


e
CAeJCTBEHHOCTH,

reHeTHKaA Y€AOBEKa, reﬂdmmca

xpomocowgil g' Teopmi Ha
M MHOTHeE JpyTHe BONPOChI.
«ATAac no reHeTHKe» MOJATOTOBACH
noa peaakuuen akagemuxa PAQ,
npogeccopa, J0KTOpa MeMIMHCKAX HayK,
saBegylomero kapeapon 6uororun MMA
um. U.M. Ceuenora

HPIKOJ\aﬂ Bacm\beana qeﬁblmena



OrnaBneHune

nasa |. Beegenue
KpaTkas uctopusi passuTus NpeacTaBneHwiA 0 HacNeACTBEHHOCTU Y U3MEHUYMBOCTY.... 9
naBa Il. Knetka
KNETOUHBIA LMK JEMEHNA KIETKM . .eneeen et e e et e e e e e e m e e e eneaeaennen 21
MoAroToBKa KNETKN K AeNeHNI0.
Perynaums knetouHoro yukna
[eneHve knetku

Mevios I 1. .
BHAUEHME MEIOBA . eueuteeneeete et et ettt et ettt e e e e e e e e e e e a e e eeneen
OTnnuma muTto3a oT mMeiliosa
KpoccuHrosep B npodase | .
Mpochasa meiiosa |
D B L

FeHeTUyecKas PeKOMOMHALMA C NOMOLLbI0 KPOCCUHIOBEPA. ...uueunenrennanennss

MaxnTeHa u AuakuHe3 ¢ NOMOLLbI0 CBETOBOr0 MUKpOCKoNa.
®opmuposaHue ramet .
(S 1=T o] Eo N o] =T = TP
OBoreHes.
AnonTos.

naBsa Ill. Xpomocombl
TenomepHble y4acTKu 3yKaproTUYECKNX XPOMOCOM
Tenomepasa .
[IMHE TE/IOMEP U CTAPEHNE Y YETOBEKA . . euvuenniniuneeneneneneeenenaaaraneereneneaanans 57
[eTepoXpoMaTuH 1 3yXPOMaTUH. .
Tenbua Bappa...
XvMUnyeckuii coctaB XpOMOCOM 3yKapuoT.
YPOBHU KOMMAKTUZALUM XPOMOCOM ....ueuneiiieneeanieaneeaneeanaeieeaeaaeeaeenaansns

FNaBa [V. MEHAEMBM. ...t et e e aeaens 67
3aKOHOMEPHOCTW Hac/efoBaHnA. MOHOTMOGPUAHOE CKPELWMBAHUE. ........cuenennnene.
TTEPBBIA 3BKOH MEHIEIIA .« eiitiitee ittt ettt e et et e e e e e e s

MonekynapHoe (6MOXMMUYECKOE) 0OBLACHEHWE [/ HEKOTOPbIX N3YYEHHbIX

MEHAENMEM MPUBHAKOB . ...uctieuineietet e e e et e s e e e ea s e s e ea e eaeeeans on
HEMOMHOE AOMUHUMPOBAHME . ....cueeiietieaeee et et e et et et et et e e e e ee e s
AHanmsupyiollee CKpeljmBaHue..
BTopoii 3akoH MeHgens..
rvnoTtesa «4MCTOTbI» ramet

[T T e R =TT o i N
[n- 1 nonurnépunaHoe ckpelmBaHne. TPeTUin 3aKOH MEHAEMN ...uvu v e eeeeenenannans 80
naBa V. B3ammogeiicTBue annenbHbIX N HEANINENBHBIX TEHOB . ...ueue e e e eaeeaaeaeaeannnen 85

B3avmogeiicTue annenbHbIX reHoB.
MonHoe fOMWHMPOBaHME.
leHeTuKa rpynn Kposu
TPYNBI KPOBU A B O Lottt et et e e e ettt et et et e e e e
B3avmogeiicTBue HeannenbHbIX reHoB
KomnnemeHTapHoe B3avMogeiicTB/Ee TeHOB...

3




3nucTaTnyeckoe B3aMMogelicTBue reHoB
BOMGENCKNIA (DEHOMEH.....ueuennenee.

MonumepHoe feiicTBne reHos.
MHOXECTBEHHbIN aNNMEMN3M....ceeienaenaenaanenns
MneiioTponHoe AaelicTBue reHa. CuHgpom MapdaHa.

[nasa VI. XpOMOCOMHasA TEOPUSA HACTEACTBEHHOCTM . ..uuuuinneineneaneieaniaeeaeaeeannaaes
MonHoe cuennewwe..
HenonHoe cuennenue...........
MexaHn3M HenosIHOro CLEmn/ieHUst — KPOCCUHIOBep....
KpoccuHrosep
XPOMOCOMHbIA MexaHW3M onpefesneHns nona..
HacnepoBaHvie NpU3HAKOB, CLEN/EHHbIX C NONOM
HacnepoBaHune AanbTOHU3MA......ueuueuenaennnns
HacnepoBaHve remocunum
Tunbl HacnefoBaHWs NPU3HaAKoOB
MeHeTPaHTHOCTb 1 3KCNPECCUBHOCTb

FnaBa VII. MOMEKYMAPHAA TEHETUKA. ..cuueuuee ettt teaat et eaa e et et ean e iaeaneaneaaeaneanens
JlokasaTtenbCTBa POV HYKNEUHOBLIX KNCNOT B XpaHeHUU U nepegave
reHeTUYeCKoW MHhopmayun
OnbIThl Mpudbchutca — sBNEHVe TpaHchopmauum
(013111 F S ICT=T=1 o1 OO
XUMUYECKNIA COCTaB Y CTPOEHNE HYKNEUHOBBIX KMCIIOT . uueeneneneneenneenenannnenenes 128
Mogens AHK. Mpeanocbiikun n3gaHus
Mogens OHK no YoTcoHy u Kpuky
dopma opraHusaumy agyxuenoyeyHoid [ HK
Pn6OHYKNenHoBble KUCNOTbl
O6uwas xapaktepuctuka PHK
CTpykTypa v thyHkummn PHK
CTpoeHune TpaHcnopTHoli PHK (TPHK)..
Pn6ocomHble PHK (pPHK)...........
Matpuunble PHK (MPHK) ...
[eTeporeHHan agepHan PHEK . ..o 146
Manble sgepHble PHK .. 146
Manblie umtonnasmarmyeckme PHK..
Pennukauma AHK......
Pennukauus y npokapuor.
Pennukauus y sykapuot
Penapauusa npu nospexgerun [ HK
PasnunuHble peakunn penapayuu
®doTopeakTMBauWA, WM CBETOBas penapayua
SO S-penapauyus
Peanusauns reHeTuyeckoii MHopmaLmn
TpaHckpunumsa
TpaHCKpUnuus y NnpokKapuoT
TpaHCKpUNUMA y aykapmoT
®aKTopbl TPAHCKPUMLUK..
MpoueccuHr PHK ..
KanuposaHue.........
MonuagexnunnuposaHune
CnnaicuHr
AnbTepHaTUBHbIV cnnaiCuHr
TpaHcnaums. brocnHTes 6enka
TeHeTUYeCKUin Kog.......
Pubocomsil........
MoCTTPaHCNALMOHHBIE U3MEHEHUA 6Ee/TIKOB

4



OCO6EHHOCTN TPAHCSALMMN Y MPO- N AYKAPUOT eereneneninnaeeaeaeeaeneaanns 187
DaKTOPbI TPAHCAALUNMN Y BAKTEPMM . e neneeeeeneneee e eeee e ee e eeaens

Fnasa VIII. PErynaumsa SKCMPECCUM TEHOB ....uuue et aneean ettt earae e e eaeaneans

Perynsums akcnpeccuu reHoB y nNpoKapuworT...
NlakTo3Hblli (LAC) OMEPOH ...........
Kara6onutHas penpeccusi.....
TpuntochaHoBbii (TRP) onepoH...

Perynauus akcnpeccuu reHoB y ayKapuoT .
MHAYKUMA TPaHCKPUMLMOHHON aKTUBHOCTM (3KCMPECCUSA FeHOB) C NOMOLLbIO
hakTOpoB OKpy>KawLeli cpeabl 1 Gronornyecknx akTopos (hakTopos
BHYTPEHHEM CPEIBI) e eeeeneee e eeee et ettt e e et e e e e et et e e e e e e e en e e 199
Tunbl PerynsTopHbIX 6€1KOB Y 0COGEHHOCTU UX CTPYKTYPbI .euveenenenenrnannenens 202

Benok Tvna «UyMHKOBbIV nanew»
Besky Tuna «1eiunMHoBas MOMHUSA»..........
Benku Tuna «cnupaib — Metis — cnupasnb»..
YPOBHU PErYNALMN 3KCMPECCUN TEHOB Y 3yKapuoT.
Pepaktnposanme PHK
PHK-uHTepdepeHumsa (PHK-u)

MeTtunuposanne [ HK

O6paTtMble U3MEHEeHUs1 B CTPYKType XpomaTuHa
Moaudvkaumsa rmcToHOB
PemogenvpoBaHne xpomaTuHa
[€HOMHbIi UMAPUHTUHT

nasa IX. LnTonnasmarnyeckas HacneACTBEHHOCTb, WM HEXPOMOCOMHas
HacneACTBEHHOCTb. .. .
[eHOM MUTOXOHAPWUIA....... ..212
MponcxoXaeHe MUTOXOHAPWIA
[eHOM XN10ponNacToB, B KOTOPbIX NPONCXOANT POTOCUHTES. .
BaKTEPUABHBIE TTABMUBI . e eenee e e eeeeeeteea e e ee et et e en s e e e et e e e e e e eeenens
JTanbl PasBUTUS NMPEACTABMEHUS O TEHE . .vutu i teeneneneneaeaeneaeaeaeeeaeraeeaaenens

[N1aBa X. TEHETUKA MO . . .uuni ittt e e e e e e e e e e e e anaaass
TUNbl XPOMOCOMHOMN AETEPMUHALUMU TIOTTA . ceeuvneenennenaenaneeeeneneeneeneeeenenennes
Onpepenexve nona y MIEKONUTAKOWMX U YerloBeKa
BTOPUYHbIE MOMOBLIE MPUBHAKM ...vvvnenenennnnnens
HapylweHuns pa3suTua nona.
XX-camubl 1 XY-CaMKMu......
ToueyHble myTauum B reHe SRY ...

FnaBa Xl. VIBMEHUMBOCTD M €8 QIOPMbl .. eneneneneneneeeeneaeeeee et eaeneae e eenenen e eneaanns
FeHoTMNNYEeCKast M3MEHUYNBOCTb
MyTauunn
Knaccudpmkauus mytaunii

[eHHble, NN TOYeUHble, MYTaLUM.................
MyTauumn, Beaylme K USMEHEHWIO CTPYKTYpbI reHa. ...
MyTauum, Bbi3BaHHblE 3aMEHO a30TUCTbIX OCHOBaHWI
MyTaumu co CABUIOM pamMKu CUUTbIBAHUA. ..
MpuMepbl reHHbIX MYTaUUi. ...............
XpomMOoCOMHble MyTauun, unu abeppauuu
Po6epTcoHoBCKas TpaHc/ioKauus
FeHOMHble MyTauum
MYTarEHHBIE DAKTOPBI . ..ueteetenenee et et e e ee e et e e e ea e e e e e e e eneeasananaaaas
MyTareHHoe feCTBUE NOHU3NPYIOLNX USNYHEHUM . ..cuennieeeeiiaeeeenenaens 255
MyTareHHoe [eiiCTBNE XMMUYECKNX BeLecTs
MyTareHHoe AeiicTBue 61ONOTUYECKUX areHToB. ...

5



TPaHCNO3ULMN MOBUIBHBIX S/TEMEHTOB. . c.cueeeneneneneaeeaeeaenenaeeeeenenenenen 259
TpaHCMno30HbI
MHcepuuoHHble nocneposatesnisHocTn (IS) 1 TpaHcno3oHsl (Tn)
PennvkatvBHas v HepennvkKaTvBHas TPaHCMo3ULua
TpaHCcnosuuus peTpoaNIeMeHTOB. ............
3KCNAHCNA TPUHYKNEOTULAHBIX MOBTOPOB....cunuuenunannannnns
Pa3finyHble TUMbI TPUHYKNIEOTUHbLIX NOBTOPOB U UX 9KCMAHCUA. ... .
HecTabunbHble TPUHYKIEOTUAHbIE NMOBTOPbI B CTy4asX pas/MyHbIX 3a60/1eBaHWiA. .. 266
MpuHUMN NnabopaTopHO ANArHOCTUKM HECTabWbHbIX TPUHYKNEOTUAHbIX
LT0T=3 o] o Lo ] - S PP 268

FnaBa XIl. TEHETUKA UBMOBEKA .. u.ueuutieeiee ittt et et e et e a e e e eaeeanans 269
KapuoTun yenoseka
MegmumMHCKan reHeTumka.
[eHHble 60NEe3HMU...
MprMepbl HEKOTOPbIX FEeHHbIX 6onesHel..

ANb6UHN3M
deHunkeToHypust (PKY)....
CvHgpom MapdaHa
Femorno6uHonartuu....
Tanaccemus
CepnoBnAHO-KNeToYHas aHeMus..
Muoguctpochus [oweHHa....
XpOMOCOMHble 60n1e3HU
CuHapom Tpucomum no X-xpomocome X X X
Cungpom KnailiHthenbTepa
Cungpom Lepewesckoro — TepHepa
CuHgpom [layHa — Tpucomusa no 21-ii Xxpomocome..
CuHgpom Matay — Tpucomua no 13-i xpomocome..... 289
CuHgpom 3aBapaca — Tpucomus no 18-ii xpomocome..
CUHAPOM KOLAaYybero Kpuka
BonesHn ¢ HacnefCTBEHHON NpespacnonoXeHHOCTbIo. ..
MuToxoHapuanbHble 60ne3Hn
BonesHn akcnaHcuMm TPUHYKNEOTUAHbLIX MOBTOPOB
MeTogbl U3y4eHWs reHeTUKW YenoBeka
Micnonb3oBaHne MeTO0B MOEKYNAPHOW BMOMOTMN U FEHETVKN B MeULMHE. .
TTONYUEHME MHCY IMHA .« e ettt ettt et et e e e e ettt n s 300
CTBONOBbIE KNETKN, TepaneBTUYECKOe KOHWPOBaHWe, PenpogyKTuBHOe
KNOHMpOBaHue
MpYHUMN reHHoi Tepanumn

nasa XIII. FTeHomuka
FeHoOM npokapuoT
[eHOM 3yKapMuOT......ccevvnennn.
YHUKanbHble NocnesoBaTeslbHOCTY.
YMepeHHO NOBTOPSIOLMECS NOC/ef0BaTENbHOCTY
BblcOKONoBTOpSOLMECA NOCNEA0BAaTENbHOCTN
MoABVXXHbIE TEHETUYECKNE 3/IEMEHTbI 3YKapuoT
eHoM yenoseka
FeHOMHasa CTpyKTypa X- 1 Y-XpOMOCOM YesioBeKa
CTpyKTypa reHoma Y-XpoMoCOMbl YesI0BeKa. ..
lomosnorua mexgy X- n Y-xpomocomamu..

Vicnonb3oBaHHas nuTepartypa




MnaBa l

BBEOEHUWE



FeHeTMKa — HayKa O HacnegcTBEHHOCTU UM U3MEHYMBOCTU.

HacnefcTBeHHOCTb M UBMEHUYMBOCTb OTHOCATCA K 06ULMM CBOMCTBaM
YXU3HW U NPOSIBNAITCA Ha BCEX YPOBHAX OpraHu3almn X1UBO MaTepun.
bnarogaps HacneACTBEHHOCTUM M U3MEHYMBOCTM OCYLLECTBAAETCA He-
NPepPbLIBHOCTb XXM3HU U 3BOIIOLUMN XUBbIX (HOPM.

Mop HacneACTBEHHOCTLIO MOHMMAOT 6Guonornyeckuii npowecc, obyc-
NOBMNBAKLWMNIA CXOACTBO MEXAY POAUTENSMU U NOTOMCTBOM.

bnarogaps HacnefCTBEHHOCTM reHeTnyeckasa MHpopmauus, nony-
YeHHasd OT poauTenei, peanu3yeTcs MOBTOPEHMEM y MOTOMKOB MOp-
honornyeckmx, prU3noNornyecknx u GMOXMMMUYECKUX MPU3HAKOB, a
TakKXe MoBeAEeHYECKMX peakuuii.

HacnefncTBeHHOCTb, C OfHOI CTOPOHbI, COXPaHAET KOHCEePBAaTU3M XU-
BbIX OPraHW3MOB: y MeJBeAMLbl POXAATCSA MefBexara, Y KOWKN KoTA-
Ta, a MHQY30pua Tydenbka npu geneHnm obpasyeT AoYepHUe MHGY30pum
Tydenbkn. C Apyron CTOPOHbI, HAcNeACTBEHHblIE NMPU3HAKN MOTYT M3Me-
HATbCS B pe3y/ibTaTe MyTauuii, KOTOpPblE COXPaHATCA 0T60POM, ECN OHM
CNoco6CTBYIOT ajantaumm XuBbix opM K OKpyXawuei cpege. Takum
06pa3oM, XMBbIM OpraHu3Mam CBOWCTBEHHA M3MEHUYMBOCTb.

M3MeHUYMBOCTb — 3TO CBOMCTBO XXMWBbIX OPraHW3MOB M3MEHATHCA U
CyLLeCcTBOBaTb B pa3/IMyHbIX BapuaHTax. Y yenoBeka B pe3ysibTate KoOM-
6UHaLMM HacnefCTBEHHbIX MPU3HAKOB AEeTU OAHUX poAuTeNein moryt
XapaKTepun3oBaTbCs KakK 3Ha4YUTe/lbHbIM CXOACTBOM, TaK W CYLLeCTBEH-
HO OT/IMYaTbLCS APYr OT Apyra No MHOTMMM MpM3HaKam: Mo rpynnam Kpo-
BW, Nosny, UBeTy rnas u 1.4. bnarogaps M3MeHUYMBOCTU BO3HUK/IO MHO-
roobpasue XuBbIXx POPM Ha Hallell nnaHeTe.

M3mMeHUnBOCTb, KakK M HacneACTBEHHOCTb, MrpaeT BaXKHYK posb B
npouecce 3Bonuun. HoBbie CBOCTBA OPraHU3MOB, HOBble OpraHus-



Mbl NOABAAKTCA 6naro,qap$| N3MEHYMNBOCTN, HO U3MEHYUYNBOCTb UrpaeT
pPONb B 3BOSTOUMK NNWb TONBKO TOorga, Korga BO3HUKLWNE U3MEHEHUA
HacneaywTCca U3 NOKOMEHUA B NMOKO/IEHKE.

KpaTkas uctopus passutus npeacTaBnieHui
0 HacneACTBEHHOCTU W U3MEHYMBOCTHU

OCHOBHbIEe 3aKOHbl Hac/fiefoBaHUA NPU3HAKOB WM CBOWCTB OpraHus-
MOB B MOKO/MEeHUAX 6blin oTKpbIThl .. MeHpenem (1822— 1884), mo-
HaxoMm, a nosfHee HacTtoATeNleM aBryCTMHCKOro MOHacTbips B I. BpHO
(Yexms) (puc. 1).

B 1854— 1863 rr. . MeHgenb, n3Ha4yanbHO MaremMaTuK no o6paso-
BaHWMI0 NPOBEN MHOXECTBO OMbITOB MO CKPewWMBaHUIO pasHbiX COPTOB
ropoxa (puc. 2).

MMeHHO MaTemaTunyeckoe obpa3oBaHue MO3BOINIO €My FPamMoTHO C
TOYKMN 3pEeHUs CTaTUCTUKN 06paboTaTb pe3ynbTaTbl 3KCNEPMMEHTOB U cae-
natb BbIBOAbl. Pe3ynbTaTbl CBOMX OMbITOB OH TWaTe/lbHO aHanu3npoBan,
6narogaps Yemy cymesn NPOBECTU XOPOLLO CM/IAHNPOBaHHbIE SKCNEPUMEH-
Tbl, NMPX 3TOM MCMNOJ/Ib30Bas TO/IbKO YNCTOCOPTHbIE pacTeHus, oTnuyar-
Lecs KOHTPACTHbIMM (anbTEPHATUBHLIMM) NPU3HaKamu, a TakXe BBen
mMatemMaTMyeckuin nogcyeT notomcTBa. 3acnyra . MeHAens cocTouT He
TO/IbKO B TOM, YTO OH YCTaHOBW/1 3aKOHOMEPHOCTWU HacnefoBaHUa nNpu-
3HAKOB, Ha3BaHHbIX Yepe3 MHOro NeT «3akoHa MeHAena», HO 1 B TOM, YTO
OH BrepBble CBA3as1 pa3BuTue NpuU3HaKos C guc-

KPEeTHbIM HacneACTBEHHbIM MaTepnanom, KoTo-
pbili OH Ha3Ba/ «HacNefCTBEHHbIE 3afaTKu».
bnarogapa [UCKPEeTHOCTU HacnefCTBEHHOro
mMaTepuana KOHTpacTHbIe MPU3HaKN He TepsioT-
ca npy rmépuamnsanmm 1 NpoaBASOTCA B MNOC-
nefywuwmnx nokoneHnax. HacnepcTtBeHHble
3afiaTkn, MocTynmpoBaHHble . MeHaenewm, B
1909 r. gaTCKuUin y4yeHblin B. MoraHceH HasBan
reHamu, COBOKYMHOCTb FEHOB OpraHusma —
reHoTUNoM, a UX NposiBNeHne — EHOTUNOM.

Pe3ynbTatbl cBOUX ONbITOB . MeHAenb
ony6nvkosan B 1866 r. B 3T0o Xe Bpems OH
ABaX[pl BEICTYNan ¢ A0KNafjaMi 0 CBOUX OT-  pye 1 Fperop MeHaens
KpbITUAX B BpOHHCKOM 06wecTBe uchbiTaTe- (1822-1884)
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nei npypogpl. OH Takke pasocnan OTTUCKW CBOEN CTaTb MHOTUM W3BECT-
HbIM 6rionoram. OTKpbITUA MeHgens He 6biny NoHATLI. OgHAa U3 NPUYKH 3TO-
ro— rocnofcTeo BTO BPEMS rMNOTE3bl CMELLEHWSI HACNeACTBEHHOCTU Y Mb-
pnaoB. NoOBTOPHOE «OTKPbITUE» 3aKOHOB I. MeHaena npousoLuno 8 1900 r.
Tpems 60TaHUKamm1, MOSYYMBLUMMW MPU CKPELUMBAHWUN OPYTUX PacTeHui
pe3ynbTaTtbl, CX04HbIe € onbiTamu . MeHgens. 3to 6binm I ge Ppus m3
lonnangmm (puc. 3), K. KoppeHc n3 NepmaHnm 1 3. Yepmak 13 ABCTpUK.

B cBA3u ¢ aTm 1900 r. cuMTaeTcsa roaoM POXAEHUS FEHETUKN Kak
Hayku. B ganbHelilleM MHOrve uccnegosareny NoATBEPAWIN HAacneno-

Puc. 3. T'yro ge ®pus
(1848— 1935)

BaHWe NMPU3HAKOB MO 3aKoHam MeHpgens y pac-
TEHWIA, XXMBOTHBIX W YeoBeKa.

B 1901 r. ge ®pun3 onucan cyllecTsoBaHue
CMOHTaHHbLIX N3MEHEHUIA OLHOI0 WIN HECKOMbKNX
NPU3HaKoB. 3TO AB/MIEHVE OH Ha3Bal MyTaunamm
(oT nar. mutation — M3MEHeHWe), TeM cambIM 3a-
JIOXXW/T OCHOBbI YYEHUS O MyTauusXx.

B 1906 r. aHrnuiickuini 60TaHMK Y. BeTcoH
npeanoXua TepMuUH «reHetmka» (0T nart.
geneticos — nopoxaeHne).

B Hauane XX B. nepepg Hay4HbIMU Kpyramwu
BCTa/1 BOMPOC, YTO TaKOe reH, CyliecTBoBaHue
KoToporo onpegenun . MeHgenb, u rge red
pacnonaraeTcs B K/IETKe.
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B 1902 r. umtonorn, Hemey T. BoBapun n amepukaHey, Y. C3TTOH,
He3aBUCUMO ApPYr OT Apyra NpuLLN K BbIBOAY, YTO 3aKoHbI . MeHaens
M NnoBefeHMe XpOMOCOM NpM MWUTO3e U Meilo3e COOTBETCTBYIOT APYr
APpYyry. YuyeHble NpeAnonioXunan, 4to reHbl HaxoAAaTcs B XPOMOCOMaXx.
Y. C3TTOH BbICKa3as rmnoresy 0 TOM, YTO FeHbl, PACNOJIOXKEHHbIE B Of1-
Holi xpomocome, 6yayT HacnefoBaTbCsi BMecCTe.

B 1906 r. B. beTcoH u P. MNeHHeT Habnwganu cuenneHne npu3Hakos, HO
He CMOr/In 06BACHUTL U foKa3aTb XPOMOCOMHYI0 NPUPOAY 3TOr0 SBMEHUS.

HOBbIli KayeCcTBEHHbI/i 3Tan B pa3BUTUMM TEHETUKM CBfA3aH C amepu-
KaHCKMM reHetukoMm Tomacom XaHTom MopraHom, naypeatom Hob6e-
neBckoi npemun (puc. 4).

B 1909 r. T.X. MopraH COBMeCTHO CO CBOUMU
coTpygHukamu K. bpugxecom, A. CtepTeBaHTOM
n . Mennepom fAokasan, 4To HacneACTBEHHOCTb
cBA3aHa C onpefesieHHbIMU MaTepuanbHbIMU
CTPYKTypamu KNeTkn — xpomocomamu. B akcne-
puMeHTax ¢ nnoposoit mywkoi (Drosophila
melanogaster) 6b1710 f0Ka3aHo, YTO MeHAeneB-
CKMe 3afaTKn, WX FeHbl, PacrnonoXeHbl B Xpo-
MOCOMaXxX «KaK OYCWHbl Ha HUTKE», MeXAy Xpo-
MOCOMamMun OAHOW Mnapbl MOXET MPOUCXOAUTb
06MeH reHamu (KpOCCUHIOBep).

B 1910— 1916 rr. T. MopraHom 6bina cop-
My/nMpoBaHa XPOMOCOMHas Teopus Hacnep-
CTBEHHOCTU. CamMO Ha3BaHMe «XPOMOCOMbI»
6bI/10 4aHO HemeukuM aHaToMoM B. Banbpgeii-
epom ewe B 1883 r.

B 1925 r. I'.A. HagcoH un .C. ®nnunnos
[0Ka3ann BO3MOXHOCTb MOMYYEHUA UCKYCCT-
BEHHbIX MyTauuii y rpu6oB noj feicrtemem
NOHN3NPYIOLWLEro U3ny4yeHuns.

B 1927 r. I. Mennep (puc. 5) nokasan, 4To
MyTauMn B reHax MOXHO Bbl3BaTb MCKYCCTBEH-
HO, BO3[eliCTBYS PEHTFEHOBCKMMU flyHamu.

B 1920-e rr. nepes reHeTnKoi BCTaa BONpocC
0 XMMWYecKoin npupoge reHos. bnarogapsa co-
BMECTHO paboTe hM3MKOB, XUMUKOB, 6BUODU-  Puc. 5. Fapman Mennep
3MKOB W FEHETUKOB HAUYMHANO0Ch aKTUBHOE U3Y- (1890-1967)

Puc. 4. Tomac MopraH
(1866-1945)
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Puc. 6. Hukonaii
KoHCTaHTuHOBUY
Konbuos
(1872- 1940)

Puc. 7. Dxopax
buan
(1903- 1989)

Pwuc. 8. SdaBapp,
TeATym
(1909- 1975)

YeHne 6100rNYecKn akTUBHbIX MONEKY/, BXO-
OAWMX B COCTAB KNETKU.

Mpy n3yvyeHnn XMMmn4ecKoro coctaBa Xpomo-
COM 6bI/10 MOKa3aHo, YTO XPOMOCOMbI COCTOAT
13 6e/KOB M HYKNEWHOBbLIX KUCNOT. B 1928 1. n
6onee nofpo6HO B 1935 r. Hal COOTEYeCTBEH-
HUK H.K. Konbuos (1872— 1940) (puc. 6) Bbig-
BMHYN TMNOTe3y, 4TO reH 3To 6enoK, 1 BrepBsble
npeanoXunn MaTpuyHbli MPUMHLMN BOCNpPOM3Be-
[EeHNA XPOMOCOM, COXPaHAKLWNA NOpASOK re-
HoB. Teopusa H.K. KonbuoBa «reH —> 6€/10K»
oKasanacb OWWBOYHOW.

B 1940-e rr. amepuKaHckune yyeHole [1.Y. bugn
(puc. 7) n 3.01. Teitym (puc. 8) gokaszanu, 4To
CTPYKTypa Kaxforo cuHteanpyemoro 6esnka 3a-
KOAMpOBaHa BOJHOM W3 reHoB; TakuMm obpasom,
reHbl ynpasnsawT CMHTe30M 6enkoB, B TOM
yncne n epmMeHToB, a hepMeHTbl peryanpyroT
6uoxmmunyeckne npoueccol B opraHnsme. OHKU
npeanoXxunun hopmyny: «o4uH reH —>0AnH gep-
MEHT», B Mocrefywolunue rofbl Wao yTouyHeHne
3TOr0 NOHATMA «OL4WH TeH —» OAWH 6enok»,
«OAWH TeH —> oAuH nonunentug». OTKpbITME
Buana u TeilTyma pe3ko NpoABUHYNO Bhepef,
pasBuTME MONEKYNAPHOW 6uonorumn. [lokasaH-
Has UMW Lenoyka «reH —» hepMeHT —» peak-
uMa —» NpuU3HaKk» BAOXHOBMNA 6O/NbLWLIOE KO-
4ecTBO uMccnepoBaTesiel Ha MNOUCKU TEeHHbIX
AedekToB, Bbi3blBaOLWMX pa3nyHble 3abonesa-
HUA. BO3MOXHOCTb 3aMeHATb «MopaXeHHbIe»
reHbl «340Pp0OBbIMU» CO3fana nNpeanochLIKn ans
HOBOW 06/1aCTV HayKn — TEeHHOW WHXeHepuu.

B 1928 r. aHrnuiickuii Bpavy-mmkpobuonor
®. Mpupcputc Habnwgan HacneacTBeHHble W3-
MeHeHVs1 6aKTepunasbHOro WTamMMa nog, BAUsH1EM
matepuana, nosyYyeHHOro n3 yomuTbix HarpesaHu-
em bakTepwuii Apyroro wramMma. Takoe fBneHne oH
Ha3Basn TpaHcopmaumeli. Yepes 16 net, B 1944 r.,

12



O. 3Bepu, K. Mak-fleoa, M. Mak-KapTu gokasanu Ha 6aktepusix, 4To Be-
ecTa, MeHAKLWWe HacneAcTBEHHbIE CBOWCTBA 6akTepuii, OTHOCATCS K
HyknenHosbiM kucnotam (AHK). Takum obpasom, O. 3Bepu nokasasn, 4To
HocuTeneMm HacneacTBeHHOW nHgopmaunn asnsetca OHK.

Ewe B 1869 r. weeiuapckuii natonoroaHatom N.®. Muwep obHa-
PYXUN B KNETOYHOM sfpe BelecTBO, KOTOPOE OH Ha3Basl «HYK/IEUH».
B 1889 r. P. AnbTMaH Ha3Ba/a 3TO BELW,eCTBO HYK/E€MHOBOW KUCIOTOM.

B 1950-e rr. B nabopatopuu aHraninckoro musmka M. YunkunHca c no-
MOLLbI0 PEHTIEHOCTPYKTYPHOrO aHannsa 6bln nonyyveHbl peHTreHorpam-
Mbl HuTel AHK. B 1950 r. amepuKkaHCKuiA 6uoxnumuk 3. Yapragdg noka-
3a/1, 4To 0ob6llee KOMYeCTBO afeHuHa B Kaxpao monekyne AHK pasHo
KOMNYeCTBY TUMMHA, & KO/INYECTBO ryaHNHa — KOJIMYECTBY LMTO3MHaA. 3TO
SIBIEHNe Ha3BaHO KoMMNaeMeHTapHocTbio (NpaBuno Yapradda). Ha ocHo-
BaHUM aHanuMs3a AaHHbiIX YunkunHca n Yapradda, B 1953 r. [. YOTCOH 1
®. Kpuk pacwmndposanm XuMmMyeckyto CTpyKTypy Monekynbl AHK. OTKpbI-
Tve . YoTcoHa n ®. Kpuka (puc. 9) ctano ogHMM M3 caMbiX KPYMHbIX OT-
KPbITUIA B UCTOPUM Haykn. C 3TOr0 BPeMeHV HaYMHAETCSt MHTEHCUBHbIN ne-
pvog, n3y4yeHuns CBOWCTB HYK/IEMHOBbLIX KMCNOT.

OTKpbITUE CTPYKTYpPbl HYKNEUHOBbLIX KUCNOT MO3BOJINAO XUMWUKaM
CUHTE3MpOBaTb UX WCKYCCTBEHHO «B NPO6GMPKe», YTO 6GbIIO BMEpBble
caenaHo B 1955 r. Ouoa, KoTopbli cuHTe3uposan PHK, aB 1957 r. KopH-
6epr cuHtesnposan AHK.

Havyanacb apa HOBOI 061aCTV HayKNn — TFEeHHON MHXeHepuw.

B 1958 r. ®. Kpuk chopmynnpoBan OCHOBHOW MPUHLUN MepeAayn
reHeTnyeckoin uHgopmauumn «AHK —» PHK —» 6enok» nonyymBlunii Ha-
3BaHUWE «LeHTpasibHas AorMa MonekynsapHoii 6uonorum». B 1958 r. uc-

Puc. 9. . YoTcCoH
n ®. Kpuk
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cnegosaHuamMn M. MesenbcoHa n ®. Ctans 6bl1 yCTaHOB/IEH MOMTYKOH-
cepBaTMBHbI cnocob pennukaunn OHK.

B 1954 r. amepukaHckuii usnk-teopetnk .A. FamoB Npeanoxun
rmnoTesy, COrnacHoO KOTOPOW Kaxkaas amuHokucnoTa kogupyetcs B AHK
Tpemsa HykKneotTugamu.

B 1961 r. copaHuy3bl @. XXako6 v XK.J1. MOHO OTKpbIAN MHhOpMaLMOH-
Hyto PHK (1-PHK), cuuTbiBatoLLyto nHhopmaumio o cTpykType 6enka B AHK
1 nepegawoLyto 3Ty nHdopmaunio B annapaTt 6€/1K0BOro C1HTe3a KeTKu.

B 1965 r. 6blna packpbiTa CTpyKTypa TpaHcnopTHoii PHK (T-PHK),
nepeHocswed aMMHOKUCNOTbI K MeCTy cMHTe3a 6enka — pubocomam.

B 1961 — 1969 rr. 661 pacwmngpoBaH reHeTUyYeckuii ko B pabotax
M.Y. HupeHb6epra, MaTtes n Oyoa.

B 1970 r. I'.X. KopaHa v ero coTpyAHUKN CUHTE3NPOBanu MONeKyy
[OHK, cocTosiwyto 13 27 Hykneotngos. iMm Takxke Obl1 CUHTE3MPOBaH
nepsbili TeH (ApoX>Keii) N3 reHoB KuweuHol nanodku Escherichia coli.

B 1977 r. amepukaHubl P. PobepTc 1 . Lapn, usyyas reHom aje-
HOBMpYCa, NPULWN K BbIBOAY, YTO reHeTnyeckas MHopmauunsa B reHo-
Me pacnofiaraetcs npepbiBUCTO. eHbl BbICLWINX OPraHU3MoB, KaK OKa-
3a/10Cb, MOTYT COCTOATb W3 OTAE€/IbHbIX CErMeHTOB, Ha3BaHHbIX
3K30HaMu (Koaupyllme yyacTkn) M UHTPOHAMWN «HeKoaupylouwme
yyacTkn» OHK. 3TO OTKpbITUE pe3Ko MEHAN0 npeacTasfieHNe 0 reHe
KaK HenpepbiBHOM yyacTke monekynsl JHK-HocuTene HacnefCTBEHHO-
CTU. B koHue 1970-X IT. 3aBEPWNINCL PaboTbl NO U3YYEHUIO MOOUb-
HbIX 3/1EMEHTOB reHoMa, OTKpPbITbiX B 1940-e rr. b. Mak-KAMHTOK
(puc. 10), KaK CTPYKTYPHbIX 3/IEMEHTOB XPOMOCOM, CMOCOOHbIX nepeme-
WaTbCA He TONbKO MO CaMoii XpOMOCOME, HO M K ApYroii XpoMOCOMe.

B 1977 r. CaHrep paspaboTan mMeTon Cek-
BeHuposaHua AHK (ot aHrn, sequence noc-
neposaTesibHOCTb) — ONpejesieHne Hykeo-
TMAHOW nocnepoBaTeNbHOCTM B Lensax
Monekynsl QHK.
B 1997 r. ®. bnatTHep wn gpyrue pac-
wungpoBanu reHom 6aktepumn Escherichia coli
(E Coli).
B 2000 r. pacwundpoBaH reHom Apo30¢unibl.
B 1997 r. c nomouwbio mMeToAa SAEpPHON
Mak-KnmHToKO0 TpaHcnAaHTauum 6bis1a KNOHNPOBaHa N3BeCTHas
(1902— 1992) oBua fonnu (puc. 11).
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Hanbonee ycnewHo MeToAMKy nepecajku sgpa U3 KAeTKU Kuweuy-
HMKa rofioBacTuKa B ANUEKNETKY NMATYLWKN, N3 KOTOPOi 6biN0 yaaneHo
cobCcTBEHHOE 4p0, B 1962 r. NpoBes aHrNNIACKNIA yyeHbld K. FeppoH
(puc. 12). Mopo6HbIe ONbITHI MPOBOAMANCH U paHee: B 1940 r. pycckuii
amb6pwuonor .B. lonawes (puc. 13) pa3pabotan meTos nepecagku sgep
B ANLEKIETKY TpUTOHa, B 1952 r. amepukaHckue yyeHble P. bpurrc u
T.K. KUHT CTaBuIn Takue Xe 3KCNEePUMEHThI.

