTSAX HIKHHUX
KOHEUHOCTeH (MCKPUBIICHUE [UIMHHBIX TPYOUaThIX KOCTeH wiam pedopmanus
KOJICHHBIX M TOJICHOCTOITHBIX CycTaBoB). OTMedaeTcs HEOOBIYHO HH3Kas
KOHIIGHTpALMs HeopraHudeckoro ¢ocdopa B kposu. [lepsble nmpuzHaku OGone3HH
MIOSBIISIIOTCS. BO BTOPOM MOJYTOMWH JKH3HH. IIpM OTCYTCTBHH NiedeHHs OOJe3Hb
mporpeccupyer ¢ poctoMm pebeHka (muctpodus, TOIHAS HECHOCOOHOCTh K
CaMOCTOSATEIIFHOMY TIePEABIKCHHIO).

X-cienieHHble pereccCHBHbIE 00J1e3HH

T'emodpuaus A

UYacrora — 1:2500 poxxaenuii sxuBbIX ManbaukoB win 10:100 000 myxuuH.

I'emo¢unust A BbI3BaHA HacledyeMbIM Ae(eKToOM IIa3sMEHHOro (akropa
CBEpPTHIBAHMUS, a IMEHHO CHIDKCHHEM IPOKOATYJISHTHON akTUBHOCTU (hakTopa VIII
(Xq28, nedexrtsl renos F8C). 3ab6oneBanue pacno3HaeTcs 0ObIMHO HA 2 — 3-M roay
KHM3HH, HO B TKENbIX CIydasx YXKe MpU POXKAEHHMM MOTyT HaOII0AaThCs
Ke(aroreMaToMbl, MOA- U BHYTPUKOXHBIE KPOBOM3IUSHUS, KPOBOTCUEHUS U3
IYHOYHOT0 KaHaTHKA. ['eModmInst XxapakTepu3yeTcsi KpOBOUIUSIHUSIMY B KPYITHbIC
CyCTaBbl KOHEYHOCTEN, MOAKOKHBIMHU, BHYTPH- U MEKMBIIICUHBIMH T€MAaTOMaMH,
reMaTypuei, KpOBOT€UEHHAMH MPU TPaBMax U XUPYPrHYECKUX BMEIIAaTeIbCTBaX.
IosiBAsieTcs cTOlKas TYyronoABMKHOCTb CyCTaBOB M3-3a Pa3BUTHUS apTPO30B.

I'emopuius B
Yactora — 2:100 000 Mmy>»)4uH.
I'emodmmmss B BB3BaHA CHIDKCHHOW TIPOKOATYISTHTHOW aKTHBHOCTBIO
¢axropa IX mra3mennoro ¢akxropa ceepTeBanus (Xq27.1 — q27.2 , neexTs! reHoB
F9, HEMB). Knuandeckue nposBICHUS CXOIHBI C TAKOBBIMH ITPU TeMOQIITHA A.
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HedexT ¢pepMenTa r/110K030-6-pocdaTaerugporenasbl (aHeMust
NPUMaXuHOBasl, (paBU3M)

OTOT nedeKT He MMeeT CYIIeCTBEHHOTO 3HAYCHUS I (PyHKIMOHMPOBAHUS
SPUTPOIUTOB B HOPMATIBHBIX (PU3HOJIOTHIECKUX ycIoBUsIX. OqHAKO, TOCIe IpHeMa
IpUMaxuHa, (eHaleTuHa, CyIb(GaMUAHBIX U HEKOTOPBIX JpYyTHUX IpenapaToB
IOPOUCXOAUT  IEMOJIU3  JPUTPOLUTOB,  BCICACTBUE  4YE€ro  Pa3BUBACTCS
TEMOJIUTUYECKAs. AaHEMUSL.

HxTHo3

Onucan B 1927 r. E. Rud.

Yacrora — 1:3 000 — 1:4 500.

HXTH03 — pa3HOBUIHOCTh KEPaTo3a ¢ NOpakeHUEM OOIIMPHBIX YYaCTKOB WIIN
BCEro KOKHOrO MOKpoBa. I'ereporeHHas rpymnma reHHbIX 0oJie3Heil OporoBeBaHusl.
JlerepMuHUpYeTCS Pa3sHbBIMH PELECCHBHBIMU T€HaMHM X-XPOMOCOMBI U ayTOCOM.
[epBbIit mpu3Hak Ooe3HN — UXTHO3. B Bo3pacte crapmie 10 JieT, a B HEKOTOPHIX
CIy4asX YK€ Ha IEpBOM TOAY JKU3HHM IHOSBISIOTCS CYIOPOXKHbIE NPHUIAIKU.
HaOnromaercst BBIpaKGHHOE OTCTaBaHHE B MICHXHYCCKOM M YMCTBEHHOM Pa3BHTHH,
SMUJICTICHSI, B OOJBITMHCTBE CIy4aeB — TUIMOTOHAIW3M M HH(aHTHIN3M. MoryT
OBITH TOJMHEBPUTHI, YBEIHMYCHUE JUIMHHBIX TPYOUaThIX KOCTESH, apaXHOJaKTHIINA,
[TUTMEHTHBIN PETUHUT, THIIEPTUPEO3, TUITOTITUKEMUSL.

Mpimeynas guctpopus Jomenna (muonatus Jromenna)

[NopaxxeHne JTHIT My>KCKOTO TT0JIA.

3aboneBaHne OOBIYHO HAYMHACTCS B MEPBBIC TOJBI JKU3HH C HEYBEPEHHOI
noxoaxu. IToBeimaercst ypoBeHb (pocoKHHA3EI B CBIBOPOTKE KPOBH; MOSBISCTCS
MBIIIEYHAs C1a00CTh, MPEHMYNIIECTBCHHO B MPOKCHMAIBHBIX TPYyNIax MBI, a
3aTeM B JHUCTAlbHBIX; CHIDKAIOTCA TIyOOKHE CYXOXKUIBHBIC PpEQICKCHI;
nedopmupyercs  ckener. 3aboleBaHHE TPOTPECCHUPYET, JAETH  CTaHOBSTCA
INPUKOBAHHBIMM K TOCTedd. ECTh TEHAGHIUS K HEKOTOPOMY CHIDKCHUIO
YMCTBEHHBIX criocoOHocTel. [TpoaomKuTeIbHOCTD KU3HH 00JbHBIX — 20 — 35 neT.

Y-cuenuennbie 00J1€3H1

IIurMeHTHBbI PETHHUT
BbonesHb xapakTepusyeTcs NpOrpecCUpyrOLM CyKEHHEM IO 3pEHNUs, YTO
MPUBOJUT K YCUIHMBAIOIIEHCS HOYHOM CIIETIOTE, a 3aTe€M K MOJTHOM MOTepe 3pEeHus..

MUTOXOHAPUAJIBHBIE BOJIE3HU
ATpodus 1UCKOB 3pUTeIbHBIX HepBOB JleGepa (Hac/ieAcTBeHHAs1 HeliponaTus
3puTeJbHOrO0 HepBa Jlebepa)

CooTHomIeHNE OpaKeHHBIX 1M0JI0B Mk = 5:1. Hanbonee gacto Bctpeuaercs
y xkuteneil CeepHoil EBponbl U SANOHIEB.
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HacnenctBennass mHelipomatus 3puTensHOro HepBa JleGepa sBisercs
JBYXCTOPOHHEH, 4acTO MOCIEI0BATENbHOM, IOAOCTPOH ONTHYECKON HelponaTHel,
IIpU KOTOPOM IEPBUYHO MOPAKaeTCsl LEHTpalbHOe 3peHue. B 95% ciyuaes
obycnosnena myrtamusimu MTJHK B 11778, 3460, 14484 u 15275 monoxeHHsIX
(mocneHsas MyTamus oOHapykuBaeTcs peaxo). CpeaHuit Bo3pacT MaHU(ECTAIUH -
oT 23 1o 26 jer (camoe paHHee Hadayio B 4 rofa M camMoe Ho3fHee - B 86 JeT).
Bone3Hp xapaxkTepusyercsl BO3BBIIIEHHEM ANMCKA 3PUTEIBHOTO HEpBa U OTCKOM
BOJIOKOH IIyYyKa 3pHUTENFHOrO HepBa. MoOryr oTMedaTbCs TOJOBHBIE OOJH,
MO3KEUKOBblE U JApyrue HapymeHus. [Ipu mporpeccupoBaHun 0Oone3HU
BBISIBJISICTCSI Heceluduueckas aTpoQus 3pUTeILHOTO HepBa.

Cunapom Jles

Cungpom Jlest — 370 momocTpoe mporpeccupyoliee HelpoaereHepaTHBHOE
3a00JicBaHME C TUIIOTOHHMEH, AaTaKCWeW, IICHXOMOTOPHON perpeccueil u
IUCYHKIMEH CcTBOJIAa MO3ra M Oa3albHBIX TaHIJINEB, KOTOPOE HAYMHACTCS C
MIPOrPECCUPYIOILEH TMOTEPU 3pEHUs, BTOPUYHON HEHponmaTuu 3pUTEIbHOIO HEpPBa.
XapakTepHOl 4YepTOd ABISAETCS NUIMEHTHAs PETUHONATHS, CTENEeHb KOTOpPOMH
JIOBOJIFHO BapuabenbHa. [InrMeHTHBIE I3MEHEHHST MOTYT OTCYTCTBOBATh Ha PAHHHUX
CTaAusIX W Pa3BUBATHCS MEIUICHHO C TIPOTrpeccupoBanneM Oose3Hu. B psane ciydaes
W3BECTHBI  BpPOXIEHHBIE  Je(eKTBl  SHepreTHdeckoro  obOMeHa  m3-3a
HEIOCTaTOYHOCTH (EpPMEHTOB [bIXaTenbHOM memn (muroxpoM C  OKCHIA3BI,
mupysaTt aeruaporenassl, NADH nernaporenass:, AT® cunrerassr). 30% ciaydaen
cuagpoma Jles oOycmoBneHbl ToukoBOW MyTammeid B reHe ATd-a3sr B 8993
no3utmu MTIHK. Xapakrepra tpancBepcust T8993G u pexe Tpamsumus T8993C.
Bonee 3mokauecTBeHHBIH (eHoTHn cuHApoma Jles oOycnoBneH Gomblieit
npomnopimeit (>90%) MyTaHTHOTO MHTOXOH/IPHAIEHOTO TCHOMA.

BOJIE3HU MMITPUHTHUHT A

Cunnpom Ipanepa-Buiiau

Berpeuaemocts ot 1:10 000 go 1:30 000.

He skcnpeccupyercst nokanusyromuiicss B 15-if Xxpomocome T€H OAHOH U3
y4acTByomux B cruaiicuare msPHK.

Mexanuzmvl 603HUKHOBEHUSL:

70% - nenmennu

25% - omHOopomuTennekas nucomust (OPT)

4% - HapyIIeHUE PEryIAIIHd UMIIPUHTHHTA

1% - TpaHCIOKaIHSL.

CUMITOMBI: TUTIOTOHMUS, IO (Arus, OKUPEHUE, yMCTBEHHAsI OTCTATIOCTb.

CunapoM AHrejbMaHa
Berpeuaemocts ot 1:12 000 go 1:20 000.
He skcmpeccupyetcsa noxamusyromuiica B 15- xpomocome ren UBE3A,
KOIUPYIOLIMNA YOUKBUTHH-ITUra3y ¥ pabOTarOLIMi B HEHpOHAaX.
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Mexanusmvt 603HUKHOBEHUSL:

68% - nenmenus

7% - ogaOpoauTenbekas aucomust (OP/T)

11% - ToukoBBIE MyTaIUU

3% - HapyIIeHHE PeryIsSIuy UMIPUHTHHTA

11% - 3THONOTHS HE yCTAaHOBIICHA.

CuMITOMBI: 3aJepiKKa Pa3BUTHUS, YMCTBEHHAs! OTCTANIOCTh, PeUb HE PA3BUTA,
HapylleHHe KOOPAUHAIMY ABMKEHHI (aTakcus), 4acThlid cMeX 0e3 IPUUHHBL.

SQIIM'EHETUYECKHUE BOJIE3HU

Cunapom Perra

Yacrota Bapeupyer ot 0,72:10 000 mo 3,5:10 000.

IopaxaroTcst TONBKO OEBOYKH, y KOTOPBIX MOCIE MEPUOAA HOPMAJbHOTO
pa3BUTHS BO3HMKACT BbIPAXKEHHAs HelpoMmopdoornueckass MaTojgorust U
MCUXMYECKUE PACCTPOMCTBA € TSKENIBIMH HEBPOJIOIMYECKUMH HaApPyLIEHUSAMH.
BosmoskeH netanbHbI Mcxof. bosnbmMHCTBO MccienoBaTeneil mpennosnararoT X-
CIICIVICHHOE JIOMHHAHTHOE HacienoBaHWe. KannunaTtHblii reH — paboTaromuii B
Heiiponax MECP2, mpoayKT KOTOpOro SIBJISE€TCSI PENpeccOpoM TPaHCKPUIILMH,
3aBucuMbIM 0T MetrupoBanus JJHK (Metnin-CpG-cBsi3pIBaromuii 0enox).

3.7. 3KOJIOTUYECKASA 'EHETUKA YEJIOBEKA

OCHOBBI ~ JKOJIOTUYECKOH  T'CHETUKM  (DKOTEHETHKHM)  4YeloBeKa -
00111e610I0rnIecKre 3aKOHOMEPHOCTH IBOTIOLMOHHOTO MPoIecca.

BbInensoT Tpu acmekTa KOTCHETHKH B CBSA3U C MPOOJICMaMH 3I0POBbs
YeJIoBeKa:
— (QapmakoreHeTuka,
— DKOIATOJIOTHYECKUE PCAKIIUH,
— MYTalMOHHBIC BO3ICHCTBUSI.

OKOreHeTHKa U3y4aer:
— BIIMsAHHUE (AKTOPOB OKPYIKAIOIIECH Cpe/bl Ha TeHETHUSCKUH MaTepran (QyHKIHH
Y CTPYKTYpY F'€HOTHITA ¥ KAPUOTHUIIA),
— BapHalMM OTBETOB PA3IMYHBIX JIFOJEH M MOMYJISAIUI B 1IEJIOM Ha BO3JCHCTBHE
(hakTOpOB CpelbI.

Oxpyatolas cpe/ia BbI3bIBACT U3MECHEHHE!

1. skcmpeccun psiga TEHOB MpPU ACHCTBUH OOBIMHBIX HIIM CHEIU(HUCCKUX
CpenoBbIX (haKTOPOB,

2. TEHeTWYeCKOro MaTepHaja OTAEIbHOI0 OPTraHU3Ma U B MOMYJISIUX.
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B pesynpTare mOBBIIAETCS CKOPOCTh HACIEACTBEHHOH H3MEHUYMBOCTH Ha
YPOBHSIX OpTaHU3Ma M MOy JISIUH.

3asucumocmy rxcnpeccuu 2en06 om Gaxkmopog cpeovl
[Tupokuil HACIEACTBCHHBIN OaTaHCHPOBAHHBIA MOTMMOP(GU3IM MOMYISIIUil
YeJI0OBEeKaA - MPUINHA TeHETHUCCKH 00yCIOBICHBIX WHANBHIYANbHBIX W STHHYECKUX
pa3nuuuil B peakiusx Ha AeiicTBHEe OMOJIOTHYECKUX, (GU3HUECKUX M XUMHUYECCKUX
(hakTOpOB CpebL.

lenernyeckue pa3nuums B peakmuAX Ha CpeaoBbIe (DAKTOPHI H3YYaloOT

HCTIONTB3YS METOIBI:

— TCHEAJOTHYeCKHil (ompemenseTcd THI HACIENOBAHUS HKOTCHETHYIECKOTO
HpU3HAKA),

— Onu3HeNoBHIH (oeHKa (POPMHUPOBAHUS KOTUIECTBEHHBIX TIPH3HAKOB),

— MOMYJSIMUOHHO-CTATUCTUYECKUH (YyCTaHABIMBAECTCS MACHTHYHOCTb PEaKIUH
Pa3HBIX NIPEACTABUTEINCH HOITYJISILUN),

— OuoxmMmYecKuil (HCCIEeIYIOTCS MOJIEKYJISIPHBIC MEXaHU3MBI MAaTOJOIHMYECKHX
peakuuii),

— TOKCHKOJIOTHUYECKHE M (hapMaKOreHeTHUecKue (ONMpPEeAeIITIOTCsl KOHIICHTPANT
Pa3IMYHBIX BEILIECTB B OPraHU3Me, U3y4aeTCsi UX METabO0IIH3M).