B pesynbTaTe Takoil nepecagku agpa pas3Buiacb HopmanbHas Nns-
rywka. Mpasga, .B. Jlonawes, P. bpurrc n T. Ix. KuHr, . F'epaoH
He CTaBuAM 3afady K/JOHUPOBaTb TPUTOHOB U NIATYLWEK, OHU MblTanCh
BbIAICHUTb, MOTYT /i1 paboTaTb reHsl fapa AnddepeHLyMpoBaHHbIX Kie-
TOK, NMOMeLeHHble B 3UroTy (puc. 14).

B 1999 r. yyeHble n3 CL A KMIOHMPOBaNU Mblllb, KOPOBY, NMOPOCAT.
B nocnegHue gecATnnetus akTUBHO pa3BMBaeTCA HOBOE HanpasfieHue
B MOJIEKYNAPHOI 6Monornm — reHomukKa, M3ydyawoulas MOoMeKynapHYyo
CTPYKTYPY XWBbIX opraHn3amos. C 1986 r. B AMepuKe BblfeneHbl Kpyn-
Hble [EeHeXHble CpefCcTBa Ha u3yyeHue reHoma 4venoseka. B 1995 r.
NOSABUNCA WHCTUTYT UCCNEA0BaHNA FeHoMa 4YesloBeKa, BO3r/1aB/iseMblil
®. KonnuH3om. OH cTan pyKOBOAUTENEM MeXAYHapOLHOW nporpam-

mMe. 11. OBeukalonnu 6bina KNOHUPOBaHA U3 MOJIOBOM KNeT KM B3POC/Oi OBLbI.
KnoHupoBaHue Bbi3blBaeT BO3POCLIUI UHTEPEC Y CenbCKOro Xo3sicTBa.
BbICOKOKA4YeCTBEHHbIE OBLbl, NO/lyYeHHble B pe3ybTaTe CefleKTUBHOMO
CKpelnBaHus, MOTyT 6blTb K/IOHWPOBAHbI M MOMYYEHO TEHETUYECKU
WAEHTUYHOE NOTOMCTBO BMECTO reHe TUYECKN BapuabenbHOro NoToMcTBa,
NOYYEHHOTO NPY NOSI0BOM Pa3MHOXEHUM

15



Mbl «eHOM 4yenoBeka». OCHOBHas 3ajadva npo-
rpammbl «[€HOM 4yefioBeKa» — 3TO CEKBEHUPO-
BaHWe nocnegoBaTtesibHOCTM Bcex monekyn AHK,
ob6pasyluwmnx reHom. PacwmngpoBka reHoma ye-
floBeKa B OCHOBHOM 6bina 3aBepueHa B 2003 r.,
pasmep reHoma 4yesnoBeka cocTtasnseT 3,2 MApA
HYKNeoTUAHbIX MocfnefoBaTebHOCTel B ranno-
WAHOM Habope. BaxHelWwnm nTorom CEKBEHNPO-
BaHWA reHoma cTasno onpejeneHne obwero ymc-
na reHos 4yenoseka (okono 25 000— 30 000),
6onbwasn 4YacTb KoTopbix (0koso 22 000) yxe
naeHTuduumposaHa. CpegHuii pasmep 04HOrO
reHa okono 3 TbicAY nap Hykneotugos. CTPyKTy-
pa reHoMoB noAei pasHbiX HaLuWoHaNbHOCTEN,
pa3HbIX pPacoBblX U 3THAYECKUX rpynn Ha 99,9%
naeHTMYHa. MexuHansugyanobHasa sapuabenb-
HOCTb flake Mpu CeKBEHMPOBaHUN reHoB npeacTa-
BUTENel 6enoii, XXenToli n YepHoW pac He npe-
Bbiwana 0,1% wun 6bina 0bycnoBneHa, rnaBHbIM
o6pa3oM, OAHOHYKNEOTUAHLIMWU 3aMeHamu.
MMoMMMO reHoma 4yefnioBeka, K HacToslwemy
BPEMEHN CEKBEHWPOBaHbl FEHOMbl MHOTUX ApPY-
Pch. 13. leopruii rmx opraHu3mMoB, B TOM yucne okosno 400 snaoB
MKTOpPOBKY
Nonatles 6aKTepuii, a Takxe APOXKen, Apo30dunbl, He-
maTog, anoHckoli pbi6kn Pufo (Fugw rubripes)
1 mbllwKn. Ha nogxofe pacwngpoBka reHOMOB KpbICbl, KpO/MKa, CBU-
HbU, WKMNAH3e N APYTMX OpraHnM3MoB.

Puc. 12. fKoH
FepaoH

Puc. 14. OnbiT XK. MepfoHa no nepecajke fAgpa vU3 KNeTKU KALLEYHNKA
ronoBacTMKa B 3HYK/TIeMPOBaHHYI0 AlLeKNeTKY NAryLKNn



Mnasa ll

KJNETKA



KneTka — CTpyKTypHas, (hyHKUMOHanbHasa efuHMLa XUBbIX OopM
Ha Halwei nnaHeTe. KneTkn aBOMOLMOHMPYIOT Ha 3eM/ie B Te4eHne noc-
negHux 3,5 mnapg net. CerogHa M3BeCTHO ABa TUMa KAETOYHOW opraHu-
3auMu: npokapuoTbl 1 aykapuoTsl (puc. 15— 19).

MpoKapuoTbl M 3yKapuoTbl OTAMYATCA APYr OT Apyra NpuUHUMNN-
aNbHO pasHbIM CTPOEHUEM UX KNIETOK. TUNMYHAA aykapuoTmyeckas KneT-
Ka B 60NbWNHCTBE Cy4yaeB 60/bWNX Pa3MEPOB M COAEPXUT A4PO0, OK-
py>xeHHoe mMeMOpaHoli, B KOTOPOM HaxoAATCcA XpoOMOcoMbl. Kpome
TOro, 3yKapuoT COAEPXUT pa3INyHble OpraHessibl, OrpaHNYeHHbIE MEM-
6paHoii, Takne Kak MUTOXOHAPWMW, NNAcTUAbl, NTM30COMbI, annapat (KOM-
nnekc) FonbmXxu, a Takke HemembpaHHble opraHensibl pubocombl 1
KNeTOYUHbINA LeHTP. Mpn 3TOM OHa YyCTPOeHa CyLeCTBEHHO C/I0OXHee, Yem
npoKapuoTnyeckasa KieTka.

Y nNpoKapuoT HeT opraHens, orpaHMYeHHbIX MembpaHamu, 1 reHe-
TUYeCKuii MaTepuan B BUAE KOMbLEBO/ XPOMOCOMbI COAEPXKUT B CBOEA
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Puc. 17. CTPOEHME 3yKapnoTUYECKOW KNeTKN. PacTuTenbHas KneTka

cTpykType 20% 6efKoB, KOTOPbIE YYacTBYIOT B KOMNAKTU3aUuM U npu-
kpenneHun AHK k o6onoyke Gakrepun.

dyKapuoTbl MOryT 6bITb OAHOKNETOYHLIMU N MHOFOKNETOUYHLIMU.
K HUM NMpuHagnexar Bce MakpoCKOMMyeckne popMbl XXU3HU, Takne Kak
PacteHus, rpubbl 1 XXMBOTHbIE.
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Puc. 18. CTpoeHne ayKapnoTUYECKOW XXUBOTHOW KNeTKN

MpokapuoTbl — 06bIYHO OAHOKNETOUHble OpraHn3mbl. K HUM OTHO-
cATCS 6aKTepum U CUHe-3eNeHble BOAOPOC/IN, KOTOpble CerofHs Hasbl-
BalOT LMaHobakTepPUAMU. JyKapmnoThl U NPOKapUOThl, BEPOSATHO, ABE BETBU
YXUBbIX OPraHu3mMoB, OTAENMBLUNXCA APYT OT Apyra B npouecce 3BOJII0-
UMM KNETOYHbIX (POPM XXU3HM Ha paHHUX cTagumsax. Pasnuumsa mexgy
ayKapmoTaMu 1 NpokKapnoTamm 0YeHb BaXKHbl, U XOTS OCHOBOMoOJ1arat-
Wune NpU3HaKu reHoB 6bi/IN 3aN0XKEHbI ele A0 pacXoXXAeHUs 3TUX ABYX
BeTBEl XXMNBbIX OPraHW3MOB, TEM He MeHee CYLLeCTBYIOT 3HaYMMble pas-
nN4YMa Mexay CTPYKTYpOR reHoB M MUX 3KCMpeccuei y npo- u aykapuo-
ToB. Kak yXe ynomumHanocb, MHOrMe aykapnuoTmyeckue reHol pasgene-
Hbl Ha MHT POHbI N 3K30HbI, NPOKapMOTUYECKME Xe FeHbl COCTOAT TO/IbKO
N3 3K30HOB. Ha OCHOBaHWM NPOCTOTbl 3KCNEPUMEHTasIbHbIX MaHUNynsa-
Uuii 6onblias YacTb M3BECTHbIX MOMEKYNSAPHO-TEHEeTUYECKUX UCCneao-
BaHMWi1 6blna BbINOMHEHA HA NpoKapuoTax, B YyacTHocTU Ha £. coli. Ikc-
NepuMeHTbI C KNeTkaMn U LeNIOCTHbIMU opraHnu3mamuy MaeKonuTarLwmx
6onee TpyAHbl B NPOBEAEHUN, N B TEYEHNE JOMTUX NIET HaWKM 3HAHMA 06
3KCnpeccun reHoB OCHOBbLIBANNCHL Ha fAaHHbIX, NOMyYeHHbIX Ha £. coli.
NInwe B Havane 80-x rr. XX cTo/neTus uccnegosartesin CMOrNM HavaTb
3KCMEPUMEHTbI Ha 3YKapMOTUYECKUX MUKPOOPraHusmax, TakKuxX Kak
LPOXOKM. IKCMPECCUs TEHOB Y APOXOKEN MPOUCXOAMUT Tak Xe, KakK Yy
BbICWIMX XWBOTHbIX W Yyenoseka. OQHaKO CXOACTBO BCe Xe [ocTaTouy-

20



Hoe, AN TOro YTO6bl MOXHO 6bIN10 AKCTPaANoOINPOBaTh pesynbTaThbl, NO-
NlyYEHHblEe Ha APOXXKax, Ha K/JETKU XMBOTHbIX. W 3TO nyywwnin cno-
cob gocTnyb nporpecca B 6uonorum: cHavyana vccriefoBatb NpocTbie
OpraHuM3mbl, a 3aTeM MOCTENEHHO MepexoAuTb K uccnegoBaHuaMm 60-
Nlee C/I0XHO YCTPOEHHbIX DOpM.

KneTOouHbIi UMK feNeHns KneTKn

YBeNuYeHue yucna KaeToK MPoOUCXoauT NyTeM AeneHUuss UcxogHoum
KneTkn. OBbIYHO AEeNeHN0 KNEeTOoK npealecTsyeT peayninkauns Xpo-
MOCOMHOro annapara, cuHtes AHK.

Bpems cyuwiecTBOBaHWUSI KNeTKW OT feneHus A0 chepywlero gene-
HWUSt UNIN CMEPTU Ha3bIBaKT KIETOUYHbIM ()KM3HEHHbIM) unknom (puc. 20).

B TeueHVe XU3HW KNeTKU pacTyT, AnddepeHunpyoTCs, BbINOIHS-
0T onpeAeneHHble PYHKLUUN, Pa3MHOXalTCs, TMOHYT.
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B kKneTo4yHOM UWKNe Bbigens-
10T MHTepdasy BKKYAKLUYIO
NoAroTOBKY KMETOK K lefleHuto,
ncamo geneHme (Mnto3s). B xus-
HEHHOM UWKne 60/bWINHCTBA
KNeToK ecTb nepuogbl (puc. 21,
Tabn. 1), Korga KneTku BbINOJ-
HAKT onpegesieHHble PyHKLUN,
Apyrue BCTynawT B MUTO3.
MHoruve KneTku MmaekonuTarw-
LW MX BXOAAT BOCOGYI0 hasy Kne-
TOYHOrO LMKNa, HasbliBatolweincs
GO-chaza. B aToii (pase reHbl, KO-
avpywwune 6enkM, 3anyckawwue Mpouecc AeNeHNs, «BbIK/IHYaTCAa».
Y MHOMMX TUMOB K/IETOK «BbIK/TIOYEHHbIE» TEeHbl BK/IOYATCA cHoBa. Of-
HaKo y BbICOKOAM((hepeHUNPOBAHHbIX KETOK, TakMX KakK HEepOHbl nan
MbIlEeYHble KIeTKn cepaua (KapavoumnTbl), UMKA AeNeHns NpuocTaHoB-
NleH N He BO306HOBAETCA, KneTka Tak u Haxoautcs B hase GO.
[pyrve knetkn cnoco6Hbl NOCTOSIHHO AennTbcsi. OHU OGHapYXXeHbl
B 0OHOBNAKWMXCA TKaHAX (3NMTenuanbHbiX), B KPOBETBOPHbLIX Opra-
Hax. Hampumep, KneTku NOKPOBHOIO 3NUTeNUsA, KPOBETBOPHbIE KIIETKU
KOCTHOFO MO3ra Win C/AN3NCTON Xeny[04YHO-KMWEYHOro TpakTa noytu
HeNpepbIBHO AensTcs, 3aMmeHss nornbwue. O6bIYHO B N1106ON TKaHU Ae-
nnTCcA HebOoNbLIOE KOMMYECTBO K/ETOK.
KneTkn akTMBHO [enATcs nocfe NoBpeXAeHWs OpraHoB U TKaHel.
KneTku, HaxogsAwmecsa B KNETOYHOM LUKIE, COAEPXAT pas3/IMYHOE KO-
nnyecTtBo AHK, B 3aBUCUMMOCTM OT CTagmuii 3TOro uMkna.

Puc.21. KNeTOUHbI UK. Bpemsi NpOTEeKaHWs pasfnyHbiX NepuoLoB



Tabnuua 1

MpoAOMXMNTENbHOCTb KNETOYHOIO LUKNa y pa3finiyHblX 06bEKTOB

OpraHusm MpoAoMKNTENBHOCTD, Y

Kykypysa 12-20
Nyk 13-23
OBec 10
WnuHat 25-35
MbIwb

anuTenuin 11-38
cnepmMaToroHuii 26-30
Kpbica

neyeHb 14-47,5
anutenui 9-10,5
Yenosek

ambpuroHanbHble hrnbpobnacTsbl 18,5
NeiKounTbl 18

KOXa 28
noyka 21-27

My>XCKMe 1 XEHCKUe MOSIoBble KETKM MMEeKT ranioungHbli Habop
XpomMocoM. Tpu onnoA0TBOPEHUN NPOUCXOAUT CAUSAHUE 3TUX KETOK,
B pe3yfnbTaTe 4yero obpasyetca aunnougHasa knetka. YasoeHne AHK
NPONCXOANT B CUHTETUYECKOM nepuofe uHTepdasbl. KneTkm HaumHa-
10T AeNUTbCA TOJIbKO Noc/e 3Toro nepuoja.

MoAroToBKA KNeTKW K [eNeHno

Bce K/eTKku opraHMama HaxogaTcs B KaKoi-nmb6o ase KNeTo4yHOoro
umKna.

B KNeTOYHOM UuMKne BblAensoT co6¢cTBeHHo MuTo3 [M] n nHtepda-
3y. WHTepdasa BkNyaeT npecuHTeTnYeckuin (MOCTMUTOTUYECKNI)
Gl-nepuog, cuHTeTUYeckunii (S) nepmos 1 NOCTCUHTETMYECKUIA (Npemu-
ToTU4eckuin) G2-nepuog.

MoAroToBKa KNETKN K feNeHN0 NponucxoanT B uHTepdase. MpecuH-
TeTuyeckunin nepuof nHTepdasbl camblil ANNTENbHBIA. Y 3yKapuoT OH
MOXeT MPOAONXKaTbCA OT HECKO/IbKMX YaCOB [l0 HECKOJIbKUX CYTOK.

B npecuHTeTnyeckom nepuoge (GI), HacTynawwem cpasy nocne
MUTO3a, KNeTKU UMEeKT AUNNONAHbIA HAbop XPOMOCOM W reHeTUYeckKo-
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ro matepuana AHK. B 3T0T nepunos HauymHaeTCs POCT K/ETOK, CUHTE3
6enkos, PHK. Mpoucxogut noaroToBka Knetok K cuHtesy AHK (5-ne-
puog). lMNoBbllaeTcsa aKTUBHOCTb (DEPMEHTOB, Y4YacTBYIOWNX B 3Hepre-
TUYecKom obMeHe.

B S-nepuop (CUHTETMYECKWIA) NPOUCXOAUT pennukauns Monekysn
[OHK, cnHTe3 6enKoB-rmcToHOB, C KOTOPbIMY CBSi3aHa Kaxkaasa HuTb AHK.
CuHTe3 PHK yBennumBaeTcsi COOTBETCTBEHHO KonuyecTtsy AHK. MMpu
pennvkayuv ase crnvpanbHble HUTU [HK packpy4nBalTca, pBYTCA BO-
[OpOoAHble CBA3M MeXAy KOMMJeMeHTapHbIMU a30TUCTbIMU OCHOBAaHU-
AMU, W KadKhas HUTb CTAHOBUTCA MaTpuuei Ans BOCNPOM3BOACTBA HO-
BbIX Lenoyek AHK. CuHTe3 HOBbIX Monekyn OHK ocywectsnaerca npu
Hanuuun epmeHToB. Kaxpgas ns AByx 06pa3oBaBLINXCSH HOBbIX Mofie-
kyn AHK BkntoyaeT ofHYy cTapyt M 0fHY HOBYIO cnupasb, HOBble MoOfe-
KyNbl WAEHTUYHbI CTapbiM. Takoi cnocob pennnkauum HasbiBalT Noay-
KOHCepBaTUBHbIM (pucC. 22).

Kaxgaa xpomocoma COCTOUT U3 [BYX CECTPUHCKUX XpomaTtug, co-
aepxut AHK 4c, yncno xpoMmocom He meHseTcs (2/7).

Y mnekonuTawwmx 5-nepnog MMUTOTUYECKOro LMKNa gamtca 6—
12 yacos.

B noctcuHTeTuveckuii nepuog (G2) npovcxoaut cuHTe3d PHK, Hakan-
nMBaeTcs aHeprua B Monekynax AT®, Heobxogmmasa Ana fgenexHns Knet-
KW, 3aBepliaeTcs y4BOEHWE LEeHTPUoAen, MUTOXOHAPUIA, NNacTug, CUH-
TesnpyTca 6enKn, U3 KOTOPbIX CTPOUTCSH axpoOMaTWMHOBOE BEpPEeTeHO
neneHuns, 3akaHuMBaeTCsl PoOCT KneTku. Hu cogepxkaHune AHK (4c), Hu
4nCcno XpoMocoMm (2M) He U3MEeHsTCS.

MpoAoMKNTENBHOCTL 3TOr0 Nepuoga — 3— 6 4acos. 4ANTENbHOCTb
KN1eTOYHOro LMKMa HeoAMHaKoBa Yy pasHbiX K/IETOK, HO MOCTOAHHA AA
OAHHOWN TKaHW.

Hanpumep, B KynbType paKoBbliX KNeTOK 4YenoBeKa A/IMTESIbHOCTb
(5,-nepvoga pasHa 8,5 vaca, 5 — 6,2 yaca, G2— 4,6 yaca. JnTenbHOCTb
MuTO3a cocTasnsieT 0,6 yaca. Becb KNETOUHbIA LKA anutea 19,9 vaca.

Perynsiuus KneTO4YHOro Lykna

B perynaumm KneTouyHOro uuknaa yyacTBylT 6enkun-unknuHel (A, B,
[, E). OHM aKTMBM3NPYIOT LUUKINHO3ABUCUMbIE MPOTEMHKMHA3bI, U Te
MOryT (popmupoBatb cneumguyeckue 6enku, yyacTBylouiMe B NOAro-
TOBKe KNeTku K genexuto. UWKNuH-[ perynupyeT nepexof KneTku u3
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Gj-thasbl B &pasy: uumknuHel A 1 E akTuBupyloT cuHtes AHK Ha Ha-
YyanbHOW cTaguun <&hasbl; UMKAWH B perynupyeTt nepexof Knetkn w3
Gj-thasbl B Afchasy.

KneTouHbI LMK cocToMT M3 NnepuopoB pocTta, cuHTesa AHK v gene-
HuA. MPOAOMKNUTENBHOCTL 3TOr0 LUMKNA U AIUTENbHOCTL KaXKAoro u3 ero
COCTaB/IALWMNX KOHTPONIMPYETCA HAPYXXHLIMU U BHYTPEHHUMU XMUMUYEC-
KUMW curHanamu. Mepexon oT Kaxaolh asbl umkna TpebyeT nHTerpayum
cneunduryeckux XMMMYeCcKnx CUrHasnos M TOYHOroO OTBETA Ha 3TW CUTHASIbI.
Ecnm curHansl BOCMPUHUMAOTCA HEMpaBubHO UM ECNN KNeTKa He roTo-
Ba OTBETUTb COOTBETCTBYIOLMM 06pa3oM, KieTka MOXeT CTaTb pPakoBOA.
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CoBpemMeHHas TOYKa 3pPeHUsA Ha KOHTPOJ/b K/1eTOYHOro uuKna 3ak-
NntoyaeTcs B TOM, YTO nepexos Mexay pasHbiMu asamu uymkna (Gv S,
G2, M) perynupyeTcsi B TaK Ha3blBa€MbIX KOHTPOJIbHbIX TOYKax (UIu
TOYKax KOHTPosA). Touyka KOHTPONA ABNSETCA MeXaHW3MOM, KOTOpbIiA
noagepXvsaeT NMPOXoXAeHne yepes LUK [0 KPUTMYECKOro npouec-
ca, TaKOro Kak 3asepuweHue cuHtesa [HK wim go penapauun paspy-
weHHo AHK. MonekynsipHblii MexaHU3m, KOTOpbI/ onpefensieT ToUKy
KOHTpONSA, ABNAETCA CNOXHbIM. OfHAKO M3BECTHO, 4TO ABa Tuna 6en-
KOB UTrpalT 0CO6EHHO BaXHYK pPofb: UUKINHBI U UUK/INHO3aBUCKUMbIE
KMHa3sbl, YyacTo o603HaYaemble Kak CDK.

CDK aBnsawTCca KaTaIMTUYECKN-aKTUBHbIMYU KOMMOHEHTAMWN B Mexa-
HU3Me perynauMm KNeToYHOro uukna. 3T 6enku perynnpyroT akTus-
HOCTb ApYrnx 6enkKoB nyTeM nepeHoca Ha HuUX pocaTtHol rpynnbl.
OpHako pochopunupytowas aktuBHocTb CDK 3aBMCKT OT NpUCyTCTBUSA
LUUKAMHOB. LIMKAWHBI fenawT BO3MOXHbIM BbiNosHeHne yHkumii CDK
nytem o6pasoBaHuA KoMniekcos UMKNMH/CDK. Korga UWKAWHbLI OT-
CYTCTBYIOT, 3TV KOMMMEKCbl He MOryT o6pa3oBbiBaTbca U CDK HeakTus-
Hbl. CnefoBaTesibHO, MPOXOXAEHWE 4Hepe3 LUK, T.e. NMPoXoxXAeHue
yepes KaxAyl TOUYKY KOHTpons, TpebyeT nonepemeHHOro obpasoBa-
HUS UNn gerpagaummn komnnekca unknmH/CDK.

OpfHa 13 caMbiX BaXXHbIX TOYEK KOHTPONS KneTouHoro umkna START
N HaxoauTcs B cepeguHe dasbl Gv

KneTka nonyyaeT Kak BHELUHWE, TaK U BHYTPEHHWE CUTHaNbl B 3TOM TOY-
Ke, KOTopble onpefensioT, Korga oHa rotosa nepexofuTb K S-thase. 3Ta
TOYKa KOHTPONA perynvpyetcs uMknnHamu D-tuna B coveTaHun ¢ CDK-4.
Ecnn kneTka Bnocneacteun Hanpasnsetcs yepe3d START Touky KOHTpons
komnnekcom D/CDK-4, B Heli MOXeT NPOUCXOAMTL BTOPOU Kpyr pensvka-
umm OHK. WNHrmbutopHble 6enkn, KOTopble CMOCOGHbLI onpeaensite (AeTek-
TMpOBaTb) Npo6aeMHbIe cUTyaumm B KoHue (5,-hasbl, Takue Kak HU3KWii ypo-
BEHb NUTaTeNbHbIX BewecTs win paspywenuii AHK, moryT Hapywntb 06-
pasoBaHue Komnsekca UkanH / CDK nnpefoTspaTnTb BXOXAEHNE KIIETKN
B £pa3y. lpu oTCyTCTBUM Takux Npobaem Komniekc umknamH D/CDK-4
HanpaB/seT KNeTKy Yepes okoH4YaHue CM-hasbl B S -hasy, MHULMMpys pen-
nukauunio JHK, KoTtopas npefwecTByeT KNeTOYHOMY [AE/eHNI0.

B onyxoneBbiX KMeTkax To4YKa KOHTPONA K/ETOYHOro LuKna B TU-
MUYHBIX Clyyasx Heperynupyemasi. 3T0 HapylleHune perynsumm BO3HU-
KaeT B pe3y/bTaTe reHeTUu4yeckux fedekToB B MexaHU3Me, KOTOpbIi
nonepemMeHHo MoBbIWAaEeT WIN MOHMKAeT KOIMYEeCTBO KOMMJIEKCOB LK-
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nuH/CDK. Hanpumep, reHbl, Kogupywowme LuknuHel nnn CDK, moryT
6blITb MYTaHTHbIMW, NGO reHbl, KoAMpyoLmne 6enkn, KoTopble oTBeYa-
0T 3a hopMupoBaHue KoMnaekcos UuknmH/ CDK uam perynmpytoT Ko-
NINYECTBO 3TUX KOMMIEKCOB, TakKXe MOryT 6biTb MyTaHTHbIMU. MHOrune
pasnuyHble TUMbl FTEHETUYECKNX HapyLeHWn MOryT HapywaTb peryns-
LMI0 KNETOYHOTO0 LMKNa c 0TAANEeHHbIMY NOCNEACTBUSMU, KOTOPbIE Npu-
BOAAT K NpeBpalleHN0 HOPManbHOW KNeTKN B pakoBylo.

KneTku, B KOTOpbIX Touka KOHTpona START nmeeT HapylweHna dyH-
KLMOHNPOBAHNA, 0COOEHHO CKNOHHbI K NpeBpaLyeHnio B pakosble. Tou-
ka kKoHTpons START onpepgenser BXxoxaeHue B S-ha3y KAeTOYHOro
uvkna. Ecnu OHK B kneTke paspylieHa, BaXKHO, YTOObl BXOXAEHUE B
S-¢hasy 6b1/10 3agepXaHo, A5 TOro 4Tobbl penapnpoBaTb NOBPEXAEH-
Hyto OHK. VHavye AHK c HapyweHuamu byaeT penanuuposaHa u nepe-
JaHa BO BCe K/eTku, obpa3oBaHHble no3gHee. HopmanbHble KNeTKu
3anporpaMmMuMpoBaHbl Ha TO, YTO6bI cAenaTb nay3y B TOYKE KOHTPONS
START, ans Ttoro 4to6bl NoATBEPAUTHL, UYTO penapauus 3aBepllieHa 40
TOro, Kak npoucxoaut pennukauusa AHK. HanpoTus, KNeTku, B KOTO-
pbIX MPOUCXOAUT HapylweHne PyHKUMM Toukn KoHTponsa START, aBu-
XyTca K S-chase 6e3 penapauumn nospexgaeHHoit AHK. Mocne cepumn
KNeTOYHbIX LMKM0B MyTauMu, KOTOpble BO3HUKAW B pe3y/nbTaTe pennu-
Kauum HepenapupoBaHHoW [HK, mMoryT HakannmeaTbCs W Bbl3blBATb
JanbHelillee HapylweHWe perynaunum KneTovyHoro uukna. KnoHbl kne-
TOK C HapylweHnem yHKunmn B Touke KoHTpona START moryT, cnego-
BaTe/IbHO, CTAHOBUTLCS PaKOBbIMU.

JleneHne Knetku
MuTO3

MuTo3 (rpey. mitos — HUTW) HenpsiMoe fefieHne KNeTkn. MUTo3 co-
CcTOMT M3 yeTblpex ha3: npodasbl, MeTadasbl, aHadasbl, Tenogassl
(puc. 23— 25).

Mpoda3sa 3aHnmaeT 0,60 BpemeHn Bcero mmtosa, metagasa — 0,05,
aHatasa — 0,05 ntenogasa — 0,3 BpeMeHn Bcero mmtosa. Anutens-
HOCTb MUTO3a pa3/InyHa y pasdHbiX KNeTok. [ns 60/blIMHCTBA K/IETOK
MaekonuTawwmnx dasbl MUTO3a ANATCA 0KoNo 12 yacos. B nHtepdas-
HOM sijpe XPOMOCOMbI MOJ CBETOBbIM MUKPOCKOMNOM He BUAHHbI. .

B npodhase ysennunsaetca 06bLEM, siipa CTaHOBATCA BUAMMBI, XPO-
MOCOMbI CNUPann3ylTCsa, yKopaymsalwTcs, yTonuwatwTca. BugHo, yTo
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KaXas Xxpomocoma COCTOUT U3 ABYX XpoMaTtufi, COeAUHEHHbIX LeHT-
pomepoii. LleHTprnonn pacxogatcsa K nonawcam Kietkn. dopmupyetcs
BepeTeHo geneHunsa. K KoHuy npodassl a4pbllKM 1 sgepHas 060104Ka
pacTBOpSATCA, U XPOMOCOMbI 0Ka3blBalOTCA B LMTOMIa3Me.

Mpothasza — camas npogo/KMTENbHas hasa mMuTo3a. B npodpase
Habop xpomocoMm paBeH 21, konnyectso AHK 4c.

MeTagasa — cnupanusaymsi XpOMOCOM LOCTUraeT MakCUMyMa, Xpo-
MOCOMbI pacnofnaralnTcs B 3KBATOPWasbHOI NJOCKOCTW BepeTeHa Aene-
HVS. MUTOTMYECKOe BEepeTeHO MOSIHOCTbI CHOPMMPOBAHO U COCTOUT U3
HUTEN, COeAUHAKLWMX Mo/Cca C LeHTpOMepamMunm Xpomocom. OTYeTINBO
BMAHO, YTO XPOMOCOMbI COCTOAT U3 ABYX XpOMaTtuj, COeQUHEHHbIX B 06-
nacTu LeHTpoMepsbl. YeTKO BMAHbI YNC10 1 (popMa XPOMOCOM, YTO NO3BO-
NseT cocunTatb UX U U3yumTb CTpoeHne. MeTadha3a o4eHb KOpOTKas.

AHatha3a — ueHTpoMepbl pas3fensiTcs, XpoMmatuabl (AoyepHue
XPOMOCOMbI) CTAHOBSITCS CAaMOCTOSTE/IbHBIMU XpOMOCOMaMu. HUTu Be-
peTeHa AeneHusi, NPUKPEnsieHHble K KUHETOXOpaM LEeHTPOMep, TAHYT
[o4yepHue Tenepb XPOMOCOMbI K NocaM KeTku. [iBMXKeHue Xpomo-
com obecneynBaeTcs B3aMMOAENCTBMEM LLEHTPOMEPHbIX YHACTKOB XPO-
MOCOM C MUWKpOTpyb6oukamMu BepeTeHa deneHuns. B kneTke HaxoaaTcs
OBa AuMnaonaHbix Habopa xpomocom. AHadha3a 0O4eHb KOpoTKas.

Tenogasa — XpOMOCOMbI, COCTOsILLME U3 OAHOW XpomaTuabl, Ha-
X04ATCA Yy NOMCOB KNeTKN. OHU Aecnupann3yTcs U CTAHOBATCS He-
BuAMMbIMU. O6pa3yeTca AgepHas 060104Ka, HATU aXxpoOMaTMHOBOTO Be-
peTeHa pacnagatTcs. B agpe cdopmupyeTca aapblwko. MpomcxoguT
aenedve yutonnasmbl (LMTOTOMUSA U UMTOKMHE3) M 06pa3oBaHue ABYX
A04YepPHNX KNeTokK. B kneTkax »XMBOTHbIX uutTonsasMma gennTtca nytem
NepeTshKKN, BNAYMBaAHMEM LUTONNa3MaTU4eckoli meMbpaHbl OT Kpaes
K LUeHTpy. B kneTkax pacTteHuii obpa3yeTcsa membpaHHas neperopog-
Ka, KoTopas pacTeT MO HampaB/leHUID K CTeHKam K/ieTku; nocne dop-
MUpPOBaHWUSI NMOMEPEYHOl UMTOoMNNa3mMaTu4Yeckoin MembpaHbl obpasyeT-
cA UennwnapHas creHka.

3HayeHne MnUTO3a

B pe3ynbTaTe MMTO3a NPOUCXOANT TOYHOE pacnpepefieHne reHetu-
4eCcKOoro martepuana mexay ABYMSA AoYepHUMWU KneTkamu. O6e gouep-
HVe KNeTKU nonydvawT AunnougHbli Habop xpomocom. MuTo3 obecne-
yMBaeT NojfepXKaHne NOCTOSIHCTBA YMC/1a XPOMOCOM B pPsiZly NOKONeHMA
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W CNYXUT KIeTOYHbIM MeXaHM3MOM MpOLEeccoB pocTa, pasBUTUS opra-
HU3Ma, pereHepauuu, 6ecrosoro PasMHOXeHWUs.

Mpu HapyweHMn Xoga MUTO3a, NPOUCXOASLLEr0 Nog AENCTBUEM He-
KOTOpbIX (DaKTOpPOB, HabnwAaeTcs HepacxoXAeHue XpoMOCOM, Hapy-
leHNe WX CTPOEHUSs, MOBpeX/JeHWe BepeTeHa AeneHus. Bcnegcteue
MOBPEXAEHN XPOMOCOM BO3HMKAIOT pPas/iMyHble MyTaluu.

Moaunnonamna n NOANTEHNA

B pesynbTarte HapylweHWs MUTO3a MOTYT BO3HUKHYTb NOAUNAOUA-
Hble KNeTKU. 3TO MPOUCXOANT, €C/IM MUTO3 He 3aKaHYMBaeTCs LUTOTO-
MUei 1 B KNeTKe BOKPYr Kaxforo Habopa xpomocom He obpasyeTcs
agepHas o6onoyka. [lga nHTEpdasHbix a4pa nmeT no 2n Habopa xpo-
MocoMm. B S-nepuoge nHtepdassl AHK pegynnuuupyetca. Knetka cHo-
Ba MUTOTUYECKU [AENUTCHA, XPOMOCOMHbIE Habopbl 06befuHATCA, U
€C/n B KOHL,e M1UTO3a NPONCXOAUT LMTOTOMUSA, TO MOABAAIOTCA ABE K/eT-
KN C O4HWUM TeTpanaongHbiM (41) agpoM Kaxpas.

MonunnongHble opraHn3mMel cogepxart 60/blunii 06bem reHetuyec-
KOro matepuana n o6nagarT 60AbWUMN PYHKLUNOHANBHBIMU BO3MOX-
HOCTAMW. Hanpumep, nonunaonHsle pacTeHns umeloT 6onee KpyrnHble
naoAbl U yCTOWYUBLI K AeACTBUIO He61aronpusaTHbIX DakTopoB.

B CAIOHHBIX >Xenesax HEKOTOPbIX ABYKPbIIbIX (MyXu-apo3oduibl)
MOXHO YBUETb FMraHTCKue XpoMOCOMbI, NpeBbilWatLine no pasmepam
06blYHble B COTHW pa3 (puc. 26). 3TO NONMUTEHHbIE XPOMOCOMbI. OHU
obpasyloTca B cOMaTUYECKMX KneTkax B pe3y/ibTaTe MHOroKpaTHOM
pennukauumn B uHTepdase 5-nepunofa UCXOLHON XPOMOCOMbI 6e3 noc-
nefywuero ee pacxoXXaeHusi, Konmyectso xpomoHem (1000 n 6onee)
n AHK yBenuumsaeTcs, YTO NMPUBOAMUT K YBE/IUYEHUIO ANUHBI N AnaMeT-
pa XxpoMocom. AunnongHoe KOIMYeCcTBO XPOMOCOM OCTAETCSA MPEXHUM.

Mpy HabAAeHUN OKpalleHHbIX MOMTEHHbIX XPOMOCOM B CBETOBOWA
MUKPOCKOMN XOPOLIO 3aMeTHbl NonepeyHbie Monocsl (UCKKN), TEMHbIE U
cBeT/ble (MeXANCKOBble NpocTpaHcTBa). Kaxablini guck coctomT n3 1024
NAEHTUYHbIX NocnegoBaTensHocTeli AHK, pacnonoXeHHbIX pagom apyr
C Apyrom.