ITon BustHEEM (HaKTOPOB OKPYIKAIOIIECH Cpe/bl B MIPOIECCe aHTPOIIOTeHEe3a U
JIEHCTBUSL HOBBIX CpPEJOBBIX (DAKTOPOB HAa TCHETHYSCKUH W (PEHOTHITUYECKUN
TTOJTUMOP(H3M TOMYJISIINAN W OTJEIEHBIX MPEICTABUTEIICH:

— QopMupyeTCst paBHOBECHE TeHETHUECKUX MPOIIECCOB B MOIYJISILIHUSAX,
— BO3HHKAalOT WM3MEHEHHWs B  TPOSBICHHM TEHOB, YTO MPUBOJUT K
9KOT€HETHYECKUM PEAKIMAM UIIM YKOTCHETHUECKUM OOJIE3HSIM.

DKOreHeTHuecKkue OOJEe3HH CBS3aHBl C HAYYHO-TEXHHYECKHM IPOTPECCOM,
KOTOPBI TMPHUBOAUT K TOSBICHHIO HOBBIX (DAaKTOPOB B cpeae OOUTaHUS,
BO3JICHCTBYIOIMX Ha paHee "Momuamue" reHbl. JleiicTBue Takux T€HOB B
OTIPE/ICTICHHBIX YCIOBHUIX MOXET BBI3bIBATh MATOJOIMYECKHE PEAKIIUH.

Hacueacreenno o0ycioBaeHHbIC IATOJIOrHYeCKHE PEAKIMH HA JelicTBHE
(axTopoB okpy:karouieil cpeabl

HacnenctBeHHO 00yCIIOBIIEHHBIE MTATOJIOTHYECKUE PEAKIIUU OOHAPYIKESHBI Ha:
3arps3HeHre aTMoc(epnl, NMPOPeCCHOHATbHBIC BPEIHOCTH, IHUINEBbIC T00ABKH,
MUIIeBble  BellecTBa, (usndeckue  (GakTopbl, OHOJOTMYECKHE  AreHTHI,
JIEeKapCTBEHHBIE Mpenapatsl ¥ T.1. OJHA U Te ke (HaKTOPbl OKA3BIBAIOT Pa3IUIHbIC
BO3JIEHCTBUS Ha JIIOJEH.

OcHOBa BBICOKOW YYBCTBUTEIHLHOCTH K OIPEICICHHBIM (haKTOpaM BHEITHEH
CpeJbl — MyTaIliH.
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IToxasano:

— PpOJb psiia TCHOB B MATOJOTHYECKUX SKOTCHETHUCCKUX PEAKIIIIX,

— DSKOTCHETHUYECKHE PEaKIMU MOTYT OBITh BBI3BaHBl PEAKUMH MYTaHTHBIMU
AJUICIISIMHU,

— mnonuMop¢HBIE CHCTEMbI 00ECIEeUNBAIOT BapHAOEIbHOCTh YKOTCHETHYECKUX
OTBETOB,

— 9KOT€HETHYECKHE OTBEThI MOTYT OBbITH MOHOI'CHHBIMH MIIM OJIMTCHHBIMU.

IIpumepul HacnedcnmeeHHO 00YC1061CHHBIX NAMONOZUUECKUX PEAKYUIL HA
Oeiicmeue hakmopoes oKkpysicaiouieil cpeovt
1. 3arpszHeHue aTMOc(epsl IPOBOLUPYET y TOMO3UTOT 10 PELECCUBHOMY TeHY
O ;-aHTUTPHUIICKHA (OETOK CBIBOPOTKM KPOBH, WHTHOMTOp MPOTEHHA3)
Pa3BUTHE XPOHWYECKHUX BOCIAIUTENBHBIX 3a00JICBaHUN U 3M(PHU3EMBbI JETKHX,
y T€TEpPO3HUTOT — TIOBBIIIAET PUCK MOSBICHUS JAHHBIX 3a00JIeBaHHUMH.
2. HemepeHOCMMOCTh  JaKTO3Bl  BBI3BaHA MYTAaHTHBIM  ajjieJieM TeHa,
OTBETCTBEHHOTO 32 CHHTE3 JIAKTA3bl B KUIIICUHHKE.
3. HenmoctaTogHOCTB TIIOK030-6-(hochaTaerHIporeHas3bl MPUBOIHUT K TeMOIH3Y
SPUTPOINTOB MPH YIOTPEOICHUN B MUY KOHCKUX 0000B.
4. Hwuzkas aKTHBHOCTP MOHOAMHHOKCHIA3bl HWHHIMHPYET MHTPEHb IIpH
YIOTpeOICHNHN MIOKOJIa/a.
5. Hapymenue ¢epmenrtoB, yuactByrommx B penapanuu JIHK, mpuBoaut k
Pa3BUTUIO MIUTMEHTHOU KCEPOAEPMBI IIPH BO3JCHCTBUU COJIHEUHBIX JIyUueil.

3.8. PAPMAKOI'EHETUKA

TepmuH “apmakoreneruka’” npeanoxun @orens B 1959 r.
dapmakoreHeTnKa U3y4aer:
— TCHETHYECKHE OCHOBBl  WHAMBHAYaJIbHBIX  pEAKIMH  OPraHW3MOB  Ha
JIEKapCTBEHHBIC BEILIECTBA,
— CBA3b MeXIy S(QPEKTHBHOCTBIO JCHCTBUS JIGKAPCTB M OCOOCHHOCTSIMHU HX
MeTabonn3Ma y pasHbIX OPraHU3MOB,
— JICHCTBHE NperapaToB HAa TCHETHYCCKUI MaTepHall.

dapMakOKMHETHKAa W (papMaKOIWHAMHKA JIEKAPCTBEHHBIX IMPENapaToB B
OpraHM3Me  4YeJOBeKa TEeHETHUECKH JICTSPMUHHPOBAHBI W  CBSI3aHBI  C
TOITUMOPPU3MOM (PEPMEHTOB, PEIIETITOPOB U T.]I.,

3agagaMu (papMaKOTCHETHKH SABIISCTCS pa3paboTKa:
— CICHUAJIBHBIX TECTOB, C MOMOLIBIO KOTOPBIX MOXKHO ONPEACINTD, NOAXOAUT JIN
TO UJIH MHOE JIEKAPCTBO ONPEACICHHOMY HHIUBUAYYMY UIIH HET,
— METO/IOB JIMArHOCTHMKH, TNPO(PUIAKTUKA W KOPPEKLUUH HEOOBIYHOIO OTBETa
OpraHu3Ma Ha JIeHCTBHE JICKAPCTBEHHBIX CPEJICTB.
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WunnBunyansHas 9yBCTBHTEIBHOCTD JIIOJCH K JIGKAPCTBEHHBIM CPEICTBAM
SIBIISICTCS CIICZICTBUEM TeHETHUCCKHUX HAPYIICHUI U MOXKET OBITh BBIpakeHa B BUJIC:
— TOBBIIICHHOH YyBCTBUTEIBHOCTH (IIPH HEAOCTATOYHOCTH PAAa (EpPMEHTOB),

— MOJHOW TONEPaHTHOCTH (TIpH Ae(eKTe Pa3THIHBIX (PEePMEHTATHBHBIX CHCTEM),
— mapafoKCalbHBIX peakiuil (IpU HapyIIeHHH CIeNU(pUIeCKUX B3aUMOJACHCTBUM
C MUIICHSMH).

[To neyebHOMY 3(h(heKTy JiekapCTB Ha JIFOJCH MOMYJISAINS TOAPA3ICIACTCS
Ha: XOPOIIIO OTBEYAOIIHX, CJIA00 OTBEYAIOIINX, CPSTHE OTBCUAFOIIHX.

BbIsiBICHBI OTIIMYKS B JICHCTBUH JICKApPCTB M 703, NMPUMCHSACMBIX [UIS
JICYCHNS, B PA3HBIX MOMYJIIIUSAX ¥ STHUYECKHX IPyTIIax.

D¢ deKTHBHOCTb ACHCTBUS JICKAPCTBEHHBIX IIPENapaToB 00yCIoBICHA:
— HaJM4YUEeM ONPEICICHHBIX 3a00IeBaHUIA,
— (akTopamu cpeasl,
— TIEHETUYCCKUM MaTCpUaJiOM OpraHusma.

JlekapcTBCHHBIC —TpemapaThl B OpPraHM3ME YCJIOBEKAa  IOJABEPraroTCs
CIICAYIOIIUM MPOLIECCaM:
— BCAachbIBaHUE B KPOBb,
— pacrpeie/ieHHe 110 COOTBETCTBYIOIIUM OpraHaM, TKAHsAM U KJIETKaM,
—  B3aMMOJENUCTBUE C KIETOUHBIMU MUIIEHIMH,
— MeTabonmsM,
— BBIBEJICHHE U3 OPraHU3Ma.

MeTabou3M JEKapCTBEHHOTO BEIIECTBA BKIFOUACT:
1. oxucieHnue  mpemapara ¢ [OMOIIBIO  IUTOXpoM  P450-3aBucHMBIX
MOHOOKcHTeHa3 (6oee 50),
2. cyns(aTupoBaHue, aleTUIIMPOBAHNE WJH TJIFOKYPOHUPOBAHNE
00pa30BaBIIMXCS MPOAYKTOB (YUacCTBYET OOJBIIOE KOINIECTBO (PEPMEHTOB).

KonTtpouns MeTabonamn3Ma nmpenapaToB MOKET OBITh:
— MOHOTE€HHBIM (M30HUA3U/I, CYKCAMETOHHIA),
—  MyJbTU(PAKTOPHATIBHBIM (OOJIBIIMHCTBO JCKAPCTBCHHBIX MPEIIapPaToB).

Ilpn HapyweHunn MerabomM3Ma MpenaparoB  (IOCIEIOBATEIbHOCTH
(epMEHTAaTHBHBIX NIPEBPAILCHHI) HAGIFOJACTCSL:

a) HaKOIUICHME B OpraHu3Me mpemnapaTa HWId I[POLYKTOB  €ro
HE3aBepIICHHOro MeTabo3Ma (TOKCHYHOCTh, OTCYTCTBHE JeueOHOro addekra),

6) cBepxObICTpoe (hepPMEHTATHBHOE MPEBpPALCHHE JICKAPCTBA (OTCYTCTBHE
nedeoHoro s dexra).

OcobeHHocTH MeTaboaM3Ma JICKAPCTBEHHBIX IPEnapaToB 0asupyroTcsi Ha
HoJMMMOpGH3Me TCHOB, OTBETCTBECHHBIX 3a CHHTE3 OCJKOB, YYacTBYIOIIMX B
6rnoTpaHcopMannH JeKapcTBa.
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[IpranHON TOKCHMYHOCTH Tpemapara sBISeTCS HonmuMopdu3M OenkoB, Ha
KOTOpBIC HANpaBICHO ICHCTBHE JIEKAPCTBEHHOro mpemapaTa. DddexTHBHOCTH
JNeWcTBUA W TO00OYHBIE 3((EKTH JIEKapCTBEHHBIX IIPETApaTOB ONPEACIISIOTCS
TEHETHYIECKUM MOTUMOP(GHU3MOM.

Ilamonozuueckue peakyuu opzanu3ma Ha npuem paodda i1eKapcmeeHHbIX
npenapamog y 601bHbIX ¢ HACTEOCHMEEHHBIMU 001Ee3HAMU
IaTonornyeckue peakiny OpraHu3Ma Ha IPUEM JICKApPCTBEHHBIX IIPEIapaToB

IPU HACICACTBCHHBIX OOJIE3HSIX CBSI3aHBI C HAPYINICHUEM OMOXMMUYECKUX

MIPOLIECCOB, MIPOUCXOIAIINX B OPraHU3ME OOJILHOTO YEJIOBEKa.

1. 'V OompHBIX C HEIOCTATOYHOCTHIO  IIIFOK030-60-hochaTnernaporeHassl
Pa3BHBAIOTCS MATOJIOTHYCCKAE PEAaKIMH B OTBET Ha NpPUEM IPUMaxWHA
(TIprMeHsIeTCsI IIPH JICYUCHUH MAISIPUHN) U CYJIb(paHUIaMUAIOB.

2. 'V OOJNBHBIX HEKOTOPBIMU (hOPMaMH MIEUYCHOYHON TOP(GUPHH B OTBET HA TIPHEM
0apOuTypaToOB, aHTUKOHBYJILCAHTOB U CTEPOUIOB MTPOBOIHPYIOTCS MPUCTYIIBI
OCHOBHOT'O 3200JICBaHH.

3. YcwiMBaoT CHUMIITOMBI NEPBUYHON MOAArphl JHYPETHYCCKUE IIperapaThl U
CaJTHIINIIATHI.

4. 'V oOompHBIX cuHOpoMoM JKmimsOepa mpemapaTsl UL [IPOBEICHUS
XoJuIucTorpaduu, CyabpaHuIaMH/IbI, HEKOTOPbIE aHTUHOMOTHUKHU, SCTPOTEHBI,
BXOJISIIIIAE C COCTaB TPOTHBO3AYATOYHBIX CPEJCTB, BBI3BIBAIOT ITOBBIIICHUE
YpOBHs OWIIMPYOHHA B TIa3Me KPOBH.

4. YEJIOBEK 1 BUOC®EPA

[Tmanera 3emis yHWKanbHa Cpedd APYTUX IUIAHET CONTHEYHOH CHCTEMEI,
MIOCKOJIBKY TONBKO Ha HEH B TOHKOM ClI0€, TIJI¢ B3aWMOJAEHCTBYIOT BOAA
(ruppocdepa), 3emist (utocdepa) W Bo3Ayx (armocdepa), OOHMTAIOT IKHUBBIE
OpraHM3MBI, B TOM 9HCIIE U YeIOBEK. JTOT CII0i HasbiBaeTcs Guocdepoii (0T rpeu.
Blog — xu3Hb U cQoIpa — cdepa, map).

buocghepa — 10 o0bGOmouka 3emiu, copaepikKalias BCIO COBOKYIHOCTb
JKUBBIX OpPraHM3MOB M Ty 4YacThb BEIIECTBA IUIAHETHI, KOTOpas HAXOAUTCS B
HENpepbIBHOM OOMEHE C 9TUMH OpraHn3MaMHu.

Buocepa oxBaTbIBaeT BEPXHIOW YacTh JHTOCHEpPBl, HWKHIOI YacTh
atMocepbl W TNpakTHYecKH Bcro ruuapocdepy. Bepxuss rpanmma Ouocheps
HaXOJUTCS Ha BbIcOTe 15-20 KM OT MOBEPXHOCTH 3eMJH, B cTpaTtochepe. HrkHss
TpaHMIa KHU3HU MPOXOIUT N0 JuTochepe Ha riayOouHe 2-3 KM U 0 JHY OKeaHa B
rugpocdepe. JKu3Hb B OCHOBHOM COCpPEIOTOYCHA B BEpXHEH yacTu JuTOC(hEpH (B
MIOYBE W HAa e¢ TIOBEPXHOCTH) M B BepXHEH yacTh ruapochepsl. CpeqHss TOIINHA
ounocdepnl coctarisieT 12-17 kM, a MaKCUMalIbHAas He MPeBbIIaeT 33-36 kM.

BriepBeie TepMuH «Omocdepa» B OHOJIOTHH TPEMIONKHI (HPaHITy3CKUH
yueHsblii-ecrecTBoucnbiTaTedb JK.- b. Jlamapk B Hauane XIX B., mHOBTOpHO
ABCTPHHCKUI TEOJOr W TajJeoHTojor O.31occ BBeN ero B obmxoxm B 1875T.
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[enocTHOE yueHue o 6Gnocdepe cozaan pOCCHUCKUN YUSHBIH-eCTECTBOUCIIBLITATENh
B.U. Bepuanckuit B 1926 r. OH BriepBbIe OTBEN JKUBBIM OPraHI3MaM POJIb TJIABHOH
mpeoOpa3yromieil CHIIbl TUIAHETH! 3eMJIs, YUUTHIBAS HX JCATEIbHOCTh HE TOJIBKO B
HACTOAIIEE BPeMs, HO U B IIPOIILIOM.

B.U. Bepranckuit  paccmarpuBan  Omocdepy Kak  00NacTb  KH3HH,
BKJIIOUAIOIIYI0 HapsAQy C OpraHHM3MaMH U cpefy ux oOutanHus. OH BBIACTHI B
Ouocdepe ceMb pa3HbIX, HO T'€0JOTHYECKH B3aHMOCBSI3aHHbIX THIIOB BELIECTB.