MNOTHO ynakoBaHHbIi KOHLEHCUPOBaHHbLIVi mMatepuan AUCKOB MO-
XeT o6pasoBbiBaTb Nyddbl. Mydd npepcrTaBnser coboil yyactok, B
KOTOPOM XPOMOCOMHbIE HUTU HaxogaTca B 6o/iee packpyyeHHOM fe-
KOHAEHCMPOBaHHOM BUAE MO CPABHEHMIO C 06bIYHBIM COCTOSSHUEM, KOT-
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MonuTeHHbIE XPOMOCOMbI Drosophila
melanogaster (Painter, 1934]

XPpOMOCOMbI pacnpaBuanCh Ha NPeAMETHOM

CTekne B pesy/nbTaTe pasjasnueaHus. Kaxpaas
poanTenbCcKaa Xxpomocoma crnapeHa co cBoumMm
rOMO/IOroM (comaTuyeckunii CHHancHc). EcTb palioHbl,
rie jBe XPOMOCOMbI SIeXaT pasfesnibHo (acuHamcuc).

BCe XPOMOCOMbI CBA3aHb! LiEeHTPOMEPHBIMM paiioHami Puc. 26. MonnTeHHble

B 06LL NI XPOMOLIEHTP. B 1eBOM HIKHEM yray

NoKasaHbl MATOTUYECKIME XPOMOCOMbI 13 KIETOK XPOMOCOMBI B K/I€TKax
ANYHNKOB NPU TOM XXe YBEIMUYEHNU. C/IIOHHbIX >KeJ1e3 HaCeKOMbIX

[a OHM ynakoBaHbl B Ancke. O6pasoBaHue nyddoB CBA3aHO C CUMHTe-
3o0m PHK B pe3ynbtaTte TpaHckpunuun. Pasmep nydda 3aBUCUT OT WH-
TeHCMBHOCTM cuHTe3a PHK. Mydd — 3To guck, cogepxawuii akTuBHO
TPaHCKpPNGMpyeMblii TeH.

AMNTO3

AMWT O3 NpsiMmoe AeneHne KNeTk1, Npu KOTOPOM SiApO HAXoAWUTCS B
MHTEpP(a3HOM COCTOSHUM. XPOMOCOMbI He BbisiBNsOTCA. BepeTeHoge-
fleHns He o6pasyeTcsi. AMMTO3 NPUBOAUT K MOSIBJIEHMIO ABYX K/ETOK,
HO OYeHb YacTo B pesysibTaTe amMuTO3a BO3HMKAKT ABYsALEPHbIE U MHO-
rosfepHbole KNeTku.

AMWUTOTMYECKOE AeNeHNe HAuMHAeTCs C U3MeHeHUs opMbl U YKC-
na sigpblwek. KpynHble SApblluKu AensaTcs nepevshkkoil. Beneg 3a ge-
NEHUeM sAApbIWeK NPONCXoAUT AeneHns sapa. A4po MOXeT AennTbes
nepeTskoii, 06pa3ys ABa sapa. B Apyrux cnyyasx MMeeT MeCTO MHO-
KECTBEHHOe pasfefieHve sgpa, ero parmeHTauus. gapa MoryT GbiTb
HepaBHOW BeNIMUMHBI.

AMUTO3 BCTpeYaeTCs B OTXUBAKLWMUX, AETEHEPUPYIOLNX KNeTKax,
KOTOpble He MOryT [aTb HAuano HOBbIM XXM3HECMNOCO6HbLIM KNeTKaMm.

B HOpMe aMWUTOTUYECKOE feNeHne saep BCTpevaeTcs B 3apofbille-
BbIX 060/104KaX XXUBOTHbIX, B (DO/IIMKYNSAPHBIX KNETKax SUYHUKA.
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AMUTOTUYECKN JeNnAwmnecs KIeTKU BCTPEHaTCA NpU pasinuyHbIX na-
To/MIOrMyYecknx npoteccax (BocnaneHve, 3/10Ka4eCTBEHHbI PocT 1 ap.).

Meio3

Meio3 (oT rpey. meiosis — ymeHblUeHWe) npegctasnsieT co6oli pe-
AYKUMOHHOE [deneHue: NpPOMCXOAMT YMEeHblleHWe yucria XpomMocoMm B
KNeTKe ¢ AUNAouaHoro (2n) Ao rannougHoro (n). Meos Bnepsbie onu-
can BaH-beHpeH B 1883 T.

Melio3 conpoBoxaaeT o6pa3oBaHne rameT y XXUBOTHbIX 1 hOpMUpO-
BaHMEM CMop y pacTeHuil. B pe3ynbTate Meio3a ob6pasyoTcsa ransiongHble
NosiIoBble KNETKWN, MPU CAUSHUN KOTOPbIX BO BPEMS OM/1040TBOPEHNS BOC-
CTaHaB/MBaeTCa AUNNOMAHbLIA Ha6op XPOMOCOM 3UroThl (puc. 27).

Meio3 BkAOYaeT ABa MeNOTUYECKUX AeneHus. A pennukauyus
OHK nponcxoauT ToNbko oAauH pas. B kaxgom meiioTuyeckom pge-



NeHNN BbIAENAT yYeTblpe cTagun: npodgasy, meTtadasy, aHadasy u
Tenogasy.

MNepBoe MelioTUYeCcKoe AeneHne Ha3blBalT peAyKUMOHHbIM. B pe-
3ynbTaTe U3 OAHOWN KNeTKM ¢ AMNnongHbiM Habopom xpomocom obpa-
3yl0TCA ABe C raniougHblM Habopom. BTopoe geneHue (meios Il) Ha-
3blBaeTCcsA akBaTopuanbHoe (puc. 28).

Meiiosl

Mpoasa /camas npogomkuTenbHasa. MpoucxoguT cnupanusauus
N yKopo4dyeHne Xpomocom, romMmosiormyHble XpOMOCOMbl KOHBHOTUPYHOT
ApYT € ApyroM no Bceit gnuHe. Takoe 06beANHEHNE XPOMOCOM-FOMO/IO-
roB ocyliecTBnsieTcss 6narogaps npucylieit TonbKo Meiio3y YHUKanbHol
CTPYKTYpe — CMHanToHemasibHOMY Komnnekcy. Kaxgasi napa KOHblrm-
pPYHOLWMX XPOMOCOM 06pa3yloT 6uBaneHT, COCTOAWMNA N3 4 xpomaTug,.
MPONCXOANT KPOCCUHIOBEP-0GMEH yyacTKamu MeXay HeCcecTpUHCKU-
MU Xpomatmgamu. B Touke o6MeHa o6pasylTcsi KpecToob6pasHblie
CTPYKTYPbl XWa3mbl.



Mpoda3y ycnoBHO AeNAT Ha NATb CTafWiA: NenToTeHy, 3UroTeHy, na-
XWUTEHY, AWMAOTEHY U AnakuHes (puc. 29).

NentoTeHa (CTagns TOHKUX HUTeR). BmecTo rpaHyn xpomaTuHa WH-
TepdasHoro sapa B sigpe Tenepb BUAHbI TOHKME ANIMHHbIE HUTU XPOMO-
coMm. B sigpe BuaeH gunnougHslii Habop XpomocoM. HaumHaeTcs cnu-
panusaums XpomMocoM.

3uroteHa (ctagusa obbefUMHEHUS HUTEn) MPOUCXOAUT KOHbIOTrauus
rOMO/IOTUYHBIX XPOMOCOM. OMOMOrNYHBLIMN Ha3biBAOT XPOMOCOMBI,
umelowmne ogMHaKoBy0 QOPMYy U pa3mep: OA4HA M3 HWUX MonyyeHa oT
mMaTepu, Agpyras ot oTua. FOMOJIOrMYHbie XPOMOCOMbI MPUTSATUBAKTCA
M NpuKnagbiBaloTca APYr K Apyry no Bceil AnvHe. LleHTpomepa ofHOWA
13 NapHbIX XPOMOCOM TOYHO MpuaeraeT K LeHTpoMepe ApYroi, Kax-
[asi Xxpomomepa npuaeraeT K roMosIorMYHON xpomartuae apyroin. OHu
COeAMNHATCSA APYT C APYroM Hanofobue 3acTeXKn-«MonHum». CuHan-
TOHEMasbHbIi KOMMNEeKC obecneymBaeT TECHbIN KOHTAKT MeXay romo-
NOTUYHBIMU CErMeHTamMu XpomaTug,.

MaxuTteHa (cTagua TONACTbIX HWTel). KoHblOrmpylowmne XpomMoCcoMbl
TECHO npunerawT ApYr K apyry. Takue cABOEHHble XPOMOCOMbI Ha3bl-
BaloT 6uBaneHTamun. Kaxgbiii 6uBaneHT cocTouT M3 yeTBepku (TeTpa-
abl) xpomatmg. Ymcno 6usaneHToOB paBHO rannouMgHoMy Habopy Xpo-
MocOM. MpoucxoauT AanbHeliwas cnmpannsauns XpoMocoM.



[AvnnoteHa (CcTagna ABOMHBIX HUTER) XxapaKTepusyeTcsl BO3HWKHOBEHU-
€M CUN OTTa/IKMBaHUSA. XPOMOCOMbI, COCTaBNALWMe OUBANIEHTbI, HAYMHAIOT
0TX0AMTb APYr OT Apyra. PacxoXgeHne HayvHaeTcsa B 061acTu LeHTpoMep.
B 3TO Bpems CTaHOBWTCA BWUAHO, YTO TeNa ABYX XPOMOCOM MepensieTainTcs.
duUrypbl nepekpeLeHHbIX XpOMOCOM HanoMUHatT BYKBY «XU», MO3TOMY 3TV
MecTa Ha3Basiu xmasmamu (rped. chiasma — nepekpect). Hanuumne xuasm
CBSi3aHO C MPOLUEeLUNM KPOCCUHIOBEPOM (aHrn, Crossingover — nepekpecT).
XpOMOCOMbI CAMPanU3YTCA U yKOPa4ynBarwTCS.

[vnaknHe3 xapakTepusyeTcs MaKCMManbHOlU cnupanusauyuen, yKo-
poyeHMeM U yTo/lEeHNeM XPOMOCOM. BuBaneHTbl HauyMHalT nepeme-
wartbca 6nmxe K agepHoil o6onoyke. OTTankMBaHMe XPOMOCOM Mpo-
[0M1KaeTcs, HO OHN OCTAKTCA COeAUHEHHbIMM B GUBaNIEHTbI HA O4HOM
unn o6omx KoHuax. AApPbIWKO U AAepHas 060/104Ka pacTBOpsAlTCA.
LleHTpronn pacxogaTcsa K nostwcam.

Takum obpa3om, B npodase 1-ro MelioTMYECKOro AeNeHUst nponc-
XOAMUT TPU OCHOBHBIX Mpouecca:

1) KOHBlOTaLMA FrOMOMIOTUYHBLIX XPOMOCOM;

2) obpasoBaHue 6MBaNIEHTOB XPOMOCOM WAV TeTpaj XpomaTug;

3) KpoccuHrosep.

MeTadasa |. B metacase 6MBaneHTbl XpOMOCOM pacnonaratTcs
no 3KBaTopy BepeTeHa feneHua Knetkn. K xpomocomam npukpenns-
I0TCS HWUTW BepeTeHa AeneHus.

AHada3sa / FoM0oNorMyHble XPOMOCOMbI OTAENATCA APYr OT ApPY-
ra, u K noscam BepeTeHa fefleHnsa pacxoAaTcsi XpOMOCOMbI, COCTOA-
wme 13 ABYX Xpomartug. B gouyepHue knetky nonagarwT TONbKO MO Of-
HOli mape roMo/IOrMYHbIX XPOMOCOM.

Tenodasa /Z B Tenochase 1-ro MelioTUHECKOTO AeNIeHUs1 YHUCIIO0 XPOMO-
COM B KaXX[OW KNeTKe CTAHOBUTCH ranionAHbiIM. XpOMOCOMbl COCTOAT M3
ABYX XpomaTtuj. BcnepcTtBme KpoccuHrosepa npy o6pasoBaHUM Xuasm
XpomaTtunbl reHeTyeckn HeoAHOpPOoAHbI. Ha KOpoTKoe Bpemsa obpasyert-
cA sfepHas 060104Ka, XPOMOCOMbI AeCrnupannsyloTcs, S4p0 CTaHOBUTCA
UHTepdasHbIM. 3aTeM Y )XUBOTHOM K/IeTKW HauyvHaeTca fefneHue uuTo-
nna3mbl, ay pacTUTeNbHON KNeTKn — (HOPMUPOBaHMNE KNETOUHOW CTEHKMN.
Y MHOrux pacTeHuii HeT Tenodasbl |, KneToyHas cTeHka He obpasyetcs,
HeT nHTepdgasbl I, KneTkn cpasy nepexofaT U3 aHadasbl | B npodasy .

WHTepdasa / 3Ta cTagus oTMeYaeTcs TOMbKO Y XWUBOTHBIX Kie-
TOK. BOo Bpemsa mHTepdasbl Mexay nepBbiM W BTOPbIM AeNeHuem B
S-nepuoge He npoucxoauT pegynnvkauma monekyn AHK.
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Meiio3 Il

BTopoe meiioTnyeckoe feneHne HasblBalOT 3KBaLMOHHbIM. OHO Mo-
X0Xe Ha MuT03. /I3 XxpoMocoM, UMerLwWwmnx ABe XxpoMaTuisl, o6pasyT-
C XPOMOCOMBbI, COCTOALME U3 OAHON XpoMaTufbl.

Mpocasa Il. B npochase BTOPOro MelioTMYECKOro AeneHns Xpomo-
COMbl YyTONWAaKTCA M yKopaymBalTca. A4pbIWKO 1 AaaepHas 060n04ka
paspywatTca. O6pa3yeTca BepeTeHO Ae/leHus.

MeTacdasa Il. B metachase 2-ro MeioTMYeCKOro AeneHns Xpomo-
COMbI BbICTpPauBalTCA BAOMb 3IKBaTOpa BepeTeHa. HWTM axpomaTuHO-
BOr0 BepeTeHa OTXOAAT K Noscam.

AHadtha3sa Il. LeHTpomepbl fensTca u TAHYT 3a cCO60i K NpoTuBoNo-
NIOXHbIM Nofcam oTAeNUBLLIMECA APYT OT Apyra xpoMaTuasl, KoTopble
Tenepb CTAHOBATCS XPOMOCOMamu.

Tenogasa Il. Xxpomocombl gecnvpann3yloTcs, CTaHOBATCA HeBUAM-
MbIMU. HUTK BepeTeHa ncyesaloT. Bokpyr sgep gopmupyetcs agepHas
o6onoyka. Aapa cogepxart rananongHbli Habop xpomocom. MNpowncxo-
OWT geneHve umtTonnasmbl M 06pas3oBaHMe KNeTOYHOW CTeHKM pacTe-
HWiA. B pe3ynbTaTe mMeio3a obpa3yeTcs yeTbipe ranionaHbIX KNeTKu.

3HayeHne meiio3a

1. Mopapep>kaHne MOCTOAHCTBA Yncna xpomocom. Ecnu 6bl He BO3-
HUKana pefykums yncna XpomocoM Mpu MONOBOM PasMHOXEHWUW, MOo-
NOBble KETKM HE MMEeNN raniongHblii Habop XpomMocom, TO U3 NoKosie-
HUA B NOKOMEHME BO3pacTasno Obl MX YMCO.

2. B npouecce KpocCMHroBepa MMeeT MecTo peKoMbuHaumnsa reHe-
TMYecKoro matepuana.

MpakTnyeckn BCe XPOMOCOMbI, Nonagawowme B rameTbl, coAepxart
yyacTku, npoucxofAalie nepBoHayasbHO KakK OT OTLOBCKOW, Tak u oT
MaTepPUHCKON XPOMOCOMbI. ITUM foOCTuUraeTca 60/bwas cTeneHb ne-
pekombuHauMyn HacnefCcTBEHHOro matepuana. B atom ogHa M3 NpuUynH
KOMOGUHATUBHON M3MEHYMBOCTW, Aawlweli maTepuan ans otéopa.

OTnumMa MuTO3a OT Melio3a

Mpn MUTO3€e B Npochase KOHbHTALUA FOMOMOTMYHBIX XPOMOCOM
6bIBaeT TO/IbKO B TOM C/lyyae, ec/in TOMOJIOTMYHbIE XPOMOCOMbI OKa-
XYTCSl PSIlOM, M TOrAa MOXeT Npou3oiiTn kpoccuuroeep (puc. 30).
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Y[BOEHWE XPOMOCOM COOTBETCTBYET KaXKOMY [AE/IeHUI0 K/eTKN B
mMuUTO3E.

B mMeTa(hase nNpu MMTO3e Ha 3KBATOPE BLICTPANBAKTCA XPOMOCOMbI,
cocTosWMe 13 ABYX XPOMaTuA.

B aHachaze mpu MWUTO3€ K MOJIOCAM PACXOAATCS XpoOMaTuzbl.

B Tenocaze AoyepHMe KNeTKU COAEepIKaT TO XKe YMC/I0 XPOMOCOM,
UTO U MaTepuHcKue.
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Mpwn meliose B npoase | NPOMCXoANT KOHbBIOTaLmMs roOMOIOTMYHbIX XPO-
MOCOM, MMeeT MecTO KpoccuHrosep. O6pa3yTcs 6MBasieHTbl XPOMOCOM.

B mMeTachase | npu Melio3e Ha 3KBaTOpe pacnonarawTcs 6MBaneHThbI
XPOMOCOMBbI.

Mpun meiose B aHathase | K nonwcaM pacxofsaTcs XPOMOCOMbI, CO-
cTosAWMe U3 ABYX XpoMaTug.

B Tenodase | meiio3a 4ncno XpOMOCOM B JOMEPHUX KneTkax BABOe
MeHbLUe, YeM B MaTEPUHCKUX, pedyKUNOHHOe AefleHune.

Mexay | v Il geneHnssmun meinosa B uHTepdase HeT cuHTesa AHK.

B pesynbTate meiio3a npu cnepmartoreHese o6pasyTca YeTbipe KneT-
K/, MNPV OBOreHe3e oAHa MosoBas KeTka 1 TpU HanpaBUTeNbHbIX (Nonsp-
HbIX) TefblA, ¥ BCE OHM BYAYT MMETb raniouaHbIin Habop XPOMOCOM.

KpoccuHrosep B npodpase |

B npocpase meiiosa | perynsipHo NpoMcxXoauT 06MeH Mexay romosio-
TMYHLIMW XPOMOCOMaM MyTeM KPOCCUHroBepa. 3TO MPUBOAUT K HOBbLIM
COYETAHUAM XPOMOCOMHbIX CEFMEHTOB (TEHETUUECKas PEKOMOUHALMS).

Mpodasa meiio3a |

Mpodasa meiosa | npoxoauTt yepes psag das,
KOTOpble MOryT 6bITb pa3fefneHbl yCI0BHO, XOTA
OHM NpOTEeKalT HenpepbiBHO. B cTtagun nento-
TeHbl XPOMOCOMbI CTAHOBATCA CHavyana BUANMbI-
MW KaK TOHKWE HUTenofobHble CTPYKTypbl. B
3UroTeHe XpOMOCOMbI CTaHOBATCA BUAUMbIMU
KakK KOHbITMpoBaHHble CTPYKTypbl. Kaxpaas
XpomMocoMa SiIBAeTCA YABOEHHOW U COCTOUT 13
[BYX XpomaTtuj, KoTopble yAepXuBalTca BMe-
cTe B 06/1aCTN LEeHTpoMepbl (KaxAaa xpomatu-
[la cofepXUT OAHY MOJIeKyny ABYCNUPasnbHOW
OHK). [lBe romMo/ornyHble XpoOMOCOMbl, KOTO-
pble MPOKOHBIOrMpoBann (BOWAN B CUMHAMCUC),
ob6pasyT 6usaneHT (puc. 31, 32). B ctagumn
naxuTeHbl 6UBaNeHTbl CTAHOBATCA TOMLWE U KO-
poye. B aunnoTteHe aBe romonoruMque XPOMO- e OHeMANLHbI
COMbl pa3gensanTcs, no 60MblWeR YacTn, HO BCce KOMMEKE MeX Ay
Xe 0CTalTCsA NPUKPENIEHHbIMU APYT K ApYry B 6vBaneHTaMm

Puc. 31.
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HeCKO/bKUX TOUYKax (xvMa3mbl). B mocneaytoulein ctagum, AUnnoTeHe, Kax-
[aa XpoOMOCOMHas napa pasgensietcs eue 6osee CUIbHO (gnaknHes),
0Cc06€eHHO B 06aCTW LLEeHTPOMEpLI, HO 04Ha UK 6onee AUCTanbHO pac-
MOMIOXEHHbIX TOYEK OCTalTCA COeAMHEHHbIMU (Xuasmbl). Kaxpgas xu-
asma COOTBETCTBYyeT 06/1acTu, rfae npom3oLwen KpoccuHroesep. B noc-
nepHeit ctagun npodasbl |, gnakmHese, XPOMOCOMbI YXXe LWUPOKO
pasfieneHbl, XOTA BCe eLle NMPUKPEneHbl B ANCTalbHbIX KOHLAX. Xnas-
Mbl CABUralTCA AUCTaNbHO (TepMUHanM3aums). B KoHue guakuHesa
anepHas MembpaHa ucuyesaeT, U KneTka BXoauT B MeTagasy .
He3afonro fo naxuteHbl roMO/IOrnMYHble XPOMOCOMbI NPUABUTaoT-
€A 04eHb 6/IM3KO ApYr K ApYyry v 06pasyloT CUHANTOHEMasIbHbIA KOMI-
JleKc, Cnoco6CTBYIOWMNA KOHbBIOraLMmM roMosIOrMyYHbIX XpOMOCOM. bu-
Ba/leHT COCTOUT U3 4yeTbipex xpomaTtung (1 v 2): aBe xpomatujbl
MaTepPUHCKOro MPOUCXOXAeHUA 1 aBe xpomatugbl (3 u 4) oTL0BCKOro
NPOUCXOXKAEHUSA. 3TO NHMLMMPYET 06pa3oBaHme xnasm 1 npeaLwecTesyeT
KPOCCUHIOBEpY M nocneaytouleli pekoménHaymm (puc. 33, 34).

Puc. 33. O6pa3oBaHue xmasm mexay
rOMOMIOMMYHBIMN XPOMOCOMaMm
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Puc. 34. Cxema peKoMOBMHaLUN MeX Ay FOMOMIOrMYHbIMU XpOMOCOMaMm

Xva3mbl

Korga xnasmbl 06pasoBanncb, Kaxagaa U3 AByX XpomaTtui OAHO
XPOMOCOMbI CO6MMKAETCS C APYroli XpomMaTuaoli romosorMyHoli xpo-
MocoMbl (Hanpumep, 113, 2 n4 nt.4.). O6pasoBaHue xnasm asnseTcs
LUTONOTMYECKUM MpefWwecTBYOLWMM COObITMEM AN KPOCCUHrOBEpa u
BaXHbIM A1 YETKOI cerperayuy XpomMocoMm. LleHTpomepa nrpaeT Bax-
HYI0 PO/b B 06beAUHEHNN CECTPUHCKMUX XPOMAaTUA W fanbHeliweli cer-
perauum XpoMOCOM.

FeHeTMYeckass peKOMBUHALNS C MOMOLLbI0 KPOCCUHIOBEpPa

C NOMOL,bi0 KPOCCUHIOBEPA BO3HUKAKT HOBble KOM6GUHAaLMW B XPO-
MOCOMHbIX CerMeHTax (pekombuHauusa) (puc. 34).

Hapsagy ¢ MCXOL4HbIMU FOMOMOTMYHBIMU XPOMOCOMaMu, UMELWNUMN
obnactu, cogepxauwme annenn A-B-C-D-E (nokasaHbl KpacCHbIM LBe-
TOM) 1 a-b-c-d-e (nokasaHbl CMHMM LBETOM) COOTBETCTBEHHO, 06pasy-
0TCA HOBble coueTaHus anneneli B PpeKOMOMHAHTHLIX XpoOMoOcoMax: a-
b-C-D-E n A-B-c-d-e.

MaxnTeHa U AnaknHes ¢ NOMOLLLbIO CBETOBOIr0 MUKpOCKona

Ha mukpodoTtorpadusax (puc. 35) naxMTeHHble XPOMOCOMbI XOpPO-
WO BUAHbI Kak GMBaNeHTbl, HeoGblYHAs CTPYKTypa B naxmTeHe o6pa-
3yeTca mexay X- n K-xpomocomamu. OHW, No-BuavMOMY, Npucoeau-
HAITCA KOHel K KOHUY. [e/icTBUTeNbHO, KOPOTKWE CErMeHThbl
KOPOTKMX Mfiey B 061acT¥ FOMOJIOTUYHbLIX MOC/efoBaTenbHOCTel
CKOHBblOrMpoBanu. B 6osee No3gHMX CTagnAX MOXHO BUAETb, YTO OHU
B OCHOBHOM pa3fesieHbl Ha BCEM NPOTSHXKEHUU. [Ana nlyvyeHusa meiosa
cerogHs 06bIYHO MCMONb3YITCA 3/1EKTPOHHbIE MUKpOoTOrpacmu.
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Puc. 35. doTorpadcusa
XpoMOCOM foc/e
KpoccuHroeepa

dopmMupoBaHe rameT

MNMonosble kneTkn (rameTbl) 06pas3yTCa B roHagax. Y MyX4YuH npo-
uecc HasblBaeTcA crnepmaTtoreHe3 (obpas3oBaHue cnepmMaTto3oujoB)
(puc. 36), y XeHWnH — oBoreHes (hopmumpoBaHue osouuToB) (puUC.
37). NpumopananbHble 3apofbllleBbie (FrepPMUHATUBHbIE) KNETKU, KO-
TOpble MUTPUPYIOT B rOHaAbl BO BPeMSA pPaHHEro pasBuTus 3apofbllia,
pasMHOXalTCsa NyTeM MUTOTMYECKOro aeneHuns. feiicTentensHoe 06-
pa3oBaHVe NOJI0BbIX K/ETOK, raMeToreHes, HauynHaeTcs ¢ Meino3a. Meii-
03 y CaMLLOB ¥ CAMOK OT/IM4aeTCcs Mo A/MTENIbHOCTU U pe3yfbTaram.

CnepmaToreHes

[AvnnongHble cnepmaTtoroHMmM o6pasylTcsa nyTeM MOBTOPSKLWMUXCA
MUTOTUYECKNX KNETOYHbIX AeneHuii. K ny6epTaTHOMY BO3pacTy HeKo-
TOpble KNETKN HaunHalT gnddepeHuMpoBaTbCa B NEPBUYHbIE CepMa-
TOUNUTLI. MepBoe MelioTUYEeCKoe K/1eTOUYHOE Ae/leHne NPOUCXOAUT B 3TUX
kneTkax. Mpu 3aBepweHnn meiosa | cnepmatoynTsl | 06pasoBanu gsa
nepBuYHbIX cnepmMaTtoumnTa Il, Kaxablii M3 KOTOPbIX UMEeT raniougHbolii
Habop yABOEHHbIX XpOMOCOM. Kaxaasi Xxpomocoma COCTOMT U3 ABYX
CEeCTPUHCKUX XpOMaTug, KOTOpble CTAHOBATCA pasfesfieHHbIMU BO Bpe-
Msi Meio3a Il. B melio3e Il kaxablii cnepMaTounT BTOPOro nopsiaka ae-
nuTcsa ¢ o6pasoBaHueM [AByx cnepmaTtui. Takum obpas3om, ogvH nep-
BMYHBI cCnepMaTounT NepBoro nopsagka obpasyer yeTbipe cnepmaTugbl,
Ka)kgas ¢ raniongHbIM XpOMOCOMHbIM HabopoM. Cnepmatunga gndde-
peHuupyeTCcs B 3pesible cnepmaro3ougbl. CnepMmaToreHes y camuos
ABNSIETCA HEMpPepbIBHbIM NpOLEccoM. Y yenoBeka nepuog mexay aud-
hepeHLMpPOBKOI B NEPBUYHbIE CMEPMATOLNTLI, BK/KYaluwme cobbiTms
Meio3a | n obpasoBaHuMe 3penbix CNnepMaTo3onaoB, AANTCA OKOJO LWwe-
cTn Hegenb (puc. 38— 41).
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OBoreHe3

OBOreHe3oM HasblBaloT (hOPMUPOBAHME XKEHCKMX ANLLEKNETOK Y ca-
MOK (puc. 42).

OBoreHes oT/IM4aeTCcsA OT cMepmaToreHesa no BPeMeHu u pesynbTa-
Tam. CHayana roHouuTbl MUTPUPYIOT B AMYHUK, pasMHOXalTca nyTem
NOBTOPHbLIX MUTO30B (06pa3oBaHNE OBOTOHMEB). Y XEHWMWH Melio3 |
HaunHaeTcs NPUGAM3UTENbHO 3a YeTbipe Hefenn 40 POXAEHWS, B pe-
3ynbTate 06pa3yoTca nepBuYHble oBOUNTLI. OAHAaKO Meio3 | ocTaHaB-
NMBaeTCA Ha cTaguu npodasbl, Ha3biBAEMON ANKTUOTEHONR. MepBUYHbIE
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Puc. 38. Mpouecc
cnepmaToreHesa
B CEMEHHbIX KaHanbLax

44



Puc. 39. CTpoeHne
cnepmaTo3onga

Puc. 40. CkaHupylouw,asa aneKkTpoHHasn
MUKpodoTorpapums
cnepmMaTo30MA0B YenosBeka

Puc. 41. CTpoeHue cnepmaTo3onga

OBOLUTLI COXPAHAKTCA B3TONM CTaAun 40 OBYNALMKN, TONBKO 3aTeM Npo-
fomkaetcs melio3 | (cobblTua pekoMbuHaLMyM 34ecb He MoKasaHbl).

Y XeHWWH uuTtonnasma AenmTca acCMMMeTPUYHO B 060UX geneHnax
meliosa | n meliosa Il. Kaxablil pa3 aTo NpuBOAMT K 06pasoBaHunto ABYX
KNeToK HepaBHOro pasmepa: 6osnblieli, KoTopas 6ygeT o6pa3oBbIBaTb
A0, U MeHbLUel, Ha3biBaeMoli NonAapHbIM TenbueM. Korga nepBuyHblii
0BOLUT fenutcs, o6pasyloTcsa BTOPWUYHbLIA FanioungHbii OBOLUT U MO-
napHoe Tenbue 1. MNpu geneHnn BTOPUYHOro oBouuTa (CHOBa Hepas-
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HO) pe3y/ibTaTOM ABAAETCS 3pesblii 0BOUUT U fpyroe noasapHoe Tesib-
ue (nonsipHoe Tenbue 2). MonsapHble Tenbla He pa3BMBaKTCA B Aasb-
Helilwem, a AereHepupyloT. B pefkux cnyyasx, Korfga 3To He npowuc-
X0AWUT, NONAPHOE Tefble MOXeT BbiTb ONN0AOTBOPEHO, YTO NPUBOAUT
K 06pa3oBaHMio HefoCTaTOYHO pasBUTbIX 6/1M3HEL0B. Bo BTOpUYHOM
0BOLMTE Kaxpjasd XpoMocOoMa CyuwecTByeT B BUAE [BYX CECTPUHCKUX
xpomatug. OHU He pas3fenawnTca [0 Cnefylwero KJeTo4yHoro fe-
neHusa (meios Il), Korga oHM OKasblBalTCHA B ABYX pasHbiX KneTkax.
Y 60NbWIMHCTBA MO3BOHOYHbIX CO3peBaHne BTOPUYHbLIX OBOLNTOB OC-
TaHaBnuBaeTca BO BpemMsa Mmelio3a ll. B 3To BpemMa npoucxoauT co-
3peBaHMe TakK Ha3blBaeMoro (O/I/InKyna TOHKOCTEHHOrO ny3bipbKa,
COCTOALEr0 W3 MEeNKUx (MONNUKYNSAPHBIX KAETOK, OKPpYXXatoLlmnx
KPYMHbI/A 0BOLWT nepBoro nopsigka. ®onnvkyn cospesaeT, U dop-
mMupyeTcsi rpaachoB nNy3bipek, UMeKLWMnii xapakTepHyl CTPYKTypy
(puc. 43). Mpu oBynAuMU BTOPUYHBLIA OBOLUT BbICBOGOXAAeTCA U3
ANYHUKA, U B ALeBOoAe NMPOUCXOAUT ONNOAOTBOPEHUE, 3aTeM Meli-
03 3aBeplaeTca 1 oOpMUPyeTCa 0BOLMUT BTOPOro nopsgka, wim fi-
uekneTtka (osBotnaa).

HenpasunbHoe pacnpegeneHve XpOMOCOM MOXeT MPOUCXoAuTb B
meliose | Tak e, KaK 1 B meiio3se Il.

MakcuMmanbHOoe 4YMcno NONOBbIX KAETOK B AMYHUKE Mofa YesoBeka
Ha NATOM MecsiLe 0K0/0 68 X 106. K poXAeHW0 OHO CTaHOBUTCA peay-
LMpPOBaHHbLIM A0 2 X 1061 K nepuoay nosoBoi 3penoctn — Ao 200 000.
N3 Hux okono 400 oBynupytoT.
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Puc. 43. l'paacos
ny3bIpeK ¢ 0BOLMTOM
nepBoOro nopsgka

LOnvTenbHblil nepnog mexay Mmeno3om | voBynaumnen ABnseTca npeg-
NONOXNTENbHLIM (PaKTOPOM B OTHOCUTENIbHO YaCTOM HapyWeHUN KOHb-
loraymMm roMonorMYHbIX XpOMOCOM Yy 60/iee cTapbix mMaTepei.

Pa3snuune BO BpeMeHU Npu oBOreHese 1 cnepmaToreHese oTpaxaert
pasnuyne B AeNeHUU TOHOUMTOB. Y >XEHLWMH NPOoucxXoauT 22 KneTou-
HbIX flefleHnsa A0 Meio3a, NPUBOAALWMX K 23 XPOMOCOMHbIM MyTauusMm.
B kneTtkax npejwecTtBeHHuuax cnepmarto3ongos K 40 rogam, npowvc-
XxoauT B 25 pa3 60/blue KAETOYHbIX Ae/ieHnii BO BpeMs cnepmaToreHe-
3a, YTO NPMBOAMUT K BO3pacCTaHMI0 Yncia XPOMOCOMHbIX MyTauuii B He-
CKO/IbKO [,eCATKOB pas.

AnonTo3

ANONTO3 — TreHeTUYecKn 3anporpaMmMupoBaHHast CMepTb KIETKU
(puc. 44). Bce KNEeTKU MHOTOK/IETOYHbIX OPraHU3MOB FeHeTMYEeCcKM 3a-
nporpaMMmnpoBaHbl Ha rubesns.

[eHeTnyeckass nporpaMma CaMO/IMKBUAALMMN KNETKUM aKTUBU3MpPYeTCH
noj, BAVSHWEM BHELWHUX U BHYTPEHHUX (hakTopoB. Takumu gaktopamu
MOTYT ObITb BUPYCbl, TOKCMHbI, NoBpexaeHHasa AHK, OHKOreHbl KIeTku.

Anonto3 — obwebuonornyeckoe sBfeHNe, KOTOpoe NO3BOnseT
opraHn3amy ocBo60AUTHLCS OT CTaperLnuxX HOpMasbHbIX UM MYTaHTHbIX
K/NIeTOK, KOTOpble CTAHOBAATCA OMacHbIMW ANs opraHu3Ma. AnonTos
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o6HapyXnBaeTca Ha paHHUX CTagnsaxX aMOGPMOHaNIbLHOTO PasBuUTUA ”
cnoco6cTBYyeT HOpManbHOl AnddepeHUNPOBKe KNETOK U pasBuTUI0
opraHmsma. Y B3pOC/IOro opraHu3Ma anonto3 Heobxoaum AN anu-
MUHaLMN FTeHEeTUYECKN MOBPEXEHHbIX KNETOK UKW KNeTOK pakoBoro
nepepoxaeHns, n3bbiTka NMM@OLNTOB B UHPULMPOBAHHOM OpPraHn3-
Me. ANONTO3 NPOABAAETCA B AECTPYKUUU XPOMaTUHA, YMEHbLIEHUN
o6bema KneTku, hparMeHTauun KNeToyHoro sgpa.

Ha monekynspHoM ypoBHe anonTto3 npejctasnset coboil MHoro-
3TanHbIli Npouecc, KOTOPbIi HAYMHAeTCsa ¢ Npuema onpegeneHHoro cur-
Hana n 3akaH4yMBaeTCsH AEeCTPyKUMel KNeTOYHbIX MOMIEKYN U CTPYKTYp
nog AelicTenem nuTnyecknx hepmeHToB (NpoTeas, Hykneas nap.). Cur-
Han BOCNpMHMMaeTCs onpefiefieHHbIMU peuentopamu, nepegaeTcs Mo-
nekynam-nocpefHvkam (agantepaMm, MecceHxepam) u gocturaet agpa
KNeTKW, rae NpoucxoanT 3KCNpPeccus reHosB, AeTEPMUHMPYOLWNX pas-
BUTME anonTto3a. B KneTkax XXWBOTHbIX M YesioBeKa anonTo3 CBA3aH C
aKTMBM3aLumein Kackag-rpynnbl 3BOMOLMOHHO-KOHCEPBATUBHbLIX LMCTe-
WHOBbIX MpoTenHas, pacliennswwmx 6enku nocne ocTaTkos acnapa-
TMHOBbLIX @aMWHOKMCAOT.

PakoBble NepepoXxfeHns KIeToK noj AeACTBMEM OHKOTeHHbIX BU-
pycoB MHOrme uccnepgosatenn CBA3bIBAT C HapyWeHWEM CUCTEMbI
anonTtosa, B pe3ynbTare KAeTKW NepexoisT K HEMMUTUPOBAHHOMY Ae-
neHunto. JlyyeBas Tepanusa pakoBbix 3a60neBaHnin TakXxe OCHOBaHa Ha
CNOCOBHOCTN 06NYyYeHUs BbI3blBaTb anonTo3, Npexje BCero B akTUB-
HO AensAwmnxcsa KneTkax. YCTaHOBMEHO Takxe, 4To y BUY-uHpuymnpo-
BAHHOrO OpraHM3Ma 3HauyuMTesibHas 4acTb MOrM6LWKNX KNEeTOK MMMYH-
HOW CUCTeMbl COCTaBASAKT 340pPOBble, HEWHPULUPOBAHHbLIE
T-numdounTbl, Tak Kak 6enkn BUY Bbi3bIBalOT ycunusawlwee BANS-
HMe Ha anonTos.



Mnasa lll

XPOMOCOMBDbI



XpOMOCOMBI HAXOAATCA B AApe 3yKapnoTUYeCKnX KeTok. Buanmsie
B 06bIYHOM MUKPOCKOME, OHW Obl/IN U3BECTHbI 3a40/1M0 [0 TOro, Kak
6bl1a ycTaHOB/IEHA MX PO/ib B Nepefaye HacnefCcTBEHHOroO Marepuana,
onpeaesnAnUero HacneCcTBeHHbIe NPU3HaKW.

MepBble NoApo6GHbIE ONMcCaHNa MOPGONOrMY XPOMOCOM U KX nepe-
MeLeHNn BO BpeMs AeNleHns KNeToK 6biv onncaHbl POCCUNCKMM y4ye-
HbiM U.[. YnctakosbiM B 1874 1. Mpu n3yyeHUn cnop nniayHos. [lecAtb
net cnycTs B. Banbaeliep npegnoxun Ans HUX TEPMUH «XPOMOCOMbI»,
KOTOPBbI Obl NPUHAT BCEMW UCCIeA0BaTeNAMN N NCNONb3YeTCA 40 Ha-
CTOALIEr0 BPEMEHMU.

Yncno v hopma XpoMOCOM SABASAKTCA BUAOBbLIM NMPU3HaAKoM. Mop-
donornyeckn XpomMocoMbl pasnyailTcs Mexay coboil pasmepamu n
dopmoii, KoTopas onpegenserca BeNWYMHOW WX Nie4y OTHOCUTENbHO

LeHTPOMEPHOTrO y4acTKa MecTa NpuKpenieHuns
BepeTeHa, pa3BoAslEero XxpoOMoCcoMbl B ouep-
HVe KNEeTKWU npu AefieHnn.

Knaccugpukauymwo xpomocom no gopme
pa3spaboTan pycckuii yyeHbliii C.I'. HaBawwuH B
1912— 1914 rr. (puc. 45).

B 3aBMCMMOCTM OT MOIOXKEHUS LEHTpOMe-
pbl OH BblAenna 4 Tuna XxpoMmocom (puc. 46).

CerofHa pasnuyatnT cregyouime BapuaH-
Tbl CTPOEHNA XPOMOCOM:

* MeTaueHTpu4eckue, wau pasBHoNevune

. (ueHTpOMepa HaxoauTca nocepefuvHe,

Puc. 45. Ceprein

FaBpunoBny HasawmH pasfenss XpoMOoCOMY Ha [iBa paBHbIX
(1857-1930) nneva);
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* cybmeTaleHTpuyeckue, Unn HepasHonneyne (LeHTpoMmepa caBu-
HyTa OT LeHTpa);

* aKpoLeHTpUYEeCKME UMEIT 0OYeHb KOPOTKOe BTOpoe nieyo (ULeH-
TpoOMepa pacnosioXeHa y Kpas XpoOMOCOMbI);

* TesloLeHTpUYecKne nMetT Masioe rnseyo. MNpakTuyeckn He BCTpe-

yatoTca.

HekoTopble XpOMOCOMbI UMEKT BTOPUYHYIO NepeTsKKy (puc. 46,47).
Y yenoseka ee umetoT 13, 14, 15, 21, 22-9 XpomocOMbl. BTopuyHas
nepeTs>kka 06bIYHO pacnosiokeHa B6M3N ANCTA/IbHOIO KOHLLAa XpOMO-
COMbI 1 OTAENAET MasieHbKWIiA y4acToK — CMYTHUK. B o6nacTn BTOpUY-
HOl MepeTshKKM nokanmnloBaHa AHK oTBeTcTBeHHasa 3a cuHTe3 pPHK
(puc. 48). 3Ty ob6nacTb XpOMOCOMbI Ha3blBalOT AAPbILKOBLIM OpraHu-
3atopoM. Ha pucyHke 49 nokas3aHo, KaKk XpomMaTuHOBble netnm 5 pas-
HbIX XPOMOCOM, cofepxxauwux reHsl ana pPHK, npuHumaloT yyactmne B
obpas3oBaHUN AAPbLILIKA.

Mneyn XxpoMoCOM OKaHYMBalTCA TenoMmepaMmu — KOHEYHbIMU y4a-
cTKamu (puc. 49).

Kaxgas nHTepgasHas XxpoMocoma B HECKO/IbKMX MeCTax conpukaca-
eTcs C AfepHoin 060104KON, Kak 6bl OUKCMPYSCb Ha Hell. Kak npaswno,
XpomocomMa puKcMpyeTcs npu NOMOLLN TeNIOMEPHbLIX YH4aCTKOB Ha O4HOM
13 NONCOB NHTepdasHoro Aapa. Ha NpoTMBONO/IOXKHOM MOJOCE XPOMO-
COMbl (QUKCUPYIOTCH K SAepHOM 060/104Ke C MOMOLLbIO LieHTpomep. Ta-
KM 06pasom, Kaxpgas xpomocoma B MHTepasHOM sape umeet onpeje-
NleHHOe NPOCTPaHCTBEHHOe pacrnosioxeHue (puc. 50, 51).



Puc. 47. KapyoTun yesioBeka. BT opuUHbIe NepeT sXXKN B XpOMOCoMax
13, 14, 15, 21, 22 cOOTBeTCTBYIT 30HaM AAPbILLIKOBOro opraHnsaTopa
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Puc. 48. Appbiwko.
Ha cxeme nokasaHo, Kak
XpOMaTUHOBbIE NeTNN

10 pa3HbIX XPOMOCOM,
cogepXalnx reHol
ana pPHK, npuHumaroT™
yyacTue B obpasoBaHumn
A0pbIWKa

Puc. 50. Cxema
NpPOCTPaHCTBEHHOIO
pacnosioXXeHmsa XpomMmocom
B VHepdasHoMm sigpe.

T — Tenomepsl,

L — ueHTpoMepsl
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Puc. 51. PacnonoxeHune Kaxpom
XPOMOCOMbI B UHTeptasHoM sgpe

Ha6op MHAMBMAYANbHbIX XPOMOCOM TOFO WM UHOTFO BUAA NPUHATO
Ha3blBaTb KapuMOTUMNOM. KapuoTmn xapakTepusyeTcs Yuc/iiom, pasme-
pOM, NapHOCTbID M (hOPMOI XPOMOCOM.

TenomMmepHble YY4aCTKM 3YKapuoTUYECKUX XPOMOCOM

Haxopgsuwmecs Ha KOHLaxX 3yKapmoTUYecKMX XPOMOCOM chneuuannsn-
poBaHHble MoBTOpAOLWMecsa nocnegosaresnibHocTn AHK, Ha3biBaemble Te-
nomepHoi AHK, cocToAT 13 He6oNbWNX y4acTKOB ONpeAeieHHbIX nocne-
[oBaTenbHOCTel, KOTOPble NOCTPOEHbI U3 KOPOTKMX (coAepxkalymx no 68
HYKNeoTWHbIX OCTATKOB), MHOFOKPATHO MOBTOPAIOLMXCS NocnefoBaTeslb-
HocTeli 6n10koB. TenomepHasa AHK yenoseka noctpoeHa us TTAITT-6110-
KoB (puc. 52— 54). U3 TTAITT-610KoB nocTpoeHbl Tenomepsbl AHK (nx
Goratble IM-Lenu) Bcex MAEKOMUTAKLWMX, PENTUNIA, aMprEnii 1 pbl6. YHN-
BepcasieH u TenomepHbiii nosTop (TTAITT) y pacTeHwiA.

Pasmep Tenomep y yenoseka konebnetcs ot 2 o 20 T.H.M., Y HEKO-
TOPbIX BUAOB MbIWEW OH AOCTUraeT COTHWU TbiCAY Map HYKIeOoTWUAOB.

Puc. 52. PacnonoxeHue
noBT OPSAOLLLMXCA
nocnegoBaTenbHocTen AHK
(TTAITT) B Tenomepax XpomMmocom
yenoseka. MukpodgoTorpadpus
XPOMOCOM C MeYeHbIMU
TeNnoMepHbIMU yyacTKamu
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B pasHblx KneTkax A/IMHa TefioMep pasHas. Y 4yesioBeka B 3apofblllie-
BbIX K/eTKax oHa cocTasnseT 1015 T.H.M., B nelikoyuuTtax nepucepunyec-
KON KpoBM — 512 T.H.M.

Tenomepbl UrpawT BaXXHYl po/b B CO3[aHMU cneundurnyeckon ap-
XUTEKTYPbl N BHYTPEHHEN ynopsagoYHOCTU KNeToyHoro agpa. OHu npe-
AoTBpallalT caunaHue KOHLOB XPOMOCOM U MPUKPENATCA K cneun-
anbHOW BHYTPUAAEPHON CTPYKType.

Mpu Kaxaom payHae pennvkauum XpoMocombl 6yayT ykopaymsaTb-
cs Ha 1020 HykneoTuaoB (Bce 3aBUcCUT OT pa3mepa PHK-3aTpaBok) n B
nepsylo oyepefib COKpallaeTca AnvMHa Tenomep. B cnyyae pennvkaymu
KO/NbLEBbIX 6akTepuanbHbix AHK aToli npo6nemsbl He cyuiecTByeT. Mpo-
6nema Hegopenaunkaymu 3'-KOHL0B JIMHENHbIX MONEKYN pellaeTcs ayKa-
pPUOTMYECKON KNETKOM C NOMOLLbI ChneunanbHoro doepmeHTa — Teno-
mMepasbl. ITOT hepMeHT 6bin o6HapyxeH B 1985 r. y uHdysopuii, a
3aTeM B ApOX>XKaxX, pacTeHUAX U XUBOTHbIX.

Tenomepasa

Tenomepasa — 310 AHK-nonnmepasa, goctpauBatwlias 3'-KoHel,
nuHelHbIX Monekyn AHK-xpoMocom KOpoTKummM (68 HYKNeoTuaoB) no-
BTOPAKLWMMUCA NocnegoBaTenbHOCTAMKU (Y MO3BOHOUHbIX TTAITT).
NMomMmumo 6enkoBoii YacTu Tenomepasa cogepxut PHK, urparouwytw ponb
Marpuubl Ana HapauwmsaHua AHK-uenw.

OnvnHa TenomepHoii PHKy yenoseka 450 HM. Hannune B monekyne
Tenomepasbl PHK-nocnepoBaTenbHOCTM, NO KOTOPOI MAET MaTPUYUHBINA
cuHTe3 cparmeHta JHK, no3sonsieT oTHecTM Tenomepasy K CBOe06-
pa3Hoil obpaTHOW TpaHcKpunTase, T.e. PepMeHTYy, CNOCOGHOMY BecTu
cuHte3 AHK no matpuye PHK. OcCHOBHOe Ha3HayeHue Tenomepasbl —
CUHTe3npoBaTb TaHAeMHO nosTopswmeca 6n1oku AHK, 13 KoTopbix
coctouT l-uenb tenomepHoi AHK. lMocnegHue nccnepoBaHnst obHa-
pyXWnn peskoe MoBbilEHNE aKTUBHOCTU Tejilomepasbl, XapakKTepHoe
ONA ONyX0NeBOW KNeTKW, YTO MOXET CNY>XWUTb MapKepom WX 3/10Kaye-
CTBEHHOT0 nepepoxgexuuns (puc. 53).

Tenomepasa obHapyxeHa B aMOPUOHaNbHbIX K/ETKax, KoTopble
NOCTOAHHO U 6bICTPO Aenatcsa. HenpepbiBHOE YyA/MHEHWE XPOMOCOM
Heo6Xxo4MMO AN KOMMeHcauun Ux NOCTOAHHOro ykopoueHus. lpeg-
rnofiaraldT, 4YTo cOMaTUYECKMe KIEeTKW MOoJyvyaloT CBOK «Mopuuio» Te-
nomepHoit AHK, HE06X0AMMY Ha BCE BPEMS XXU3HW K/ETKM U ee no-
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TOMCTBA. ¥ XpOMOCOM 60/IbLIMHCTBA TUMOB COMATMYECKUX K/1eToK Te-
loMepbl YKOpaunBaloTCA C BO3PacTOM, U 3TO CUMTAKT OAHUM U3 Bax-
HbIX (DAKTOPOB, ONpeAensolWnX NPOLO/HKUTENBHOCTL XU3HU 0COOU.
Takum 06pas3oM, n3ydeHue MexaHuaMa paboTbl TeNloMepasbl U peryns-
UMM ee 3KCMpeccun B KNeTKe NMOMOryT MOHSATb MOEKY/SAPHbIE OCHOBbI
npouecca CTapeHusi 1 3/10Ka4eCcTBEHHOW TpaHcopMaLum KneTok.

[nviHa Tenomep 1 cTapeHue y yenoseka

B oTAnvuMe OT CTBONOBLIX KNETOK 60/IbLUIMHCTBO COMATMUYECKMX Ke-
TOK TepsalT Te/sloMepasHylo akTUBHOCTb. Korga comaTuyeckue KneTku
pacTyT B Ky/bType, OHU [eNnATcsA orpaHuvyeHHoe yucno pas (o1 20 go 70
NOKONEHWI KNETOK), Npexje YeM HacTynaeT cTapeHue 1 rmbenb KIeTku.
KneTtkun ¢ 60onee gANHHBIMU TeloMepamu XUBYT A0/blIE N NPOXOAAT Yye-
pe3 6oMbliee KOMNYECTBO KNETOUHbIX AeNIeHN, YeM KEeTKN C KOPOTKM-
MV Tenomepamn. MOCKONbKY OfHa M3 06LMX XapaKTepucTnK Bcex pa-
KOBbIX KNETOK — 3TO HEKOHTPO/IMpyeMoe KNeTouHoe aenexHve, nnm bec-
CMEpPTHOCTb, y4YeHble MPefnonoXunun, 4To oguH n3 nyTteii 60pb6bLI C
pakoM — WHrMbupoBaHue TeNoMepa3HON aKTUBHOCTW B PaKOBbIX KeT-
Kax. Elle oHO goKa3aTeNbCTBO CBA3M AJ/INHbI TENIOMEPbLI CO CTapeHunem
y yenoBeka 6bI/10 NOMYYEHO NPW U3YYEeHWUU NAER C HacneACTBEHHbIM
3a6oneBaHneM nporepuei, xapakTepusywluencs o4eHb paHHUM cTape-
Huem. B cnyyae camoii Tsxenoi chopmbl nMporepuu, CUMHAPOME XaTuuH-
coHa— [pxnndopaa (puc. 55), Npu3HaKky CTapeHnss — MOPLUUHbI, 06/1bl-
CeHve v gpyrme CUMNTOMbl — BO3HMKAKT Cpasy Xe Nocne poXxaeHus, un
cMepTb 06bIYHO HacTynaeT B NOAPOCTKOBOM Bo3pacTe. B MeHee Tsxxe-
novi hopme, cuHgpome BepHepa, cTapeHne HaunHaeTcs B Bo3pacTte 10—
15 net n NnpuBOANT K cMepTh K 40 rogam. B cOOTBETCTBUM C rMNoTe30l
YMEHbLUEHWSA A/IMHbI Te/IOMEP B NpoLecce CTapeHus comaTnyeckue Knet-
Kv niofeli ¢ nporepveil MMeT KOPOTKMe TenoMepbl U NPOSIBAAIOT CHU-
>XEHHYI CMOCOBOHOCTb K POCTY M pasMHOXeHuto (puc. 56).

[eTepoXpoMaTuH 1 3yXpoMaTuH

K Hauyany XX Beka MHOrue uuMtonoru ctam otmeyatb, YTO HEKOTO-
pble XPOMOCOMbI UAN UX PparmMeHTbl BO BPEMS K/E€TOYHOro AeneHus
BbIrAAAT 60/1€e KOHAEHCUPOBAHHLIMU U UHTEHCMBHO OKpallEeHHbIMU.
[ns 0603HaYeHNs y4acTKOB XPOMOCOM, KOTOpPble NOCTOSAHHO HaxoAATCs
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Puc. 55. ®oTorpadusa aeTeli ¢ cMHAPOMOM XaTumMHcoHa— Mkundopaa,
[EeMOHCTpuUpytoLLas xapakTepHoe cTapeHne B e TCKOM BO3pacTe.
PebeHok cnpaBa — 8 neT, pebeHoK crieBa — 91eT



B KOMMNAKTHOM COCTOAHMK. 3. Xaiy B 1928 r. npeanoxun TepMuH
«reTepoxpomMaTuH». [pyruMm TEPMUHOM «3yXpomMaTuH» OH 0603Hauunn
cnaboynakoBaHHble (AEeKOHAEHCMPOBAaHHbIE) YYaCTKM XPOMOCOM.
C npumeHeHneM creyuanbHbIX METOL0B OKpalmnBaHUsa MOXHO Andde-
peHuMpoBaTb reTepoXpoMaTnHOBbLIE U 3YXPOMATUHOBbLIE YHACTKN XPO-
MOCOM. B OKONOLEHTPOMEPHbLIX y4acTKax XpPOMOCOM W KOPOTKUX Mie-
Yyax aKpoLEeHTPMYECKNX XPOMOCOM MPOKpalLln-
BaeTCA reTepoxpoMaTuH, o6o3HavyaeMblil Kak
CTPYKTYPHbI/ (KOHCTUTYTUBHBIN), KOTOPbIA NO-
CTOSIHHO BbIIBNAETCS U BO BPEMs MUTOTMYEC-
KOro fieNeHns KNeTkn u B uHTepasHom aape.
MonaratT, 4to B AHK-CTpYyKTYypUposBaHHOM
paiioHe reTepoxpomaTuHa reHbl, oTBevawLlne
3a cuHTe3 6enka, NM60O OTCYTCTBYIOT, NN6O Ta-
KUX TeHOB Mano. [lpyroii Tmn retepoxpomartu-
Ha — (haKynbTaTWMBHbIA, BO3HMKAET NyTeM KOM-
nakTM3aynum 3yXpomMaTUHOBbIX PalioOHOB U

COAEPXMUT TFeHbl, yyacTBylUwmMe B MeTabonmns- Puc.57. Mapwu JlaiioH
me 6enka. KoHgeHcauus akynbTaTUuBHOrO re- (1925r.p.),
TEepOXpPOMaTUHOBOIO paiioHa XPOMOCOM HOCUT BelABIHYBLIAR
poxp - P P 4 rmnoTesy 06
06paTUMbI XapaKTep, BblpaXxawLwunincs B BO3- MHaKTUBaL UM OfHOM
MOXXHOCTM fEeKOHAeHcaunum 3TUX pPanoHOB. 13 X-XpoMocom

Y Mnekonutalowmnx n 4yesoBeka B comaTmyec- y caMok B BiAe ceepx-
cnupannsoBaHHOro

KUX KNeTKax XEHCKOro opraHuima OAHa W3  reTepoxpomaTuHa —
ABYX X-XpPOMOCOM HaxoAuTCs B COCTOSIHUM Tenbua bappa
KoMnakTusauuu (Tenbue bap-

pa, WX MOMOBOI XpoOMaTuH)

(puc. 57, 58), aTo0 ¥ ecTb nNpu-

mMep (hakynbTaTUBHOIO rete-

poxpomaTtuHa.

Puc. 58. l'eTepo- n ayxpomaTuH
B AApe

59



Tenbua bappa

Y caMOK nnaueHTapHbiX MEKONUTaWLWMX B agpax coMaTnyecknx
KNeToK ofHa M3 X-XpOMOCOM NpejcTaB/ieHa B BUAEe retepoxpoma-
TUHOBOW INbIGKM. B Aapax caMuoB OHM OTCYTCTBYHT. 3Tn o6paso-
BaHWA Ha3blBalT Tenbluamu bappa B (puc. 59) yecTb KaHaACKOro yye-
HOoro Mappesi bappa, KoTopblii Habnwgan ux B sigpax HelipoHOB
caMOK Kowek B 1949 r. B nokoawmMXca aapax KAeToK anuTenna po-
TOBOI MOIOCTU XEHWMWHbI MOMIOBOW XpomaTuH BCTpeyaeTcAa B 20—
70% agep, y My>X4uH 06bI4HO OTCyTCTBYeT unm BcTpeyvaeTtcss B0,64%
KNeTOYHbIX Aaep.



XUMUYECKUiA cocTas
XPOMOCOM 3yKapuoT

Xpomocombl cocToaT U3 AHK 1 6enkos, 06pa3ysi HyK/1€eonpoTenHo-
Bbli KOMNeKc. Ha fonio 6enkoB B cpegHeM npuxoauTcs okono 60%,
Ha AHK — 40% o6wei macchl aTUX CTPYKTyp. benku, Bxoasuwune B co-
CTaB XpOMOCOM, MoApasfesnalTcsa Ha ABe rPynnbl: TMCTOHOBbLIE U HETU-
CTOHOBble. MCTOHOBbIE 6E/IKN NpeAcTaB/ieHbl NATbIO OCHOBHbIMU hpak-
umamun: H1, H2A, H2B, H3 1 H4 (puc. 61). BeNKN-rucToHbl COCTaBNAOT
oT 40 no 80% Bcex 6en1KOB XpPOMOCOMbI. MCTOHOBbIE 6GEMKM COCTOAT
13 He6ONbWNX MONEKYN, UMELWNX NONOXKUTENbHbIE 3/IeKTpuyecKme
3apsAfbl, NOCKOJIbKY B X cOCTaBe npeo6nafatT OCHOBHbIE aMUHOKMUC-
NOTbl @PIrUHUH N NM3UH. bnarogaps Takomy CTPOEHMUI0 TMCTOHOBbIE 6er-
KN COEAMHSTCA C oTpuuaTenbHO 3apsxeHHoil AHK, obpasys AHK-
rMCTOHOBLIM Komnnekc AHIM. MonaratT, 4TO TUCTOHOBbLIE 6G€/KK
BbIMOJTHAIOT BaXHY (DYHKLMIO, CBA3AHHYI0 CO cneyudunyeckoli ynakos-
KOli OrpoOMHOl No pa3mepam mosnekynsl JHK B KOMNaKTHY CTPYKTYpy
XPOMOCOMBI.

HernctoHosble 6enkun, BXoAsdlMeE B COCTaB XPOMOCOM, BbIMOSHAT
pasHble (MYHKUUKU: yyacTBYWOT B npoueccax pennuvkauum OHK, TpaHc-
Kpunuun, penapaumun. JInHelRHO pacnonoXeHHas B xpomocome AHK
MOXXET AOoCTUraTb HECKO/IbKUX CAHTUMETPOB: Yy YesioBeKa 5 cM, y Myxu-
Apo3oduabl 2 cM (MpY pennvkauum unm B uHTepdase).

Puc. 61. PacnonoxeHue MO1EKY/1 TMCTOHOB B HyK/1E0OCOME
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Ha6nopgaeTca 3HauMTenbHoe pasnmyne No cocTaBy WM CBOMCTBaM
AHK B pa3nnyHbIX yyacTKax XpOMOCOM.

B obnactn nepBMYHbIX NepeTshKeK pacnonaraeTca cneuunduyueckas
ueHTpomepHasa AHK ¢ yacto noBTOpPAWUMNUCA KOPOTKUMU Moc/efo-
BaTENbHOCTAMM HyKneoTuaos L, AT, ¢ KOTOpbIMY B3auMOLENCTBYOT
cneumnanbHble 6e1KM KMHETOXOPOB CTPYKTyp, o6ecneymsarnlmx CBs3b
MUKPOTPYy6OUeK BepeTeHa flefleHns C XpomMocomamu. B Tenomepax Tak-
)Xe pacnonaratTcs ocobble yyacTkn AHK, npenaTcTBylowme ykopoye-
HUIO XPOMOCOM B NpoLecce penankaumm. B 30Hax BTOPUYHBLIX nepeTs-
XXeK, KaK yxXe ykasblBanocb, pacnonarawTcsa ydactkun [OHK,
OoTBeTCTBEHHbIe 3a cuHTe3 P-PHK. B nneuax xpomocom pacnonaraetcs
ocHoBHasa YacTb [IHK, oTBeTCTBEHHAs 3a CMHTE3 MHOTOYMCIEHHbIX WH-
opmaunoHHbix M-PHK, oTBevawwmnx 3a GyHKLUNOHMPOBaHNE CTPYK-
TYPHbIX TEHOB.

YPpOBHM KOMMNaKTU3aLUN XPOMOCOM

[OHK ynakoBaHa Takum cnoco6om, 4To octaeTcs fOCTYNHON Ans dep-
MEHTOB 1 6€/1KOB, Y4aCTBYOLWNX B TPAHCKPUNLMMW, Peninkaymm n pena-
pauuun [HK. Y aykapuoT, B TOM uncne ny yenoseka, 1HK B agpe coma-
TUYECKUX KNeTOK HaxoAuTca B BUAE AUNNOULHOTO Habopa pasfinyHbiX
XpomMocom. Kaxpgas XxpoMocoMa COCTOUT U3 A/IMHHON OANHAaPHOW HUTK
[OHK, cBfAzaHHOW c 6enkamu, KOTOpble CBEPTLIBAIOTCHA M YNaKoBbIBAT
TOHKYH HUTb [JHK B 60/1bWY0 KOMNaKTHY CTpykTypy AHMN (ge3okcu-
punboHykneonpotenH) (puc. 60). Komnnekc AHK v 6enka Ha3biBaeTca
XpomatnHoMm (0T rped. chroma — oKpalleHHblii), T.e. CNOCOGHbIM K OK-
pawuBaHuo. Bonblwasa yacTb 6eN1KOB yyacTByeT B ynakoske AHK, a Tak-
Xe perynupyeT aKCMpeccuto reHos, y4yacTByeT B pennkauun n penapa-
umn.

TunuyHasa 6akTepus umeet oAHy Kosnbuesyo AHK, kKoTopas cBA3bl-
BaeTcs ¢ 6enkamMu, NO3TOMY Takyl Konbuesyto AHK HasbiBaloT 6akTe-
puanbHoli XpOMOCOMOW.

Kaxgas Knetka 4yesioBeka, 3a WCK/IYEHWEM MOJOBbIX, COAEPXKUT
ANNIonAHbIA Habop xpomocom, Bcero 46. MosoBMHA XPOMOCOM yHac-
nepfosaHa OT martepu, Apyras oT oTua. Takme XpoMOCOMbl Ha3blBalTCA
roMO/IOrMYHbIMU. HEroMosiorMyHble XpoOMoCOMbl — 3TO MoJsioBas Xpo-
mMocoma Y, Hacnefgyemas OoT oTua, U nosioBas X-xpomocoma, Hacnegy-
emMasi oT marepu.
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Bo Bpems MHTepdasbl XPOMOCOMbI NMPeACcTaBAlT CO60M A/INHHbIEe
3aKkpyyeHHble HUTU OHI B sgpe Knetkn. Bo BpemsA [efieHnsa KIeTKu
MUTO3a 3TM XPOMOCOMbI KOMMNAKTHblE W HAXOAATCA B BbICOKOKOHAEH-
CUPOBAHHOM COCTOSIHUWU. KOHAEeHCUpOBaHHOE COCTOSIHWE MWUTOTUYeC-
KWX XpPOMOCOM NO3BONSET AYN/IMLUMPOBaAHHBIM XPOMOCOMaM Pa3oiTnCh
BO BPEMS KNETOYHOro AeneHns. B nHtepdase npoucxogut cuHtes AHK,
M XpomMocoMa pennmuupyeTcs, a ee Konum Bo BpeMs fAefieHns nonaga-
10T B flouyepHue kneTkn. Kak ke npoumcxoamuT ynakoBka XpomaTuHa?
CerofHsa MHOrue uccrefosarenu cumtalT, 4To HUTL JHK npeTtepnesa-
eT NATb YPOBHE KomnakTu3aumm nykopadmsaetcs B 10 000 pa3. Huxe
nepeyncneHbl ypoBHU:

1. HykneocoMmHbli

2. HykneomepHblli, UM CONEHOUAHbIN

3. XpomMoMepHbIi

4. XpOMOHEMHbI

5. XpOMOCOMHbI

MepBbili, Hanbonee yHAamMeHTaNbHbIA N Hanbonee N3y4vyeHHbIN
YPOBEHb YNaKOBKW XpOMaTuUHa — HYKNEO0COMHbIA (puc. 62), 6bin OT-
KpbIT B 1974 1. Ecnm XxpomMaTuUH NOABEPrHyThb cneuunansHoih o6paboT-
Ke, Bbl3blBaKLWER YacTuyHoe packpyymsanve AHK, To B 3/IeKTPOHHOM
MWUKPOCKOME MOXXHO YBUAETb CEPUI0 «OYCUH Ha HUTU». HUTb — 3TO
OHK, a kaxpaaa 6ycnHa aTo 6e1KOBbI KOPP, WM OCHOBaHWe HyK/eo-
COMbI, UMetouiee opMy UMAUHAPA, BOKPYT KOTOPOro Ha taobopoTa
o6epHyTa OHK. '

Kaxgaa nHamMBuiyasbHas HYK/eocomMa COCTOUT U3 8 TMCTOHOBbLIX
6enKoB No ABe MOMeKybl KaxAoro ructoHa H2A, H2B, H3u H4, koTo-
pble 06pa3yloT Kopp, U Ha HeM pacnonaraetcs AsyxuenoyeyHasa OHK
ANvHOl npumepHo 146 n.H. Takas HyK1eocOMHas CTpyKTypa obecne-
ymBaeT KomnakTmnsauuo JHK B 67 pas.

BTopoi atan KoMnakTusauunm — Hyk/JeoMepHas, Wi CoieHOnAHas,
ynakoska (puc. 63), T.e. (hopmumpoBaHMe XpoMaTUHOBbLIX nbpunn au-
ameTpoM 30 H.M. B 3TOM cnyyae HYK/1€0COMHble HUTU 06pasyloT cnu-
panb COMleHOUA, WM HyK/eomep, C warom B 68 Hykneocom. B 3Tom
npouecce yyactByeT rmcToH H 1, KOTopbIli coeguHsieT Mexay coboi AHK
N HYK/IEOCOMHbIE KOpbl. YpPOBEHb KOMMaKTM3aLuuM Ha 3TOM 3Tane yBe-
nuymsaeTca B 40 pas.

TpeTuii ypoBEHb KOMNAKTU3aLUN — XPOMOMEPHbIA, WM NeTeNbHbIN
(puc. 64, 65), cBsizaH He C AOMOJHUTENbLHOW cnupanu3aunein, a c 06-
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Puc. 63. CTpyKTypa HUTHU
XxpomaTuHa gnameTpom 30 H.m.

Puc. 64. XpoMOMepHbIli, U1K NeTeNbHbI, ypoOBEHb KOMMNAKTM3aLmm
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pa3oBaHMeM MonepeyHbIX NeTesibHbIX CTPYKTYP, UAYLWUX BAOSb WH-
TepdasHoN, UM MUTOTUYECKOWN, XPOMOCOMbI. TeTan cocToAT U3 cone-
HOWAHbIX, WU HYK/IEOMEpPHbIX, Pubpunnn, oHM CBA3aHbl C HEFMCTOHO-
BbIMM 6enikamun, KOTopble 06pa3yoT 0CTOB. Kaxkablii XxpoMomMep COCToUT
N3 HECKOJ/IbKMX COoAepXKaWmx HYKI1eoCOMbl neteslb, KOTOpble CBA3aHbl
C O4HMM LeHTpoM. Pa3mep oTAenbHOI NeTnu cosBnafaet c pasmepom
cpefHnX pennnkoHos (eanHuua pennukauuvn AHK) 1 moxeT cooTBeT-
CTBOBaTb OAHOMY WM HECKONbKMM reHam. OfHa XpoMocoMa MOXeT
umeTb A0 2000 neTenb. YpoBeHb KOMMNaKTU3aLMN MOXET yBenuneaTb-
ca go 700 pas.

YeTBepTbI ypOBEHb KOMNAKTU3aLUM — XPOMOHEMHbIN (puc. 64, 65).
C6NnXEeHHble B NIMHENHOM nNopsifike XpOMOMepbl 06pa3ylT TO/NCTble
700 HM HUTK, KOTOpblE MOXHO HabnwaTb B CBETOBOM MUKpPOCKOMe.

MATbIA ypoBeHb KoMMakTm3auum ao 10 000 pa3 xapaKTepeH Ans
MeTadpa3HON XpOMOCOMbI. Ha 3TOM ypoBHE MPOUCXOAUT YKNajKa Xpo-
MOHEMHbIX HUTeli n obpa3oBaHue eAnHON MeTaa3HOW XPOMOCOMBI
(pnc. 64, 65).



CnaBa IV

MEHAEJ/TIN3M



perop MeHpenb (1822— 1884) poauacs B KPeCTbSHCKOW cembe,
C feTcTBa MMeN HaBblKM paboTbl C pacTEHUSAMU, TaK KakK BMecTe C OTLOM
3aHMMasncsa cafosoacTBOM. B 1843 r. ctasl MOHaxoM KaTo/iM4eckoro
aBryCTUHCKOro MoHacTbips B T. bploHHe (HbiHe BpHo, Yexus). [Ba roga
yuusnca B BeHCKOM yHuBepcuTeTe, m3y4yasn €CTeCTBEHHYH UCTOPUI0 U
maTematuky. B nepuopg obyuyeHus B BeHe 3anHTepecoBancsa npouec-
com rubpuansaumu pacTeHuid, 661 3HaKOM C paboTamu CBOUX npef-
wectBeHHMKOB W.I'. Kenbpelitepa, T.3. Haiita n gp. B 1853 r. BepHyn-
CA B MOHacCTbipb, npenofasan PU3NKY M MaTeMaTUKy B peasibHOM
yumnnuuie r. bptoHHa. CBOW 3KCMEPUMEHTbLI MO CKPeLNBaHNIO MOCEBHO-
ro ropoxa Pisum sativum L. oH npoBoAMN Ha MafieHbKOM MOHacCTbIpC-
KOM yyacTke pa3Mepom 35 x 7 m.

fopox ABNAeTCA CaMOONbLINAKWUMCA pPacTeHMEM, UMEKLWNUM MHO-
>)KeCTBO CTabU/IbHO COXPaHALWMNXCA NMPU3HAKOB B NOTOMCTBE (puUc. 66).
Ha npots>xxeHunn 8 net . MeHAelb NPOBOAU/ OMNbITbl MO CKPeLMBaHUIO
pa3HbIX COPTOB ropoxa, OT/IMYALWMNXCA KOHTPACTHbIMK (aNbTEPHATUB-
HbIMW) MpM3Hakamu. B cBOMX aKcnepuMeHTax OH TwatenbHO nogbupan
poauTenbCcKue napbl, aHaau3npoBas nosyyeHHble pe3ynbTaTbl, Bes KO-
NINYECTBEHHLIN y4yeT noTomcTBa.

Pe3ynbTaTbl CBOUX 3KCMEPUMEHTOB OH ony6anKoBan B 1866 r. B cTaTbe
«OnbITbl Hag pacTUTeNbHbIMW Tubpuaamu». B aToin paboTe OH M3M0XWUN
OCHOBHblE 3aKOHOMEPHOCTU HacnefoBaHUA NPU3HAKOB OT poauTenen K
NMOTOMCTBY, KOTOPble BMNOCNEACTBUU CTa/lM Ha3blBaTbCA «3aKOHbl MeHpe-
na». OH Mnokasasn, 4To 3a pasBuUTME MPU3HAKOB OTBEYaloT onpefesieHHble
HacnefCTBEeHHbIe 3aaTKu, KOTopble nepefalTca NOTOMKam B BUAe AUCK-
peTHbIX efuHUL, Yyepe3 MosioBble KNeTkn. MeHaenb BBe/ B FEHETUKY Takue
NOHATUS, KaK «4OMWUHAHTHOCTb» U «PELEeCcCUMBHOCTb». [pU CKpeLmBaHnu
YNCTbIX JIMHWIA pacTeHuli C XXeNTbIM1U U 3e/IeHbIMU CEMeHaMn Yy rnépuaos
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NepBoOro NOKosieHNA OH 06HapY>XWa TONbKO OAWH W3 ABYX anbTepHaTuB-
HbIX MPU3HAKOB — >XeNnTblili. MeHAenb Ha3Ba/a Takoi NpPU3HaK AOMUHAHT-
HbIM, & anbTepPHaTUBHbIV (3eneHblil), KOTOPbIA He NPOSBW/CSA B NEPBOM
noKosieHun, — peueccusBHbiM. OH ncnonb3oBan 6ykBeHHOe 0603HaveHne
HacneAcTBeHHbIX hakTopoB (reHoB). Annenb, OTBevalwWmnii 3a passutue
OOMWHAHTHOIO Npu3Haka, ctan o6o3HavyaTbCs 3arnasHoli 6ykson (A), pe-
LLeCCMBHbIVi TeH — CTpo4Holi 6ykBoli (a). Ocobu, KOTOpble UMenn aBa f0-
MUHaHTHbIX (AA) unu aBa peLeccuBHbIX reHa (aa), 6b1/1M Ha3BaHbl FOMO3U-
roTHbIMW. TMGpuabl, KOTOpble BCerga MMelT OAUH AOMUHAHTHbIA, 4pYyroi
peLeccuBHbIi reH, cTann HasblBaTbCA reTepo3nroTHeiMn (Aa). Peueccus-
Hblli TeH NposBAseT ce6s TO/bKO B TOMO3MIOTHOM COCTOAHMM — aa (3ene-
HbIll LBET ropoLLKa), @ AOMUHAHTHbIA FeH MOXeT NPosSBNATbL CBOW AeCTBUS
KaK B roMO3UTrOTHOM — AA (KenTblil LiBET ropoLlKa), Tak 1 B reTepo3nroT-
HOM CcOCTOSIHUM — Aa (KenTblii uBeT ropowka). MeHbl, HaxoasAwmecs B
O0[MHAKOBbIX Yy4aCTKax roOMOMOrMYHbIX XpPOMOCOM U OTBeyvawlne 3a pas-



HOBMAHOCTb OA4HOrO MpM3HaKa, Ha3blBalTCA anfiefibHbIMW, T.e. TeH Xer-
TOoro ugeta ropowka (A) 1 reH 3eNeHOro uBeTa ropowka (a) — annenb-
Hble. B M0MI0BOW KNeTKke HaxoA4MTCA TONbKO OAWH annenb, oTBevawLwmii 3a
pasBuTMe TOr0 WAM MHOTO NPU3HaKa, Torjga Kak B AMNA0MAHOM OpraHu3me
nx gga. Y venoseka reH kapmx rnas (A) JOMUHMPYET Haj PeLecCUMBHbIM
reHom rony6bix (a).