CocraB 0uocdepsnl

1. orcusoe ewyecmso — COBOKYIHOCTh JKHBBIX OpPIraHM3MOB, HACEIISIOIINX
3emMiio;

2. buoceHHoe 6eujecmeo — CO3ACTCs JKUBBIM  BEIIECTBOM B  MpOIEcce
aBoNIIONUH  (HeTh, yrojb, TPUPOMHBIA Ta3, O3EPHBIA W (camporiens),
W3BECTHSIK);

3. KocHoe gewjecmso — 00pazyeTcst B Ppe3yibTaTe IPOIECCOB, B KOTOPBIX
KMBBIE OpPraHW3Mbl HE YYaCTBYIOT (TBEpJbIC YACTHIIbI, Ta3bl M BOJISHBIC
napsl, BEIOpackIBacMbIC BYJIKaHAMH, Tei3epaMu);

4. 6buoxocHoe gewecmso — CO3TACTCS OJHOBPEMEHHO KUBBIMH OpPTaHH3MaMHU
M KOCHBIMH TIporeccamu (TOYBa, KOpa BBIBETPUBAHHS, TIIHMHUCTHIE
MHUHEpPAJIbI);

5. paduoakmusHoe 6ewjecmso — aTOMBI PATMOAKTUBHBIX SJIEMEHTOB (ypaH,
TopHii);

6. paccesnnvie amombl — HEMPEPHIBHO 00pa3yrOTCs U3 BCSIKOTO Poja 36MHOTO
BEIIECTBA IO/ BIMSHUEM KOCMUYECKUX M3ITyUeHHIA;

7. eewjecmso KOCMUYECKO20 NPOUCXodicoeHusi (METEOPHUThI, KOCMHYECKas
TIBLIB).

LentpanbubiM  3BeHoM B KoHuenuuu B.W. Bepnajckoro —sBisercs
MpeaCTaBleHUe O ocugom eewecmee. OOmas Macca IKHUBBIX OPraHU3MOB,
oGuTarommx Ha 3emie, cocTaBiser mpuMepHo 2,4 x 10" T, mpuuem 97 % u3 3oro
KOJIMYeCcTBa 3aHMMAIOT Ha3eMHble pacTeHus. buocdepy HacensioT Gonee 2 MIIH.
BUJIOB KHMBOTHBIX M 500 Thic. BHIOB pacteHuid. OmHAKO, €CIM MBICICHHO
PaBHOMEPHO paclpeleuTh BCE KMBOE BELIECTBO 10 MOBEPXHOCTH IUIAHETHI, TO
TOJIYYUTCS CJIOM TOJIIIMHOW Bcero OKoyio 2 ¢cM. Ho mpu 3TOM MMEHHO KHBOE
BEIIECTBO UIPaeT BEAYIIYIO POJIb B TpoIieccax caMoopranu3anuu onochepsl. OHO
HaXOJUTCS B MOCTOSIHHOM JHEPreTHYeCKOM OOMEHe ¢ BHEIMHUM MupoMm. JKusoe
BEILIECTBO SIBJISIETCS OCHOBHBIM OPTaHM3YIOIIUM JJIEMEHTOM B MOJACPKAHUU
KpyroBOpoTa  BEMIECTB MW  OOCCIICYCHUH  JHUHAMUYECKOTO  pPaBHOBECHS
9KOJIOTHYECKHX CHUCTEM.
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Dyukuuu ncusozo sewgecmea (no A.B. Jlanno, 1987).

1. DOnepeemuueckaa ¢pynxkyus — TOTIOMEHUE COTHEYHON YHEPIUH U SHEPIHU
IpU XeMOCHHTe3e, TabHEeHIIas Mepeiadya SHepT Ui 110 MHIIEBOH [enn.

2. Tazosas  @ynxyus — COCOOHOCTh  W3MEHSITh W TOAJCPKHUBATH
OIIpeJIeTICHHBII a30BbIil COCTaB CPeAbl OOUTAHHS U aTMOC(EPHI B IIETIOM.

3. OxucnumenvHo-60cCcmanosumenvHas @QyHkyus — WHTCHCU(PUKAIS TI01
BJIMSHHEM JKHBOTO BEIIECTBA MPOIECCOB OKUCICHHS U BOCCTAHOBIICHHUSI.

4. Konyemmpayuonnas  @yHKyus — COCOOHOCTbh  KHUBBIX  OPraHU3MOB
HaKaIUIMBaTh B CBOEM TeJe ONpPEICICHHBIC XUMHUYECKHE JIICMEHTHI,
TIOTJIOIAEMbIE U3 CPEJIbl.

5. HecmpykmusHas @yHKkyus — pa3lIOKCHUE OTMEpINCHl OpraHuKd [0
HPOCTHIX HEOPraHMUYECKUX COCIMHCHUH, XMMHYECKOE Pa3JIOKEHHE IOPHBIX
1OpoJ, BOBJECYCHHE OOpa30BABIIMXCS MHHEPAIOB B  OHOJIOTHYCCKHUMA

KPYTOBOPOT.

6. Tpancnopmuas yHKkyus — TIEPEHOC BEIISCTB B BEPTUKAIFHOM U
TOPHU30HTAIFHOM HAIIPaBIICHUSX.

7. Cpedoobpasyiowas @yukyus — Tpeodpa3oBaHue (UINKO-XUMUISCKHX
MapaMeTpOB CPEIIbl B YCIOBHsI, OJIArONpPUATHBIC IS CYIIIECTBOBAHUS JKUBBIX
OpTaHH3MOB.

8. Hngpopmayuonnas Gynuxyuss — >KUBbIE OpPraHU3Mbl M HMX COOOIIECTBA

HAKAaIUIMBAIOT ~ ONpPEJeNCHHYI0  MH(pOpManmio, 3aKpersfioT ee¢ B
HACICACTBEHHBIX CTPYKTYpaXx H 3aTeM IepedaloT  IOCIeTyFONTHM
MTOKOJICHUSIM.

Kpyzoeopom eewjecmeé u npeepawjenue snepzuu 6 ouocgepe. Pacturensuole u
JKMBOTHBIE OPraHU3Mbl, HAaXOISICh BO B3aMMOCBSI3U C HEOPIaHUYECKOH CpeloH,
BKJIIOYAIOTCA B HEIPEPBIBHO MPOUCXOMALIMN B IPUPOJE KPYTOBOPOT BELIECTB U
DHEPIUMU.

Manuiii, unu buonoeuyeckuil, Kpy2080pom HAUUHACTCA C BO3HUKHOBCHHUS
OpPraHMYECKOro BEHIECTBA B pe3ynbTaTe (JOTOCHHTE3a MM XEMOCHHTE3a, TO €CTh
o0pa3oBaHUsl  JKMBOrO  BELeCTBA M3  HEOPraHMYECKUX  COEAMHEHU ¢
UCIIONIb30BaHUEM Ty4uCcTOH 3Hepruu CoHLA WK YHEPTUM XUMUYECKUX PEeaKLUi.
B uactHOCTH, pacTeHust (IPOJYLEHTHI) U3BJIEKAIOT M3 MOYBBI B PACTBOPEHHOM
BUzie cepy, ¢ocdop, Menb, LIUHK M JPyrHe 3JIEMEHTHI. PacTHTEeIbHOSAHBIC
KHMBOTHBIE (KOHCYMEHTHI | mopsaka) NOTrJIOMAKT COEIUHEHHs YTUX JJIEMEHTOB B
BUA€ MUIIU PACTUTEIBHOTO TPOUCXOXKIEHHS, a XUIIHUKH (KOHCyMeHTHl II
MOPsIKa) B CBOIO OYEPE/b IUTAIOTCS PACTUTENBHOSTHBIMH SKUBOTHBIMU. OCTaHKH
JKUBOTHBIX W OTMCPIIHC PACTCHUA nepepa6aTLIBa}0Tc;1 HaCCKOMbIMHU, FpI/IGaMI/I,
OakTepusiMu  (peylLieHTaMM), IPEBpaliasich B MHHEPAIbHbIE W IIpOCTEHIINE
OpraHUYCCKNEC COCAUHCHUA, IOCTYyHaromue B IIOYBY MW BHOBb HOTpe6J'I$[eMI>IC
pacTeHUsIMH.

Bonvwoii, umu eeonocuyeckuii, Kpyeosopom TPOUCXOTUT HA TMPOTSHKEHUU
BCEro IEOJOrMYECKOr0 pa3BUTHSL 3€MIIM, BBI3BIBACTCA COJHEYHON SHEprued u
TIPOABIIACTCA B ICPEHOCC BO3AYIIHBIX MacCC, MPOAYKTOB BBIBETPpUBAHUA, BOMIHI,
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PaCcTBOPCHHBIX MUHECPAJIIBHBIX CoeIII/IHeHI/Iﬁ, 3arpA3HAIOINX BECUIECTB, B TOM YHUCIIC
paanoOaKTUBHBIX.

B pesynbpTare KpyroBopoTa BEIIecTB B bnocepe MPONCXOAUT HeIpephIBHASL
OuoreHHas MuUrpamnuss SJIEMEHTOB. HeO6XO]II/IMI)Ie JJIA JKU3HHU paCTeHI/Iﬁ u
KUBOTHBIX XUMHUYECKUE DJJIEMEHTBI MNEPEXOAAT M3 CPCIAbl B OpPraHuUsM. HpI/I
Pas3yIoKEHNNU OPraHu3MOB OTH DJIEMEHTBI CHOBA BO3BpPAIAIOTCA B CpeAy, OTKYyaa
OIIAITH MOCTYNAIOT B OpraHUu3M.

B OuoreHHoil Murpamuy 5JEMEHTOB MPHHUMAIOT YYacTUe pas3IUyuHbIe
OpraHu3Mbl, B TOM YHCIIC ¥ YEJIOBEK.

B.W. BepHanckuii cpOpMyIHpOBall TPH OCHOBHBIX OHOXHMHYECKHX
NPUHIHAIA 3BOJIONUNA OHOChEpHI.

IepBblii MpUHOMI — OHOreHHas MHTrpalys XUMUYECKHX JJIEMEHTOB B
Ouocdepe cTpeMUTCs K CBOEMY MaKCHMaJIbHOMY TIPOSIBIICHUIO.

Bropoii npuHOMN — 3BOJIIOLMS BHIOB, NPUBOAAIIAS K CO3JaHUIO (DOpM
KU3HH, YCTOMYMBBIX B Ouocepe, HICT B HAIPABICHHUH, YBEINYUBAIOIIEM
IIPOSIBIICHNE OMOTEHHOW MUTPAIUu aTOMOB B Onocdepe.

TpeTuii MPUHIMI — 3acelieHWE IUIAHETHl JOJDKHO OBITh MaKCHMAbHO
BO3MO>KHBIM JUIsl BCETO JKUBOI'O BEIIECTBA.

C mosBIeHHWEM denoBeka Omocdepa Ha ONpenesi€HHONW CTaJuu CBOETO
pasBuTHs peobpasyercs B chepy pasyma — Hoocdepy (0T rped. VOog — pasyM u
c@aipa — cdepa, map).

Tepmun "Hoocdepa" BBenu ¢paHIy3ckue ydeHsle, Guiaocods . Jlepya u
I1. Teitsip ne apaen B koHue 20-x rogoB XX B., COBPEMEHHYIO KOHIIECTILUIO O
Hoocepe B 1930-1940 rr. co3nan B.1. Bepruaackuii.

Hoocgepa — 310 «mBIcisimas» obonouka, cdepa pasyma, BbICIIAs CTAIU
9BOJIIOIIMM  OMoc(epsl, CBs3aHHAs C BO3HUKHOBEHHEM M pa3BUTHEM B HEil
LIMBIJIN30BAHHOTO YEJIOBEKA.

C pa3BUTHEM Hay4YHO-TEXHHYECKOI'O Iporpecca, OCOOCHHO BO BTOPOH
nonosuHe XX B., aHTPOIOTCHHBIE BO3AEHCTBHA Ha Ouocdepy upHoOpenu
rinobaneHEI  XapakTtep. buocdepa mo ompeneneHHoro ypoBHA cHocoOHa K
CaMOpETyJISIUK, YTO MO3BOJSET CBECTH K MUHMMYMY HETaTHBHBIC ITOCIIECICTBUS
JesTeNnbHOCTH 4enoBeka. Ho cymiecTByer mpenen, korza Ouocdepa yxe HE B
COCTOSIHHHM TIOJICPKUBATh paBHOBecHe. HaumHaioTcs HeoOpaTHMbIE MPOIECCHI,
MPUBOJNINE K OJKOJOTHYeCKMM KatacTpodam. C HHMH YeJIOBEUECTBO YiKe
CTOJIKHYJIOCH B PsZic PETHOHOB TUIAHETHI.

YenmoBeuecTBO CyNMIECTBEHHO W3MEHHIJIO XOX TEUYEHHs IIEJ0oTO psAna
mporeccoB B Ouocdepe, B TOM YHCIe OHOXUMHYECKOTO KPyrOBOPOTa M MUTPAIHN
psama diIeMeHTOB. B Hacrosmee BpeMs IPOHUCXOJUT KAYECTBEHHAs W
KOJIMYECTBEHHAsI MepecTpoiika Bcell Omocepbl IUTaHETHL. YiKe BO3HHUK PSA
CJIO’KHEHIINX YKOJIOTHUECKUX MpodaeM Ornocdepsl.
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DKonozuueckue npodemut Ouocgepovt

e o0pa3oBaHHE CMOTa;

* 3arps3HEHHE aTMOC(epsl TOKCHUYSCKHMH BEIIECTBAMH (OKCHABI YIIIepoia,
cepsl, a30Ta, (PPEOHBI, OPraHNIECKUE COSANHECHUS CBUHIIA, YTJIEBOJOPOIBI);

*  KUCIIOTHBIC JIOXKIH;

*  pa3pymeHHe 030HOBOTO CIIOS;

*  «IApHHUKOBBIN 3 HEeKT;

*  MaccoBO€ YHHYTOXKEHHE JIECOB;

*  5po3ws MOYB;

*  CHIDKCHHE YHCIICHHOCTH M T'HOCIIb XKUBBIX OPIraHM3MOB, a TAKXKE CY)KEHHE HX
apea’os;

*  3arpsi3HEHHE BOJIOEMOB M COKpAIICHUE UX TUIOMIANCH;

*  yTWIN3aUUs HPOMBIIUICHHBIX H CEIbCKOXO3IHCTBEHHBIX OTXO/0B;

* CO3JaHMEC  AaTOMHBIX  DJEKTPOCTAHIMII M 3arpsA3HEHHE  CPEeAbl
PaIMOAKTHBHBIMHU OTXOJIAMHU;

*  HCTOLICHHE NIPUPOJHBIX PECYPCOB;

*  HEpalMOHAIBHOE HCIIOIb30BaHNE MUHEPAIIbHBIX YI00peHN;

*  OTpaBJICHHE TIOYBHI XHMHYECKUMH CPEICTBAMH 3aIIUTHI PACTCHUIH;

*  3aXOpOHEHHUE OTXOMOB.

OCHOGHBIMU UCHOYHUKAMU 3a2PA3HEHUA DUOCPepbl AgnAIOMCA:
* TIPOM3BOJICTBA O BEIPAOOTKE AIIEKTPOIHEPTHH;
* IPOM3BOJCTBA HEOPTAaHMYECKUX BEIIECTB U METAIIIIYPIUH;
* I[IPOMBILUICHHBII OPraHUYECKUI CUHTE3;
* TpaAHCIOPT;
* KOMMYHAJIEHO-OBITOBOH CEKTOP;
*  CEeIbCKOE XO3SIHCTBO.

Bauanue anmponozennoz2o 3azpasnwenus OKpyxycarouieil cpeovl Ha 300p06be
uenoeeKa

HeraruBHble (hakTOpbl TEXHOC(EPHI CHIKAIOT KA4eCTBO CPEAbl OOUTAHUS U
OKa3bIBAIOT BIUSHUE Ha 3J0pPOBbE YelOBeKa. B HacTosmiee BpeMs BO3HHKIA
pobiieMa 9Kon02U4ecKoll namoaIo2uu, Kak CieJCTBU GU3NIECKUX, XUMUUECKUX U
Ononornyecknx (aKTopoB, OONbIIAs YacTh U3 KOTOPBIX aHTPOIIOTCHHOTO
MIPOUCXOXKICHUS.

OKONIOrMYeCKyl0 MaTOJOTHIO0 OMNPENENAIOT MOSBIEHHE HOBBIX HEOOBIUHBIX
3a00N€BaHNI, ATHIIMYHOCTH TEUCHMS] M3BECTHBIX OOJIE3HEH, a  Takke
“oMoyio)keHHe” psjma 3a0oyieBaHUi (caxapHOro auabeTa, THIEPTOHHYCCKON
Oone3HW, WH]ApKTa MHOKapAa M JaXe MO3TOBBIX HWHCYJIBTOB Yy JIeTeH).
[IpumepamMn  “HOBBIX” 9KOJOTHMYECKHX OOJIE3HEW SBIAIOTCS IMOKCHHOBBIN
CHHIPOM (XJIOpaKHe, MUTMEHTANNs KOKH, IMMyHOAe(UIHT); 601e3Hp MHUHAMATHI
(mapann4n, YMCTBEHHAs OTCTaJOCTh BCIEACTBHE TOPAKEHHUS IICHTPAIBHOMN
HEpPBHOH CHCTEMBI METHIIPTYTHIO, HAKOTUICHHOW B MOPCKHX MPOAYKTaX MUTAHUA);
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obmiass wMMyHHass genpeccuss —  xumudeckudd CIIML”, BbI3bIBaeMbIid
JMOKCHHAMH, TSKETBIMU METa/UIaMH, TOKCHYHBIMHU paJuKalaMHt | Jp.