BTopnyHoe oTKpbITUE 3aKOHOB MeHaensa npousowno B 1900 r. Tpe-
M 60TaHMKaMK, KOTOpble NMONYYUIN Takue >Ke pesynbTaTbl Npu ckpe-
WMBaHUN pacTeHuin, Kak n MeHgenb, U NPU3HaBLWNMKU €ro NpuopuTeT.
1900 r. cunTaeTca rofoM POXAEHUA TeHeTUKWU. B ganbHeilwem mMHorve
nccnefosaTenn ycTaHOBUAM, YTO MO 3aKoHaM MeHpaensa HacnepyTcs
NPU3HaKN y pacTeHWi, XUBOTHbLIX U Ye/0BEKA, T.e. OHW YHUBEpCabHbI
ANA BCEW XXMBOW NpUpOabl.

3aKOHOMEPHOCTU HacnefoBaHMS.
MoHOrnbpumaHoe ckpeljuBaHue

B cBoux onbiTax . MeHgenb npuMeHsAN rmMbpuaonornyecknin MeTog,
T.e. MeToj cKpewmBaHua. MeHAenb HayMHan c camoro npocrtoro. OH
cKpelwmBan pacteHna n Habnwpaan HacnefoBaHWe KOHTPACTUPYOLWUX
NPWU3HAKOB, 3TO: LBET CEMAAO0MENA — >KEeNTblii un 3efeHblii; cemeHa —
rnagkve unn MoOpLUHUCTbIE; UBETKM — 6enble nam nypnypHblie; AnnHa
cTebns — BbiCcOKas unun HU3KasA. Bcero MeHgenb npeacTaBun pesynbra-
Tbl MO CEMW MPU3HaKaMm ropoxa. Takoe cKpelimBaHue, rge ocobu aHanu-
3UPYIOTCA TO/TbKO O4HUM KOHTPACTHbIM anbTePHATUBHbLIM NPU3HAKOM, Ha-
3blBaeTCA MOHOTMGPUAHBIM. JNA MOHOrM6puAHOro ckpewmnsaHns . MeH-
[enb yCTaHOBMW/1 3aKOHOMEPHOCTU HacnefoBaHUA, MOHATUE anfnenusma,
[VCKPEeTHbI XapaKTep HacneACcTBEHHOCTM, Mokasan cTabunbHOCTb Ha-
cnefcTBEeHHbIX hakTopoB. CeroAHss — 3TO NepBblii U BTOPOI 3aKOHbI
MeHpens.

MepBblli 3aKOH MeHaens

MeHgenb NpoBOAMA MOHOTMGPUAHOE CKPeLwmBaHne YNCTbIX NNHWIA
ropoxa, oT/AMyalwWMXCcsa N0 OAHON nape anbTepHaTUBHbIX MPU3Ha-
KOB, @ MMEHHO MO LBeTy FropowmnH (OKenTbli unn 3enexblii) (puc. 67).
B kauyecTBe MaTEpPUHCKOro pacTeHWs MCNONb30BaNM FOPOX C XEenNThl-
MW CeMeHamu, a OTLOBCKOr0O — TFOpPOX C 3e/leHbIMU ceMeHamun. Bce
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Puc. 67. CXema MOHOTMGPWAHOTO CKPELLVBaHKS Fopoxa npy NosiHOM
[OMUHMPOBaHUM N0 YEHOT UMY Y reHoTUMNY

rmépuabl MepBOro NOKONEHUA MMENN XenTyl oKpacky cemsaH. Mpu-
3Haku, npofdBnswlwmeca y rubpngos nepsoro nokonexHunsa, . MeH-
fenb Ha3Ban AOMWHAHTHbIMK (nat. dominus — rocnoAcTBYHLWMWIA),
a He NpoABnfAlWMECA — pPeLecCUBHbIMK (naT. recessus — OTCTy-
nawowmnn). Xentolii LBeT okasancad LOMWHAHTHbIM MNPU3HAKOM, 3e-
NeHblli — peLeccuBHbIM. B akcnepumeHTax MeHaenb yctaHOBWUA, 4TO
aHanornyHoiMm obpasom BeayT cebs BCe CeMb UCCNEAOBaHHbIX UM
npu3HaKoB.

MoHornbpuaHoe ckpewmBaHve nNoATBepXAaeT Hanuume AOMMUHaH-
THOFO reHa y rmbpuoB NepBOro NOKOMEHUsA, Tak KakK roMO3UTrOTHble
OpraHn3mbl AalT TOMbKO OAWH TN raMeT C AOMWHAHTHLIM WK pelec-
CUBHbIM TeHOM. [pu MpoBeAEeHUN CXeMbl CKpPelWMBaHWS WCNONb3YT
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reHeTUYeckKyl CUMBONWKY. Mon NpuHATO 0603HavYaTh cregylwmmmu
CUMBOJIAMU: XXEHCKMIA 9 (3epkano BeHepbl), My>ckoi cf (wWnT n Konbe
Mapca). CkpelwnBaHme 0603Ha4yalT 3HAKOM YMHOXeHMWA: X. PoanTens-
cKne opraHuambl o6o3HadvalT 6ykBoi P (ot nat. Parento — pogute-
nn), rnépnaHoe nokoneHne — 6ykeoi F (ot nat. filli— dwunnan van
AeTtn). Ha nepeBoe MecTO CTaBAT XEHCKUA OpraHunusm.

Cxema MOHOrMGPMAHOro CKpelBaHUs ropoxa nNpu NoHOM AOMU-
HMPOBAHUMN NO (DEHOTUMNY U FeHoTuny.

Mmbpuabl NepBoro NoKoseHWs Aa uMenun ofnH reH — A — 0T OfHO-
ro poguTens, a BTOPON reH — a — OT APYroro poauTensa v Npossuan
[OMWHAHTHBIA NpU3HaK, CKPbiBas PeLecCcuBHbI. FeHOTMN No AaHHOMY
npu3HaKy — reTepo3uroteH. MepBoe NOKoNeHVe eANHO06pPa3HO U He-
ceT AOMWHAHTHbIA NPU3HaK 0AHOT0 M3 poguTenei. MNo3gHee 3To ABne-
HWe AOMWHMPOBaHUA 6blN0 Ha3BaHo MepBbiM 3akoHOM MeHgens. Ceii-
yac 3710 HasbiBaeTcsa [lpasBunom eguHoobpasus rubpuaos 1-ro noko-
neHus.

MonekynsipHoe (6MoXxmMnyeckoe) 06bSACHEHUE
AN HEKOTOpPbIX M3YyYeHHbIX MeHaeneM npu3Hakos

Kakas cBf3b CylecTBYeT MexXAy MONeKynapHbIM 06bACHEHMEM [0-
MWHaHTHOCTUW, PeLEecCUBHOCTN U (haKTUUYEeCKN M3YyYeHHbIMU MeHpenem
npusHakamm (csoicTBaMu) 3eneHoro ropoxa? O HeKOTOPbIX annenb-
HbIX Mapax Mbl yXXe 3HaeM To4YHO. OAWH U3 NPUMEepPoB — 3TO KPyr/blie
(rnagkve) n MOpWHUHUCTBIE CEMEHA ropoxa. FoOpox ¢ MOPWUHUCTLIMU

cemeHamu uMeeT MOBbILEHHOE cogepXKaHune
caxapo3bl M0 CPaBHEHWIO C pacTeHWeMm C rnag-
KnMu cemeHamu. BcnepcTteume 3TOro cemeHa
Takoro ropoxa, Noka oHu pasBuBaloTcs B 606e,
abcopbupytoT 6bonblle BoAbl. Korga oHn co3pe-
BaloT, TO TEPAIT YacTb BOAbI, FOPOLNHbBI CMOP-
wmBatTcA. Fnagkue (Kpyrnbie) ropowmnHbl, co-
JepXalme MeHble caxaposbl, HO 6onble
Kpaxmana, BcacblBalT B npolecce pa3BUTus
Puc. 68. BHewHWii Bug  MeHblle BOAblI 1 MO3TOMY B Npolecce co3peBsa-

CEMAH ropoxa HUA He TepslT ee TaK MHOro, Kak MOpLNHUC-
C rnagkvumu n
Tble TOPOLWWHBI, W, KaK cnefcTBue 3Toro, ocra-
MOPLUHUCT bIMYU
ropoLmMHamm l0TCA rnagkummn (Kpyrasimu) (puc. 68).
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BaxHOe pasfimume mMexpay copTamu ropoxa C rinagKuMum v MopLyu-
HUCTbIMM ceMeHaMun (FropolWnHaMN) COCTOUT B KOSIMYECTBEHHOM COOT-
HOWEeHUN caxapo3bl U Kpaxmana B UX KneTkax. B cBolo ouepepb, 3To
3aBUCUT OT psafa pepMeHTOB, NMpeBpalallWnx caxapo3y B Kpaxmarn.
Kaxablii U3 aTux (hoepMeHTOB KOAUPYyeTCcs OA4HUM FeHOM. ANnenb I AB-
naetca mytupyroueli sepcueir (MyTaHTHbIM BapMaHTOM reHa) O4HOrOo
M3 TaKUX reHoB. PacTeHUs, rOMO3UTOTHbIE MO 3TOMY anfient — IT, He
o6pa3yloT hepmeHTa, KOTOpPbLIA KoaupyeTca reHom R. 3To o3Hauaer,
4YTo pacTeHus, UMeloUMe reHoTun IT, 6yAyT npesBpawatb B Kpaxmarn
MeHblle caxapo3bl, NO3TOMY TakKue cemMeHa B npouecce co3peBaHus
6yayT TepATb BOAY U CMOpPLWMBATLCA. B reTepo3MroTHOM COCTOSIHUM
(Rr) R-annenb otBevaeT 3a CMHTE3 3TOro depmMeHTa, KOTOPbIiA CUHTE-
31MpyeTcs B 4OCTATOYHOM KOSMYeCTBe, YTO6Gbl CHU3UTbL YPOBEHb caxa-
po3bl, NO3TOMY pacTeHus, uMmetrume reHoTun Rr, o6pasyT rnagkve
ceMeHa. B 3TOM cnyyae nNpoAyKT reHa annens R gomuHupyeT Hag an-
nenem T.

HenonHoe gomnHupoBaHue

MeHaenb NpUOTKPLIST 3aBeCbl Hafj MPOLECcCcoOM Hac/nefoBaHua npu-
3HAKOB MpW NOJIHOM AOMWHUPOBaHUKU. [103Xe y4yeHble YCTaHOBUAU, YTO
[OMVHMpOBaHWe npeacTaenseT cob0il pacnpocTpaHeHHOe, HO He YHU-
BepcasibHOe fBfieHWe. B HEKOTOpPbIX Cayvyasx MMeeT MecTO HernosjiHoe
[OMUHUpPOBaHKE.

HenonHoe AoMWHMpOBaHMe BO3HMKAaeT B TeX Cnyyasax, Korga retepo-
3UroTHble popMbl (0CO6M) MMET PeHOTUN, MPOMEXYTOUHbIA Mexay ABY-
M$i TOMO3UTOTHbIMM OpraHuamMamMmn. OOWH M3 NMPUMEPOB — 3TO Hacneno-
BaHVe OKPaCKW LBETKOB Y NIbBMHOI0 3eBa: AA-reHoTun gaet KpacHble LBe-
Tbl, aa-reHoTun — 6enble (puc. 69). NeTepo3urota Aa UMeeT po30Bble
uBeTbl. 3TO 06BbACHAETCA TeM, YTO reTepo3nroTHas opma XoTs u nmeet
PYHKLMOHANBHO CMOCO6HbIN FeH A8 CUHTe3a MUIMeHTa, HO MUITMEeHT 06-
pasyeTcsi B HEOCTAaTOYHOM KOJINYECTBE U OKpacka LBeToB nosy4vaeTcs
NPOMEXYTOYHON MeXAy LOMWHAHTHOW U peLeccuBHOR dhopmamu. Takum
06pasomM, Npu MOIHOM U HEMOJIHOM JOMWUHMPOBAHUM efnHoo6pa3sne 0co-
6eli mepBOro NMOKoNeHns ocTaeTcs.

MoaToMy NepBbli 3aKOH HacnegoBaHWsA CTan HasbiBaTbCA 3aKOHOM
efnHoobpasns rmépugoe NepBoro MOKOMEHUsA, OH YuTaeTcs Takum 06-
pasom:
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Mpu MOHOTMGPUAHOM CKpeLmMBaHMN FTOMO3UIOTHbLIX 0CO6El, OTan-
YalLWNXCA KOHTPACTHbIMW MpuU3HaKkamu, Bce NOTOMCTBO B NEpPBOM MO-
KONEHUN e4NHO06Pa3HO Kak Mo (heHOoTMny, TakK M NO reHoTumny.

Bo BTOpPOM MOKOMIEHWUWN NPU HEMOSIHOM AOMWHMPOBAHUKU paclienne-
HMe No (PEHOTUMNY N reHOTUNY COBNajaeT N BbipaXKaeTCsd COOTHOLIEHU-
em1:2: 1

AHanusupyolliee CKpeluBaHme

PeLeccuBHbIN NpU3HaK aa (3en1eHblli TOpoX) NPOSBASETCA TONbKO B
rOMO3UrOTHOM COCTOSIHUW. TOMO3UroTHble AA (3KenTblii FOPOX) U rete-
po3uroTHble Aa (>KeNThlil FOpox) 0CO6U C JOMUHAHTHLIMW NPU3HaKaMu
no heHoTMNy He OT/IMYaKTCsa Apyr oT gpyra. [ns ycTaHOBNEeHUs Heuns-
BECTHOr0 reHoTvna Npov3BOAAT aHanM3mpylwee ckpewmsaHme (puc.
70). Ans 3TOro Heo6xoAMmMo 0COo6b, FEHOTMN KOTOPOW HesceH (A'),
CKPECTUTb C peLecCMBHOl (DOPMOI, FeHoTUN KOTOPOi BCerga m3sec-
TeH (aa). Ecnn B pesynbTaTe CKpelmBaHMs BCe NOTOMCTBO GyaeT eau-
HOOGpasHbIM — Knccnegyemasi 0Co6b roMO3nroTHa.
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Ecnm npousoiigeT pacliensieHne, To 0co6b retepos3nrotHa. MoTom-
CTBO reTepo3UroTHOW 0co6u MpU CKPeLmMBaHUM C peLeccuBHoit gop-
Moii flaeT pacuienneHune 1:1.

AHanuaupylee CKpeLLMBaHNE BaXXHO 1 AN Yenoseka. VHoraa no
reHOTUMNY AEeTeil MOXHO ONpefenuTb, rOMO- WM reTepo3nroTHbl ero
poautenu. AHanM3npys POLOC/0BHbIE MO YMC/IOBbIM COOTHOLLEHUSM
NMOTOMKOB, B HAX MOXKHO HaliTh Gpaku, KOTOpble SBMSKOTCS aHaIn3npy-
OLMMN.

Mpy cype6HO-MEANLMHCKON 3KCnepT3e MOXHO UCMOob30BaTh 3TOT
MeToZ 4719 UCK/IYEHMA OTLOBCTBA NO rpynnamM Kposu B cucteme ABO
1 no pesyc-hakTopy.
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BTopoii 3akoH MeHgens

Mpu ckpewmsBaHnun rm6pngos (Aa) NepBoro NOKoNeHUs Mexay coboi
BO BTOPOM nokosieHumn (F2) I'. MeHgenb nonyynsn ocobu He TONbLKO C AOMU-
HaHTHbIMW, HO U C PeLEecCMBHbIMU NpuU3HaKamu, 1 BCerga B COOTHOWEHUN
3:1 no dheHoTMNy (3 AOMUHAHTHbLIX, 1 peueccuBHbIin) (puc. 71).

Puc. 71. MoHornbpuaHoe ckpewmBaHue.
MepBblii 1 BTOPOI 3aKOHbI MeHaens

Bcero B gaHHOM onbiTe npu cKpeuwmusaHun rnbpugos (FJ nepsoro
NOKONeHMA 6bIN10 UM NONyYeHo 7324 cemMeHMW, U3 KOTOPbIX FNajKux oka-
3anocb 5474, a mopwUHUCTLIX — 1850, oTcoga COOTHOWeEHNe 2,96 : 1.
Bnnskne cooTHoweHnsa HabnwaawTCAa U NPU CKPeLWwnBaHn No Apyrum
anbTepHaTVBHbLIM NPU3HaKam AYyWNCTOro ropowka. Ocobel ¢ fJOMUHAH-
THBIMW NpU3HaKamun Bcerga B Tpu pasa 6onblie, yem ocobein ¢ peuec-
CUBHbIMW. MeHAenb npuwen K BbiBOAY, YTO PELECCUBHbIN MPU3HaK Y
rmépnaos nepsoro nokonenus (F,) He TepsieTca, a NUWb NPUKPBLIT A0-
MWHAHTHbIM U NPOABMAETCA B chefywlwem nokoneHnn. OH ceA3an pas-
BUTME MPU3HAKOB C HacneacTBEHHbIMM 3agaTkamu (reHamu). Hacnep-
CTBEHHOCTb AMCKpPETHa, T. €. NMPU CKpelwmnBaHUN annenbHble akTopsl
He Mcuyes3alT N He CMELINBATCA, a COXPaHATCA B TOM Xe Buie, B Ka-
KOM OHW 6bINN y poauTenen, oHW nepepfalwTCcsa Yepes NOMOBble KNETKU
M3 MOKONEeHNA B NnokoseHne. Cxema 3anucu CKpewmuBaHWa reteposu-
roTHbIX 0CO6€ei No reHoTuny nofTBeEpXAaeT 3T0.
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3T0 siBNleHNe 6bII0 Ha3BaHO 3aKOHOM paclyensieHusi, a nosfHee —
BTOPbIM 3aKOHOM MeHAens u gopMynmpyetcs cnegylowmnm o6pasom:

Mp1 MOHOTMGPUAHOM CKPELYMBAHUUN TETEPO3UTOTHLIX poguTenein npo-
MCcXoauT pacuiensieHvie no peHoTuny 3 : 1, a no reHotuny — 1:2:1.

FunoTtesa «4YUCTOTbI» rameT

3aKOH pacuiensieHnss MOXHO 0O6BACHUTbL TUNOTE30M «YUCTOThI» ra-
MeT. fiB/leHMe HecMelwurBaHWUS annenen, oTBevalwWwnx 3a anbTepHaTUB-
Hble NpU3HaKW B raMeTax reTepo3MroTHOro oprainsma (rmbpuga), 66110
Ha3BaHO FMNOTE30M «4YUCTOThI» rameT (puc. 72), COrlacHO KOTOpPOW
rameTbl KaXX[oro vu3 poauTenein HecyT TONIbKO N0 OAHOMY W3 Hacnepy-
eMbIX (DaKTOpOB.

Puc. 72. UnTonornyeckoe o6ocHoBaHWe rmnoTe3bl «4NCTOTbI» rameT
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B gvnnongHOM opraHu3me 3a KaXkAblii Npu3HaK oTBeYalT ABa annesnb-
HbIX reHa. MNpu o6pasoBaHUM rM6PMA0B (reTepPo3nNroTHbLIX 0cobeit) annenb-
Hble TeHbl HE CMELLMBaKTCS, a 0CTAKTCSA B HEU3MEHHOM BUge. TMbpuabl —
Aa — B pe3ynbTaTe Meio3a 06pa3yloT ABa Tuna ramet. B kaxayt rameTy
naeT ogHa M3 napbl rOMOJIOTMYHBIX XPOMOCOM C AOMWHAHTHbLIM annefnb-
HbIM reHom (A) WM C PeLecCUBHbLIM ansiesibHbiM reHoM (a). FameTbl umeloT
OAWH TeH, NO3TOMY «4YUCTbI» OT B/IMAHWA APYTOro ansiesibHoro rewa.

Mpyv oNNOLOTBOPEHUN MYXCKUE U XEHCKUE raMeTbl, Hecylune f[o0-
MUHAHTHbIE U PeLEecCUBHbIe annenn, MMerT BO3MOXHOCTb PaBHOBEPO-
ATHOrO coyeTaHusi, T.e. CBOGOAHO KOMBUHUpPYOTCA. Mpu 3TOM BoccTa-
HaB/inBaeTCcA NapHOCTb FOMOJIOTUYHBIX XPOMOCOM U ansie/ibHbIX reHoB.
B pesynbTaTe B3aMMOAENCTBMA FEHOB NOC/e ON0A0TBOPEHUS NPOSBUN-
CA peueccuBHbIi Npu3HakK (3eNeHblii LUBET ropowWmnH), reH KoToporo B
rmépuaHOM OpraHu3Me He BblSIB/ISA CBOErO AeicTBuUSA.

Mpu3Haku, HacnefoBaHNe KOTOPbIX NPOUCXOANT COTNTACHO 3aKOHOMeEp-
HOCTSIM, YCTaHOB/IeHHbIM MeHAenem, Has3blBalTCA MeHAEeNVPYILWUMH.
MpocTble MeHAenupywle NPU3HaKW SUCKPETHbI M MMEKT MOHOTeH-
Hble OT/IMYNSA POAUTENbCKUX (POpM. Y yenoBeka 60/blWOE KOMNYECTBO
NpuU3HaKoB HacnepyeTtcs Mo 3akoHam MeHgens (Ta6n. 2).

Tabnuua 2
HekoTopble 4OMUHAHTHbIE U peLecCUBHble NPU3HAKN YenoBeKa

MpusHaku JoMVHaHTHbIE PeueccusHble
Pasmep rnas Bonbwwne ManeHbkue
Lset rnas Kapue Fony6ble
Pa3pe3 rnas Mpsimolii Kocoli
Tun rnas MOHrononaHsli EBponeongHbii
OcTpoTa 3peHus bnnsopykocTtb HopmanbHas
BepxHee Beko HaBucatuiee (anukaHT) HopmanbHoe
AMOYKM Ha wekax EcTb Het
Ywn LWnpokune Y3kue
NMop6opoaok ONVHHBIT KopoTkuii

Mpsamoti OTcTynawouwmii Hasapg

Wnpoknii Y3KU 1 ocTpblii
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Mpu3Haku
BoicTynawune

3y6bl 1 YencTu
Wenb mexgy pesuamu
Twn Bonoc

MNocepeHne Bonoc
O6nbiceHne

Benas npsags Bonoc
Haao néom

PocT Bonoc no cpeaHeii
nvHUM nba

MoxHaTbie 6poBu
HwxHasa ryba
Cnoco6HoCTb 3arnbatb
A3bIK Hasag
Cnoco6HOCTb CBEPTLIBATH
A3bIK TPY6GOUKOWA

3y6bl Npu poXaeHun
Koxa

LiBeT KOXun

BecHywkn

Kuetb
Mpeobnagatwowasn pyka
Y30pbl Ha KOXe nasibLes
AHTUreHb! cuctemsl ABO
[onoc (y >XeHLWUHbI)
[Fonoc (y My>uuHbl)
AGCO/IOTHBIN
My3blKa/lbHbIA CyX
HacnepctBeHHas rnyxota

JoMunHaHTHbIE

NmetoTcs

EcTb

C Menkummn 3aBUTKamm
XecTkue, npsmble,
CEXUK»

Bblouimecs

B Bo3pacte 25 net

Y My>X4uH

NmeeTcs

Ectb
EcTb
ToncTas un oTBMcaroLwas

EcTb

EcTb

NmetoTca
Toncrasn
CMyrnbliA

EcTb

C 6 v 7 nanbuamm
MpaBas
Annuntuyeckmne
A, B

ConpaHo

bac

NmeeTtca
OTcyTCcTBYET
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OKOH4YaHue Tabn. 2

PeueccuBHble

OTCcyTCTBYIOT

Het

Bblownecs, BOMHUCTbIE
Mpsamble, mArkue

BonHUCTbIE M npsiMble
Mocne 40 net
Y XeHWwuH

OTcyTcTBYET

Het
Het
HopmanbHas

Het

Het
OTCcyTCTBYIOT
ToHKas
Benbiii

Het

C 5 nanbuamu
NeBasn
LUmnpkynsapHble
0

AnbT

TeHop

OTcyTcTBYET
NmeeTca



PeweTka lNeHHeTa

PeweTka lNeHHeTa Ha3blBaeTCA TaK B YeCTb reHeTuka leHHeTa, oHa
npuMeHseTca AN 3anucy pes3ynbTaToB CKpeluBaHusa.

PeweTky MeHHeTa cTpOAT cneaywownm obpasom (puc. 73). CHauva-
na BbiMNUCbIBAKOT rameTbl, KOTOpble MOTYT 06pa3OBbIBaTb poaunTenn.
3aTeM 4YepTAT NPSIMOYrO/IbHUK U 3anucbiBalOT rameTbl O4HOT0 poaunTe-
11 HA TOPU30HTA/IbHOW CTOPOHE NMPSIMOYTrO/IbHUKA, a APYroro — Ha Bep-
TUKaNbHOMN. I'Iposo,qm ropnsoHTanbHble N BepTUKaNbHbIe NMHUK NO
KO/IMYECTBY raMeT KaXAoro poauTtens. FameTbl BNMcbiBaldT B 06paso-
BaBWMECS KNETKU, rae OHW, coefuHsAsicb APYr C Apyrom, o6pasytoT re-
HOTWUN OpraHMama, a no reHoTUNy MOXHO onpeAennuTb U PeHoTUN, 3Has,
KakKune reHbl ABNAKNTCA AOMUHAHTHLIMU, a KakKne — pelecCUuBHbIMN.

[un- n nonnurnbpuaHoe ckpelimBaHme.
TpeTuit 3aKkoH MeHgens

Mocne ycTaHOB/IEHNA 3aKOHOMEPHOCTeli HacnefoBaHUA NMPU3HAKOB Mpu
MOHOrM6PUAHOM cKpelwmBaHum . MeHenb NPOBOAUN CKpellnmBaHue, rae
poAuTenbCKME napbl OTAMYaNUCh ABYMS Npu3Hakamu. Takoe ckpeluBa-
HWe HasbiBalT AMrnbpuaHeim (puc. 74). CKkpelwmsaHune, nNpu KOTOPOM po-
AnTenn oTnuyarTca 60MbWNM KONMYECTBOM NPU3HAKOB, Ha3blBalOT NOAU-
rmépuaHsimM. Npu AMTMO6PUAHOM CKpeLMBaHUM copTa ropoxa oTamyalTcs
OBYMS Mpu3Hakamu: pOpmMoi cemsH (rnagkas Wim MOpLUHKUCTasA) U KUX
OoKpackoW (kentasa wnm 3eneHas). CKkpewmnBalwT AUFOMO3UTOTHbIe pacTe-
HMA NO TaKMM AOMWHAHTHbLIM NpuU3HakaMm, Kak hopma u UBeT ceMsiH (rnag-
kne nxentble) (RRYY) ¢ AUroMo3nroTHbIMW MO PeLEeCCMBHBIM MPU3HaKam
(MmopwuHUCTLIE N 3eneHble cemeHa) (rryy). B nepsom nokonexnumn (Ft) pac-
TEHWSA 6bIMN OAHOPOAHbLI M NPOSIBNSAMN 06a JOMUHAHTHbLIX Npu3Haka. OHM
6binn rnagkne nxentole (RRYY), Tak Kak rnagkas noBepxHoCTb JOMUHU-
pyeT Haj MOPLMHUCTON, a Xentas okpacka — Hap 3eneHoii. Mpu ckpe-
WMBaHUN MeXay CO6O0I NOMyYEeHHbIX ANreTepo3nroT (rnagkux XXenTbix ce-
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MsH) (RrYy) Bo BTopoM nokoneHun (F2 MeHaenb 06HapyXun YeTbipe Tvna
cemsaH. Hapsagy ¢ ncxofgHoiMy doeHoTUnamu (rnagkve XXentble U 3efeHble
MOPLLMHUCTbIE) NOSBUINUCHL [BE HOBble KOMOUHaLUWM (heHoTVNa: MopLLm-
HUCTbIE XENTble U rNagKkue 3eneHble cemeHa.

Y AMreteposvrotHoii ocobu RrYy B pesynbraTe Meiio3a B KaXaylo ra-
MeTy nonasio rno o4HOMY W3 asinesibHbIX FeHOB U3 rOMOJIOrMYHON napsl
XpOMOCoM. Mpu hopMMpPOBaHMK raMeT asifieslb RMor okasatbesi B 0fHOW
ramete c Y wny. Annenb nMor nonactb BOAHY ramety ¢ Y winy. Qurete-
po3urotHast ocobb o6pa3oBasia yeTbipe Tuna ravet: RY, Ry, rY, ry.

Mpn cnuaHMM rameT BO3MOXHO nosiBneHve 16 kombuHauwii. Mpo-
N30LWN0 paclenseHne no heHoTuny B cooTHoweHnn 9:3:3: 1,9 oco-
6eil ¢ AByMSA LOMMHAHTHbIMW NpuU3Hakamn (kentblin, rnagkuin), 1 —
0C06b C ABYMSA PELeCCUBHLIMU NMPU3HAKaMK1 (3eNeHbI, MOPLUMHUCTbIN),
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3 0cobn — C OAHMM AOMMHAHTHbIM, a APYTMM peLecCUBHbIM MpU3Ha-
KOM (KenTblil, MOPLWMHUCTLIA), 3 0c06U C APYrMMU AOMUHAHTHLIM U
peLeccuBHbIM MpU3HaKkaMu (3eneHblil, rnagkuid).

TaKyto CNOXHYK KOMOGUHaL M0 codeTaHusa peHoTMnoB MeHaenb 06bsc-
HUM UCX0AA U3 NPefnosIoKEHUA 0 Hanuyuy HacneAcTBEHHbIX (PakTopos,
WM TeHOB, KOTOpble OTBEYalT 3a OTAefNbHble NpusHaku. Mpu obpasoBa-
HMM MOMIOBbIX K/IETOK FeHbl pa3HbiX Nap nonajatwT B HUX, HE3aBUCUMO ApyT
OT Apyra KOMO6MHNPYACb BO BCEBO3MOXHbIX coyeTaHnax. CNoXXHOCTb pac-
wenneHns npeacraBnseT cO60M KOMOUHALNOHHbLIA pag U3 4BYX MOHOIM6-
pUAHBLIX pacwenneHuii no popmMe ¥ UBETY ceMsiH. Ecnv mbl nogcuutaem
COOTHOWEHMNEe TNagKnx U MOPWUHUCTBIX FTOPOLIUH, a TakXe XXEeNTbiX 1
3e/1IeHbIX, TO noayunm 12 XenTtbix, 4 3eneHbix (3 : 1) n 12 rnagkux, 4 mop-
WHUHUCTBbIX (3 : 1). MeHaenb nokasasn, YTO AMTM6pUAHOE CKpelBaHne —
KOMGUHaLMa ABYX MOHOTMOGPUAHBIX CKpelwuBaHuii. MocMOTpeEB COBMECT-
HO o6a npusHaka, 6blna o6HapyxeHa KombuHaTtopuka (codyeTaHue
npu3HakoB) 9:3:3: 1, aTo ABNseTCA, COGCTBEHHO, NPON3BEAEHNEM BEPO-
ATHOCTEN ABYX He3aBMCUMbIX COObITUIA (3 : 1)2 3TO Nocay>Xunno NoBOAOM
ANsi co3faHns 3aKOHa 0 HE3aBUCMMOM KOMOWHMPOBAHUM NPU3HAKOB, CBA-
3aHHOM C HEe3aBMCUMbIM HaxOXAEHWEeM FeHOB B pasHbIX XpOMOCOMaX.

3acnyra . MeHgens cocTouT B TOM, YTO Ha OCHOBE MaTemaTuyec-
KOro aHanm3a faHHbIX, MNOMIyYEeHHbIX UM NP CKpeluBaHUN ropoxa, OH
pasrajgan 3aKOHOMEPHOCTb, XapaKTepu3ywlyl AUCKPeTHOe noBeje-
HWe HacneaCcTBEHHbIX hakTOpPoB (FeHOB, HAXOAALWMNXCS B pa3HblX HEro-
MOJIOTMYHBIX XpOMOCOMax) Npu melio3e WU coefMHEeHUN rameT npu on-
nopgotBopeHnn. Takum o06pa3om, popMa CeMSH HacnenyeTcs OTAEbHO
OT WX OKpacku. 3TO ABUAOCHb PyHAAMEHTaNbHbIM OTKPbITUEM Npouec-
ca HacnefoBaHUA HE3aBUCUMbIX MPU3HAKOB.

B aTom, co6CTBEHHO, U COCTOUT TpeTuii 3aKoH MeHAens, KOTopblii
rnacut: HacnefacTtBeHHble NPU3HaKW nepefalwTcsa MNOKOJIEHUID He-
3aBUCUMO APYr OT Apyra, co4eTasiCb BO BCEX BO3MOXHbIX KOMOU-
Haumax. B HacToslee BpeMs Mbl 3HAEM, YTO 3TO MPOUCXOAUT TOJb-
KO B TOM C/lyyae, ecni reHbl, OTBeyawl e 3a faHHble NpuU3HaKu,
HaxoAAaTCcs B pas/inyHbiX (HEFTOMOJIOTMYHbLIX) XpOMOCOMax Wn
A0CTaTOYHO Aaneko ApYyr OoT Apyra B O4HOWM M TOW XXe XpoMoCcOoMe.

HesaBncumoe HacnefoBaHWe y YesloBeka MOXET MPOUCXOAUTb Mpu
HacnepgoBaHun rpynn KpoBu B cucteme ABO u pesyc Rh-chakTopa.

Y uenoseka IV rpynnbl KpoeBu B cucteme ABO M NONOXMTENbHbIN
UM oTpuuaTtesnbHbIi pe3yc-thakTop.
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Pesyc-thaktop — Rh-aHTWUreH, cogepxalmiica Ha apuTpoyumTax ye-
noeeka u o6esbsiHbl (Maccacus rhesus — makaku pesyc), 6bi1 06Ha-
pyxeH K. laHgwTeilHepom u BuHepom B 1939 r. B KPOBU ntogeit ¢ no-
MOLW b0 CbIBOPOTKN XWUBOTHbIX, UMMYHU3NPOBAHHbIX apuTpouuTaMm
06e3bAHbl. Cuctema pesyc-hakTop ABASeTCA BaXHellWen reHeTunyec-
KOW CUCTEMOW rpynn KpOBWU YesioBeKa Nocse cuctembl rpynn kposu ABO.

Pe3yc-thakTop nepegaeTcs No HacnefCTBY U He U3MEHsieTCs B TeyeHue
Xn3Hn. 85% niogeli Ha 3eMHOM Wape MMeT pe3yc Rh-nonoxunTensbHyio
KpoBb, & 15% — pesyc Rh-oTpuuaTenbHyto. CUHTE3 aHTUTEHOB KOHTPO-
nupyeTcs Tpems napamu cuenseHHbIX HeannenbHbix reHos — Cc, Dd, Ee,
pacrnonoXXeHHbIX Ha KOPOTKOM Msieye XpOMOCOMbl . B apuTpoumntax oHu
MOryT o6pa3oBbiBaTb 27 reHoTMnoB. Hambonbwee 3HavyeHne cpefn HUX
umeeT reH D. AHTureH D BobisiBnsetcs y 85% nogeli.

Pesyc-thakTop reHeTtuyeckm geTepMUHMPOBAH W Hacnegyetca no
OAOMWHAHTHOMY Tuny. Pe3yc Rh-nonoXuTenbHbIli OpraHn3am MoxeT
nmeTb reHotun DD wnn Dd, a pe3yc Rh-oTpuuyatenbHbiini — dd.

Ecnu pesyc Rh-oTpuuyatenbHas XeHUWMWHa BbIXOAMUT 3aMy>X 3a FOMO-
3UTFOTHOTO pe3yc Rh-NoN0XNTENbHOTO MYXUYUMHY, TO UX pebeHoK byaeTt
MMeTb MOMOXUTENbHbI pe3yc — Rh+ dakTop.

Pe3yc Rh-thakTop passuBatowerocs nnoga 6yaeT ABNATLCA aHTUTEHOM
ONns opraHn3Ma matepu, 1M NOTOMY MOXEeT BO3HUKHYTb Pe3yC-KOH(ANKT.
Ho KpoBOTOK mMaTepu OTAeseH 0T KPOBOTOKa Nnoja nnaueHTapHbiM 6apb-
epom, Yepe3 KOTOPbIA 3pUTPOLMTLI N104a HE MOTYT NPOHUKHYTb B KpOBe-
HOCHOe pycno matepu. MNepsBas 6epeMeHHOCTb, Kak npasuio, 3akaHuuBa-
eTca 6narononyyHo. Mpu pogax HECKONbKO MUIUANTPOB KPOBW Mpu OT-
Cnolike NnaLeHTbl NPOHMKAKT B KPOBAHOE PYCNo mMaTepu.