Bompmmoe kxommdecTBO HOBBIX  (DAaKTOPOB B OKpyXKamomeld cpeme, He
CBOUCTBEHHBIX Omocdepe BooOIIe, 00IaNAIOT OMACHBIMH U TCHETHYIECKOTO
ammapara CBOWCTBaMH, T. €. SIBISAIOTCA MymazeHamu (PagUOAKTUBHBIC OTXOMBI,
MeCTUIUABI, (popMambaeruabl, (EHONbI, MHOTHE PACTBOPUTEIM W KPAaCHUTENH,
HEKOTOpbIE KOHCEPBAHTHI, PAJ JIEKapCTBEHHBIX IIPEnapaToB (CHHTETHUECKHE
TOPMOHBI, IUTOCTATUKH, HEKOTOPbIE aHTUOMOTHKH ), UIIPUT U JIP.).

OxpaHa okpy:kalouleii cpeJbl ¥ 310POBbS YeJ0BeKa BKJIIOYAET:

e pa3paboTKy Mep IO MPEeIOTBPAILCHHIO 3arPSA3HEHUS CPE/IbI;

* CO3/IaHHME TECT-CUCTEM JJIA OIpEACICHUSI MYTareHHOCTH XHMHYECKUX
COCJIUHEHMI;

* MpHUMEHEHHE TPenapaToB, OCIAOIAIONIMX JSHCTBHE arpECCUBHBIX (PAKTOPOB
cpelbl (AHTHOKCHIIAHTOB, HHTEpGhEpoHa U JIp.);

* OpraHM3alfio TeHETUYECKOr0O MOHUTOPUHTA B MOMYJISAIMAX YEJIOBEKA.

5. 9BOJIIOIUOHHOE YYEHUE

Pa3zBurune TECOPHUH IBOJIOITUOHHOTO YYCHUHA

Deontoyus (0T nat. evolution — pa3BEPTHIBAHNE, PA3BUTHE) — HEOOPATUMBIH
MpoIecc HCTOPUYECKOTO Pa3BUTHS OPraHUYECKOr0 MHUpPa, B OCHOBE KOTOPOTO
JISKUT CaMOBOCITPOM3BEICHUE JKUBOTO HA BCEX YPOBHSIX OpraHU3alMH.

TepMuH «2gomr0yus» BBEN B OMOIOTHIO HIBeHnapckuii 30omor [Il. Hboune B
XVIIIB. gns  ob6o3HaueHUs: HMOPHOHAIBHOTO  Pa3BUTHSA  MHHUATIOPHOTO
OpraHusMma.

[lepBble 5BONIIOLIMOHHBIE WAEH BBICKAa3bIBAIMCH €I1€ aHTUYHBIMU YUECHBIMH.
Apucmomens (384 - 322 1r. 10 H.3.) cHOPMYTUPOBAT TPUHIIUITEI KJIACCH(DUKANU
JKUBOTHBIX, MPOBEI CpaBHEHHE PA3IMUYHBIX *KMBOTHBIX IO CTPOEHUIO, 3aJOMKHI
OCHOBBI aHTUYHO 3MOpuosoruu. OH cUUTaj, 4TO KUBbIE OPraHU3Mbl BOSHUKIIM B
pe3yJsibTaTe cCaMo3apOoXKICHHS U3 HEXKUBBIX TEJI.

K nawany XVII B. 3HaUUTENIBHO paCHIMPUIIMCh 3HAHUSA O PACTUTEIHHOM H
KMBOTHOM MHpE, TI03TOMY ITOTPeOOBANOCh NMPHUHATH CIHHYI0 CHCTEMY OIHMCAHHS
OpTaHM3MOB.

BaxHBI mar K CO3MaHUI0 CHCTEMbI KITaCCH(DUKAIIMN MTPUPOIBI OB CIeNaH
aHrmiickuM ~ HatypanmuctoM /[ Peem (1627 —1705). OH BHepBble  aan
OIpe/IeIeHNE BU/1a KAK OCHOBHOM CUCTEMAaTHUECKON €AMHULIBL.

IlepByro knaccuukanuio pacTeHHH W SKUBOTHBIX CO3Jal IIBEACKHN
yuenstii K. Jlunnenr (1707 — 1778), pa3nenuB WX Ha BUABI, POJBI, OTPSAbI H
kimaccel. OH BBEN JBOWHBIC JIATWHCKHE Ha3BaHUS (BHAOBOC M PONOBOE) —
O6unapHylo HOMeHKNaTypy. K. JIuHHel mpu3HaBaad peaabHOCTh CYIIECTBOBAHUS
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BHJIOB B IPHUPOJAE, HO OTPHUIAT BO3MOXHOCTH WX HM3MEHEHUS U pPa3BUTHSI —
Kkpeayuonuzm (OT IAT. creatio — COUAHUE).

PasButne Gmonornu n ecrecTBo3HaHus B 1esioM B koH1e X VIII B. — Havae
XIX B. mano mpeAnochUIKH A (OPMHUPOBAHUS HAEH 00 M3MEHSIEMOCTH JKHBOU

IIPUPOJIBL
IepBast »BOMIONMOHHAS KOHIENIUS MOTyYMIIa Ha3BaHUE mpaHchopmusma
(or mat. transformo — mpeBpamawr, mnpeodpasywo). Ee cropomnuxu (K. /I

broggon, 3. Kopdpya Cenm-Hnep, 3. Japsun, M.B. Jlomonocos, K.®. Bonvp,
II.C. Ilannac v np.) BBIABUHYJIM UAE€U UCTOPUYECKOTO Pa3BUTHs KUBOW MPUPOABI
BO BpPEMEHH, MPOUCXOKICHHUS COBPEMEHHBIX BHJOB PACTEHUHA M KUBOTHBIX OT
JIaJICKUX MIPEAKOB IyTeM TpaHC(opMaui.

BriepBeie 060CHOBA 1 9eTKO C(hopMyITHpOBaI KOHIICIIIHIO PA3BUTHS )KUBOU
npuponsl (paniysckuit yuensiit JK. b. Jlamapk (1744 — 1829). OH u310KUI CBOU
B3MIAABI Ha CYIIHOCTH M IPHYHMHEI 3BOMONHMU B Tpyae «Dumocodus 30010rum»
(1809). CornacHo koHuenuu Jlamapka JIBWXKYIIMMH CHJIAMH  9BOJIIOIIUU
SIBJISIIOTCS IIPSIMOE BO3/AEHCTBUE CPEeibl HA OPraHU3MBbl, CTPEMIICHUE OPraHU3MOB K
COBEPUICHCTBOBAHMIO W  HACICHAOBAHHC OJIAarONpHOOPETCHHBIX  IPH3HAKOB.
[TomokeHwsT CcBOEH KOHIENIMU OH C(HOPMYITHPOBAT B BHUAC TPEX «3aKOHOB»
IBOIOUUM: 1) mpamoco npucnocobnenus, 2) YAPAXsCHEHUs U HEYNPAX’CHEHUs
opeanos, 3) Hacnedosanus Onazonpuobpemennvix npusnaxos. Ilo Jlamapky, B
pe3yibTate HBOJIOIUHM BO3HUKAIOT HOBBIE MPUCTIOCOOJICHUS W TPOUCXOIST
MTOCTETICHHBIC N3MEHEHHS B CTPOCHUHU OPTaHU3MOB.

Jlamapk BHeC Ba)KHBIM BKJIaJ B CHUCTEMATHUKY >KMBOTHBIX. OH pacroyioxui
WX M0 MPHUHIUIY «OT MPOCTOTO K CIIO)KHOMY» U BIIEPBBIC B HAYKE ClIENajl BBHIBOJ
00 yCII0KHEHNU OPTraHU3MOB M UX POJCTBEHHBIX CBSI3SX.

DBONIONMOHHAsT KOHIIETUs Jlamapka craja 3HAYMTENbHBIM IIAaroM BIIEpE]
[0 CPABHEHUIO C KPEalMOHMU3MOM, HO OH HE cyMell OOBSICHUTDH ABIDKYIIUE CHUIIBI
9BOJIIOIUH U, IPEKIIE BCEI0, MEXaHN3M U3MEHUMBOCTHU BHUJIOB.

KpymnHble OTKpBITHSA B €CTECTBEHHBIX HayKaX B cepeauHe XIX B. sBunuch
ocHOBOW anst co3manust Y. Jlapeunom (1809 — 1882) 5BONIOLMOHHOIO YYEHHS.
CBoM B3IJIS/IbI [0 TEOPUM HBOJIOLMM OH M3J0XKHUI B TpyHax: «IIpoucxoxxaenue
BHUJOB MyTEM ECTECTBEHHOTO OTOOpA, WJIM COXpaHEHHE OJaronpHusITCTBYEMbIX
nopox B Oopbbe 3a xu3Hb» (1859), «V3MeHeHue IOMAIIHUX >KUBOTHBIX H
KyJbTypHBIX pacTeHuit» (1868), «IIporcxoxaeHue veaoBeka M MOJ0BOH 0TOOP»
(1871).

CornacHo 5BomonMOHHON Teopun Y. JlapBuHAa NpUYMHAMU SBOJIIOLUHU
BUJIOB B IPHUPOJE SBIISIOTCS MHTEHCUBHOCTb PAa3MHOMKEHHsI OpPIaHU3MOB U
OTPaHWICHHOCTH TIPUPOIHBIX PECYpPCOB. BelleacTBre 3TOro MpoucXomuT 6opsba 3a
cywecmeoganue. Hanmumame Hacnedcmeennot  usmenyusocmu W OOpBOBI 32
CYIECTBOBAHME BEIET K ecmecmeennomy omoopy. Pe3yiabTaToM ecTecTBEHHOTO
oTOOpa SIBISIFOTCS BO3HUKHOBEHHE MPHCIIOCOOJICHHOCTH OpPTaHM3MOB K cpelne
oOuTaHus U 00pa30BaHNUE HOBBIX BHJIOB.
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Y. JlapBuH BIIEpBBIE CyMel OOBSCHHUTh NPHUYMHBI W ABIKYIIHE CHIIBI
spomoru. OH copMynupoBas mpeAcTaBieHuss 0 0Opb0Oe 3a CyIIECTBOBaHUE U
€CTECTBEHHOM OTOOpE.

B 40-x rr. XX B. Ha ocHOBe yueHus Y. JlapBuHa U JaHHBIX MOMYJISIIIMOHHOMN
TeHeTHKHU TPYJAaMH y4eHbIX u3 pasHbix cTpa (C.C. Yemesepurosa, H.H. Basunosa,
A.C. Cepebposcroco, A.H. Cesepyosa, H.H. [lImanveayszena, @.I". [Jobocancroeo,
D. Maiipa, [oc. Xaxcnu, /Joc. Cumncona u np.) Obina co3nana Cunmemuueckan
Teopua Jeontoyuu (CTD), LHeHTPaTbHON 4YaCTBIO KOTOPOH SIBIAETCA yU€HHE O
MHKPO?3BOJOIHH.

OBOIIOIMOHHBIH MPOIECC BKI0YAET MUKPOIBOIIOLUIO U MAKPOIBOIIOLHUIO.

Mukpo3Boonus

Muxkposeontoyus — SBOJIONMOHHBIC NPEOOPaA30BaHHSA, MPOTEKAIOIIUC
BHYTPU TIONYJIIIAM ¥ 3aBepIIaloIInecs, Kak IMPaBHIIO, O00pa30BaHWEM HOBBIX
BUJIOB.

DnemeHmapHbwiil 36010YUOHHbLI Mamepuai — MyTaIliHd 1 PeKOMOMHAITHH.

Onemenmapnas 260110yUONHAA €OUNUYA — TIOTTY ISV

Honynayus (ot nat. populus — HaceneHue, Hapoa) — 3TO TPyIMa ocoOei
OIHOTO BW[A, IIUTENHHOE BpeMsl OOMTAIOMIas Ha ONPEACNICHHOW TEPPUTOPHH,
CBOOOIHO CKPCIIMBAIONIMXCS B TEUCHHE OOJBIIOTO 4YHCIAa IIOKOJEHWH, W
M30JIMPOBAaHHAS OT APYTHX MOMYJISINI TOTO K€ BHIA.

IMomynsimus pacmajaercss Ha OTACNBHBIC JIOKANBHBIC TPYNIBI OCOOed —
Odemvbl, KOTOpwle cocTosT u3 20 —30 cemelinbix epynn, Kaxkaas U3 KOTOPBIX
BKITFOUaeT 4 — 8 ocobeil. BonbmMHCTBO CBOOOAHBIX CKPEIIMBAHUN MEXKTy 0COOSIMHU
MOIMYJISIIUY IPOUCXOIAT BHYTPHU JIeMa.

[Monynsiunst o0nazaeT psjoM XapaKTEPUCTHK, BAaXKHBIX [UISL DBOJIOLMU:
apeaJl TMOMYJIAIUY, YHCICHHOCTb, IJIOTHOCTh, BO3PACTHOH COCTaB, COOTHOIICHHE
[I0JIOB, TEHETHYeCKas CTPYKTypa NOMyJsIuH (YacTOThl TeHOB (ajuieneid) u
TE€HOTHUIIOB).

I'enernyeckas XapaKTEPUCTHKA ITOIMYJISALMN BKIFOYAET MOHSTHS:

s cenemuyeckoeo paznoobpasusi (HaMuue B TeHO(OHJAE MOMYJISIIUH

Pa3IMYHBIX BAPUAHTOB OJHOTO I'€Ha — MOIUMOPHH3M);

*  2enemuueckoeo eouncmea (00yCIOBICHO BBICOKMM YPOBHEM NAaHMUKCHUN);
*  2eHemuyecKkol cmadunbHOCMU.

'enerndeckast CTaOMIBHOCTH MOIMYJIIIUU BEIpaXKaeTcst B (GOPMYITHPOBKE
3axkona Xapou-Baiinbepea, KOTOPBIA OTpa)kaeT pPaBHOBECHE YACTOT TI'E€HOB U
TCHOTHIIOB B TAHMHKTHYECKOH momyisnuu: «B  Oe3rpaHudHo  OONBIION
MOMYJISAIIUU B OTCYTCTBHHM MYTallil, W30MpaTeNTbHON MHUTPAMU OPTaHW3MOB U
JIaBIICHUSI €CTECTBEHHOTO OTOOpa, MEepBOHAYalbHAas YacToTa ajuleNeil ocraeTcs
HEU3MEHHOH M3 MOKOJICHHS B TIOKOJICHUEY.
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Yacrotel aieneit (4) u (a) U cooTHOUIeHWE TeHOTHNOB (A4, Aa, aa) B
MOMYJSIIIAN  CBSI3aHBI MKy COOOM TPOCTBIM KBAaIPAaTHYHBIM YpPaBHEHHEM
(ypasnenuem Xapou-Baiinbepea):

(p+q)’=p’+2pq+q’=1,rze

2

p — yacTota amiens 4;  — yacToTa ajeis a; p° — 4acrora reHotuna A4; 2pq —
2

YacToTa reHoTuna 4a; ¢ — 4acTora reHOTHIA ad.

QﬂeMeHmapnoe 260IIOYUOHHOE  ABJleHue — CTOﬁKOB, HampaBJICHHOC
U3MEHEHME TeHETUYECKOM CTPYKTYPbI NOITYJIAUH.

Dnemenmapuvie akmopsl 3601r0Yyuy — CHIBI, CIOCOOHBIC H3MCHHTH
FEHETUYECKYIO CTPYKTYPY MOIYJISLUHU.

JBuskymue cuibl (GpaKTopbl) 3BOJIIOLUHA

*  MyTalMOHHBIN MTPOLIECC U KOMOMHATUBHAS H3MEHUYHBOCTD;
*  TIOIYJIALOHHBIC BOJIHBI;

*  npeii¢ TeHOB;

*  MHUTrpanus;

*  H30JIALUS;

*  ©CTECTBEHHBKIH 0TOOP.

Mymayuonnwviit  npouecc  SIBIAETCS  MOCTABLIMKOM  3JIEMEHTapHOIO
9BOJTIONMOHHOTO  MaTepuanma — MyTamud. OH HOCHT  CIOy4JalHBII H
HEHANpaBJICHHBIA XapakTep. MyTalUOHHBIM IPOLECC IMOCTOSHHO YBEIUYMBAET
TEHEeTHYECKyI0  TEeTepPOTreHHOCTh  MOMYISAIMHA  BCIEACTBHE  COXPAHEHMs
peneccuBHBIX MyTanui B reteposurotax. C.C. Yemsepuros (1880 — 1959), uzyqas
IPUPOJIHBIC MOMYISAIMHY, IT0Ka3al, YTO PELIECCUBHBIC MYyTaI[MM B T€TEPO3UTOTHOM
COCTOSTHUM COCTABJISIIOT CKPBITHIA pe3epB M3MEHUUBOCTH, KOTOPBIH MOMKET ObITh
HCIIONIb30BAaH €CTECTBEHHBIM OTOOPOM IPU U3MEHEHUH YCIOBHI CyIlECTBOBAHUS.

Komounamuenas usmenuueocms 00eCricUMBacT IMOSBICHHE HOBBIX
KOM6I/IHaI_IPIﬁ reHOB B IIpoLecce Meio3za u OIUIOAOTBOPCHUA TIPpU IIOJIOBOM
Pa3MHOXCHHHU, a TAKXKC IIpU II€peaayc TeHETHYECKOMN I/IH(I)OpMaI.lI/II/I U3 KJICTKH B
KIJICTKY IPH ITOJIOBOM IIPOLECCC — KOHBIOTAIIUH.

Ilonynauuonnsie 601Hbl, WIH «BOJIHBL HCUZHU» — DTO TICPUOIUICCKUC H
HENIePUONUECKUE M3MEHEHHS YUCICHHOCTH 0COOEH MOMYJISIINY, BOSHUKAIOIIHE B
pesynbTare BiusHus pakTopoB cpennl (C.C. Yemesepuros, 1905). TlonynsmuoHHbIe
BOJTHBI TIPHUCYIIY BCEM BUJIaM YKHBBIX OPTaHU3MOB.
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Kitaccudukarust monyJsiiMmOHHBIX BOJIH:

Tlepuoouueckue KonedaHus YUCIEHHOCMU KOPOMKONCUBYUWUX OPSAHUMO8
(xapakTepHbl Ui OONBITMHCTBA HACEKOMBIX, OJHOJETHUX PACTEHH, TPHOOB U
MHKPOOPTaHU3MOB).

Henepuoouueckue xonebanus yucienHocmu, 3aBUCSIIUE OT OIArOMPHUSITHBIX
nnu HeOIaronpusATHEIX (aKTOPOB OKpy:Karommei cpems! (KojaeOaHNs YUCICHHOCTH
XHIHHUK — )KEPTBa).

Benviwku  wucnennocmu  6u008 8  HOBbIX  palloHax — oOumawusi, TIC
OTCYTCTBYIOT UX CCTCCTBCHHBIC Bpard (pa3MHOKEHHE KPOJIMKOB B ABCTpaIUH,
BCIIBILIKY YMCIIEHHOCTH JIEMMUHTOB B APKTHKE).

Peskue  Henepuoouueckue  Konebamus — 4UUCIEHHOCMU, CBSI3aHHBIC  C
MIPUPOITHBIME KaTacTpodamu (M3BEPIKCHHUS BYJIKaHOB, HABOJJHCHHUSI, 3aCYXHU H T.1.).

[MomysiunOHHBIC BOJHBI MPUBOAAT HE TONBKO K M3MCHCHUIO YHCICHHOCTH,
9TO, B CBOIO OYepe.b, M3MEHSCT XapakTep CKPEHIMBAaHMUN, HO M K CIyYailHBIM
KoJIeOaHMAM YacTOT TeHOB, TCHOTUIIOB M MYTAI[UH B TTOITYJISALIHSX.

/lpeiih zenoe (2enemuro-asmomamuueckue npoueccvl) — CIydalHbINA
HEHAINpaBJICHHBIH TpoIecc KojeOaHWsl 4acTOT I'€HOB M T€HOTHIIOB B PE3yJIbTaTe
PE3KOr0  COKpAICHHs YHCICHHOCTH TIOMYJSIMA B ONPEACICHHBIA MOMEHT
BpPEMEHHU.

«Opexm Oymwinounoco eopaviukay — TEPUOJ, KOTAA UCXOMHO OOJbINIas
MIOITYJISALIUSL COCTOUT U3 HECKOJIBKUX 0COOCH, MAroIX HaYasl0 HOBOW MOMYJISIIAN B
TEX e YCIOBHSX.

lpeiid TEHOB HE TOJBEPKEH JEHCTBHIO €CTECTBEHHOTO OTOOpa H
YBEJIMYHMBAET B MOIMYJISALUN YUCIO TOMO3UTOT MO OTJEILHOMY T'eHY.

I'enodonn momymsamuu oboramaercs He TOIBKO 3a CYET MyTaluid u
KOMOMHAIM, HO W Onarogapst mucpauuu ocober (mepenBHKEHUI0 0coOel u3
OJHHUX MECT OOHTaHMA B Apyrue). Murpamus >KUBOTHBIX, PAacIpeeICHUE MbUIBIIBI
U CeMSH pacTeHuil, Cmop pacTeHUi U rpubOB MPUBOIUT K PACHPOCTPAHEHHUIO B
MOMYyJSIUMK  MyTallMii WMAM BHOBb BO3HHUKIINX KOMOHMHAIMHA TI'eHETHYECKOrO
Marepuana.

Ilepememienue HeOGonpmION Tpynmel  ocolOeil 3a mpenenbl  MCXOIHON
MOMYJISIIAN MOKET MPUBECTH K MOSABICHUIO HOBOM MOMYJISLUU CO 3HAUUTEIbHBIM
TCHETHYECKUM OJHOOOpazueM — «3¢gpexm ocrnosamensy (auri. ouonor D. Maiip,
1904).

H3onauyua — cymiecTBOBaHHWE JFOOBIX  OaphepoB, MPEIATCTBYIOMINX
CBOOOZIHOMY  CKpCHIMBaHWIO (TTAHMHUKCHH) WJIH OOMEHy TeHETHYCCKHM
MarepranoM (KOHBIOTAIMN) MEXKIY [TPEICTaBUTEISIMU MTOMYJISIIHH.

Brinensior 18e popMBI M3OIAINH: 2eocpadpuueckyio (npocmpancmeentyio)
U buonocudeckyro (penpooyKmusHyio).

T'eocpapuueckaa  uzonayua  3aKITIOYACTCS B MIPOCTPAHCTBEHHOM
pa3o0IeHny TonmyJssiuid - O6iarofapst OCOOCHHOCTSM JaHAmadTa B Ipenesax
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apeana BUIa — pazdenenue bapvepamu (BOJHBIE TIPETPAAbl U «CYXOIMYTHBIX)»
OpPraHuM3MOB, y4YacTKM CyWIIM JUIsl  BHJOB-THAPOOMOHTOB,  uepe/lOBaHHUE
BO3BBILICHHOCTEH M paBHUH). [IpOoCTpaHCTBEHHAs M30JISIMS MOXKET IPOUCXO/HUTh
U B OTCYTCTBUE BUJMMBIX reorpauyeckux 0apbepoB NPy OrpaHHUYCHUN «pagnyca
UHIUBHUYaTbHON aKTUBHOCTUY — pA30e/ieHUe pacCmosIHUeM.

Buonozuueckas  u3zonsayus ~ OCHOBBIBaCTCS ~ HAa  OHMOJOTHYECKUX
0COOCHHOCTSIX IIPEACTABUTENCH MOIMYJISALHUN, MHOAPA3AENACTCS Ha HECKOJBKO
BUIOB:  DKOJOTHYECKYI,  MOp(O(YHKIMOHAIBHYIO,  JTOJIOTHYECKYH) U
TCHETUYCCKYIO.

[pu sxonocuueckori uzonsyuu CKPEIMBAHUEC CTAHOBUTCSI HEBO3MOYKHBIM H3-
3a pa3iu4yuil B yCJIOBUSIX OOWUTAHUS IMOIMYJIIIUN, ONPEHCISIONMX Pa3HbIe CPOKU
pasMHOXKeHHs1 ocoOeil. JlmurenpHas SKOJOTHYECKas HW3O0JLIIUS CIIOCOOCTBYET
JMBEPreHLUH MOMYJISALUHA BILIOTh 10 00pa30BaHMs HOBBIX BUIOB.

BaXHBIM H30IUPYIOMIAM MEXaHU3MOM, 3aTPYIHSIOIIAM CKpPCIINBaHUC
OJM3KHX BHIOB, SBISIOTCS PAa3IMYMsl B CTPOCHUU U (PYHKIIMOHUPOBAHUH OPTaHOB
pasMHOXECHHS — Moppopyukyuonanvras uzonsyus. Y pacTeHUH Takas (dopma
M30JSIIIMM  BO3HUKACT TPU MPHUCIIOCOONCHHH IBETKA K ONPENICICHHOMY BHIY
ONbUINTEIIEH.

Dmonoeuyeckas (nogsedenueckas) uzonAyus CBA3aHA C OCOOCHHOCTSAMH
MOBEJICHHUS] CAMOK M CaMIIOB BO BpeMsl pa3MHOXeHHs. Takoil Bu OHONOrHYecKoit
M3OJISALHUN CYIIECTBYET y HACEKOMbBIX, PbIO, NTHIl M MIIEKONUTAIOMNX. CIIOKHBII
puTyall ONO3HAHHMs OpadyHOro IapTHepa TIeHETHYECKH 3alporpaMMHpPOBaH U
MPAKTUYECKH TOJHOCTBIO HCKIIOYAeT BO3MOXKHOCTH CIIAPUBAHHUS C OCOOSIMH
JIPYroro BUja.

TI'enemuyeckasn uzonsayusi co3aaeT 0ojee KecTkue Gapbepbl CKPEILIUBAHHSM.
OHa 3aKJII0YaeTcss B HECOBMECTHMOCTH TaMeT, I'MOENN 3UroT HEMOCPEACTBEHHO
TIOCJIE OILIOJIOTBOPEHHSI, CTEPHIILHOCTH WITH MaJIOH )KU3HECTIOCOOHOCTH THOPHIOB.

B wuzonupoBaHHON Tpymne 4acTOThl ajulefiell OKaKyTCsli MHBIMH, YEM B
Oonpioi momynsanuu. V3omsuus mpuBOIUT K Apeiidy I'eHOB, W TakKe SBIACTCA
IIyCKOBBIM MOMECHTOM BHI000pa30BaHUsI.

Ecmecmeennutii omoop — TIaBHBII HaNpaBISIOMUN (aKTOp IBOJIIOLUH —
BBDKHBAaHUE HanboJjee MPUCIIOCOOIICHHBIX 0COOCH M OCTaBICHHE UMHU IOTOMCTBA.
B ocHOBe NeWCTBHS €CTECTBEHHOI'O OTOOpa JIGKUT OOphOa 3a CYIIECTBOBAHHE.
OTOOp OpraHM3MoB HIECT 10 (HEHOTHIIAM, HO IIPH 3TOM OTOUPAIOTCS TCHOTHIIBL.

Beinensitor 6osnee 30 pa3nmuvHbIX GopMm ecTecTBEHHOro 0T60pa. OCHOBHBIX
dopMm oTOOpa B TOMyIAIHUAX TOJIBKO TPHU: IBIDKYIIMH (HAIPaBICHHBIN),
CTaOMITH3UPYIONTUH, TU3PYNITUBHBIN (Pa3pbIBAIOIINH).

Hesudicywuii  ombop IEHCTBYeT B HM3MCHSIONIMXCS YCIIOBHSAX CPEIBI
OOWTaHWA, YTO TPUBOAWT K HW3MCHEHHWIO CpPEIHETO 3HAYCHWs NpHU3HAKa B
MOMYJSIIAM B ONPEJCICHHOM HAINPaBICHHH (B CTOPOHY YCHJICHHUS WM
ocima0yieHHs), TPH OSTOM TNPOUCXOTUT CIABHT HOPMBI PEaKIUH IPH3HAKA.
[pencraBnenus o IBUKYyIIEM 0TOOpe ObLTH chopMyupoBaHsl eme Y. Japsurom.
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Teopuro  cmabunusupyioweco omoopa pazpadoran H.HU. [[vanveaysen
(1946). Ota dpopma orbGopa paboTaeT B CTaOMIBHBIX YCIOBHSIX CYIIECTBOBAHMS,
CIOCOOCTBYET COXPAHCHHIO B IMOIMYJIIIUK OPTAaHU3MOB CO CPEIHUMHE IPU3HAKAMH,
TOrla Kak OpPraHu3Mbl C KpaWHUMHU [PHU3HAKAMH I[OTHOAIOT, W MPUBOJUT K
CYXKCHHUIO HOPMBI PEAKIUH IPU3HAKA.

Juzpynmusnuviii ombop (0T aHrI. disrupt — pa3pbIBAIONINI) JACHCTBYET B
YCIOBHUSIX PE3KOT0 H3MCHCHHsS CpEibl, OJarOnpUSITCTBYCT KpPAWHUM 3HAYCHHSIM
MPU3HAKOB M HANPABIECH MPOTUB CPeAHHX (OPM, YTO BEJAET K YCTAHOBICHHUIO
nonumopdu3Ma B mpenenax momyssiiuid. [Tomynsiust kak Obl «pa3pbiBaeTCS» 110
JIAHHOMY TIPU3HAKY HA HECKOJIBKO (DEHOTHUIMUYECKUX TPYIIIL.

TBOpUecKasi poiib €CTECTBEHHOIO OTOOPA COCTOMT B CO3/[aHHMU AIANTAIlHiA,
9BOJIIOIIMOHHOM ~TPEOOPA30BaHUKM  OTACNBHBIX OPraHW3MOB M TOMYJSIIHA U
MPUBOJUT K BHI000pa30BaHHIO. B denoBedecknx MOMyJSIIUSIX OTOOp YTpaTHi
GYHKIMIO BHI000pa30BaHMsI B PE3yJIbTaTe CMEHBI OHMOJOTHYECKUX (HaKTOPOB
HCTOPUYECKOTO DPAa3BUTHsI COLHMANBHBIMH. 3a HHM COXPAaHWIHCh (DYHKIMH
crabunuzanuy reHo(oHIa U MO IePIKaHMUs HACIIEICTBEHHOTO Pa3HO00pa3usi.

Bunooopa3zoBanue

IIpomecc  oOpa3oBaHWsT  BHIOB  OCYHIECTBISCTCA B pe3ylbTare
B3aMMOJCHCTBHS  DJIEMCHTapHBIX  JBOJIIOIMOHHBEIX  (DAaKTOPOB W  SABIACTCA
3aBEPIUIAIOIIAM TallOM MHKPOIBOIIOIHH.

Buo — 310 HanMeHbIIAsA M OCHOBHAS TAKCOHOMHYECKas eIMHMIA — TPyIIa
ocobeii, oOnamaromux OOMIMM IMPOUCXOKICHUEM, HACIEICTBEHHBIM CXOJCTBOM
MOpGhHOPHU3HOTOTUIECKHX U OMOXUMHUYECKUX 0COOCHHOCTEH, MPUCIIOCOOICHHBIX K
ONpEJENICHHBIM  YCIOBHSAM  OKH3HM, 3aHHMAIONIMX  ONpPEJCICHHBIN  apead,
CHOCOOHBIX CKPEIIMBATHCS MEXTy COOO0M U JaBaTh IIOA0BUTOE IIOTOMCTBO.

Kpumepuu 6uoa — COBOKyIHOCTb PU3HAKOB, OTIMYAIOIINX AAHHBIA BUI OT
JPYTOro: Mopgonocuveckuil, Gusuonocuieckull, 6UOXUMUYECKUT, IKOI02UYeCKUll,
eeoepaghuneckuil, smonoeudeckuti, cenemudeckuii (TIaBHBIA KpuUTepuil BuUA).
l'eHeTnueckuii  KpuTepuil ompenenseT Bce OCTaJbHBIE KpUTEpUM  BUA,
obecrieunBaeT eqUHCTBO BUAa (KApUOTHUII, TEHOM U FeHO(OH]T), a TAKXKE U30JIALHUIO
OJIHOTO BUAA OT JAPYruX, T.K. NPUBOJUT K TCHETUUECKOM HW30JISALUH, HeaeT
HEBO3MOXXHBIM  ()OPMHpPOBAHHE IUIOJOBHTOIO TIOTOMCTBA B  MEKBHIOBBIX
CKpeILMBaHUSIX.

Buooobpazosanue — 310 HanpapisieMblil €CTECTBEHHBIM OTOOPOM MPOLIECC
[IpEeBpAIlEHUs] TEHETUYECKH MH30JIMPOBAHHBIX IMOMYJSALMA B HOBBIE BHIBL
BrinensioT aBa myTH BUIOOOPA30BAHUS: aionampuieckoe U CUMAAmpuyeckoe.

Annonampuueckoe sudooopazosanue (ot rped. allos — npyrov u patris —
pOIMHA) TIPOMCXOAWT HAa OCHOBE eeoepaguueckoli uzonayuu. HoOBBIE BUIBI
(dopMHupYyIOTCS B TPOCTPAHCTBEHHO YNAICHHBIX IIOMYJIAUAX OJHOTO BHAA U
OTIMYAIOTCS TTI0 MOP(OPH3NOIOTHIECKOMY KPUTEPHIO OT BHA-POJTOHAYAIBHHKA.
OToT TyTh BHIOO0Opa3oBaHUs MeIUIeHHBIH. OcymiecTBisieTcs myTtem: 1)
(parMeHTanMu apeansa MaTepUHCKOTO BUIA; 2) MUTPAIHN.