B pe3ynbTaTe aTOro B OopraHn3Me matepu BbipabaTbiBaloTCA aHTUTe-
nla NpoTMB aHTUreHa NonoXnTenbHOro pesyc Rh-chakTopa. 3Tn aHTUTe-
Na HasblBalT aHTUpes3yc-aHTUTeNa.

AHTUpe3yc-aHTUTeNa cnocobHbl NMPOHMKATh Yepes3 naLeHTapHbli
6apbep M Npu NOBTOPHON GepeMeHHOCTU B3ammogelicTBoBaTb C Rh-
¢hakTopom nnoga. B pe3ynbTate MOXeT BO3HUKHYTb UMMYHOMOrnyec-
KUA KOHMNWKT, Npon3oingeT remonns apuTpounToB U pasoBbeTCcA re-
MONUTUYECKAA aHeMus.

CocTofiHMe nnofa nNpu pesyc-KOHMAUKTe Tem Taxenee, yem 6onee
BbICOK TUTP aHTuTen y matepu (puc. 77). OAHaKo NOMHOro napanne-
nn3mMa MexXkay BbICOTON TUTpa pe3yc-aHTUTes B KPOBW MaTepu u Taxec-
Tbl0 FeMOINTUYECKOl 60M1e3HN HOBOPOXAEHHbIX He cyuwecTByeT. Mpu
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OTHOCUTE/IbHO HU3KUX TUTpax pe3yc-aHTUTEN B CbIBOPOTKE KPOBU Ma-
Tepu HabnwpawTcA CMepTesibHble UCXOA4bl Y MIOAOB, a NPU BbICOKMX
TUTPax MaTepPUHCKUX aHTUTen y Rh-nonoxutenbHoro pebeHka passu-
BalTCA Nerkme popmMbl remMonmTuyeckor 601e3HN HOBOPOXAEHHbIX.

BTopas 6epeMeHHOCTb yalle 3akaHYMBaeTCs BblKUAbIWLEM, UK Mep-
TBOPOXAEHWEM, WUNN poxAaeTca pebeHOK C remMonuMTMyeckol 6ones-
Hblo. NS remonuTnyeckoin 60Me3HM xapakKTepHbl FremMonuTmyeckas
Xentyxa, Tshenasa aHemusi. Utob6bl cnactu pebeHka, eMy HeE06X04UMO
CPOYHO nepenunBaTb pe3yc-oTpuuaTenbHyl KpoBb. C Lefbld MMMYHO-
npocnnaktukm P. ®UHH, u coaBT. (1961 r.) NnpegnoXuam BBOAUTb
XeHLWNHe cpasy e nocse poaoB uan abopTta B nMepBble 72 yaca aHTu-
D-aHTuTena B go3e 250— 300 mkr. 3Ta go3a HeWTpannsyeT 30 mMAa Kpo-
BW nnofa, nonajawuwen npu pofax B MaTepUHCKUIA KPOBOTOK. 3TO
No3BO/INNO CHU3UTb AETCKYH CMEPTHOCTb M3-3a remMonnTuyeckoli 60-
nesHun ¢ 10% po 0.

Pe3yc Rh-oTpuuatenbHbiM XeHWWHaAM NPOTUBONOKa3aHO nepenu-
BaHWe pe3yc-nonoXuTenbHON KpoBwu, 4TO6bl He BO3HUKNO 6ecnnogue.



CnaBa Vv

BSAVUMOJENCTBUE
ANNENbHbIX

N HEANNENbHbIX
FEHOB



Pa3BuTUe TOTO WM MHOMO NMpU3HaKa Bceraa o6ycnoBaeHo B3aumogei-
CTBMEM TEHOB. Pa3nMuyHble hOPMbl OLHOTO U TOTO XXe FeHa HasbiBawTCs
annenbHbIMU. ANSieNbHbIe TeHbl HAXOASATCS B FTOMOIOTUYHbIX yYacTKax ro-
MOMIOTUYHBIX XPOMOCOM. Takum o6pa3oM, annenn — ofHa W3 anbTepHa-
TUBHbIX (DOPM FeHa B KNaCCUYECKON reHeTuke. Mof annenbio reHa noHu-
MalT ero hyHKLMOHaNbHOe NPOsiB/ieHNEe: OKpacKa CeMsiH y ropoxa Mo-
XeT 6bITb XENTol UK 3e1eHOI, 3TO 3aBUCUT OT B3aMMOAENCTBNS annenei.

B MONEKynspHO reHeTvke anfeNb reHa paccMaTpuBaeTcs Kak OfuH
U3 BapuaHTOB HYKNeOTUAHOW nocnefoBaTeNbHOCTU ONpefeneHHoro yva-
ctka [JHK. 3amena ogHoro HykneoTuaa B reHe BefeT K TakoMy 3a6ofeBa-
HWI0, KaK CEpPrnoBMAHO-KNETOYHash aHemMusi. B3auMOAEeiCTBYOT reHbl He
TONIbKO annenbHoi napbl, HO WU HeannenbHble reHbl, HaxoAsuwuecs B pas-
HbIX JTOKyCax 1 OTBevallyne 3a OANH U TOT e NPU3HaK.

B3avmMopeiicTBMe annenbHbiX reHOB

B3anmogeicTBme annenbHbIX T€HOB MPOUCXOAMT No Tuny (puc. 76):
1) NONHOro AOMWHUPOBAHUSA;

2) HENONTHOTO AOMUWHUPOBAHUSA;

3) KOJOMUHVPOBAHNUS;

4) cBEPXAOMUHNPOBAHUS;

5) annenbHOro UCKNYeHns;

6) MeXannenbHON KOMMNAEeMeHTauuu.

MonHoe AOMUHMpPOBaHKE

Mpv NOMHOM AOMWHUPOBAHUW AelCTBUE OAHOTO reHa (LOMMUHAH-
THOT0) NOJIHOCTbLIO MofaBnseT AeicTBue Apyroro (peueccuBHOro).
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JOMWHaHTHbI NpU3HaK NPOSIBAAETCA B KaXKAOM NOKoneHun. Hanpu-
Mep, XXeNTblli UBET ropoWNH AOMUHUPYET Haf 3en1eHbiM. JJOMUHaHT-
Hblli reH (A) KoaupyeT aKTUBHYK )opMy hepMeHTa, no3aTomy obec-
neyvsaeT (HOpPMMpPOBaAHNE HOPMAsbHOrO Mpu3Haka. PeueccusHbIl
annens reHa (a) nosBAsieTcs B pesynbTare MyTauuii OMUHAHTHOIO
reHa, T.e. 3T0 U3MEHEHHbIA reH. OH He MOXeT KOAMPOBaTb aKTWB-
Hbli hepMeHT, NO3TOMY NPOSABAAETCA APYroii NpPU3HaK, OT/INYHBINA
OT AOMMWHAHTHOrO.

JomMmnHupoBaHue annenein MOXHO paccMmaTpuBaTb Ha npuMepe Ha-
cnefoBaHns rpynn Kposw no cucteme ABO, KOTOpble 3aBUCAT OT HauU-

UMt UM OTCYTCTBUSI aHTUIEHOB Ha 3PUTPOLMTAaX KPOBU.
r

"eHeTUKa rpynn Kposu

KpoBb KaXX[oro yesnioBeka xapakrepusyeTcs onpefesieHHbiM Habo-
pom crneundUyecknx 3puTPOLMTapHbLIX aHTUreHoB. B HacTosLee Bpe-
MA BblgenaoT 6onee 30 cucTeM rpynn KpoBw.

[eBaTb BaXKHENLWNX FEHETUYECKUX CUCTEM TPYNn KPOBMW, aslfioaHTure-
Hbl 3PUTPOLMTOB KOTOPbIX BbI3bIBAKOT NPU NEPENMBaHNM KPOBU WU B pe-
3ynbTaTe HECOBMECTUMOM MO a/l/loaHTUreHaM 6epeMeHHOCTY Y peLynmeH-
TOB (WM y 6EPEMEHHBIX XXEHLUMH) 06pa30BaHNe aHTUTEN K COOTBETCTBYIO-
LLYIM 3PUTPOLMUTAPHBIM a/lloaHTUreHam, NpeacTasneHsl B Tadn. 3.



Tabnuua 3

HekoTopble Ba)KHble aHTUTena, cneqm(pmqem(me K anfioaHTureHam
3pPUTPOLNTOB, FEHETUYECKNX CUCTEM Tpynn KPOBU HesoBeKa

eHeTUUeckune
cucTeMbl rpynn
KpoBMU

ABO

Pesyc (Rh)

MNSs

P
NioTtepaH (Lu)
Kenn (K)

Nesuc(Le)

faddn (Fy)

Knaga (k)

AHTnTENA

AHTU-A
AHTU-B
AHTU-A|
AHTU-H
AHTU-C
AHTU-C
AHTR-C"
AHTU-D
AHTU-E
AHTU-€

AHTU-M,
-N, -S, -s

AHTU-P|
AHTU-bub
AHTN-K

AHTH-Le3
AHTUK-beb

AHTUN-Fy*

AHTH-Jk3

Mpynnbl kposu ABO

FemonuTUYeckme
TpaHCPy3noHHbIE
peakyuu

[Ja

Ja
OyeHb peako
Het

Jik:}
Jik:}
Ja
Ja
Oa
Oa

OueHb pegKo

Het
Ha
Ja
Oa

[Ja
[Ha

FemonuTnyeckas
60/1e3Hb HOBOPOXAEHHbIX

Ja
Pepko
Het

Het

BeposTtHO
BeposTtHo

Ja
BeposTtHo
BeposTHo

OueHb pefko

Het
Pepnko
Oa

Het

BeposTHo

Pegko

Cuctema rpynn kposu ABO oTkpbiTa B 1901 r. K. JlaHAweHepoM.
Mo cucteme ABO BbIAENAOT YeTbipe rnaBHble rpynnbl (peHoTmuna) Kpo-
Bu, umenHo: O (1), A (II), B (i), ABO (IV) (puc. 77). 3Tu rpynnbl KpoOBU
onpefensann nepsoHayasnbHO C MOMOLLbI0O CbIBOPOTKN KPOBW 4Yenose-
Ka, coAgepXalinx «ecTeCTBEHHbIE» aHTUTena. CmellBaHue in vitro (BHe
opraHvusma) 3apuTpoLuTOB MCC/elyeMoro nuLa ¢ COOTBETCTBYIOLWMNMMN
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CbIBOPOTKaMM KPOBUW YenoBeKa, OTHOCAWMMUCA K YeTbipeM YKa3aHHbIM
BbilWe rpynnam KpoBM, CONPOBOXAaN0Chb arrnioTnHaynein aputpounTos
(nnn ee oTcyTcTBMEM). Pe3ynbTaThl TaKOro TecTMpoBaHua npeacrasie-
Hbl B Tabn. 4.

Mepsasa, wnn 0, rpynna KPpoBM peLeccuBHa, Tak Kak reH 1 He kogwu-
pyeT pa3BuTMe aHTUreHa, Ha apuTpoumnTax umes redorun I°°.

Btopasa, unm A, rpynna KpoBuM — [OMMWHAHTHAs MO OTHOLWEHWIO K
nepBoON rpynne KpoBMW, TaK Kak reH | kogmpyeT pa3Butue aHtureHa (A)
Ha apuTpounTax, nmea reHotun IAL

TpeTbs, nanM B, rpynna KpoBM — TakXe JOMWHAHTHas MO OTHOWe-
HUI0 K MepBOW rpynne KpoBMW, TakK Kak reH | kogmpyeT pas3BuTue aHTure-
Ha (B) Ha apuTpounTax, umes reHotun (le 10). Takum ob6pasom, annenu
WA wn I8 BbICTYNAT AOMUHAHTHBIMK MO OTHOWeEHWIO K annento 0.

Tabnuua 4

Mpynnbl kpoen | I ] \V)
AHTUTEHbI 0 A B AB
eHbl 0 A 18 B
FeHoTVMbI rr A BIBBI0 s

HaLJOHANBHOCT KonnyecTtBo ntogeii ¢ rpynnoin kposw (B %)

0(1) A(lN) B (1) AB (1V)

ABCTpa/niiLpl 57 38,5 3 15
ABCTpUiALI 42 40 10 8
AHrMyaHe 46,4 43,4 72 3
I"pekun 38,5 41,6 16,2 4
WHpeiupbl  (Cesep- 76,5 23.5 0 0
Hasi AMEpUKa)
MTanbsHLbl 47,2 38 n 3,8
Kazaxu 33,7 26,8 30,9 8,6
Kuprussl 37,6 26,5 28,5 7,4
Hemupl 40 43 12 5
PpaHLLy3bl 43,2 42,6 11,2 3
AnoHupI 27 41 18 14

lFeH cuctembl ABO nokanusoBaH Ha AeBATOMW XpOMOCOMeE, COCTOUT
n3 1062 HykneoTuaoB, B COCTaB reHa BXOAAT WeCTb 3K30HOB W NATb
HEeWTPOHOB.
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eH kogmpyeT 6enoK — ranakTosun-tpaHcepasy — depmeHT, Ka-
TanU3MpywLWmin ogHy U3 BUOXMMUYECKUX peakuuin. FeHbl A 1 B oTnn-
yalTcs No MyTauMsiMm B CEMU HYK/e0TuAax, HO TO/IbKO MyTauuun B YeTbl-
pex no3umumax — 523, 700, 793, 800 — BeAyT K U3MeHeHU Genka.
Y nogeii, umewWwmnx rpynny Kposu A, B 3TUX NO3ULUAX HAXOAATCH HYK-
neotuabl UIrUr, Torga kak y ntogeii ¢ rpynnoii kposum B — TAAL.

leH rpynnbl KpoBu 0 y 4esioBeKa OT/IMYAETCS OT reHa rpynnsl A Tewm,
4YTO eIUHCTBEHHAas MyTauua cBsizaHa C geneuueri, B no3ununum 258 Hyk-
neotuga . 3Ta geneuvs npuBena K CABUTY paMKU CUUTbIBAHWUSA, Hapy-
waeT paboTy hepmeHTa, B pe3ynbTate 4yero He o6pa3oBasicA aHTUreH
Ha MOBEPXHOCTW 3PUTPOLMTOB.

HenonHoe goMunHupoBaHue

Mpy HENoNHOM AOMWUHUPOBAHUW (heHOoTUMNbl romo3nroT AA u aa oT-
nuyatrTca oT peHoTMna retepo3mrotel Aa. O6e romo3uroTel UMeKT Mo
OBOMNHOW 04MHAKOBOM f03€ reHa N cnocobHbl chopMUpoBaTh HOpMasb-
Hblli MPU3HaK. Y reteposurot — Mo OAHOMY FeHy M3 Kaxfon annenmu,
No3TOMY He MOXET CPOPMUPOBATLCS HU OA4UH U3 POAUTENIbCKUX Npu-
3HAKOB, MPOSBASETCS NMPOMEXYTOUHbIA NPU3HaK.
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KogomuHnposaHue

Mpn KogoOMWHMPOBaHWM HabnwogaeTca Takol Tun B3auMopAeincTBuS
annenbHbIX TEHOB, KOrfa KaAbli U3 annenei B reHoTune npossnseT
cBoe AelicTBue, a B pe3ynbTaTe BO3HWKAeT HOBOE BblpaXXeHue npu3Ha-
Ka. Mpumep — copmupoBaHue IV rpynnsl Kposu. MNpu B3aumoaencTeum
reHos JAu lenposBnseTcsa HOBOe Bbipa)keHune npusHaka: IV rpynna Kpo-
B/ C reHoTMNoM IAB . Takme retepo3nroTel HecyT o6a aHTureHa A u B,
HVU OAWH W3 annenei Npu 3TOM He AOMUHUPYET.

CBepxgoMMHNPOBaHNE

Mpu cBepxgomMmnHnpoBaHnmn HabnwogaeTca 6osiee CUNbLHOE NPosiBNeHne
npu3Haka reTepo3nMroTHbIX OPraHNM3MoB Mo CPaBHEHUIO C UCXOA4HbIMU [0-
MWHAHTHBIMWU FTOMO3WUTOTHLIMWU POAUTENLCKUMWU hopmamu. Mpumepom
CBEPXAOMUHNPOBAHUA Y MYXU-AP030NAbI MOXET CNYXUTb TaKoW npwu-
3HaK, KakK nnofoBUTOCTb. M1040BMUTOCTb Y reTepo3unrot 6bina 6onee Bbl-
COKOW MO CpaBHEHWIO C poauTenbCkuMn gopmamu. CBeEpPXAOMUHUPOBA-
HUe 06bACHSETCA ABNEHMEM reTepo3unca, Habnwgaemoro y rmépuaos nep-
BOr0 NOKOJIEHNA. FeTepo3nc akKTUBHO MPOABASAETCHA MO KONYECTBEHHbLIM
npu3Hakam, TakKUM Kak Maof40BUTOCTb, NPOAO/IKUTENIbHOCTb XU3HU, BEC U
Ap. fiBNeHVe CBepPXAOMUHUPOBaHUA NPOABMAETCA Yy reTepo3nroT no cep-
NOBWAHO-KNETOYHOW aHeMuUM Yy yesioBeka (puc. 78). [eTepO3UroTHbLIA re-
MOrf106MH apuTpoLUNTOB KpoBM YenoBeka HbAHbS ob6nagaet 6onblei
Pe3NCTEHTHOCTbIO K TPOMMYECKOM Mansipum No CpaBHEHWUIO C TEHOM JO0MU-
HaHTHOro annenbHoro reHa HbAHbA.

AnnesnbHOe UCK/OYEHNE — B pas/IMUHbIX KNeTKax opraHu3ama Ha-
6n0faeTcs akTUBHOCTb OAHOTO annens, a BTOPON annenb «BbIK/TOYEH».

Takoe B3aumopjeincTBne XOpowo BMAHO Ha paboTe reHoB B X-Xpo-
MocomMe. N3BecTHO, YTO B X-XpomMocoMe Haxoautcs 6onee 1000 reHoB.
Hanpumep, reH, KOHTponupylwnii o6pa3oBaHme MOTOBbIX Xefe3 B
KOXe yenoBeka. Mpu Hannyum gomMuHaHTHOro annensa (A) aToro reHa

Puc. 78. ®opmMa apuTpoOLUTOB
npy cepnoBMAHO-KIE TOUHOM
aHemMumn
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B KOXE (DOPMUPYIOTCA HOPMasibHble MOTOBbIE XKefesbl, a NPU Ha/muun
PEeLeccUBHOro annens (a) aToro reHa B X-XpoMOCOME B KOXe 0TMeua-
€TCsl OTCYTCTBUE MOTOBbIX XKEse3.

B pasnunuHbIX KNETKaX KOXW MOXET 6biThb MHAKTMBMPOBaHa 160
ofHa, NMn6o gpyras X-xpomocoma. Mpun aToM Hab1l4aeTcs Mo3anLn3m
B NMPOAO/IHKEHNN MOTOBbLIX XEfe3 B KOXe B pe3y/ibTaTe MHaKTUBaLuu
0fiHOW 13 X-XPOMOCOM.

MHakTrBaums (cnupasmsauma XpoMocoMbl B BuAe Tenbua bappa) = >
OTCYTCTBME MOTOBbIX XXENE3.

Lpyrium npMMepoM annesibHoro UCK/IUYeHUs SIBNSIETCS U3bupartesb-
Has MHaKTUBaLMWSI FEHOB, KOAUPYHOLWMUX CUHTES ONpeae/IeHHbIX aHTUTEN
B OpraHuame.

MexannenbHas KoMnaemMmeHTaunsa — ABa MYTaHTHbIX asifiefnia Co-
BMECTHO MOTYT 06ecneynTb HOpMasbHbI heHoTMN. Takoe B3aMMopeii-
CTBVE NPOSIB/AETCS Yalle BCEr0 Ha YPpoBHE 06beANHEHUSI 6EKOBLIX MO-
nekyn, obpasyrlnx eanHblii hepmeHT.

B3aMMOAeVICTBMG HeannenbHbIX reHoB

FeHOTMN OpraHu3Ma — 3TO CUCTEMA B3aVIMOAENCTBYHOLLYMX reHoB. B3a-
MMofeiicTBMe TeHOB MOSIB/IIETCA KaK pe3y/nbTaT napbl afesbHbIX FeHoB,
TaK 1 pesy/nbTar pas/iyHbIX nap HeasliesbHbIX reHoB. OUeHb YacTo Ha pas-



BUTME O HOIO NMpM3HaKa 0Ka3biBalT BVSAHWE ABE WU HECKOIbKO nap He-
anfieNibHbIX reHoB. B3ammogelicTBue HeasneflbHbIX FEHOB MPosBASETCA Y
MHOMMUX PACTEHUI U XXUBOTHbLIX, B TOM YMC/E WY YenoBeKa.

PasnuuaT cnegyouime TUNbl B3aMMOAENCTBUSA HeanNeNbHbIX FeHOB:

1) KoMnnemeHTapHoe;

2) anucTaTuyeckoe;

3) nonnmepHoe.

KOMI'I}'IEMeHTapHOG B3aI/IMO,£I,eI7ICTBI/Ie reHoB

KomnnemeHTapHoe unn gonosHsaluee AgelicTBME FEHOB NPOABAA-
eTca npy OAHOBPEMEHHOM MPUCYTCTBMW B FreHOTUNE ABYX AOMWHAHT-
HbIX WM PeLecCUBHbIX HeanfenbHbIX FEHOB, B pe3ynbTate 4yero op-
MUpYeTCs HOBOE Bblpa)XeHue npu3aHaka.

Kaxabli U3 AOMUHAHTHbIX TEHOB MOXET NPoABNATb CBOe felicTBue
CaMOCTOATENbHO, €C/W APYrOi HeannenbHbI reH HaxoAMTCA B peuec-
CUBHOM coCTOsiHUM. O6a AOMUHAHTHbLIX reHa nonagawT B reHoTun, A0-
nonHAsA Apyr apyra, opMuUpyoT HOBOE NposiBAeHe Npu3Haka. Harnag-
Hblli NPUMeEp KOMNIeMeHTapHOro B3aMMOAeicTBUA reHoB HabntgaeTcs
Yy Kyp WM y neTyxoB npu HacneposaHuu dopm rpebHa (puc. 79). OBe
napbl HeannefnbHbIX FTEHOB B 3TOM Cryyae obecneuymBalT MOSB/EHUE
yeTbipex hOpM rpebHs y Kyp: OpexoBUAHOro, pO30BUAHOr0, FrOPOX0-
BUAHOIO M NUCTOBUAHOTO. MpuW CKpewmnBaHUM Kyp C FTOPOXOBUAHBIM
rpe6Hem (AABB) 1 po30BUAHLIM rpebHem (aaBB) Bce rmbpuabl nepso-
ro NMOKO/IEHWS UMEIT HOBYK (hOpMYy NposABAEHMA rpebHA — opexo-
BUAHYIO. 3TO HOBOE NpoOsABAEHUe NMpu3Haka BO3HWKaeT 6narogaps B3a-
UMOLENCTBUIO ABYX LOMMWHAHTHbIX HeannenbHblX reHoB A n B B
aunreteposnrotax (AaBs).

Mpy cKkpewwmnBaHUN AUreTepo3nroT BO BTOPOM MOKOMEHWUW pacliensne-
Hue coctaBnseT 9 :3 :3 : 1Mo cheHoTMNy. ITO NOATBEPXKAAET, YTO 3a OA4UH
npv3HaK 0TBEYaloT ABa Hea/NeNbHbIX reHa, Tak Kak aTo — opmyna pac-
wenneHMa npyu AUrnbpuaHoM ckpewmsaHun (cMm. peweTtky MNeHHeTa).



CkpelymBaHue rmopugos FlaaeT cnegylolme pesynbtarh:

LY

rameTbl AB AB aB aB

AB AABB AABB AaBB AaBs
opex. opex. opex. opex.

AB AABB AABB AaBs AaBB
opex. po30B. opex. po308.

aB AaBB AaBs aaBB aaBs
opex. opex. ropox. ropox.

aB AaBs AaBB aaBs aaBB
opex. po30B. ropox. NnCT.

HeTpyaHO 3amMeTuTb, YTO OPEXOBUAHLIM rpebHem obnagatT ocobu,
B reHOTUMNe KOTOPbIX NMPUCYTCTBYIOT ABa AOMWHAHTHLIX FeHa Of4HOBpe-
meHHO: AABB, AABB, AaBB, AaBs.

anucraTtnyeckoe B3aVlM0,D,6I7ICTBVIe reHoB

3nucTas — B3auMofeiicTBue, Npy KOTOPOM OAUH U3 AOMUHAHTHBIX
WM PeLecCUBHLIX HeaslleNlbHbIX FeHOB MOAAaB/SIET AeiiCTBUE APYroro
HeanNeflbHOro reHa. Kaxablii U3 HWX, HaxoAscb B IOMUHAHTHOM CO-
CTOSIHUW, NPW YCMOBWUMW, €C/IN APYroii reH HaxoAWTCs B PELECCUMBHOM,
MMeeT cBoe (heHOTMMNMYEeCKoe NposiBfieHne. Ecnm o6a reHa nonagarT B
reHOTUN B AOMUHAHTHOM COCTOSIHUM, TO OAWMH AOMMWHAHTHbIA reH no-
[aBnseT AeicTBmMe ApYyroro [OMWHAHTHOIO reHa. [eH, NoAaBAsoWmMii
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fJelicTBne Apyroro, nNposiB/AseT anucTatnvyeckoe felictene. MopaBneH-
HbIA TeH Ha3biBalT FMNOCTATUYECKUM.

dnucTtas 6biBaeT AJOMUHAHTHBIM U PELECCUMBHbLIM. fIBIEHWE AOMWHAH-
THOrO anucTasa MOXHO Habnwpgate Npu HacnefoBaHUM MacTu nolwa-
geli (puc. 80). BopoHasa okpacka onpefenserca AOMWHaHTHbIM anne-
nem B, foMWHaHTHbIA annens C gaeT cepyl mMacTb. FOMO3UTOTbl K
reteposnroTel no C-annenam 6yayT cepbiMu M3-3a CefUHbI BOOC, He-
3aBMCMMO OT TOro, Kakoi annenb reHa B 6yaet y nowaau. e C o6na-
JaeT anucTaTuyecknm AeiNcTBMEM MO OTHOWEHUIO K FreHy B, Tak Kak reH
C nopasnsieT pasBuTMe BOPOHOW OKpacku. B ocHoBe B3ammogeicTeus
HeannenbHbIX FTEHOB NeXaTt bnoxnmnyeckmne peakumm 6enKoB-hepmeH-
TOB, KOAUPYEMbIX 3TUMU TeHaMu.

BBcc — BopoHas

BbCC — cepas

blacc — pbixas

BBCC — cepas

BbCc — cepas

Takum o6pas3om, Mbl BUAWM, YTO AOMWHaHTHbIV reH C, HaxoAsAacChb B
romMo- Win reTepo3nroTHOM COCTOSAHWUU, He gaeT MPOABUTLCA HU reHam
B — BOpOHOW OKpacku, HW reHam B — pbIKEN OKPacku.

Bombelicknii hpeHoOMeH

PeueccuBHbIli 3nncTa3 MOXHO paccMoOTpeTb Ha npumepe 6ombelic-
KOro dpeHomeHa. B cembe XeHuWwmnHbl ¢ | rpynnoit kposu (1°1°) u My>UUHBI
co Il rpynnoit kpoBu (A1) pogunca pebeHok c IV rpynnoii kposu (lAIB). C
TOYKM 3peHns TPaguLMOHHOIO HacnefoBaHusa, T.e. B3auMogelicTBusa an-
NefIbHbIX TEHOB TPYMn KPOBU, — 3TO HEBO3MOXHO. [leTasnbHOe nccnepo-
BaHMe 3TOro hpeHomeHa nokasano, 4To ANA CUMHTe3a aHTUIeHOB rpynn
KpoBn A 1 B B cucteme ABO elwe Heobxoaum 6enok-npefwecTBeHHUK,
KOTOPbIA AeTepMUHMPYeTCA AOMUHaHTHbIM reHom H. Ecnu B reHoTune
peueccuBHble TOMO3UTOTHI, UMelLMe annenn 6enka npefwecTBeHHNKa
hh, coueTtaloTca ¢ JOMUHAHTHBIMU annenamn reHa kposn A unm A, aHTn-
reHol A 1 B He cuHTe3upyloTCca U (DEHOTUNUYECKN Takue nau UMmerT
rpynny 171°. Mpu wnccnefoBaHnn 3Toro heHOMeHa 0KasanoCb, YTO XKEH-
WK1Ha yHacnegosana ot matepu reH B,a ot otya — reH 1°. Mpossun ceoe
AeicTBMe TONbKO reH 1° n No3ToOMy CUMTanoCb, YTO XEHUWMHA uMmeeT
| rpynny kposu. F'eH B6bIN NogaBneH peLeccuBHbIM reHom h, HaxoAAWw M-
CA B rTOMO3UroTHOM cocTosiHum hh. MogaBneHHbI reH BB npoAsBua cBoe
[JelicTBne BO BTOPOM MOKONEHUU, 1 pebeHoK umen IV rpynny KpoBwu.
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MonvmepHoe AeiicTBUE TeHOB

MonumepHoe feiicTBME FEHOB CBA3aHO C TEM, YTO HECKOJIbKO Heas-
NenbHbIX FTEHOB OAHOTUMNHOMO AeACTBMSA MOryT oTBe4yaTb 3a OA4WH W TOT
XXe npusHak, ycuaueas uUnyM NOHWXas ero npossneHune. MNpusHaku, 3a-
BMUCALME OT MHOTUX NONVMEPHbIX FEHOB, OTHOCAT, Kak Npasu/o, K KO-
NINYECTBEHHbIM — BEC, POCT, YMCTBEHHblE CNOCOGHOCTU, LBET KOXW.
Ecnn 6bl KOIMYECTBEHHbIE NMPU3HAKWM HE KOHTPO/IMPOBANUCHL MOMUTEH-
HO, TO Y KO/IMYEeCTBEHHbIX NMPU3HAKOB He 6bl0 6bl NepexofoB. leHsbl,
oTBevalwLliMe 3a pa3sBUTNE KOIMYECTBEHHbIX MPU3HAKOB, 06/1a4alnT Cym-
MapHbIM 3 eKTOM.

CTeneHb NMPOSIBNEHWS NMpU3HaKa 3aBUCUT OT COYETaHWA AOMWUHAHT-
HbIX W peLeccuBHbix anneneii. Yem 60Mblwe AOMUHAHTHbLIX FEHOB, TEM
CunbHee nposenseTca nNpusHak. MonnMepHble reHbl OTBeYalT 3a pea-
nn3ayunio 0AHOTO0 M TOTO XXe Npu3Haka, ¥ N03ToMy ux 0603HavalT 0f-
HOU M Tol Xe 6YyKBOW, LU pamMmn ykasbiBas YMCO0 anfefnbHbiX nap:
ANA-~NAj. Hanpumep, 3a NUITMeEHTaLMI0O KOXMW Y YenloBeKa 0TBevarT
nonMMepHble reHbl S, S2. B NpuUcyTCTBMU AOMUHAHTHbIX anfienen atux re-
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HOB CMHTE3MPYyeTCS MHOTO MUIMEHTa, a B NPUCYTCTBUU PELECCUBHbIX —
Mano. MHTEHCUBHOCTb NMUTMEHTALMM KOXMW 3aBUCUT OT KOSIMYecTBa nNur-
MeHTa 1 onpefenserca KONMYECTBEHHbIM cOYeTaHWeM AOMUHAHTHbIX W
peLeccuBHbIX FeHOB.

OT 6paka MeXAy >XEHLWMNHO! C YepHbIM LBETOM KOXMW U MY>XUMHON C
6€en0i KoXein poAAaTcsa MynaTbl, UMeoLW e NPOMEXYTOUHYI0 OKPaCKY KOXN.

OT 6paka mexpay mynatamMu ¢ reHoTUNOM MOTyT poXAaTbca
[eTn C NUITMeHTaumnel KoXu oT cBeTNOl A0 TEMHOW, YTo onpegensieTcs
KOMGUHaumneih aByx nap anneneil NoNMMeEpPHbIX reHoB (Tabn. 5).

Ta6nuuya 5
s,82 S,s2 *,82 5,52
rametsl $
S.S, s,sts,s, S,S,SA S$,5,5252 g 1518582
S,s, S,S,s,s, S,s,SA 5_5,5252_
»iS, Sa SA S,s,5a S.s,8,3, $,5.5%2
Ji*2 S,s,SA S ssSA SSISB2  ss,sa

BeposTHOCTb poXAaeHnsa pebeHKka ¢ 6enbIM 1 YHepHbIM LBETOM KOXU
paBHa 1/16.

MHOYXECTBEHHbIV annennsm

MHOrune reHbl y pasHblXx OpraHM3mMoB CyWecTBYOT 60/1ee YeM B ABYX
annenbHbIX COCTOAHUAX. MHOXECTBEHHbI annenn3Mm BO3HUKaeT BCnes-
cTBMEe MyTauuii. BONbWWHCTBO FEHOB COCTOAT U3 ThICAY HYKNE€OTUAHbIX
nocnepgosatenbHoctein AHK. MyTtaumum npuBoAAT K 3aMeHe WM usme-
HEHMIO KONMYecTBa HYK/1€O0TMAOB, M 3TO MOXET NPOUCXOAUTb B Pa3HbiX
yyacTKax reHa, nopoxJpjas HoBble anfiefin reHa. Ho B reHotune nw6boro






Y ppo3oduabl M3BECTHO MHOXECTBO annenei uperta rnas, oT
HOpPMasbHOro KpacHOro uBeTa 40 NMOSIHOro OTCYTCTBMSA NMUrMeHTa — Ge-
noro.

MprMepoM MHOXXECTBEHHbIX anfenel y yenoBeka MoryT 6biTb reHsbl,
oTBevawlue 3a pa3sutme ABO rpynn KpoBu, 3TU reHbl BCTpeyawTCca B
Tpex pasHbix popmax: A, B, I°. FeHbl A 1 IS LOMWHAHTHbLI NO OTHOLWe-
HUIO K reHy 1° MHOXXeCTBEeHHble ansieNln He TONbKO AeTEPMUHUPYIOT
pasBuMTMe pPa3HOBUAHOCTEN OA4HOro NpuM3Haka, HO U OKa3biBalTCHA B
pa3HbiX 4OMUHAHTHO-PELECCUBHbLIX OTHOWEHUSAX APYr C APYrOM.

MnehoTponHoe AeiCTBUE TeHa.
CuHgpom MaphaHa

MHOXecTBeHHOe pelicTBUE OAHOTO
reHa HasblBaeTca NNeWOTPONHbLIM Aeii-
cTBnemM. MneioTponHas mMyTauusa U3MeHs-
eT cpa3y HeCKO/NbKO NMPM3HAKOB OpraHuns-
mMa. Mpumepom NNeNOTPONHON MyTauuu
MOXeT 6blTb CMHAPOM MapdgaHa, KOTO-
pbli OTHOCUTCH K YMCNY Hac/nefCTBEeHHbIX
6one3Hen o6MeHa BewecTB M xapakTepu-
3yeTca CUCTEMHbLIM NOpaxXeHwem coepu-
HUTENbHOW TKaHW.
CuHgpom MapdgaHa nposiBnserca B pe-
3y/nbTaTe AOMWHAHTHOW MyTauuwu reHa, oT-
BETCTBEHHOI0 3a CUHTe3 6enka CoeAnHU-
TeNbHO-TKaHbIX BOMIOKOH (hunbpunnunHa.
BnokuposaHue cuHTesa pubpunanHa npm-
BOAWT K MOBbIWEHHOM pacTaXMMOCTU CO-
efVHNTENbHONW TKaHW.
OnucaH cuHgpom B. MapdaHa B 1886 T.
(puc. 82).
YacToTa cmHapoma MapdaHa B nonyns-
ummn 1:10 000 yenosek. CuHgpomom Map-
thaHa cTpaganun npe3ngeHt CLLUA ABpaam
JINHKONbH 1 BENUKWIA UTaNbAHCKWIA cKpyunay Puc. 82. CunApom
MapdaHa. OueHb
Hukkono MaraHnHu, npes3npeHT ®paHyunmn LAMVHHbIE KUCTW,
Wapnb ge ronns. CTOnNbl U NasnbLbl
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Puc. 83. CuHgpom
MapdaHa. MamMsaTHUK
ABpaamMy JIMHKO/IbHY
(ruraHTCcKkuii pocT —
193 cM, OTHOCUTE/NbHO
He6OoNblIOE TYNOBULLE,
OrPOMHbIE HOTU, PYKK,
CTOMNbl, 04EHb AJ/INHHbIE

nanblbl)



MnaBa VI

XPOMOCOMHAHA
TEOPUA
HACJTEACTBEHHOCTU



B Hauane XX B. 6narogapsi 'peropy MeHaento cTano U3BECTHO, YTO
nepepgaya NPU3HakoB W CBOWCTB OpraHusma cBs3aHa C Hac/leACTBEH-
HbIMK hakTopamun, Wi reHamu. B To Bpems TpyAHO 6b110 CBA3ATb faH-
Hble, MoslyyeHHble . MeHgenem, ¢ KaKMMU-TO CTPYKTypamMu B KneTkax u
rametax, C NOMOLbIO KOTOPbIX HacneACcTBeHHble DaKTopbl nepegjawT-
ca OoT poguTeneit k getam. B 1875 r. Hemeukuin am6puonor fepsur 06-
patun BHMMaHWe Ha TO, YTO MpW ONJOAOTBOPEHUMN AUL, MOPCKOTO exa
NPOUCXOAUT CANSHME ifep cnepMus 1 AuekneTok. B 1882 r. dneMuHr
onucan noesefeHne XpoMoCOM BO BpeMs MWUTO3a.