111



Cumnampuueckoe 6udooopazoseanue (0T Tped. syn — BMECTe U patris —
pOIMHA) TIPOMCXOAUT HA OCHOBE JKOIOSUHECKOU W 2eHemu4eckoll U30ayul.
HoBple BUIBI BOSHUKAIOT BHYTPH OJHOM MOIMYJISAIUU. DTOT IyTh BUI000pa30BAHMUS
OTHOCHTENBHO OBICTPBIA M JaeT BUIBI, OMU3KHE K UCXOAHOMY. OCyIIecTBIseTCs
myTeM: /) MONUIUIONIWY; 2) THOpUAM3AIHMN C MOCIECIYIONUM YABOSHHEM YHCIIa
XPOMOCOM; 3) XPOMOCOMHBIX TIEPECTPOEK; 4) CE30HHON U3OJISIIHH.

C BO3HUKHOBEHHEM HOBOTO BHJIa MHUKPOABOJIONHS HE Mpekpamaercs. OHa
MPOJIOJDKACTCS, TPHBOMAS K BO3HUKHOBCHHMIO [PYTHUX KPYIHBIX HAJBUIOBBIX
TaKCOHOMHUYECKHX TPYIIIL.

Makpo3Boaonus

Makpo3seonroyus — 3TO TPOLECC HUCTOPUYCCKOTO Pa3BUTHUS HAIBHUIOBBIX
CHCTEMAaTHYECKUX TPyl (POJOB, CEMEHCTB, OTPSAIOB, KIACCOB, THIIOB, IIAPCTB).
OHa MPOHCXOTUT Ha MPOTSHKCHUH COTCH MIJUTHOHOB JIET W TI03TOMY HEIOCTYITHA
JUIS HENIOCPEICTBCHHOTO HAOJIOICHHS. MaKpoIBOJIIOIHs OCHOBaHA Ha IIpoIeccax
MHUKPOIBOJIIOIINH U 3aKaHYMBACTCS TTOSBICHHEM YEJIOBEKa U aHTPOIIOTCHE30M.

Hoxazamenvcmea makpo?60nioyuy OCHOBaHbI HA TAHHBIX:
*  TAJICOHTOJIOTHH;
* Owuoreorpadum;
*  CpaBHHTEIIFHOM aHATOMHM;
*  OMOPHOJIOTHH;
*  TEHCTHKU;
*  MOJIEKYJISIpHOI OHONOrNy;
*  OHOXHWMHUH.

DopMbI IBOJTIOLHUT

@unemuueckasn reonwoyus (0T rped. phyle — pon, mieMs) XapaKTepu3yeTcst
MOCJICAOBATEIFHBIM HM3MCHCHHEM HCXOIHOTO BHUIA Yepe3 Psl MPOMEKYTOUHBIX
BUJOB 0e3 oOpazoBaHMs OOKOBBIX BETBEH MOJ ACWCTBUEM ABIDKYLIETo 0TOOpA.
Bo3HHMKaeT HENPepBIBHBIA psJi TAKCOHOB, KaXIBIH W3 KOTOPBIX SIBIISCTCS
MMOTOMKOM TPEIBIIYIIET0 U MPeAKOM Imocienytomniero. [Ipuvepom dunermyeckoit
9BOJIFOLIUY CIY)KUT MOSIBIICHUE COBPEMEHHOM JIOMIA N U3 [TOCIEI0BATEIBHOIO Psia
JPEBHUX MPEACTaBUTEIICH OJJHOTO POJia.

Jusepzenmuasn 36onroyus — hopma BOIIONNH, B Pe3ysIbTaTe KOTOPOH IO
NEWCTBHEM AM3PYNTHBHOTO OTOOpA MPOMCXOMUT PACXOXKJCHHE MPU3HAKOB CPEIH
TPyl OPraHW3MOB, BO3HUKAIONIMX OT OOINEro mpeaka (nmpunyun mono@uiuu),
0OUTAIOMINX B PA3HBIX YCIOBHSIX OKpY>KaIoIIel cpebl. TepMUH TUBEPTeHITUS ObLT
BBeneH Y. [lapeuHoM. [lpu AWBEpTreHINME 00pa3yrOTCS 20MOI02UYHbIE OP2aHbL —
OpraHbl, HWMCIONIME CXOJHOE CTPOCHHWE W O0miee MPOUCXOXKICHHWE, HO
BBITIOJTHAIONTNE pa3Hble (QYHKIUH (CITyXOBBIE KOCTOYKH CPEIHETO yXa KOCTHOM
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PBIOBI, TPECMBIKAIOMIETOCS W MIICKOIIMTAIOMIEro). JlMBepreHmms NPHBOANUT K
MHOT000pa3Hio BUAOB, POAOB, CEMEHCTB U T. 1.

Koneepzenmnasn 3¢ontouus (0T 1aT. convergo — NPHOIIIKAIOCH, CXOXKYCh) —
HE3aBUCUMOE DPa3BUTHE CXOOHBIX IIPU3HAKOB Yy HEPOIACTBEHHBIX IpyMNII
OpPraHU3MOB, OOWTAIOIIMX B OJUHAKOBBIX YCIIOBHUSX CpEHBl, IOJ JeHCTBHEM
JBIDKYyIIEro oroopa. TepmuH koHBepreHiusa Obul mpemnoxeH Y. {apsuxom. IIpu
KOHBEPICHLUH PA3BUBAIOTCS dHANO2UYHble Op2anbl — 3TO MOP(OIOTHUECKH
CXOJIHBIC OPTaHbl, BBHIMOIHAIOIINE OJMHAKOBbIE (DYHKIMH, HO HMEIOLIUE Pa3HOEe
MIPOUCXOKAEHHUE (KPbLIbs 6a00UKM M NTUIIBI, YCUKU BUHOTPaJa U TOpoxa).

Ilapannenvnan 360omouyus (0T rped. parallelos — wupymui psaom) —
HE3aBHCUMOE Pa3BUTUE CXOAHBIX MPHU3HAKOB Y T€HETUUECKH OJIM3KUX OPraHU3MOB,
c(OpPMHPOBABIINXCSI B peE3yJbTaTe JAUBEPreHIMH OT OONIero mpejaka, B
OJIMHAKOBBIX YCIIOBUSAX CPEJBL.

[Tyrem mnapamiensHO SBOMIONMM pa3BWIIMCh oOTekaemas Qopma Tena,
JIACTHI y BOAHBIX MICKOMHUTAIONIUX (MOPCKUX KOTHKOB, TIOJICHEH, MOpIKEH).

Bpems

CX0ACTBO W pasnuuve

Puc. Cxema ¢opm spomormu: | — dunermueckas, 11 — nuseprentnas, 111 —
KoHBeprentHas, IV — mapamnensHas (OykBbl 0003HAUalOT CHUCTEMAaTHYECKHE
IPYMIIbI).

Buosornyeckuii mporpecc u 6mosornveckuii perpecc

Bonpmioii Bkiiag B u3ydeHue Makpodpostonuu BHec A.H. Cegepyos, oH
chopMyTHpOBaT TMOHATHA OWOJOTWYECKOTO TIporpecca W OMOJIOTHYIECKOTO
perpecca.

Buonozuueckuit npozpecc (0T 7nat. progressus — ABWKEHHE BIEpen) —
OBOJIIOIMOHHBIA YCIEX B PAa3BUTUW TPYNIBl OPraHW3MOB, MPHUBOISAIINA K
MOBBINICHUIO ~ YHCICHHOCTH  O0COOCH, pacIIMpeHnio apeaia, yBEIHYCHHIO
KOJIMYECTBA ¥ pa3HO0Opa3us JOYSPHUX TPYIII.
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B HacTosiiiee BpeMsi B COCTOSIHMM OHMOJIOTHYECKOTO TpOrpecca HaXOISTCs
MTOKPBITOCEMEHHBIE PACTEHHUSI, HACEKOMBIE, OpPIOXOHOTHE MOJUIIOCKH, KOCTHBIC
PBIOBI, ITUIIBI U TIJIAIIEHTAPHBIE MIIEKOTTHTAIOIIHE.

Buonozuueckuit pezpecc (0T nar. regressus — JABWKEHHE Hazam) —
9BOJIIOIMOHHBIA YMAJ0K B pa3BUTHH TPYMIBI OPraHU3MOB, MPUBOAALIMNA K
COKpAIICHUIO YHCICHHOCTH 0CO0eH, CYKEHUIO apeajia, YMEHBIICHUIO KOJIMYeCcTBa
1 pa3HooOpa3us IOYepHUX rpymi. buonorndeckuil perpecc MOMXKeT MPUBECTH K
BBIMUPAHHIO TPYIIEL. B MPOILIbIC ATI0XU UCYE3IH APCBOBHIHBIC [UIAYHBI M XBOIIH,
ca0ye3yOblii THIp, TUTAHTCKUIl JeHWBel. 3 HBIHE >XHUBYIIMX OPraHU3MOB B
COCTOSTHMU OMOJIOTMYECKOr0 perpecca HaxoHIsATCs PEIUKThI (TMHKIO, CarOBHUKH,
JPEBOBU/IHBIC MATIOPOTHUKY, KACTEIIEPBIC PHIOBI, [IEPBO3BEPH).

IIyTu gocTuKeHNs GMOJIOrHYecKOro nmporpecca

Apomopgpo3z (ot Tped. airo — moaHWMaro, morphe — ¢dopma), WK
Mmopgpopuzuonozuueckuii npozpecc, — KpyIHbIE H3MCHCHHS B CTPOCHHH U
(YHKIUSIX OpPTraHM3MOB, CONPOBOKAAIOIINECS IIOBBIIICHHEM OOIIEro YpOBHS
opranm3anuu. IIpucrocoOneHns, BO3HHKAIOIHE B pe3yibTare apoMopdo30B,
MIPUBOJIAT K PACIIMPECHUIO aTallTHBHBIX BO3MOKHOCTECH OpPraHN3MOB.

[Ipumepamn  apomMopdo30B  ABIAIOTCS:  00pa3oBaHHME JBYX KPYTOB
KpOBOOOpAIlEHNsT y TTHUI W MICKONUTAIOMHNX; pPAa3BUTHE y HHOX XKe
TEIUIOKPOBHOCTH; TOSBIICHHE MHOTOKJIETOYHOCTH M TOJIOBOTO  IIPOIIECCa;
MOSBJICHHUE I[BETKA, IUIO/A H JAP.

Houoaoanmayus (ot tped. idios — OCOOGHHOCTH W Jart. adaptatio —
IIPUCTIOCOOIEHNUE) — IPUCIOCOOICHUS OPTAHU3MOB K JaHHBIM YCJIOBUSIM OOUTAHUS,
HE M3MEHSAIOMNE O0IIET0 YPOBHS MX OpraHM3aluH. B pesynpTate manoamanTarii
MPOUCXOAUT  PACXOXKICHHE IPU3HAKOB y  OPraHU3MOB, (hopmupyroTCA
TOMOJIOTHYHBIE OpPraHbl, 00pa3yroTcs 6osee MeTKUe TaKCOHBI.

WnnoaganTtanus XOpOLIO BBIPAKEHA y MPHIOHHBIX JKUBOTHBIX (CKaTOB), Y
KOTOPBIX TPOU3OLLIO YIUIOMICHHE Tejda B MPOIECCe SBOIIOIMU B CBS3H C
YBEIMYCHUEM JABICHHUS BOABI. Y IIOKPHITOCEMEHHBIX PACTCHHUH B pe3yJbTaTe
UAMOATANTALUI TOSBHINCh PA3JIMYHBIC THIBI L[BETKOB, IPHUCIIOCOOJICHHBIX K
OIBUICHUIO BETPOM, HACCKOMBIMH.

Obwan Oezenepauyus (0T naT. degenero — BBIPOXKIAKOCH), WIN
Mmopopuzuonozuueckuii pezpecc, — ynporieHHE OpraHu3alud U o0pa3a KH3HU
OpraHM3MOB, COIPOBOXKIAIOMICECS YTPATOH psila OPraHOB WIIM CHCTEM OPraHOB.
OO0mrast mereHeparyist HaboIaeTCsl y OPraHU3MOB MEPEIIS/NIHX K HEITOIBIKHOMY
WM TapasUTH4ecKoMy o00pa3y KH3HH (pemyKnus OpraHOB UyBCTB H
MTUIICBAPUTEIFHON CUCTEMBI y Tapa3sUTHYCCKUX JICHTOYHBIX YepBel; aTpodus
KOpHEH M JTMCTHEB Y TIOBUITHKH).

Ilenozene3 — ToONE3HBIC MPUCIIOCOONEHHS, KOTOPHIC pPAa3BHUBAIOTCA B
SMOPHOHANBHBIN MEPHOJ, a 3aTeM HCYE3al0T M HE M3MEHSIOT THIT OpPTaHH3aIlNH
B3pOCIIOTO OpraHn3Ma (IOSBICHHE TUIAEHTH Y MIICKOTTUTAIOIINX ).
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OcHoBHBIE HanpaBJI€HUS IBOJTIOHHA

Annozenes — pa3BUTHE TPYIIHI OPraHU3MOB BHYTPH OIHOW aJalTHBHOI
30HBI C BO3HHKHOBEHHEM OONBIIOT0 dYHCIa OMU3KUX (OPM, Pa3THYAIOIIUXCS
YACTHBIMHU IIPUCTIOCOOICHUSIMU K KaKHUM-JIHOO Y3KUM YCIOBHSIM CPEbl, HO OOIIHi
YPOBEHb OPTaHHW3ALUH OCTACTCA NPEKHUM. Adanmuenas 30HA — COBOKYITHOCTb
9KOJOTMYECKUX HUII, CXOAHBIX MO CTENEHH aBJICHHUSA CpeIbl Ha OpPraHU3M.
[IpucnocoOuTeNbHBIC M3MEHCHHUS, IPUBOSIIUEC K  PAa3BUTHIO MO  THILY
aJjuIoreHesa, — uouoadanmayuu

Apozene3 — dSBONIOIMS TPYIIBl OPraHU3MOB C BBIXOJIOM B JIPYIYIO
aJIalTHBHYIO 30HY B pe3yJIbTaTe NPUOOPETCHHS KaKHX-TO MPUHIUITHAIEHO HOBBIX
MIPUCIIOCOOJICHUH, MOBBIIAIOIINX YPOBCHb OpraHu3almu. [IpucrocoOuTenbHbIC
W3MEHEHHUSI, IIPUBOJIAIINE K YBOJIOLUH MO THITY apOreHe3a, — apoMopo3bl.

Kamazenesz (moppogpusuonozuueckuii pezpecc) — ocoOblii MyTh dBOJIOIHH,
CBSI3aHHBIA C IPOHUKHOBCHHWEM OPTaHM3MOB B 0o0Jiee IPOCTYIO Cpeay OOMTaHUS H
PE3KUM  YIPOIICHHEM CTpoeHHs H o0paza Oku3HU. [lpucriocoOuTenbHbIC
W3MCHEHHS, NPHUBOIIIIME K HBOJIONUM 10 TUIY MOP(OPH3HOIOrHIecKoro
perpecca, — decenepayusi.

JU71st 3BOJIOLMH B IIEJIOM XapaKTEPHBI ONPEICICHHBIE 3aKOHOMEPHOCTU UIN
npasuia: HATPaBICHHOCTb, HEOOPATHMOCTH, IPOUCXOXKICHHE HOBBIX TPYMI OT
HECTICIMAIN3UPOBAHHBIX MPEAKOB, IPOTPECCHPYIOIAs CICIHaIn3ays TPyYII,
aJlanTUBHAS PaJHaIis, 9epeoBaHNC TIIaBHBIX HANPABICHUH, HEPaBHOMEPHOCTH,
YCKOPEHHE TEMIIOB ¥ HCOTPAHUYEHHOCTb.

6. MPOUCXOXIEHUE YEJIOBEKA (AHTPOIIOTEHE3)

Anmponozene3 (Tped. anthropos — 4elNoBeK, genesis — MPOUCXOXKICHUE,
BO3HMKHOBEHHE) — O3TO MpPOIECC MPOUCXOXKAEHHS M DSBOIIOIUU 4YelIOoBeKa,
CTaHOBJICHUE €T0 KaK BHUJa B rporecce (JOpMUPOBaHUS OOLIECTBA.

Teopuu Npoucxo:kIeHNs YeJ0BeKa

Teonoeuueckas meopus (00KECTBEHHOE MTPOUCXOKACHUE YEIOBEKA).
Kocmuueckas meopus (TIpeiki COBPEMEHHBIX JIFOJICH NMPUIICTENN WIH ObLIN
3a0poIIeHbI Ha 3eMITIO U3 KOCMOCa).

3. Dsomoyuonnas meopus (YENOBEK — IPOMYKT ECTECTBEHHOTO oTOOpa B
TIPOLIECCE HBOIIIOINH).

N o=

OCHOBBI HAy9YHBIX TEOPUH MPOUCXOKICHNUS YeTOBeKa OBUTH 3aJ0)KEHBI ellle
YYEHBIMH aHTUYHOTO MHpPaA. Apucmomens NpPU3HABAN OTIAIEHHOE POJCTBO
4yelloBeKa € JKUBOTHBIMH M OTHOCHJI €ro B CBOEH CHCTEMAaTUKE K TIpyIIe
«GKUBOTHBIE C KPOBBIO».
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Brnepsrie Hayunoe onucanue Buaa Yenosex pazymmuwiti (Homo sapiens) man
K. Jlunneti. YYeHbIH MOMECTHII YEJIOBEKAa BMECTE C O0E3bsSHAMM, JICHUBIIAMU U
JIETyYNMH MBIIIAMA B OXUH OTpsiA [IprMaThl, HO OH HE MpeIoarai ero PoICTBa C
YKUBOTHBIMH.

K.B. Jlamapk IIPEIII0KUIT IIEPBYIO AHTPOIIOTEHHYIO TUIIOTE3Y
MIPOUCXOKACHUS yenoBeka. OH JOIMycKaad MPOMCXOXK/ICHNE YelIOBEKa OT APEBHUX
4eIOBEKOOOPa3HBIX 00€3bsiH B  pe3ylabTaTe Mepexofa K MHPSAMOXOKICHUIO.
Craaublif 00pa3 )KU3HH NEPBOOBITHBIX TIOJIEH CIIOCOOCTBOBAN PA3BUTHIO PEUU.

3HaYUTEIbHBIM COOBITHEM B TIOHUMAaHUU MCTOPUHU YesloBeKa KaK BHJa cTaja
kaura Y. Jlapsuna «llpoucxoxaeHue uenoBeka M ToioBoi oTOop» (1871).
Onupasich Ha JaHHbIE CPABHUTENILHOW aHATOMUHU, SMOPHOJIOIMH, a TaKKe Ha
pe3ysbpTaThl MaJeOHTOJIOIMYECKHX HAaXOJOK, OH YCTAHOBWJ, YTO COBPEMEHHBIH
YeJOBeK IPEJCTAaBIIsEeT IOCJEAHEE BBICOKOOPraHU30BAaHHOE 3BEHO B IIENHU
Pa3BUTHS KUBBIX CYLIECTB M UMEET OOIIMX AAJEKUX MPEAKOB C COBPEMEHHBIMU
YeJI0BEKOOOPa3HBIMH 00C3bsTHAMH.

Y. JlapBuH coOpan OTrpoOMHBIA MarepHai, JAO0Ka3bIBAIOIIUN €CTECTBEHHOE
[IPOUCXOKACHUE 4YeJIOBeKa OT >KMBOTHBIX IPEAKOB, HO HE CyMeEJ pPacKphITh
BeAyIIero (hakTopa B IBOJIOIMH YeJIoBEKa. DTa 3acIyra IPHHAIICKHT HEMEIIKOMY
¢wnocody @. Dueenvcy (1820 — 1895), koTopwIid JOKa3anx, dYTO OCHOBHBIM
(akTOpOM pPAa3BUTH dYENOBEKA SBISETCS MPUCYIIAs TONBKO €My mpyoosas
deamenvrHocms. OCHOBHBIE TIOJIOKECHUS TPYJOBOW TEOPHH OH M3JIOKII B CTAaThe
«Pomp Tpyna B mporecce mpeBpareHns 00e3bIHBI B 4ETIOBEKaY.

MecTo 4esioBeka B cHCTEME ;KMBOTHOTO MHpa

Llapcmeo XXuBotusle (Animalia)
ITooyapcmeo Muoroknetounsie (Eumetazoa)
Tun Xopnaoseie (Chordata)

Iloomun T1o3Bonounsle (Vertebrata)

Knacc Maexonurarmue (Mammalia)
IHooknacc nanenrtapusie (Eutheria)

Ompso pumats! (Primates)

Cemeiicmeso Jlogun (Hominidae)

Poo Yenosek (Homo)

Buo Yenosek pa3zymusiii (Homo sapiens)
IToosuo Yenosek pazymublil pasymusbiii (Homo sapiens sapiens)

CXO)ICTBO Ye€J10BE€Ka U ‘leJ'lOBeKOOﬁpa3HLIX 00e3bsIH

*  CXOZHas CTPYKTypa MO3rOBOIO U JIMLIEBOTO Yepena;

*  XOpOIIO pa3BHUTHIC JIOOHEIE JOJIU TOJIOBHOTO MO3Ta;

*  OOJIBIIIOE YMCIIO M3BIIIMH KOPHI OOJBIINX MOTyIIApHii;

* HOITH HA NaJIbLAX;

*  OoJBIION TaJIel] BepXHed KOHEYHOCTH MPOTHBOIIOCTABIIEH OCTAIBHBIM;
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*  HaJMYHE allleHINKCa;

* HCYE3HOBEHHE XBOCTOBOT'O OT/IeJIa TO3BOHOYHHKA;

* oaumHAKOBEIC Tpynmbl KpoBu (ABO) u pesyc-gaxTop;

*  BOCHPUUMYHUBBI KO MHOTUM o0mmm O6omessim (rpum, CITU/L, ocnia u ap.).

Buoxumuveckune 10Ka3aTeJIbCTBA 0JIN30CTH YeJOBEeKA M 00e3bsIH

* OeloKk-anbOyMHH B CBIBOPOTKE KPOBH OYEHb CXOAEH Yy 4eJIOBEeKa U
LIMMIIAH3E;

*  aMHHOKHUCIIOTHAsI I1OCJIEI0BATEILHOCTh B TEMOIIIOOMHE KPOBH Y YeIOBeKa
IIMMITaH3€ OJIMHAKOBAs;

*  MOJIEKyJIa TOPMOHA COMAaTOTPOIMHA OJJMHAKOBA Y YEJIOBEKA M 00E3bsH.

MoJiekyIsipHO-TeHeTHYeCKHe U IIMTOreHeTHYeCKHe I0KAa3aTeIbCTBA
0JIN30CTH YeJIOBEKA M 00€3bIH

» crenenb rubpumm3anun JJHK gernoBeka u mmmmanse pasaa 99 %;

* KapHOTHII YeJOBEKOOOPa3HBIX O00E€3bSH OTIMYACTCS IO  KOJIWYECTBY
XpOMOCOM OT KapHOTHIIA YelOoBEKa Ha OJHYy mapy (23 mapbl XpOMOCOM Y
yesloBeKa U 24 mapsl y IIKUMIIAH3E);

* B XpOMOCOMax 5-i nmapbl HIMMIIAH3€ U YEJI0OBEKA UMEETCS] HHBEPTUPOBAaHHbII
TIePUIIEHTPHUYCSCKUH YIaCTOK;

* muddepeHnpoBaHHAS OKpacka XpPOMOCOM BBIABMIIA, YTO mMmeercs 13 map
UICHTUYHBIX XPOMOCOM B KAPHOTHIIAX YEJIOBEKA U IIUMITIAH3E.

OTaHYHSA YeJIOBEKA OT JKHBOTHBIX

HUCTHUHHOE MPSIMOXO0KICHHE;

IIMPOKUH Ta3;

MJI0CKas TPyAHAs KIIeTKa;

pe3Kre U3rudbl MO3BOHOYHUKA;

CBOJYATas CTOMA;

rudKas KUCTh PYKH;

npeoOialaHie MO3TOBOTO OT/IeTIa Yepera Ha T JIUICBBIM;
Pa3BUTHII IOJIOBHOM MO3T;

peub;

10. co3HaHme 1 aOCTPAKTHOE MBIILICHHC;

11. cucremarnueckoe U3rOTOBJICHUE OPYIUN TPyAa.

XN B LD =

l'[pezucom,le (l)Oprl MOHI'MA U TOMUHUL

Jlpuonumex  (Dryopithecus) —  oOmmii  mpemok  dYejloBeka U
94eJI0BEeKOOOpa3HBIX 00e3bsaH, obomuraBmuii 30 — 25 MIH. JeT Ha3ax B TPETHYHOM
nepuo/ie Ha TeppUTOpUH 3amnaaHo, Boctounoit Adpuku u FOxHON A3um.
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Jonroe Bpems CUHWTaNd, YTO MpPEAKAMH YeIOBEKa OBUIM a3MaTCKHUE
MPEACTAaBUTENIN JPUONHUTEKOB — pamanumex W cusanumex, OCTATKH KOTOPBIX
Havinensl B Mupuu. C 1983 1. Ha OCHOBaHMM [I€TAJIBHOIO H3YYEHHs ueperna
pamanuTeKa CUUTaroT MPEeaKoBOH PopMolt opaneymana. Ceitaac 6oiee BEpOSITHBIM
IIPEAKOM UeNIOBEKA CUUTACTCS KeHuanumex, CylmiecTBOBABIIUH 0koa0 14 — 12 MiH.
JIET Ha3aJl, OCTaTKM KOTOPOro Halleld aHMIMNUCKull autponogor JI. Juxu B Kenuu B
1968 r. O6beM Mo3ra keHuanuTeka gocturai 350 — 380 cm?.

JpuonuTtexu oOUTaIN HA TPaHUIIE Jieca U CaBaHHBI, II€ U MOTJIO MPOU30UTH
MX pazJesieHue Ha MOHTUA U TOMUHUA. [TOHruAbI IpoI0IKaIN )KUTh HA AEPEBBSIX,
a TOMHHU/IBI IEPELUTH K TPSIMOXO0KACHUIO.

N3 cemeiictBa ['oMuHUABI BbLIENMIACH 3BOJIOLMOHHAS BETBb, JaBIIast
HayaJo NpeAleCTBEHHUKAM YeJIoBeKa (aBCTPATONUTEKaM).

CTa}Il/lPI aHTpoIoreHesa

B craHoBieHMHM dYelOBeKa Kak Buaa Beyaensiior 4 cragum: 1)
MpeIIeCTBeHHUKA 4YejoBeka (IPOTOAHTpona); 2) JPEBHEHIIEro delioBeKa
(apxaHTporia); 3) IpeBHEro 4enoBeka (aneoanTpora); 4) COBpeMEHHOI0 YelloBeKa
(HeoaHTpoMa).

Cragusi mpoOTOAHTpPONMa — TMpeAlIecTBEHHHKAa 4ejoBeka. Cramun
MIPOTOAHTPOIIA COOTBETCTBYIOT MHOTOYHCIICHHBIE BBIMEPIIINE BHJIBI
ascmpanonumexos, CylecTBOBaBIlIKe 0KoJo 5,5 — 1,8 MiIH. JeT Ha3za.

JpeBHeiimas TIpeIKOBast ¢dopma Aecmpanonumex agapcxuil
(Australopithecus afarensis) o6Hapykena B Boctounoit Adpuke (4,0 — 2,5 MiH.
net). Hambonee w3BeCTHBI HAXOJKM M3 MECTHOCTH Xaiap B IycTbiHE Adap
(Tanzanusi), B TOM 4YHCIE CKeJleT, MOJyuuBIIMKA Tpo3Buiie «Jliocm». B
MIPOTUBOIOJIOKHOCTh OYEHb MPOTPECCUBHOMY CTPOSHHIO Tela, CTPOSHHE deperna
ObUIO OYEeHb MPUMUTHBHBIM. Mo3r ManeHbkuil okono 350 — 500 cm?®, yemoctu
OoJblIKe, CUIIBHO BBICTYTAIOUINE BIIEPE].

Ascmpanonumex agpuranckuti (Australopithecus africanus) Obu1 HaiineH B
1924r. B mnycreiHe Kamaxapu B IOxuoit Adpuxe (3,5-2,4 miH. Jer).
HOxHOadpHUKaHCKIE aBCTPATIONUTEKH IPUMHTHBHEE BocToOuHOa(pprKkanckux. Cy s
[0 KOCTSIM KOHEUHOCTeH M Ta3a, OHM ObUIM MOJHOCTBIO MPSIMOXOAALIMMH, HO
[IPOBOJMJIM HEMAJI0 BpeMEHU Ha JepeBbsix. OHM HMenn 00beM Mo3ra OKOJO
450 cm?, poct 1 — 1,5 M, a Bec 20 — 45 kr.

HexoTtopble wmcciemoBaTenmy moiarailoT, dro A. afarensis  sBisieTcs
mpeakoBol  (GopMoit UIA  IpYyTHX BHIOB AaBCTPAIONUTEKOB W Ui Oojee
nporpeccuBHOro Buja Homo habilis.

Yenosex ymenviii (Homo habilis) nossuncs B Adpuke 2,5 — 1,5 muH. net
Hazag, uMmen oovem Mmo3ra 650 — 700 cm?, poct 120 — 130 cMm, cTpoeHue Taza
CBUJICTEIIBCTBYET O €ro MNPSMOXOXKIEHHH. JKWIM TpeCTaBUTENI ITOTO BHUJIA
TOMUHH/I B TIeTepaX, U3TOTOBIISUIH IPUMHUTHBHBIC OPYAUS U3 TAIBKH, 3aHIMATHCh
coOMPATEIILCTBOM TUIOJIOB U CEMSIH, OXOTHJIMCh Ha MEJKHUX JKUBOTHBIX. VIMEHHO
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YemoBek yMeJ’IHﬁ OBLI HETIOCPECACTBECHHBIM TIPCAIIECCTBCHHUKOM 4YE€JIOBECKa, a
OCTaJIbHBIC BUJIBI ABCTPAJIOIINTCKOB SIBUJIMCH TYIIAKOBBIMHA BCTBsAMU
OBOJJIIOIITMOHHOI'O IPpE€BAa TOMUHU.

Cranusi apxaHTpona — JpeBHelimero 4enoBeka. K craaun apxantpona
OTHOCAT MHOTOUYHMCJICHHBIE HAXOAKH HCKOMAEMBIX JIPEBHEHINNX  JIrONei
(numexanmpon, HaliieHHbIH Ha 0. SIBa B 1892 r.; cunanmpon, oOHapyKEeHHBII B
nemepe okojio Ilekuna B 1927 T1.), KOTOPBIX yuyeHble OOBEAMHSIOT BUIOBBIM
HazBaHueM Yenogex npamoxooawuil (Homo erectus). ITO IPOMEKYTOUHOE 3BEHO
MEXK]y YeJIOBEKOM M 00€3bSHOM.

Yenoek mpsaMoxoasuuii cyuiectsoBai oT 1,9 muH. 10 500 ThIc. €T Hazaz
Ha Tepputopun EBponbl, A3un u Appukn. O6bem Mo3ra y Hero gocturan 800 —
1200 CM3; poct 165—170 cM; MOCTOSIHHOE NPSMOXOXJIEHHUE; MOKaThlid J100;
OTPOMHBIE YEJIOCTH; HABUCAIOIIUE HATOPOBHBIC TYTH; MOAOOPOJOYHBINA BBICTYII
OTCYTCTBOBaJI. YeNoBeK NPSMOXOSIINN W3TOTOBISUT NMPUMHTHBHBIC KaMEHHBIC
opynusi TpyJAa; OBJageNl OTHEM; OXOTWJICSA Ha JKHUBOTHBIX; Yy  HEro
MIPEIIOI0XKHUTEITHHO BIIEPBBIC BOSHUKIIA PEYb.

DBOJIIONNST apXaHTPOTIOB OCYMIECTBISUIACH €IIe MOJ[ MPEHMYIIESCTBEHHBIM
BIMSTHHEM OMOJIOTHIECKUX (DaKTOPOB.

Cragusi nmajieoaHTpona — JApeBHero 4ejoseka. Craniuu NajJeoaHTpona
COOTBETCTBYET HeaHOepmarel, ICKOTIaeMbIe OCTaTKH KOTOPOTO HaMJICHEI B TOJIMHE
p. Heannmeprams B 'epmannu B 1856 r. OHn Obln mmpoko pacceneHs! B Esporre,
Adpuke n Aznn. HeanmepTansisl KN B JISTHUKOBYIO 310Xy 0oT 250 1o 35 ThIC.
neT Hazax B memiepax rpymnmamu 1o 50— 100 yemoBexk. OHM HW3rOTaBIMBAIH
pa3zsHOOOpa3sHble KAaMEHHbIE OPYIHs TPy[a; KOJUIEKTMBHO OXOTHJIUCH; LIMPOKO
HCTIOJIb30BATH OTOHb.

s HeaHaepTanbleB XapakTepHbl: HeOoNbIIoN pocT (155-165 cm); HU3KU
CKOIIIEHHBIH 7100; 00JIbIION HaAMIa3HUYHEIN Baauk; 00beM Mo3ra 1200 — 1400 CM3;
cnabopa3BUTHIN TOAOOPOIOYHBIN BEICTYII, YTO YKa3bIBaeT HAa 3a4aTOYHYIO PEUb.