B 1902 r. gBa nccnegosatena — BanbTep CaTttoH BCW A nTeogop
BoBepun B lepmaHuy — He3aBUCMMO APYr OT Apyra CONoCTaBUIN MEH-
feneBcKNe 3aKOHbl Hac/MeACTBEHHOCTW C NMOBeAEeHWEM XPOMOCOM.

1. Mogo6HO reHam, XpOMOCOMbI NapHble: Kaxas KneTka CoAepXuT
ABa ux Habopa: oguH — OT O0Tua, a APYroh — OT mMaTepu.

2. MeHpenb npegnonaran, 4Tto MOJIOBble KNETKU cofepXXaT TO/bKO
no oA4HOMY M3 [ABYX FE€HOB, ONpPeAeNnAnlmnx Kaxabli npusHak. Ho n B
KaXkA0l NONOBOI KNeTke MMeeTcs No ogHOMY Habopy xpomocom, T.e.
no 0fHOi XpPOMOCOME U3 Ka)KAol napbl.

3. MeHgenb nonaran, 4To KaXAblli NpU3HaK HacnepyeTcs He3aBUCHK-
MO OT APYIMX, U XPOMOCOMbI NnonajalwT B N0O/I0OBble KNEeTKW He3aBWUCU-
MO, T.e. C/yvaiHo.

Takum o6pa3om, 6bl1 yCTaHOB/IEH napanfenn3Mm Mexpay Hacnepo-
BaHMEM TFEHOB M XPOMOCOM. YUeHble NPeAnofioXMUAN, YTO FeHbl Haxo-
AATCA B XpOoMOCOMax.

Ho uTo6bl fOKa3aTb, YTO XPOMOCOMbI LENCTBUTENbLHO SIBASOTCA
HOCUTENIIMW TFeHOB, NoTpe6oBannchb rofbl.

B. CaTTOH BbiCKa3an npeanonoXeHune, YTO reHbl, PacnosioXeHHble B
oflHOW xpomocome, 6yayT HacnepoBaTbca BMecTe. B 1906 r. Y. BeTcoH
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n P. MNeHHeT Habnwganu cuenneHne NPpU3HaKoB y AyWUCTOro ropolka
npy AUrM6pMLHOM CKpelMBaHUN Ha NpMMepe OKpacku LBeTKa v op-
Mbl MbINbLEBbLIX 3epeH. HO He CMOrnM 06bACHUTbL M AO0Ka3aTb XPOMO-
COMHYI MpuUpoay 3TOro SIBNEHUSA.

B 1909 r. am6puonor Tomac MopraH Hayan 3aHUMaTbCS TEHETUKOW.
BMecTe co CBOMMU COTPYAHUKAMW U CTyAEHTaMU OH He TO/IbKO [0Ka-
3a/1, YTO HacneACcTBEHHOCTb 06ycnoBAeHa reHaMu, HO 1 NepBbiM ycTa-
HOBW/T MECTOPAcMno/IOXKEeHWNEe OTAEe/IbHbIX FTEHOB B COOTBETCTBYH L MX
XpomMocomMax. 3T paboTbl OKOHYATE/NbHO NOATBEpPAUNW, YTO Napanne-
nn3M NOBefEeHUs TeHOB onpepenseTcss napaniesM3aMoM MNoOBeAeHUs
XpOMOCOM B Meio3e. O6bEeKTOM CBOUX UccnefoBaHnin MopraH usbpan
Hacekomoe — TMA0AOBYH MYLWKY-gpo3ogpuny. OT pacTeHuit, garouwmnx
0[lHO NOKOJIEHNE B roj, Nji0A0Bble MYLKN OT/IMYA/IUCL OYEHb BbIFOAHO.
OHM faBann HOBOE NMOKOJIEHME KaXAble ABe Heaenu.

lNMonHoe cuenneHne

B cBoux akcnepumeHTax T. MopraH uccrnefosan 3aKOHOMEPHOCTU
HacnegfoBaHus myTtauuin (b — 4YepHOe TeNo MV — 3a4aTOYHble KPbIbs)
y myxu D. melanogaster. loMuHaHTHbIe annenn AUKOro Tuna onpepge-
nanu cepoe Teno (B) n HopmanbHble Kpbinba (V).

CkpelwnBaHue cepoil Myxum ¢ HOpMasabHbIMU KPbINbAMWU (AUTOMO3U-
rotTHoii BBVV) c yuepHoOi Myxoii ¢ 3a4aTo4HbIMMK Kpbinbamu (bbvv) B nep-
BOM MOKOJIEHUW faeT CepbiX TMOPUAOB C HOPMaNbHbIMU KPbIbAMU
(BbVv — paureteposnrotbl). Ha ocHOBaHMM 3aKOHa HE3aBUCUMOrO Ha-
cnepfoBaHWs NpU3HaKoB, 3TW aureTteposurotel (BbVv) ponxHbl gatb
yeTblpe Tuna ramet: BV, Bv, bV, bv.

Mpu ckpewunBaHun auretepo3mrotHoro camuya <€ (BbVv) m3 nepso-
ro NOKOJIEHUA C YEpPHOW camMKoli ~ c 3a4aTo4yHbIMU Kpbinbamu (bbvv),
cornacHo TpeTbeMy 3akoHy MeHpens, nccneposatenn [OSXKHbI 6binun
NnoNy4ynTb CNeAYoLL Y CXemMy, MO KOTOPO/ BO BTOPOM MOKOSIEHUM NPO-
nsoligeT pacwenneHne B oTHoweHun 1: 1 1: 1, npuyem Hapsagy € uc-
XO4HbIMN thopmMaMmn — cepbil UBET Tena n ANHHbIE Kpbinbsa (BbVv) n
YepHbIli UBET Tesla U 3adaTouHble Kpbinbs (bbvv) — TakXe f0/MKHbI 6bln
NPOSABUTLCS YepHble MyXU C OANUHHBIMU KpbinbsmMu (bbVv) n cepble ¢
3a4yaToyHbIMK KpbiibaMu (Bbvv) ¢ ogmHakoBoi vactotom 1:1: 1 1
OpfHako B aKCNMEPUMEHTE NONy4Yanucb AaHHble, He NoATBepxJatwline
3TOT pacyeT, OCHOBAHHbLIN Ha TpeTbeM 3aKoHe MeHpgens. BmecTo yeThl-
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pex TunoB ocobGeii Npu aHanNM3UpywLWEM CKpelwuBaHUM nonyvaetcs
TONbKO [Ba: MYXW YepHble C 3a4aTOYHbIMU KPbINTbSMU W HOPMasbHble
no 060MM Mpu3Hakam, T. €. UCXOAHble (hOPMbl, B3ATble NepBOHaYaNbHO
4NA CKpewwuBaHUs. AHaNM3 MOJIyYEHHbIX AaHHbIX JaeT NpaBo 3akK/K-
UMTb, YTO YEPHbIA LBET Tena v 3a4aTo4Hble Kpbl/ibsi, BEPOSAITHO, Hacne-
LYlOTCA BMecTe — cuenfieHbl Mexay co60ii, Tak Xe Kak U uX Hopmasb-
Hble annenu, — cepblii UBET U AINHHbIE KPbISibs, T.€. HAXOAATCA B OA4HOW
1 TOW K& XpoMocoMe. 3anncb JaHHOTO CKPEeLLMBaHNUS C XpOMOCOMaMH
noaTBepxpaaeT 3To:

bv bv
cepble, yepHble,
ANVHHbIE KPbISbs 3a4aToOYHble Kpblabs

FeHbl B 1V HacnepgywTca COBMECTHO, Tak Kak Haxo4ATCS B OfHOWM
Xpomocome. Takoe cOBMeCTHOe Hac/negosaHue T. MopraH HasBas cuen-
NieHnem.

MoXeT BO3HWKHYTb BOMPOC: He ABMAITCA /M 3TU ABa Npu3Haka —
LUBeT Tena u AnHa KpbiibeéB — 3aBUCMMbIMU OT OAHOTO reHa? B pa6o-
Tax T. MopraHa 6bl/10 JOKa3aHO, 4YTO 3TK ABa Npu3Haka AeTepMUHUPY-
0T fBa pas3/IMyHbIX reHa. Takum ob6pa3om, 6bI/I0 OTKPLITO Npasuio,
onpejensiiowee xapaktep HacnefoBaHus Npu nokKanuM3sauuum reHos B
ofHoN xpomocome. OBGHapyXeHne SBNEHUS CLEMIeHNS OKOHYaTesIbHO
ybeauno uccneposateneli, YTo UMEHHO XPOMOCOMbI SBASKTCA HOCU-
TENAMU Tex MaTepuanbHbIX YacTul, KOTOpble Ha3Baniu reHamu.

Ecnu reHbl HaxoaAaTcs B OAHOW XpOMOCOME M Bcerja nepepawTcs
BMeCTe, roBopAT O NO/IHOM cuenaeHun.
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B onbiTax ¢ gpo3odunoii non-
Hoe cuensieHne HabnwaaeTca ToNb-
KO y camuoB (puc. 84), T.e. y cam-
LlOB Ap030(NIbl UMEETCA MOHOe
cueneHve reHoB B O HOI XPOMO-
come. Kak nokasanu onbiThbl, y CaM-
K1 Apo30dunnbl U Apyrux npeacra-
BUTeNe MYXCKOTF0 U XEeHCKOro
nosia MoHOrO CLeneHns HeT, a Ha-
6nt0aeTcsa YacTUYHOE CueneHmne.

HenonHoe cuenneHue

N3 nepBoro nokoneHunsa 6bian
B3ATbl AUTreTepPO3NTrOTHbIe CaMKu
¢ (BbVv) un ckpeweHb c pe-
LLECCUBHBIMW AUTOMO3UTOTHLIMMU
camuamm <$ (bbvv).

B notomcTBe Takux camoK
6bI/10 NONYYEHO He ABa, a YeTbipe
Tvna ocobein. Kpome Myx 4epHbIX
C 3a4aTOYHbIMU KPbIIbAMU U MYX,
MMeLWnX cepblii UBET U A/INHHbIE
KpblNbs, 6bIAN MOMYYEHbI MYXU
ceporo uBeTta C 3a4aTOYHbIMMU
KPbINbAMU N YepHble C AJIMHHBIMU
KpblibamMu (puc. 85, 86).

Mo yncny pa3nndHbix hopm pe-
3ynbTaT Kak 6y4T0 6bI COOTBETCTBO-
BaJl TOMY, 4YTO AO0/I)XHO 6bIN10 MNO-
NYYUTbCA HA OCHOBAHMWM 3aKOHA He-
3aBUCMMOro KOMOGUHMPOBaHUSA

npu3HaKkoB. B Takom cnyyae Hafo ObI10 0XuAaTb, YTO YeTbipe TUna Myx
NosABATCA B KO/IMYECTBEHHOM OTHOWeHMN 1:1: 1: 1. OaHako npu nogcye-
Te MOTOMCTBA KOIMYECTBO MyX C CEPbIM LiBETOM Tefna U A/IMHHbIMU KPbl/ib-
AMU N YEPHbIX C 3a4aTOUYHbIMM KPbIbAMM NONyYaeTcs 3Ha4YnTeNbHO 60/b-
we, no41,5% (Bcero 83%), TorAa Kak cepbix C 3a4aTOYHbIMU KPbIbAMU U
YepHbIX C ANIMHHLIMU KpblbAMU — 1o 8,5% (Bcero 17%).



MpoBeaeHe MOBTOPHLIX OMNbITOB NOAOGHOr0 poga Mnokasano, yTo
3TOT pe3ynbTaT NpU O4HUX M TEX XKe YCMOBUAX MOCTAHOBKM OMbiTa —
MOCTOSIHHbIN.

Takum 06pa3oM, y rmopuaHoli ANreTepo3nMroTHOM CamMKM MPOMCXO-
OVT HapylleHue cuenneHus, Befyliee K NosB/EHWO HOBbIX KOMOWHa-
uWii reHoB (B AaHHOM cniyyae — 8,5% + 8,5% = 17%).



Ecnn chakT cuenneHns reHoB 06bsACHAETCS /I0Kanu3aumneli cuenieH-
HbIX FTEHOB B OAHOI XPOMOCOME, TO KaK 06bACHUTb HapylleHne 3TOro
cuenneHuna?

MexaH13M HemnosIHOro cuenieHna — KPOCCUHIoBep

Onupasicb Ha HabnoaeHus ®. AHceHa, 06HapYXXMBLLIEro B Meiio3e Xu-
asmbl (X-06pa3Hasi CTPyKTypa, BO3HMKLIAA BCAEACTBME KPOCCUHIOBepa),
MopraH npegnonoxun, 4to ocobu Bbvv n bbVv nossunuce B pesynbtate
nepekpecTa 1 pa3pbiBa rOMOIOTMYHbIX XPOMOCOM, 61arogaps 4emy 1 npo-
NCXOAUT 06MEH FOMOJIOTMYHBIMU YYacTKaMn FOMOJIOTMYHbIX XPOMOCOM B
ToukKax Mexgy reHamu B nV. Cam npouecc nepekpecrta 6bl1 Ha3BaH Kpoc-
CUHrOBEpOM, 1 0cobu, 06pa3oBaBLIMeCcs U3 raMeT, CoYeTaLWmnX B pe3syb-
TaTe nepekpecTa Npn3Hakn 060Mx poguTenein, — KpoccoBepHbiMn (17%).
Ocobu, obpasoBasluMecs U3 ramMeT, y KOTOPbIX He OblI0 KPOCCUHIOBEpa,
6blNN Ha3BaHbl HEKPOCCOBEPHbLIMU (83%).

KpoccuHrosep

Takoi npouecc T. MopraH Ha3Ba/l reHeTUYeCKo pekombuHaumen re-
HOB. eHeTuuyeckas PeKoMOWHALMSA reHOB MOXeT MPOUCX0AUTb C pasHOW
4acTOTON. ITOT MpoLecc 3aBUCUT OT TOro, Ha KakOM pacCcTOSAHWUWU Apyr oT
Apyra pacnofioXeHbl reHbl. KpoccuHrosep MoXKeT MpouUCXO0AuTb Ha pas-
HbIX y4acTKax XpoMocoMbl. Ecnv ABa reHa HaxoasaTcs 6/1M3Ko Apyr oT Apy-
ra, TO Npy KPOCCMHIoOBEPE OHM OCTaloTCA BMeCTe, eCn AaneKko — TO BO3-
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MOXHOCTb nepekpecTta 6onblwe. Mpy HE3aBUCUMOM KOMOUHMPOBaHUN re-
HOB 50% oco6ei couyeTalT NpuU3Hakm 060unx poguTenei.

KpoccuHroesep mexpay HeCeCTPUHCKMMM XpomMaTuAaMu npoucxoauT B
npodase 1-ro MeoTMYeCcKOro AefeHns Ha ctaguu TeTpag, T.e. YeTbipex
xpomatufg. B Kaxgolh Touke o6MeHa NPOUCXOANT paspbiB 1 BOCCOEUNHE-
HUe TOJIbKO [ABYX W3 YeTblpex HeCecTPUHCKUX XpomaTtug. KpoccuHrosep
MOXET NPOUCXOANTb HE TOIbKO BO BPEMA Melio3a, HO 1 MUTO3a, Ha CTagun
yeTblpex xpomaTtug, OHM MOryT nepekpelmsaTbcs. YactoTa MUTOTUYEC-
KOro KpOCCMHroBepa 3HauMTeNlbHO HuXe MmeioTuyeckoro. MopraH gonyc-
Kaul, 4YTO MepeKkpecT Mexay XxpomatuaaMu romMosIoOrMYHbIX XPOMOCOM MO-
XeT NPOUCXOA4UTb OAHOBPEMEHHO B HECKOJIbKMX TOYKAX: €C/i NMPOUCXOLUT
B O[HO TOYKE — Ha3blBAETCA OAMHOYHbLIM KPOCCUHIOBEPOM, B [BYX TOY-
Kax OfJHOBPEMEHHO — [BOWNHbLIM, T.e. KPOCCUHIOBEP MOXET OblTb MHOXE-
CTBEHHbIM. KaxAblli ABONHON KPOCCUHIOBEp BO3HWKaeT 6narofaps AByM
HE3aBMCUMbIM OAWHAPHLIM pa3pbiBaM B ABYX TOYKaX, MO3TOMY ABOliHble
KPOCCUHIOBEPbl COKpaLlaloT PerncTpupyemMoe paccTostHue Mexzay reHamu.

Ha ocHoBaHUM 3TWX faHHbIX MopraH BbIABWHYN TMNOTE3y O SINHEN-
HOM pacnosioXXeHun reHoB B Xpomocome. 3Ta runortesa Obina gokasa-
Ha onblTamy MopraHa Ha OCHOBaHWWU OTKPbLITUA CLENNeHns n pekomou-
Haumn. 3TO BaXKHbI/A aprymMeHT B NO/b3Yy TOr0, YTO FEHbl PACMOM0XEHbI
NNHeWHO BAOMb XpoMocoMm, 6narogaps yemy Obl/10 BBEAEHO MOHATME
reHeTU4ecKoro KapTupoBaHua — onpefesieHne MoN0XKEeHUsa KaKoro-
nn60 reHa no OTHOWEHUIO K ABYM (KaK MUHUMYM fABYM) reHam. MocTo-
AHCTBO MpoLecca KpOCCUHroBepa Mexjy onpefesieHHbIMU reHamu no-
3BONIAET /I0KannM3oBaTb UX. 3a eAUHULY PacCTOAHUA MeXAay reHammu
NPUHATO cuyuTatbh 1 MopraHuay, HasBaHHYW B 4yecTb MopraHa B 1919 .
Ix. XonpgeWHom, paBHYyKW 1% KpoccuHrosepa. lpu paccTosHUmM
50 mopraHug v 6onee NpuU3Haku HacnegylTca He3aBUCUMO, HECMOTPS
Ha nokanusauuio Ux B 04HOM XpoOMOCOME.

B Hawem npumepe npu 17% KpoOCCUHTroBepa paccTosiHue Mexay
reHamu B nV paBHo 17 mopraHugam.

MopraH v ero coTpygHUKN MokKasanu, 4to, yCTaHOBUB rpynny cuen-
JIEHUSA, MOXXHO NOCTPOUTL FreHeTUYeCKne KapThl M yKasaTb NOPALOK pac-
NMONOXXEHUSA TEHOB.

FeHeTNYeCcKon KapToli XpOMOCOM Ha3blBalT CXeMY B3aMMHOro pac-
NOMIOXXEHNA TeHOB, HaxoAsAlWMXca B OA4HONM rpynne cuennenuns. Onpe-
feneHne rpynnbl CUenseHnsa ocyu ecTBAAeTcs rmMopnaonornyecknum
MeTOofOoM, T.e. NP N3YyYeHUN pe3ynbTaTOB CKpelinBaHus.

108



Ecnn n3BecTHO, YTO paccTosiHne Mexay ABYMSA reHamu of4HORN rpyn-
nbl cuenneHna A n C coctasnsno 4%, n Heo6Xo0AMMO YCTaHOBUTbL Mec-
TO TpeTbero reHa B B ToOW e xpomocoMe, TO HEOO6XOAMMO BbISCHUTH
NpoOLEHT KpocCuHrosepa mexay reHom B n renamm A n C. Ecnm npo-
LeHT KpoccuHrosepa mexgy A n B coctaeun 3%, 10 reH B pacnono-
XeH mexay A nC. Ecnu npoueHT KpoccuHrosepa mexay A un B cocta-
BuN 5%, To reH B HaxoAUTCS Ha OAHOM M3 KOHLOB XPOMOCOMbI.

Ha ocHoBaHWM onbiToB T. MOpraH v ero COTpygHUKN CHOpPMynnpo-
Ba/I OCHOBHble NONOXEHUA XPOMOCOMHON Teopuw.

IpeeMCTBEHHOCTb CBOIMCTB OpPraHW3mMoB B pAfy NOKONEHW onpe-
fenseTca NPpeemMCcTBEHHOCTbI0O MX XPOMOCOM. Bbifio yCTAHOBNEHO, YTO:

* reHbl HaxoA4ATCA B XpoMoOCOMax;

* KaXAbl/i reH 3aHMMaeT onpejesieHHoe MecTo B XPOMOCOME;

* reHbl B XPOMOCOME PacnosioXXeHbl B IMHEWHOM MOPSAKE;

* Kaxpjas xpomocoma npepcTtaBnseT cob60il rpynny cuenneHus;

* 4UCNO rpynn cuenneHns pasHO raniongHoOMy HYUCY XPOMOCOM;

* MexXAy roMosiorMyHbIMM XpoMOoCOMaMMn MNPOUCXOAUT O6MeH as-
NeNbHbLIMU TeHamu;

e paccTosiHMe MeX[Ay reHamu nponopunmoHasibHO MPOLEHTY Kpoc-
CUHIroBepa MexXay HuUMmK.

Tenepb Mbl MOXEM CKa3aTb, YTO A8 KaXA0ro reHa cyuiectsyeT fBa
MPUHLUMUNNANbHbLIX TUNa Hac/fef0BaHnA:

['eH MOXeT HacnefoBaTbCA:

1. CuennieHHOo C APYrMMN reHamu.

2. He3aBMcuMmo OT ApPYrux reHos.

XPOMOCOMHbIVi MexaHW3M onpefeneHus nona

B KoHue XIX — Hauyane XX B. HEKOTOpbIE uccnegoBaTenn nokasa-
NN, YTO y pAfa HAaCeKOMbIX XPOMOCOMHbLIA Habop camuOB U camMoK



pasnuuyaetca MeXxAay coboi. Tak, YWNCOH 06GHapy>Xun, 4to y kaona
Lygaeus turneus camku MmewT 7 nmap XpoMocom, y camua — 6 nap
OLWHAKOBbIX C CAMKO XPOMOCOM, a B CefjbMOli nape ofHa XpoOMOCO-
Ma Takas e, Kak COOTBeTCTBYylOl,ad XpoMocoMa caMku, a Apyras 3Ha-
YNTEeNbHO MeHbWe No pa3mepy. [anbHeliwmne nccnegoBaHus, cBsi3aH-
Hble C XPOMOCOMHbIM MEXaHU3MOM HacnefoBaHWA nona, npuHagnexart
wkone T. MopraHa. B 1914 r. 3. BunbcoH, paboTaBwuii B naboparo-
pun T. MopraHa, AoKa3a, 4TO BaXHeilwas posb B reHeTUYeCcKoW ge-
TepMMHaynm nona NpuUHaAIeXUT XpoMoCcoOMHOMY annapaty. Mpu n3y-
YEeHUN KapuoTmna Myxm-gpo3odunbl 66110 fOKa3aHOo, YTO KapuoTunbl
CaMKW U camua pas/iMyHbl, U 3TO pasnuume — Mo Of4HOW U3 yeTbipex
nap XpoMoCOM, KOTOpPble OH HasBajs Mon0BbIMW Xpomocomamu. Oc-
TanbHble TPM Napbl Ha3biBalT ayTocoMaMu. Y caMky — [ABe 0AMHaKo-
Bble NOJ/IOBblE XPOMOCOMbI, MX 0603HAYNIN KaK A'-XPOMOCOMbI, y caM-
ua — ofgHa A'-xpomocoma, WAEHTMYHaAs XEHCKOW MnonoBOW
Xpomocome, Apyras — KOpoTkas Y-xpomocoma. XeHCKWii non mve-
eT ABe A'-XPOMOCOMbI, MY>XCKOIi Mon MMeeT ABe pa3/IMyHble XpPOMOCO-
Mbl — X n Y. OT coyeTaHnsa X- U Y-XpoMOCOM 3aBWCWUT MOS Haceko-
MbiX. CaMKkun gpo3odunabl 6yayT 06pa3oBbiBaTb TO/ILKO OAWUH TUN rameT
(3A + X), Torga Kak B roHagax camuoB 6ynyT o6pa3oBbiBaThCsA [ABa
Tuna ramet (3A + X) n (3A + Y), rae A — ayTocombl. B gaHHOM cny-
Yyae XXEeHCKWUI non HasbiBalT roMmoraMmeTHbIM (XX), MyXCKoil — re-
TeporameTHbIM (XY). Y yenoseka romoraMeTHbIA MO — >XEHCKWUIA.
Bce AiLeKNeTKN XeHWnHbl cofepxxaT raniongHsli Habop ayTocom u
oAHYy A'-xpomocomy (22 + A). Y MYX4YMH cnepmato3onbl MOryT 6biTb
ABYX TUMOB: OAHAa MONOBMHA HECeT ranjouaHbli Habop XPOMOCOM 1
A'-xpomocomy (22 + A), Apyras NnosioBMHAa — raniouAHblii Habop ayTo-
COM U Y-XpOMOCOMY. MY>XCKOW MNos y 4enoseka, COOTBETCTBEHHO, re-
TeporameTeH. TakKoil TUN HacnefoBaHUA Mojsia BCTpPevyaeTcs y MIEKO-
nUTaKWnX, pblb, Y ABYKPbINbIX HACEKOMbIX, @ TakXe Yy ABYAO0NbHbIX
pacTeHui.

Opyroi Tun HacnepoBaHua nona Habnwogaetca y Kyp. FeTeporameTt-
HbIM siBnseTcs XXeHckuid non (WZ), a romoraMeTHbIM — MYXCKon (ZZ).
Takoi ke TMn HacnefoBaHWAa nosa Habnwgaetcs y 6aboyek, NTUL, He-
KOTOPbIX Pbl6 U 3eMHOBOAHbIX.

TpeTuit TUN XPOMOCOMHOTO HacfefoBaHUA nona xapakTepeH Ans
MHOTUX K/IONOB, XYKOB, NPAMOKPbI/IbIX HACEKOMbIX, MayKoB, MHOFOHO-
XeK 1 HemaTog. XXeHckne ocobu MMeloT romorameTHbln reHoTun (XX),

110






HacneposaHue Npu3Hakos, CLUENMEHHbIX C MOIOM

MopraH v ero COTpYAHVNKMN 3aMeTU/N, YTO Hac/eloBaHNe OKPacKu rna3s
y Ap030(PU/ibl 3aBUCUT OT M0/1a POAUTENLCKUX 0COGEl, HECYW X anbTep-
HaTUBHble a/leNin. KpacHas OKpacka rnias JOMUHUpYeT Hap 6enoii. Mpu
CKpeLymMBaHUM KpacHornasoro camua c 6enornasoii camkoit B F, nonyyva-
N paBHOE YKC/I0 KPacHOrnasblx caMok n 6enornasbix camuyos. OfHaKo
npy CKpeLynBaHnmM 6e/10r1asoro caMmua ¢ KpacHor1asoli camMmkoii B F, 6biin
no/yYeHbl B PaBHOM YMC/1e KPacHOr1asble caMupl U caMKu. Mpu cKpewm-
BaHUM 3TUX MyX F, Mexxay cob6oii 6binu NonyyeHbl KpacHornasble camku,
KpacHornassle 1 6enornasble camipl, HO He GbII0 HW OfIHOV 6enornasoit
camku. TOT (hakT, YTO y CaML,0B YacToTa NPOABIEHNA PELECCUBHOrO npu-
3HakKa 6blna Bbllle, YeM Y CamMOK, HaBOAUM Ha MbIC/b, YTO PELECCUBHbINA
annenb, onpeaenawwWmnin 6en1ornas3ocTb, HaxoguTcsa B A-Xxpomocome, a
/-XpoMOCOMa SIMLIEHA FeHa OKPaCcKM ra3. YTobbl NPOBEPUTL 3Ty runote-
3y, MopraH ckpecTun UCXoHOro 6e/10r1a3oro camua ¢ KpacHor1asoii cam-
Ko 13 Fr B noTomcTBe 6blnv NO/y4eHbl KpacHornasble v 6enornasble cam-
ubl 1 camkn. M3 atoro MopraH cnpaBej/iMBO 3aKAKUYWUA, YTO TONbKO
A-XpOMOCOMa HeceT FeH OKpacku rnas. B /-xpomocome COOTBETCTBY!O-
Lero /IoKyca Boobuie HeT. 3TO AB/IEHWE M3BECTHO Mo/, Ha3BaHMeM Hacne-
[0BaHVA, CUEnIeHHoro ¢ nosiom (puc. 88).

FeHbl, HaxoAsLWMecs B NOMOBbIX XPOMOCOMaX, Ha3blBaKT CLENIeH-
HbIMW C NOMOM. B //-xpomMocome umeeTcsi y4acToK, 15 KOTOPOro B
/-xpomMocome HeT romosiora. MoaTomy y ocobeii My>KCKoro nona npu-
3HaKK, onpejesniaemble reHamy 3TOro y4acTKa XpOMOCOMbI, NPOABASA-
I0TCA Jaxe B TOM C/lydae, €C/iM OHU peLeccuBHbl. 3Ta ocobas topma
cLenaeHns no3eonseT 06bACHNTL HacnefoBaHNe NPU3HaKoB, CLEMNIeH-
HbIX C MOJIOM.

Mpy nokanmsaymn reHoB B HEroMOJIOTMYHbIX ydacTkax uam B Al u
/-Xxpomocomax HabngaeTcs NosHoe cuenieHne ¢ nosiom.

Y uenoseka 6onee 1000 reHoB HaxoAATcs B A-XPOMOCOME W OKO/O
300 reHoB MAEHTUULMPOBAHO, CPeAW HUX TeHbl, Bbi3blBalOLWME Takue
3abonieBaHNsA, Kak remounus, AanbToHM3M (UBeToBas cnenota), Mbl-
weyHasa AucTpous, noTemHeHve amanu 3y60B, ofHa U3 (HOpM aramm-
rno6ynmHemumn v ap. (pvc. 89, 90). HacnepoBaHme TakMX NPU3HaKOB OT-
K/TIOHSIeTCA OT 3aKOHOMEepHOCTel, ycTaHOBNEeHHbIX . MeHaenem.
A-XpOMOCOMa 3aKOHOMEPHO NepexoAunT 0T OAHOr0 Nona K Apyromy, npm
3TOM 046 HacnefyeT A-XpOMOCOMY OTLa, a CblH — A-XPOMOCOMY Mare-



pu. HacnegosaHue, npun KOTOpOM
CbIHOBbSI HACMeAyloT NPU3HaK Marte-
pu, a goyepu — npu3HaK oTua, rno-
NyYnio HasBaHue KpUcc-Kpocc (Unm
KPECT-HaKpecT) Hac/efoBaHue.

HacneposaHue ganbTOHU3Ma

M3BECTHbI HapyLLIeHUs LiBETOBOTO
3peHns, Tak Ha3biBaemas LiBeToBas
cnenota. Kon6oukn B ceTyaTke rna-
3a yesioBeKa cogepxxart Tpu Tuna o-
TOpeuenTopoB: CUHEro C ANMHOW

Puc.89. X-1 Y -XPOMOCOMbI
uenoseka






CNEenoToN, BbIXOAWUT 3aMYX 38 MY>XUYUHY C HOPMaJIbHbIM 3pEHMEM, TO Y
nx pgeteil HabnwaaeTca cBoeobpasHas KapTMHa NepeKpecTHOro Hacne-
JoBaHuA. Bce goyepun oT Takoro 6paka nonyyart npusHak oTua, T.e. OHU
UMelT HOpMasibHOEe 3peHune, a BCe CblHOBbS, Nofy4vas Npu3Hak marte-
pu, CTpagalT LBETOBOW CenoToil (4anbTOHM3M, CLEN/IeHHbIN ¢ X-Xpo-
MOCOMOIA).

Korga oTeu — [anbTOHMK, a MaTb UMEET HOpMasibHOe 3peHne, Bce
LeTn 0KasblBalTCA HOpMa/bHbIMW. B oTaenbHbix 6pakax, rae matb U
oTely 06nafalT HOPMasbHbIM 3pEHWEM, HO €CN MaTb SIBNSEeTCH HOCWU-
Tenem X-CLEMN/IEHHOr0 PeLeccuBHOro reHa, 50% CbIHOBE MOXET OKa-
3aTbcs MOPAXEHHbIMW, a 'y AoYepei NpoueHT nopaxeHns — 0%. B 1o
Xe BPeMS PUCK ObiTb FeTePO3UTOTHLIMU HOCUTENbHULAMU Y XKEHLUH
pased 50%. LiBeTOoBasA cnenota valle BCTpevaeTcs y MyXUnH, 8% Myx-
YMH Ha Haweli nNnaHeTe — [aNbTOHUKWN, XXEHLWWHbI-AAaIbTOHUKN — Me-
Hee 1% . HacnepoBaHue 3TOro npusHaka 3. BunbCoH 06bACHWA, npea-
nonoXxwue, YTO OH NOKanu3oBan B X-XpPOMOCOME W 4YTO y 4yenoBeka
reteporaMmeTHbiM (XY) ABAAETCA MYXCKOM non. CTaHOBUTCSA BMOJIHE M-
HATHbIM, UYTO B Bpake FrOMO3WIOTHOW XXEHLWHbI C HOPMaJibHbIM LBETO-
BbIM 3peHnemM (X"X*) ¢ MyXuuHol-ganbToHUKom (JI6Y) BCe AeTU POX-
pawTcs C HOPMasbHbIM LBETOBbIM 3peHMeM. OfHaKo npu 3TOM Bce
Jouyepn CTAHOBATCA CKPbITbIMW HOCUTENAMU reHa fanibTOHU3Ma, 4YTO MO-
XKEeT NPOABUTLCA B NOCNEAYIOWMNX MOKONEHNAX.

Hacnepgyembie fehekTbl LLBETHOr0O 3peHUs y Yenoseka Habnogannco
6onee 2000 neT n ynomuHawTca B Tanmyge. Boicokas yacTtota nopa-
YKEHNA MY>XUMH MOXET 06BACHATLCA TaHAEMHbIM CTPOEHMEM FeHOB Nur-
MEHTOB KpPacHOro v 3e/IeHOro LBeToB.
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Bnarogapsa cxoAcTBY nocnefoBaTeNbHOCTU HepaBHbI KPOCCUHIO-
BEpP 4acTO NPOUCXOAUT B MeXreHHol obnactu (okono 15 TeicAY nap
HYKNeoTMAO0B), KOTOPbIA MPUBOAMT K Aeneuun — Aynavkauuu u pas-
NINYHOW cTeneHn gedekTam KpacHO-3eneHoro 3peHus (puc. 92).

[Opyrne gedekTbl 3peHUA BKAKYAKT CUHUIA MUTMEHT (TpuTaHonus)
WM BbI3bIBAKT MOJIHY NOTEPH LBETHOro 3peHus (axpomaTtoncus).

HacnefgosaHue remounnu

Opyrum npumepom HacsiefoBaHUSA CUEMEHHOro C NoJioM MOXeT
NOCNAY>XWUTb PELeCcCUBHbIA NonyneTanbHbli TeH, Bbi3blBAOWWUA He-
CBEpTbHIBAEMOCTb KPOBU Ha BO3Ayxe — remodunuiwo. 3T1o 3abonesa-
HUe NpPoABMAETCA MOYTU UCKIYNTENIbHO TOJIbKO Yy Masib4nKoB. [pu
remounnnun Hapylwaetcs obpaszoBaHue gakTtopa VI, yckopswue-
ro ceeptoiBaHue kposBu (puc. 93). leH, AeTEPMUHUPYIOLWMNA CUHTES
hakTopa VI, HaxoanTca B yyacTke X-XpOMOCOMbI W HacnegyeTtcs

Puc. 92. flehekT bl LBETHOrO 3pEHNS, BO3HUKAlOLWME B pe3ynbTaTe
HEpPaBHOr0 KPOCCUMHIoBepa Mexay X-Xxpomocomamu
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no peLeccMBHOMY TuMy. BO3MOXHbI crefyiouime reHoTunbl n heHo-
Tmnel (Tabn. 6):

Tabnuua 6
leHoTVNbI deHoTUMbI
XHKH HopmanbHas eHLimHa
XHh HopmanbHas yeHumHa (HocuTenb)
XHY HopmManbHbIi MyXu4nHa
XHY My>KumHa-reMonank

Puc. 93. YnpouieHHas cxema cBep T biBaHWA KPOBU Yy YesloBeKa, KackajpeakLunii
aKTUBMPYeTCSA NPU paspyLleHnn KNeTKN B MeCT e paHeHus. Kaxablii hakTop
ABNAETCA NPOAYKTOM crneymndmnyeckoro reHa. Ha kaxaom wary sToro nyTwu
KaXAbli hakTop npeBpaljaeTCcsa B CBOW aKTWBHY popMy (0TMEUYEHHYI0
OyKBOW «a»), KOTOpas 3aTeM akTuUBMpyeT cnegylwmii pakTop B AaHHOM
nyTn. HekoTopble hakTopbl, Takue kak gpakTop VI, npuHuMa T yyacTue
B akTuBauuum Apyrux akTopoB 6e3 npeswecTBYLWed cOGCTBEHHON
aKkTuBauun. HanocnegHux AByxaTanax 4aHHoro nyTwu hakTopbl MPOTPOMOUH
N pMbpMHOreH NpeBpaLLalnTCcA B UX aKTUBHbIe POPMbl — TPOMOUH U hnbpUH
COOTBETCTBEHHO. [/INHHbIe HUTU UBPUHA CTabuIAN3NPY T KPOBSHOWM
CryCTOK, y/faB/inBas KONeTKU, Ha3blBaeMble KPOBAHbIMMW NacTUHKaAMMN
(TpombounThl). OTcyTcTBUe hakTOopos VI v IX y nHaAoMBMAYYMOB C
remocunuein A n B, cooTBeTCTBEHHO, 6/10KMPYeT MpoLecc CBepThIBAHUA [0
3Tana obpasoBaHus nbprHa, KOTOPbIA NPUBOANT K KPOBOTEUYEHUIO WAn
remopparuu npu nopese nUav paHeHuu
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B roMO3MroTHOM COCTOSIHUM Y XXEHLWWUH FTeH reMouanum npuBoanT K
netanbHomMy addekTy.