Ha nanHOM 5Tame aHTpomnoreHesa Hapsiiy ¢ OMOJIOTMYECKMMH (aKTOpamu
9BOJIIOLUM HAYMHAIOT ACWCTBOBATH COLMANbHBIE (HaKTOphl (00bETUHEHNE YCUITUN
ocobell B mpolecce Tpyda, OXOThl M 3aIlUTHI, Tepefada HAKOIJIEHHOTO OIbITa
CIEAYIOIIM MOKOJIEHUSAM, Pa3BUTHE UHTEIUIEKTA U Jp.).

Craansi He0aHTPONa — COBPeMEHHOro 4eaoBeka. K cragun HeoaHTpoma
OTHOCAT KaK HMCKomaeMmble (DOPMBI 4eI0oBEeKa COBpPEMEHHOro tuna (Homo sapiens
fossilis), Tak ¥ HBIHE XUBYIIHX Jitoaei (Homo sapiens sapiens).

HckomaeMble OCTAaTKM YEIOBEKA COBPEMEHHOTO THIA BIIEPBBIC OBLIN
HaiieHsl B 1868 1. B rpore Kpo-Maupon (®PpaHums), mosTtoMy oH OBUT Ha3BaH
KpPOMaHbOHyeM.

ITosiBuincy  uckomnaemsle HeoaHTpornbsl 40 —35 Teic. €T Hazajg U IO
(GU3IMIECKOMY CTPOCHHIO TMPAKTUYECKH HE OTINYAINCH OT COBPEMEHHBIX JFOJCH.
O6beM Mo3ra y Hux gocturan 1400 — 1600 cM’; HanGosee pa3BUTBI GbUIH JT0GHbIE

119



JIOM TOJIOBHOTO MO3Ta, OTBETCTBCHHBIC 32 PEYb M MBIIUICHHWE; MO3TOBas YacTh
yepera mpeoOiagana HaJ JIMIEBOW; CIUIONIHOW  HAATTa3HUYHBIN  BaJlUK
OTCYTCTBOBAJI, HIDKHSSI YENTIOCTh 3aKaHYMBAIACh MOAOOPOAOYHBIM BEICTYIIOM, YTO
YKa3bIBaeT Ha XOpOIIee pa3BUTHE PEUCBOTO alIapaTa.

JKunu mckomaemble HEOAHTPOIIBI B €CTECTBEHHBIX YKPBITHAX WIH CTPOMIH
KWIWIIA W3 CTBOJIOB [CPEBBEB, IIKYp JKHBOTHBIX. YIy4YIIMIACh TEXHHUKA
U3TOTOBJICHUSA OpyAui Tpyda. VIckomaeMble HEOAHTPONBI OBLIM HCKYCHBIMU
OXOTHHUKaMH. Pe3koe yMeHbIIeHHEe YNCICHHOCTH ITPOMBICIIOBBIX BUJ/IOB KMBOTHBIX
CcrocoOCTBOBAJIO  HAavyally — Heonumudeckou  pesoaoyuu  (0JIOMALIHUBAHUIO
)KMBOTHBIX M OKYJbTYypHBaHUIO pacteHuil). [losiBHIOCH epBOOBITHOE MCKYCCTBO.
buonoruyeckue GpakTopsl B aHTPOIIOr€HE3e YCTYNAIOT MECTO COLMAIBHBIM.

DaKkTOpPbI AHTPOIIOTreHe3a

buonozuueckue ghakmoput Coyuanvuvie paxmopwi
* HacJIe/ICTBEHHAs * TpyJoOBas ACSTEIBHOCTD;
HU3MEHUYHBOCTb; * oOmecTBeHHBIH 00pa3 KU3HY;
*  TIOIYJISIIMOHHBIC BOJTHEI; *  peus;
*  U3OJALNS; *  MBIIUICHNE;
* Jpeiid reHos; * KyJIbTypa.

* ©CTECTBEHHBIH 0TOOD.

Posib OMONOTHUYECKUX W COIMANBHBIX (PAKTOPOB Ha Pa3HBIX dTarax aHTPOIOTreHe3a
ObuTa HEOMHAKOBOM. Ha HayampHBIX Tamax CTaHOBIICHHS YesloBeKa (JpeBHEHIIne
U JPEBHHE JIOJH) OCHOBHYIO POJb MIpAM OHOJIOTHYecKHe (akTOpsl. Y TEpBBIX
COBPEMEHHBIX JIIOJEH POib OHONTOTHYECKHX (PAKTOPOB SBOJIOLMHU 3HAYUTEIHHO
CHU3MWJIACh, & POJIb COLMANIBHBIX (PAKTOPOB BO3pOCIA.

Pachbl yesroBeka

Yenoseueckue pacwvl (Gpanu., ead. race — poj, MOpoaa, IUIeMs) — ITO
HCTOPUYCCKH CIIOKHBIIMECS TEPPUTOPHANBHBIC OOIIHOCTH JIIOJICH, 00Jagaromme
€IMHCTBOM IIPOUCXOXKICHUS H CXOJCTBOM MOP(HO(PHU3NOTOTHIECKUX IPH3HAKOB.

YenoBeyecTBO B HACTOSIIICE BPEMsl IPEACTABICHO OJHMM Buaom Homo
sapiens (YemoBek pa3yMHblif). OHAKO 3TOT BHJ HEOJHOPOJCH, OH TOIUMOP(OHBII
1 COCTOWT M3 TPEX OCHOBHBIX OOJIBIIHX pac:

*  esponeoudnoll (eBpO-a3uaTCKoi);
*  MOH20N0UOHOU (a3UATCKO-aMEPHUKAHCKOH);
*  HeepoudHoil (aBCTPATIO-HETPOUITHON, HITH SKBATOPHUATLHOMN ).

BHyTpn Kakmoil OONBIION pachl BBINCNAIOT Maibie pacsl VI NOOPACHL.
Meky OONBIINME pacaMi CYIIECTBYIOT nepexooHble pacyl.
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[Ipomecc BO3HWKHOBEHHS W CTAHOBICHHS UYEIOBEYECKHX pac HAa3bIBAIOT
pacozenezom. OH Havaics Ha cTaauu maneoaHTpomna (okoso 92 —90 Teic. mer
Ha3as), KOT/ia IpeBHHE JIIOAN HAYaIH PACCEISATHCS 10 TUIaHeTe.

UenoBeueckne packl BO3HUKJIM B pe3yibTaTe MAEHCTBUS Pa3IUYHBIX
IBOTIONUOHHBIX (DakTOpoB. C MOMOIIBIO €CTECTBEHHOTO OTOOpa B MOMYJISANUAX
JIFO/Iell COXPAaHWINCH M PACTIPOCTPAHIIINCH aJalTHBHbIC IPU3HAKH, TTOBBIIIAIOIINE
UX KA3HECTIOCOOHOCTH B OMPEICICHHBIX KIMMAaTUIECKUX YCIOBHAX.

Bcem mpencraBurensiM pac CBOMCTBEHHBI MpU3HAakuM Bujaa Yenosek
pasymHblif. Paznuuumst Mexay pacaMu  KacaroTcs TOJBKO BTOPOCTENEHHBIX
HEBUOBBIX NMPHU3HAKOB (IIBeTa KOXKH, (Gopmbl HOca, ry0, a3 u ap.). B mecrax
COBMECTHOTO IPOXHMBAHUSL MPEJICTaBUTEICH pa3HBIX pac MPOUCXOAUT HX
cMenreHune. JKH3HeCIToCOOHOCTh TTOTOMKOB OT TaKMX MEXKPACOBBIX CKPEIIMBaHUI
(Memucos) nokas3blBaeT OTCYTCTBHE TI'€HETHUECKOW HM3OJSLMM MEXIY pacaMu U
€MHCTBO UX KakK OJHOro Buja. Bece packl B OMOJOrMUECKOM U IICUXOJIOTHYECKOM
OTHOILEHUSIX PAaBHOLICHHBI.

121



B

PN

9.

Pexomennyemast 1uTeparypa

. Anana ®@., Kaiirep J[x. CoBpemeHHas reHeruka: B 3-x Ttomax. — M.: Mup,

1986-1987.

Ansbepte b. u 1p. Monexynsapras Ouonorust kiaetku. 1994.

Bbuonorus: B 2-x kuurax / B.H. Spsirun u np. — M.: T9OOTAP-Menua, 2014.
Buonorus: pykoBoACTBO K 1abopaTopHbIM 3aHATHAM / o pea. O.b. ['mranu. —
M.: I'DOTAP-Menna, 2012.

Bouxos H.II. Knuanueckas reaetuka. — M.: ID0TAP-ME]/], 2001.

I'eneruka/ [lox pen. Banosa B.U. — M.:MK1I «Akanemkuuray, 2006.

T'unrep E.K. Menununckas reveruka. — M.: Meauuuna, 2003.

Kumynes N.®d. OOmas u MonekyisipHas reHeTuka. — HoBocubupck: M3a-Bo
HoBocub6. yH-ta: Cub. yHuB.u3a-so, 2002.

JIbtoun b. I'enbl. — M.: bunowm, 2011.

10.Mymxkambapos H.H., Ky3uenos C.JI. Monekynsapuas ouosnorus. — M.:000

«MenuuuHckoe I/IHQ)opMauHOHHoe areHcTsoy, 2003.

11.ITexoB A.Il. Buonorus ¢ ocuoBamu sxoJioruu. — CII16.: Jlans, 2004.
12.Cunrep M., bepr I1., I'ensl u renoMsl. — M.: Mup, 1998.
13.®orens @., Motynbscku A. ['eHeTuka yenoBeka: B 3-x Tomax. — M.: Mup, 1989,

1990.

14.lumkos B.II., Kpusomenna I''H. O0mast u MeanuIHCKas TeHEeTHKa. — M.:

Axanemus, 2003.

122



Vuebnoe uzoanue

M.M. A3oBa

O.b. I'urann

0.0. I'mrann
E.M. KeaynoBa

MEJUIUHCKASA 'EHETUKA

W3nanue moAroToBIEHO B aBTOPCKOHN peaKIIim

Texunueckuii penakrop H.A4. fAcvko



IMomnucano B meuath 28.07.16 r. ®opmar 60x90/16. Ileuats odceTHas.
VYen. ney. 1. 7,75. Tupax 500 sx3. 3akaz 1000

Poccuiicknii yauBepcuTeT qpy»Obl HAPOJOB
115419, I'CII-1, r. Mocksa, yi. OpixoHUKHA3E, 1. 3

Tumnorpadus PY/IH
115419, I'CII-1, r. Mocksa, yi1. OpmkoHukuaze, 1. 3, temn. +7 (495) 952-04-41




<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /None
  /Binding /Left
  /CalGrayProfile (Dot Gain 20%)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Error
  /CompatibilityLevel 1.4
  /CompressObjects /Tags
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.0000
  /ColorConversionStrategy /CMYK
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments true
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 300
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50000
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages true
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 300
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50000
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages true
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile ()
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /CreateJDFFile false
  /Description <<

    /BGR <>
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000410064006f006200650020005000440046002065876863900275284e8e9ad88d2891cf76845370524d53705237300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef69069752865bc9ad854c18cea76845370524d5370523786557406300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /CZE <>
    /DAN <>
    /DEU <>
    /ESP <>
    /ETI <>
    /FRA <>
    /GRE <>

    /HRV (Za stvaranje Adobe PDF dokumenata najpogodnijih za visokokvalitetni ispis prije tiskanja koristite ove postavke.  Stvoreni PDF dokumenti mogu se otvoriti Acrobat i Adobe Reader 5.0 i kasnijim verzijama.)
    /HUN <>
    /ITA <>
    /JPN <FEFF9ad854c18cea306a30d730ea30d730ec30b951fa529b7528002000410064006f0062006500200050004400460020658766f8306e4f5c6210306b4f7f75283057307e305930023053306e8a2d5b9a30674f5c62103055308c305f0020005000440046002030d530a130a430eb306f3001004100630072006f0062006100740020304a30883073002000410064006f00620065002000520065006100640065007200200035002e003000204ee5964d3067958b304f30533068304c3067304d307e305930023053306e8a2d5b9a306b306f30d530a930f330c8306e57cb30818fbc307f304c5fc59808306730593002>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020ace0d488c9c80020c2dcd5d80020c778c1c4c5d00020ac00c7a50020c801d569d55c002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /LTH <>
    /LVI <>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken die zijn geoptimaliseerd voor prepress-afdrukken van hoge kwaliteit. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /POL <>
    /PTB <>
    /RUM <>
    /RUS <>
    /SKY <>
    /SLV <>
    /SUO <>
    /SVE <>
    /TUR <>
    /UKR <>
    /ENU (Use these settings to create Adobe PDF documents best suited for high-quality prepress printing.  Created PDF documents can be opened with Acrobat and Adobe Reader 5.0 and later.)
  >>
  /Namespace [
    (Adobe)
    (Common)
    (1.0)
  ]
  /OtherNamespaces [
    <<
      /AsReaderSpreads false
      /CropImagesToFrames true
      /ErrorControl /WarnAndContinue
      /FlattenerIgnoreSpreadOverrides false
      /IncludeGuidesGrids false
      /IncludeNonPrinting false
      /IncludeSlug false
      /Namespace [
        (Adobe)
        (InDesign)
        (4.0)
      ]
      /OmitPlacedBitmaps false
      /OmitPlacedEPS false
      /OmitPlacedPDF false
      /SimulateOverprint /Legacy
    >>
    <<
      /AddBleedMarks false
      /AddColorBars false
      /AddCropMarks false
      /AddPageInfo false
      /AddRegMarks false
      /ConvertColors /ConvertToCMYK
      /DestinationProfileName ()
      /DestinationProfileSelector /DocumentCMYK
      /Downsample16BitImages true
      /FlattenerPreset <<
        /PresetSelector /MediumResolution
      >>
      /FormElements false
      /GenerateStructure false
      /IncludeBookmarks false
      /IncludeHyperlinks false
      /IncludeInteractive false
      /IncludeLayers false
      /IncludeProfiles false
      /MultimediaHandling /UseObjectSettings
      /Namespace [
        (Adobe)
        (CreativeSuite)
        (2.0)
      ]
      /PDFXOutputIntentProfileSelector /DocumentCMYK
      /PreserveEditing true
      /UntaggedCMYKHandling /LeaveUntagged
      /UntaggedRGBHandling /UseDocumentProfile
      /UseDocumentBleed false
    >>
  ]
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [612.000 792.000]
>> setpagedevice



 
 
    
   HistoryItem_V1
   TrimAndShift
        
     Range: all pages
     Trim: fix size 5.827 x 8.268 inches / 148.0 x 210.0 mm
     Shift: none
     Normalise (advanced option): 'original'
      

        
     32
            
       D:20160729120211
       595.2756
       a5
       Blank
       419.5276
          

     Tall
     1
     0
     No
     775
     260
     None
     Left
     28.3465
     0.0000
            
                
         Both
         5
         AllDoc
         59
              

       CurrentAVDoc
          

     Uniform
     14.1732
     Top
      

        
     QITE_QuiteImposingPlus3
     Quite Imposing Plus 3.0
     Quite Imposing Plus 3
     1
      

        
     0
     124
     123
     124
      

   1
  

    
   HistoryItem_V1
   TrimAndShift
        
     Range: all pages
     Trim: none
     Shift: move left by 28.35 points
     Normalise (advanced option): 'original'
      

        
     32
            
       D:20160729120211
       595.2756
       a5
       Blank
       419.5276
          

     Tall
     1
     0
     No
     775
     260
     Fixed
     Left
     28.3465
     0.0000
            
                
         Both
         5
         AllDoc
         59
              

       CurrentAVDoc
          

     None
     14.1732
     Top
      

        
     QITE_QuiteImposingPlus3
     Quite Imposing Plus 3.0
     Quite Imposing Plus 3
     1
      

        
     16
     124
     123
     124
      

   1
  

    
   HistoryItem_V1
   TrimAndShift
        
     Range: all pages
     Trim: none
     Shift: move right by 14.17 points
     Normalise (advanced option): 'original'
      

        
     32
            
       D:20160729120211
       595.2756
       a5
       Blank
       419.5276
          

     Tall
     1
     0
     No
     775
     260
    
     Fixed
     Right
     14.1732
     0.0000
            
                
         Both
         5
         AllDoc
         59
              

       CurrentAVDoc
          

     None
     14.1732
     Top
      

        
     QITE_QuiteImposingPlus3
     Quite Imposing Plus 3.0
     Quite Imposing Plus 3
     1
      

        
     16
     124
     123
     124
      

   1
  

 HistoryList_V1
 qi2base