Ocobeli )XEHCKOro nona, reTepo3nroTHbIX NO NO6OMY M3 cueneH-
HbIX C MOMIOM NPW3HAKOB, Ha3blBAlOT HOCUTENSIMU COOTBETCTBYlOLLErO
peueccuBHOro reHa. OHM (MEHOTUNUYECKN HOpPMasbHbl, HO NOOBUHA
X rameT HeceT peLeCcCUBHbIA reH. HecmoTpsa Ha Hanuyme y oTua HoOp-
MasibHOTO reHa, CbIHOBbSi MaTepeli-HocuTenen ¢ BepoATHOCTbIO 50%
6yAyT cTpagatb reMouanei.

OAVH 13 Hanbonee XOpoL O AOKYMEHTUPOBaHHbIX NPUMEPOB Hacne-
foBaHWsA reMoUANN Mbl HAXOAMM B POAOC/OBHON NOTOMKOB aHrauiic-
KO koponeBbl Buktopuu (puc. 94). MNpepgnonaratwT, YTo reH remodu-
NN BO3HWUK B pe3yfbTaTe MyTauun y caMoil Koponesbl Buktopuu nnmy

Puc. 94. PogocnoBHasi NOTOMKOB aHIIMACKOI KOpPosieBbl BUKTopun.
HacnepoBaHue remodmnum



ofiHOTro M3 ee poauTenei. Cpean yHacnefoBaBWMX 3TO BPOXAEHHOE
3aboneBaHne — uecapeBuy Anekceli, CbiH NOC/EAHEro pyccKoro u3ps
Hukonas ll. MaTb uecapeBsuya, uapuya AnekcaHgpa degopoaHa (Anu-
ca), nonyyuna ot cBoel 6abywkun, koponesa( Bukropuun, reH remodu-
nnun n nepepana ero B YeTBEPTOM MOKOJIEHUWN GbIBLWIEMY Hac/egHUKY
Lapckoro npecrtona, Ha pucyHke 94 nokasaHO, Kak aToT CeH fnepepa-
BasicA ee NoTOMKaM.

OAWH 13 cuensieHHbIX C NOJIOM PeLeCcCUBHbIX FreHOB Bbl3blBAET 0CO-
Gblii TN MblWeYHol auctpodum (Tun JounT &), 3Ta gUcTpodhums n o -
AB/IAETCA B paHHEM [eTCTBE W MOCTENEHHO BeAeT K MHBANUAHOCTN ”
cMmepTu paHee 20-neTHero Bo3pacTta. [M03TOMY MY>XXUUHbI C AUCTpoduU-
el [joweHa He UMEXH NOTOMCTBA, a XXEHLW W HbI, FTeTEPO3UTOTHbIE MO FreHy
3T0ro 3aboneBaHus, BNOSIHE HOPMasbHbl,

CpefAn OOMUWUHAHTHbIX NPU3HAKOB, CBSI3aHHbIX C XX3*pom§>como$,
MOXHO yKa3aB Ha reH, KOTOpblii Bbi3blBae€T HE00TAaTOHHOOT*- OpraHun-
yeckoro gpoctopa &kposBu, B pesynbirare npyu ganmnur atoto» reHa Ha--
CTO pa3BMBAETCA PaxuT, YCTONUYMBLIA K NEHEHWNO OObIHHbLI'bIN f03ablU
ButammnHa D. B atom cnyuaii KapruHa neHHe” O O nO>nOW Hac-
nepoBaHua 3aMeTHO oTnmyaeTe# OT TOMOlxopga HOpHAaHW reHa no-
KONMEHMAM, KOTOpblIA 6bln onucaH ana ppiloomaHbl k MonesHelil-
B 6pakax AeBATU 60MbHbIX XEHWMH co 340pO P KM CpHAU
feTteit 6bina nNonoBuHa 60MbHLIX AeBovek v no'IWHLW —
34ecb, B COOTBETCTBUU C XxapakTtepom HacnepgosaHus AOWHATTAOTO
reHa, B X-xpomocomax Npou3O0lW 0 pacuenneHne B
1:1:1:1

Opyrum npumMepomM OMUHAHTHOIO reHa, 10Kasn3oBaHHoOro B X - x O
MOCOMe YesioBeKa, MOXEeT MOCAYXWUTb reH, Bbi3blBalwWnini gedeKkT 3y-
60B, NPMBOAAWMNI K MOTEMHEHUIO aManun.

Tak KaK reteporamMeTHbl/i MO/ FeMU3NTOTEH MO CLEMNNEHHLIM C MO-
NIOM reHaMm, TO 3TW reHbl Bcerga nposiBAATCA B UX peHOTuUNe, Jaxe
€C/I OHU peLecCUBHblI. BOMBLWMHCTBO FEHOB, MMEKLWMNXCA B X-XPOMO-
come, B K-xpomocome oTCYTCTBYeT, 0 HAKO onpefeneHHy0 reHeTnyec-
Kyl MH(OpMaLuo nocnefHsass Bce-Taku HeceT. PasnuualT gBa Tvna
Takol MHopmaLumn: Bo-NepBbIX, COAEpPXKAaLlylCa B reHax, MpucyTcTBy-
IOWMX TONbKO B K-Xpomocome, W, BO-BTOPbIX, B reHax, NMPUCYTCTBYIO-
lWMx Kak B Y-, Tak U B X-xpomocome (remopparmyeckuii guates),

K-xpomocoma nepepgaeTcs OoT OoTua BCEM ero CbiHOBbAM. CrnepoBa-
TeNbHO, AN1A TEeHOB, COofepXalnxca ToNbKO B K-xpomocomMe, xapakTep-
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HO rofaHfpuueckoe HacnejoBaHve, T.e. OHW MepejawTcs OT OTuUA K
CbIHY U MPOSABAAIOTCS Y MYXCKOro nona.

Y yenoBeka B Y-xpomocoMme cogepxaTtcsi 6onee 100 reHoB, HECKO/b-
KO [,eCSiITKOB U3 HUX UAEHTU(ULMPOBAHbI, O4WH U3 HUX HEO6X0AMUM ANA
aAvnddepeHymauum ceMeHHUKOB, BTOpoil TpebyeTca Ans NposiBfeHus
aHTUreHa rMcToCOBMECTUMOCTM, a TpeTuii oKasbiBaeT BAUAHME Ha pas-
mMep 3y60B. B Y-XpoMOCOMeE BbisiBfieHbl T€Hbl, KOTOpPbIe OTBEYalT 3a
naTofiornyeckne npusHaku.

K HMM OTHOCAT rMnepTpuxo3 (0BOMIOCEHME YWHOW PaKOBUHbI B 3pe-
JIOM BO3pacTe); Haiumuve NepenoHOK Ha HMKHUX KOHEYHOCTAX; OAUH U3
BMAOB MXTMNO3a (YewyiiyaToCcTb U NATHUCTOE YTOJILEHNE KOXN).

Twunbl HacnefoBaHMA NMPU3HAKOB

Tunbl HacnefoBaHMA NPU3HAKOB B MOKONEHUAX ONpeAensTca TeMm,
KaKoli Npu3HakK HacnegyeTcs, AOMMWHAHTHbIA WM peLecCUBHbI, U B
KaKo XpoOMOCOMeE /I0KaNIM30BaH feH, KOHTPONUPYOLW NI 3TOT NPU3HaK,
B ayTocoMax WaM NonoBbIX Xpomocomax. MHdopmaumna o mexaHnsmax
HacnefoBaHNA MMeeT BaXHOe 3HaYeHNe B MeANKO-TeHeTUYECKOM KOH-
CyNbTUPOBaHUW NPV ONpefeneHnn pucka poxaeHna pebeHka c Hacneg-
CTBEHHOI 60ne3Hblo. [NA aHanu3a Tuna HacnefoBaHWs MCNONb3yeTcs
reHeanornyeckuin metod, (cm. c. 293). OH 3ak/0yaeTcs B aHanu3e po-
[OCNOBHLIX W NO3BONAET OnNpeAennTb TUN HacnepoBaHua. [na aToro
NPUMEHAIOT onpefeneHHble MeToANKN 1 0603HavYeHUsa. Yenosek, C Ko-
TOpPOro HauyMHaeTCcsa uccrefoBaHWe, HasbiBaeTcs Npob6aHAoM, ero 6pa-
Tbs U CECTPbl — CcMBCaMun. B HacTosiuee BpeMs onpegensitoT 5 Tunos
HacnepoBaHusi npusHakoB (puc. 95):

1) ayTOCOMHO-AOMUHAHTHBIN;

2) ayTOCOMHO-pPEeLeCCUBHbLIN;

3) cuenneHHbIn C MONOM LOMUHAHTHbIN;

4) cuenseHHbIn C NONOM PeLecCUBHbIN;

5) ronaHapuyeckui.

[ns ayTOCOMHO-AOMWHAHTHOrO TMNa HacnefOBaHUA XapaKTepHO:

1) Nnpu3HaKk NposBASAeTCA B KaXOM MOKONEeHWN;

2) pegkuii Nnpu3Hak HacnefyeTcs NosoBMHON AeTeil — 3TO HacnegoBa-
HVe CBSI3aHO C HEMOJIHOW NEHETPaHTHOCTbI0 U HU3KOW 3KCNPEeCCUBHOCTLIO;

3) o6a poauTena B paBHO Mepe nepefawT NPUM3HaK AeTAM;

4) oAnHaKOBOE COOTHOLWeEeHNe (heHOTMNOB caMoK v camuoB B F, u Fr
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Mpumepom ABNseTCA axoHAponnasnsa (YKOPOYEHHble KOHeYHOCTH,
Tynosuuie HopmanbHoe) (puc. 96).

[lnsa ayToCOMHO-peLeccMBHOroTMNa Hac1eA0BaHNA XxapakTepHo (puc. 97):

1. PeueccuBHbIi NPU3HAK MOXeT OTCYTCTBOBaTb B MOKONEHUWN fe-
Teli 1 MOXeT NPoABUTLCSA B NOKOMEHUN BHYKOB B 25% cnyvaes.

2. Mpu3Hak NposBAAeTCcA NpPU aHaNU3MpPylLWeM CKpelwmnBaHumn
Aa X aa c BepoATHOCTbIO 50%.
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Puc. 96.
AxoHgponnasuns

Puc. 97. PoiocnoBHas cembm C a/lbbUHU3MOM

3. Mpu3Hak Hacnegyetcs NOTOMKaMMW KakK MY>XCKOFo, Tak W XeH
KOro nona.

[Ans cuenneHHOro ¢ Nosiom (X) AOMUHAHTHOTO Tuna HacnegoBaHUA
npu3Haka xapaktepHo (puc. 98):

1. )XeHWMHbl HacneaywT NpU3HaK Yalle, YeM MY>XXUUHBI.

2. Ecnm npusHak ecTb y matepu, To HacnegywT nM60 Bce et (MaTb
roMo3nrotHa), nub6o nonoBuHa fgeTeil, 6€30THOCUTENbLHO K MX MONy
(MaTb reTepo3nroTHa).

3. Ecnm npus3Hak ecTb y oTua, TO OH HacnegyeTcs BCEMW AeTbMWU
XXEHCKOro nona.
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Puc. 98. PogocsioBHas ceMbUu C AOMUHAHTHbLIM CLEMMEHHbIM
¢ X-XpOMOCOMOU TUNOM HacnefoBaHua
(KOpUYHEBOW OKpackoli 3y6Holi amanu)

MpnMepoM MOXeT CNYXWUTb Hac/efoBaHWEe KOPUYHEBON amann 3y-
60B, paxuTa, He nojaatwlleroca nevyeHno sutTammHom D.

[Ons peueccuBHOro, CUENNEHHOro ¢ nNosoMm (X) NpusHaka xapak-
TepHo:

1) MY>XUYMHbI HacneayT 3TOT NPM3HAK Yalle, YEM XXEHLNHbI;

2) AeBOYKWN HacneaywT NpuU3HaK OT oTua;.

3) ecnn y poauTenei NnpusHak He BblpaXeH — MaTb ABAAETCA HOCU-
Tenem, 50% cbiHOBel 6yAyT ero HacnefoBsathb;

4) npocnexueaeTcsa TeHAEHUNA K YepeA0BaHUI NOKOMEHNI € 60Nb-
WAM Y MEHBbLWWM YNCIOM MYXUMH, NUMELWNX AaHHbIA Nnpu3Hak. Hanpu-
Mep, TaK Hacnegyetca remodunua.

[Ans ronaHgpuyeckoro Tuna HacnefoBaHUsA NPU3HAKOB XapakTepHa
nepegaya npu3Haka oT O0Tua K CblHY.

He Bcerga HacnepoBsaHue MAET CTPOro No O4HOMY KakoMy-TO Tumy.
Hanpumep, 6onee yem 100 reHOB BOBJI€YEHbl B HacCNeACTBEHHYH
rNyxoTy, OHW NOKanu3oBaHbl MOYTWM Ha Kaxpgow xpomocome. OKono
75— 85% mMyTauuii ABNAKTCA ayTOCOMHO-peLeccuBHbiMu, 15% —
ayTOCOMHO-AOMWHAHTHbBIMU 1M 1— 2 % cuensieHbl ¢ X-XpoOMOCcoMOoi. VH-
OVBUAYYMbI, MMelolWwne onpefenieHHble MyTaunnm MUTOXOHAPUanbHOM
[OHK, ABNAIOTCA BbICOKOYYBCTBUTENbHBIMU K @aHTUONOTMKAM, B 4aCTHO-
CTU K CTPENTOMULMHY.

[MeHeTPaHTHOCTb N 3KCMPECCUBHOCTL

neHeTpaHTHOCTb — 3TO KO/IMYECTBEHHbI/A NokasaTesnb CbF.‘HOTI/I-
NUYECKOro NpPosAB/eHns reHa. NeHeTpaHTHOCTbL XapakKTepun3yeT NpoueHT
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ocobeii, y KOTOPbIX OH MPOABUACA. ECM MyTaHTHbI reH nposasnseTcs
y Bcex ocobeli — 310 100%-Haa neHeTpaHTHOCTb. Ecnn neHeTpaHT-
HOCTb HENoJsiHas, TO yKa3biBaeTCs NPOLEHT 0cobeil, y KOTOPbIX MPOABUII-
cA reH. Hanpumep, nNeHeTpPaHTHOCTb HEKOTOPbLIX (hOPM WN30DPeEHUN
(AOMUWHaAHTHBLIA NpU3HaK) AN romMo3uroT coctaenset 100%, a gns re-
Tepo3urotr — 20%.

HenonHas neHeTpPaHTHOCTb — 3TO B3aUMOAENCTBME FEHETUYECKMUX
M cpenoBbiXx hakTopoB (puc. 99).

OKCNPECCUBHOCT b — CTerneHb BbIPaXEHHOCTU Npu3HakKa npu pea-
nn3auny reHoTuna B pas/InyHbIX yCnoBuax cpedbl. Npumepom akcnpec-
CMBHOCTW AOMWHAHTHbIX FEHOB y Ye/l0BeKa fBNAETCA CTeNeHb BblPaXKeH-
HOCTU pas3BUTWA AOMNONHUTENbHbIX MNanbLueB NPW NONUAAKTUAWK,
pasIMYHON cTeneHn pacuwenneHns rybol n Heba.

Puc. 99. MonnpakTwnua



MnaBa VI
MOJNIEKYJTAPHAA TEHETUKA



JokasaTenbcTBa PO HYKNENHOBLIX KUCMOT
B XpaHeHNN W nepefaye reHeTUYeCcKo VIH(bOpMaLl,I/IVI

OnbIThl MpuhdhuTca — ABNEHME TpaHchopmaLuuu

B Hawwn AHWM 06LWen3BecTHO, YTO AE30KCUPUBOHYKIEenHoBas KucnoTta
(AHK) — HocuTenb HacneacTBEHHOW MHOPMaLUN Yy BCEX 3YKapuoT 1 npo-
KapuoT, a puboHyknenHosasa kucnota (PHK) — moxeT 6biTb y BUPYCOB.

Mpamble faHHble 0 cnocobHocTu AHK nepepaBaTb reHETUYECKYH WH-
dopmaynio Bnepeble GbIIM NOSyYEHbl B IKCNEPMMEHTax C TpaHcdhopMu-
pylwmnm akTopom, KOTOPbI/ Obln BblAeNeH U3 MHEBMOKOKKOB U HEKOTO-
pbIX APYrMX 6akTepuin. 3T 3KCnepuMeHTbl 6a3MpoBasnUCh Ha JaHHbIX aH-
rnuiickoro uccneposatens ®pepepuka Mpudputca, KoTopslii ewe B 1928
r. U3yuymn fBa Pas/IMyHbIX WTaMMa NMHEBMOKOKKOB: BUPYNEHTHbIA «rnag-
Kuii» 5-lWiTamMMm € mosncaxapugHoi Kancynoi v aBUpPY/IEHTHbIN «lWepoXo-
BaTbI» /?-lWTaMM, KNETKN KOTOPOro He umesnun Kancysnbl. Korga oH Bnpbic-
KMBaN Mblllam HeyOuTyto KynbTypy 6aKTepuii «lLiepoxoBaToro» Tuna, Mbilwn
ocTaBa/MCb XMUBbIMU. ocne BNPbICKMBAHUA XUBbIX 6aKTepuii «rnagko-
ro» 5-wrtamMmMa mbiwmy normbanm (puc. 100). B pewatkwem aKCnepuMmeHTe
MblllaM BBOAWUMN CMECb XMBbIX «LIEPOX0BaTbiX» GaKTepuii c youTbiMu
«rnagkumm». VX cmecb okasanacb A7s MblWeRd ryoutenbHoli. 3 norm6-
WKNX MblWel yAanoch BbiAeNNTb XNBble «rnagkne» 6akTepuanbHble Knet-
K/ 5-luTaMma. Ha OCHOBaHUWM 3TUX W APYTrUX 3KcnepumeHToB ®. pud-
hnTC 3aKIUNI, YTO XMBble GAKTEPUM «LIEPOXO0BATOro» WTamMa TpaHc-
dopmMunpoBanucb B «rnagkyt» ¢Gopmy nog AelicTBUEM KaKoro-To
maTepuana n3 youTbiX KNeToK «rnagkoro» 5-wrtamma. Mpu BbipalwmsaHum
B Ky/NbType TpaHC(opMupoBaHHble GakTepuu faBann NOTOMCTBO «rnag-
KOV» hopMbl. BO3HUKNO MpeanonoXxeHne, 4yTo Kakolh-To matepuan u3s
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YOUTLIX K/TO K MPOHVKaA §>kmebie «LLIAPOX0BATT» 6aKTepum 1 npespa-
wan nX 8 «rnagkme»,

OnblIThl 3T pU

Mocne LW O Kak GbIMv paspaboTaHbl MeTofb!, No3BoNsBWNG ocyLye-
CTBNATL TPAHCAIOPMALVIIO GaKTapWiA 1O § opraHN3mM®© MbilW, a B Ky/lb-
Typax Ha nMparasbHbIX cpefax, HavyasiCs aKTUBHbIA NOMCK BELLECTBA,
oTBETCTBEHHOro 3a TpaHcqopMaLWito 6aktepuit, B 1944 T, Ocsanbg 3se-
pu, Konmm Msk--10©a n M3knuH M3K-K3pTu nokasasiuv, 4to 3ToT ¢hak-
TOp yTpaumBas aKTMBHOCTbL rnoen® o06paboTku KysbTypbl 6akTepuii ge-
30KCMPUOOHYKNEea3ol, HO COXpaHAan ee noc/e BO3AEeNCTBUN TakUMu
(paspywanowmnmmn Bce 6e/1KM) NPOTEOIMTUYECKMMU (DEPMEHTaMM, Kak
TPUMCKH UM XEMOTPUNCUH, 3aTeM TpaHCcopMUpyLWwmii hakTop 6bin
BblAENEH 1N OUMLLEH B AOCTATOYHOM KOMMYECTBE, M 6bl/1I0 NOKa3aHo, YTo
OH cocTouT 13 [ HK ¢ BbICOKOIT MONIEKYISIPHOI Maccoli. TennoBas MHak-
TuBauua octaensna AHK 6akTepuasbHON XpPOMOCOMbI HEMOBPEXAEH-
Holi, CnefyeT NoAYepKHYThb, YTO XMMuyeckuin coctaB AHK coBeplueH-
HO OT/INYEH OT NosMcaxapuaa, o6pasyowero 060/104Ky S-WTamma. 370

Puc. 100. OnbIT, AEMOHCTPUPYIOLLMIA T paHchopmMaLmio
y 6akTepuii Pneumococcus
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03HayaeT, 4TO TpaHchopmMuUpyOLWMA dhakTop
He sBnsfeTcs PEeHOTUMUYECKUM MPOABIEHUEM,
a onpegensier 6UOCUHTETUYECKYIO PYHKLWIO U
nepepaeTca OT OfHOW KNeTKM K APYroi ¢ ouun-
weHHo AHK. Tak, O. 3Bepu (puc. 101) u ero
COTPYAHMKM AOKasanu, 4To TpaHchopMUpyto-
wuin chaktop npeactasnset coboin AHK.
dyHaamMeHTaNbHOE 3HAYEHWE 3TOr0 OTKpPbI-
TMS, 0f4HAKO, He 6blN0 BMNOSIHE OLEHEHO cpa-
3y. Tpe6oBanucb HOBble AoKa3aTenbCcTBa, KO-

Puc. 101. OcBanbpg,

3Bepu (1877-1955) TOpble YTBEPAWIN TEeHEeTUYEeCcKyl ponb

HYKE€MHOBbBIX KUCNOT U B XWBbIX Buonornyec-
KMx cuctemax. B nocnegytouwem B paboTe ¢ paramu 1 BUPycomM mMo3a-
N4Hol 60ne3Hn Tabaka (BTM) 6bin0 nokasaHo, 4TO MMeHHO PHK saBns-
eTcA Yy HUX HOCUTENEM TFeHeTU4eckoin mHdopmaymu.

CTano ACHO, YTO MMEHHO HYK/IEMHOBbIE KUCNOTbl ABNAIOTCA HOCUTE-
NAMW HacneAcTBEHHOW MHMOpMaLMn BO BCex opraHusamax. Mpu aTom
ABa TMNa HYKNenHoBblX Kucnot — AHK n PHK — BbINONHAKT reHetu-
yeckne hyHKLMN BO BCEX NMPOKAPMOTUYECKNX N 3YKapUOTUYECKNX KneT-
Kax. B KayecTBe OCHOBHOrO FreHeTUYECKOro martepuana KneTku scerga
ncnonb3yT AHK; 4TO KacaeTca BUMPYCOB, TO O4HW M3 HUX UCMONb3YIOT
AHK, apyrve xxe — PHK, HO BO BCeX c/lyyasX reHeTM4ecKUMm martepua-
NIOM ABASOTCSA HYK/IEWHOBbIE KUCOTHI.

XMMUNYECKWNIH cocTaB U CTPOEHNE
HYKNENHOBbIX KUC/OT

HyknenHoBble KUCNOTbl OTKPbITbl Mu-
wepom B 1872 r. OHM TakK Xe, KakK 1 6enku,
npefCcTaBnsAloT CO60W BbICOKONONVMEpPHbIE
MaKpOMOJIEKYNAPHbIe coefnHeHnsa. Ho ux
Lenu nocTpoeHbl U3 3BEHbEB COBEPLUEHHO
nHoro tuna. OCHOBHas CTPYKTypHasa egu-
HULA HYK/TEUHOBbIX KUCAOT — HYK/IeoTug
(puc. 102— 104). KaxAblii HykneoTug co-
CTOUT U3 TPEX XMMUYECKU PasINYHbIX Yac-

Puc. 102. CTpoeHune TeW, COeMHEHHbIX KOBaJIeHTHbIMU CBA3A-
HykneoTuga Mu. MepBas 4yacTb — nNATUYrnepopHoe

128



Puc. 104. COCTaB HyKIeoTUAA.
CneBa — YMpOLLEHHbI BUL, cnpaBa —
XvMuyeckas chopmyna

caxapHoe KosbLo (neHTo3a): ge3okcupun6o3a B AHK npnbosa — BPHK
(pvic. 105). Pa3znunuuve aTvx ABYX TUMOB NEHTO3 3aK/104YaETCA B OTCYTCTBUM
WM HaIMYun TMAPOKCWU/IbHOW TPYNbl BO BTOPOM MOJIOXKEHUM aToMa yr-
Nlepofa caxapHoro Kosbua. Bropas yactb — nNypuHOBOE U NUPUMUAM-
HOBOE a30TWCTOEe OCHOBaHWe WIN KOBa/IEHTHO COeAUHEHHOE C MepBbiM
aTtoMoMm yrnepoga neHTtosbl. OHO hopMuUpyeT CTPYKTYpY, Ha3biBaeMyto
HYKNeo3naoM. TpeTbio YacTb HyK/1eoTuaa coctaBnseT poctarHas rpyn-
na. imeHHo chochaTHbie rpynnbl COEANHAIOT COCEAHUE HYKNeo3nibl B
NoNIMMEPHYH0 LEEMOYKY NocpeacTBoM hocoanadmpHbIX cBsizeld (puc.
106, 107).

MypUHbI 1 MUPUMUAUHBLI NPEACTaBASAT cob0l Naockme azoTcoaep-
Xaune retepounknndeckme Monekysnbl, obnajallime OCHOBHbIMU
cBoicTBaMu. MUPUMUAMHBI COCTOAT M3 LWECTUYNEHHOTO KoMbua, a 'y
NypvHOB — MO AiBa KOHAEHCUPOBaHHbIX KOJbLA: OAHO — MATUYNEHHOE
1 BTOpPOEe — LWeCTUY/ieHHoe. A30TUCTble OCHOBAHMA COefMHEHbI C NeH-
TO3HbIM KOJIbLLOM KOB&/IEHTHOW CBA3bIO: MeXAay C-1 MeHTO3HOro Kosb-
ua 1 N-3 nupumuanHa uam N-9 nypuHa. UTo6bl nsbexarb nyTaHubl B
HyMepauun aTOMOB a30TUCTbIX OCHOBaHWI 1 caxapoB, MOIOXKEHNSA aTo-
MOB yriiepoga neHTo3bl NuwyT co wrpmuxom ().
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Puc. 105. KOMNOHEHTbI HYK/1EOTUA0B
(NATWyrnepogHbIi caxap pubosa WM 4e30KcMprbo3a, ocTaToK
hochopHO KNCIOTbI M OGHO 13 @30 TUCTbIX OCHOBaHWIA)
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OHK copgepXut nypuHoBble ocHOBaHUs — ageHuH (A) un ryaduH (N —
U NMUPUMUANHOBbBIE OCHOBaHWA — umTo3uH (W) v tumuH (T); cooTBeT-
CTBYIOLME HYK/EO03UAbl Ha3blBalOTCA [e30KCHafeHO3UH, [e30Kcurya-
HO3WH, AE30KCULUTUAUH U Ae30KCuTumMungnH. PHK copgepxut Te xe
nypuHoBble OCHOBaHWSA, 4To M AIHK, a Takxke NUPUMUAWNH, LUTO3UH, HO
BMECTO TMUMUHa B ee cocTas BXoAMT ypauun (¥Y); COOTBETCTBYOLNE HYK-
neo3nabl Ha3blBalOTCA afeHO3MH, TYaHO3UH, LUTUAUH U YPUAUH. TUMUH
oT/IMYaeTCcA OT ypauuaa To/IbKO Hannynem MeTUNbHOW rpynnbl B NATOM
NOMIOXXEHNN NMUPUMUANHOBOTO Konbua (puc. 105).

HykneoTnabl coefuHeHbl B MOMUHYKNEOTUAHYIO LEMb, OCTOB KOTO-
poil cocTOUT M3 NMepemMeXxalnLlmnxca ocTaTkoB caxapa u gocgara. Ye-
pe3 docdaTHy rpynny atoMm B 5-N0a0XeHWW OAHOr0 NMEHTO3HOrOo
KO/NiblLa COeAMHEH C aTOMOM B 3'-NMOJIOXKEHUWN clefytoluero NneHTo3HOro
Konblua. B NOAWHYKNEOTUAHONM Lenun KOHLEeBOW HYKNeoTug Ha OAHOM
KOHLe uenn mMmeeT cBo6OAHYI 5'-rpynny, a Ha ApPYromMm KOHUEe — CBO-
6oaHyl 3’-rpynny. MocnepoBaTtesibHOCTU HYKMEUHOBbLIX KUCAOT Npu-
HATO NMcaTb MMEHHO B TaKOM HanpasneHun: oT 5'-KoHua K 3’-KoHuy (puc.
106, 107).

Ecnu pasopsate AHK unn PHK Ha oTAenbHble HYKNeoTuAbl, paspbiB
MOXEeT NPon30oiTN ¢ N6oro KoHua hochoanadnpHORn cBA3n. B 3aBu-
CMMOCTM OT 06CTOATENbCTB (hocaTHan rpynna MoXeT ocTarbCs NpPUCo-
ef\UHEeHHON nnbo c 5-, Nnbo c 3'-kKoHuUa neHTo3bl. CnegoBaTenbHO, OT
HYKNEWHOBOW KMCNOTbl MOXHO OTAENUTb ABa TUNa HYKNeoTUA0B: HyKe-
o3ng — 3'-moHodocdat n Hykneosmg — 5'-moHodocdar. B 5-nono-
XKEHWN HYKneo3nabl MOryT 6biTb CBA3aHbl 60/1ee yem ¢ oAHON ocdar-
Holi rpynnoli (aBymsi, Tpems). CBA3M mexay ochaTHeIMU rpynnamu
6oraTtbl aHepruei, NosToMy, Hanpumep, obpasyllmnecs HyKIeo3naTpu-
thocaTbl NnpeacTaBNAlT CO60N Te coeUHEHNS, 3a CUEeT KOTOPbIX U Ha-
pawuBaeTca Lenovyka HYKNeMHOBOW KUCNOTHI.

Mogenb AHK. MpepnocblNKyY n3gaHus

B ocHoBy mopenun AHK, nocTpoeHHOl [eliMcoM YOTCOHOM u
®peHcucom Kpukom B 1953 r., nernu cnegywume BaxHole akTbl.

1 WNccnepoBaHua XMmMn4eckoli CTPYKTypbl nokasanu, uto AHK npega-
cTaBnaeTt cob6oil nonumep, COCTOAWMNN U3 HYKNEOTUAO0B, COeANHEHHbIX
3'-, 5'-chochoanadnpHbIMKN cBA3AMKU. Takum o6pa3om, NOSIMHYKIEO-
Tnh obnagaeT NONAPHOCTLIO. 3TO O3HayaeT, Hanpumep, YTO TeTpaHykK-
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neotngbl TUFA n ATUT aBnaTCA pasHbIMWU XUMUYECKUMU cCOefuHe-
HUSIMW C ONpeAeneHHbIMU CBOMCTBAMM. TTO3TOMY rOBOPST, YTO OAHMW NO-
NINHYKNIeOTUAHbIE NocnefoBaTe/IbHOCTU hopmupyloTca Ha 5-KoHue, a
aopyrne — Ha 3'-KoHUe.

2. B 1940-x rr. 9psuH Yapradd (puc. 108) n ero coTpygHUKMN BbiAC-
HWAKN, 4TO cocTaB OcHoBaHuii B JHK y pasnnyHbix BUA0B OpraHnu3MoB
pasnuyeH. OHWM NPeAnoNoXMNAN, YTO Pas3INYna B COOTHOLWEHNN a30Tu-
CTbIX OCHOBAHW, BO3MOXHO, CBA3aHbl C KAKMM-TO 6MO/TIOTMYECKUM KO-
AoM. 9TO HabnwgeHne UCKNKYNI0 BO3MOXHOCTb TOrF0, 4TO BCE MOfe-
Kynbl AHK cOoCTOAT M3 0AMHAKOBbLIX TeTpa-HykneoTmaos. 3. Yaprapd
BbIABWN TakXe 0fHY 3aMeyaTe/lbHyl0 0CO6eHHOCTb, NPUCYLL Y0 BCEM MO-
nekynam [IHK: monfpHoe cogep>kaHue afleHNHa pPaBHO COAEepXXaHuio
TUMUWHA, & MONAPHOE cofepXaHWe ryaHnHa — COLEepPXaHUo LUTO3nN-
Ha. 3T paBeHCTBa HasblBalwTCA npaBunamu Yapradda: L = (A = T),
(L = T); Konn4yecTBOo NYPUHOB paBHO KONWYECTBY NUPUMUAMHOB. B 3a-
BNUCUMOCTM OT BMAOBOIN NPUHAANEXHOCTN MEHAeTCA NUWb OTHOLWEHMNEe
(A + T)/(U4 + IN. Ha ocHOBaHMN 3TUX HabnwAEHWA 6blna BbligBUHYTA
KOHLenumMsa, cornacHo KoTopol reHeTnyeckas uHopmaumnsa 3anoxeHa
B nocnefoBaTesibHOCTN ocHoBaHuii AHK, n aTa nocnepoBaTenbHOCTb
KakuM-To o6pa3om onpegensert, Win KoaupyeT, nocnefoBaTtenbHOCTb
aMmunHokucnot B nonunentuge. K 1950-m rr. ata KOHUENUUSA reHetunyec-
KO MHopmaLunn nonyymna sceobuee npusHaHne. OCHOBHaA 3afjava
Tenepb 3akawyanacb B TOM, 4T06bl nocTpoutb Mogenb AHK, o6bsc-
HWTb, KaKUM o6pa3om B nocnepgosatensHoctn AHK moxeT 6bITb 3anu-
caHa nocnepgosaTenlbHOCTb MonunenTuaa.

3. Hanbonee ueHHble CBefleHNss 0 CTpoe-

HUM monekynsl OHK panu pesynbtaTtbl peHT-
reHOCTPYKTYPHOro aHanunsa, noayyeHHole Mo-
pucoM YWNKMHCOM 1 Po3annHaoin ®paHKNuH
(puc. 109). AHanun3 peHTreHorpamm (puc. 110)
HuTen AHK yka3biBas Ha TO, 4TO MOJIEKY/bl 06-
najaknT cnupanbHON CTPYKTYpPOi un copepxart
60nee ogHO NONMHYKNeoTUAHoOW uenn. Of-
Hako Tpe60Banncb 06BACHEHUS BbISIBNEHHbIX
B CTPYKType kKpuctannuuyeckoh OHK Tpex
rnasHbIX nepuonos: 0,34; 2 1 3,4 HM.

4. KNCNOTHO-WeN04Hoe TUTpoBaHue Ha-

TMBHOW AHK nokasbiBaeT, 4To ee cTpykTypa  Yapradgd (1905—2002)
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Puc. 109. Po3anunHpga
PpaHKINH
(1920-1958)

cTabunusvpyeTtca BOLOPOAHLIMU CBA3SAMMU.
TuTpoBaHue n HarpeBaHue HatmBHON A HK BbI-
3bIBAlOT 3aMeTHble U3MEeHEeHUA ee MU3NYEeCKNX
CBOWCTB, BYaCTHOCTMK BA3KOCTKU, nepesogs AHK
B «4eHaTypupoBaHHyo» (hopMy, NpuyeM KoBa-
NeHTHble cBA3M B mosiekyne AHK He paspywa-
oTca.

Mogens AHK no YoTcoHy n Kpuky

UToG6bl 06BACHUTbL BbilENepeYncneHHble
hakTbl, YOTCOH ¥ KpuK npegnoxunm mogenb
OHK B Bnae aBoliHON cnvpanu, No3BonsiBlwei
[aTb XMMUYyeckoe 06 bSAICHEHE MHOTUM 6100~
rMyeckum cBOICTBaM 3TOr0 BeljecTsa.

Mcnonb3yss MHOTOYMCNEHHbIE CBEAEHMUS 0 TOUHBIX PACCTOAHUSAX MEX-
[y aToMaMu B Monekyne, 06 yrnax mexgay cBa3sMu AaHHOro atoMa v o

BeNMYuHe atoma, YoTcoH n Kpuk yctaHoBunum, 4yto nepuog 0,34 HM co-
OTBETCTBYET PACCTOSSHUIO MeXAy nocnefoBaTe/lbHbIMU HYyKneoTuaamm
B uenn OHK (puc. 111). Janee, OHW NPeanonoXUAnN, YTO Nepuos 2 HM

Puc. 110.
PeHTreHorpamma,
nony4vyeHHas npu
NpoxoXxaeHuun
PEeHT reHOBCKMUX
nyueit yepes
KpucTannuyeckyro JHK

COOTBETCTBYET TO/WMNHE Lenu. A A8 TOro 4YTo-
6bl 06BACHUTbL, KaKol peanbHON CTPYKType co-
oTBeTCTBYeT nepuofd 3,4 HM, YOTCOH ” Kpuk
NpeanosioXnan, 4To Lenb 3akpydyeHa B Buge
cnupanu (unun, ToyHee, obpasyeT CTPYKTYpY,
MOXO0XY Ha BUHTOBYIO NECTHULY, TaK KakK Cnu-
panb B CTPOroM CMbIC/ie 3TOro c/oBa nojyva-
eTcsa Torga, Korga BUTKM 06pasyloT B Npo-
CTPaHCTBE KOHUYECKYI0, a He LNNHAPUYECKYI0
noBepxHoOCTh). Torga nepuog 3,4 Hm 6yaeT co-
OTBETCTBOBATb PACCTOAHWUIO MeXAy nocnepo-
BaTe/bHbIMW BUTKammn aToli cnvpanu. NMocKonb-
Ky nepuog 3,4 Hm B 10 pa3 60/blwe paccTOAHNUSA
MeXxay nocnefoBaTeflbHbIMU HyK/ieoTuaamu
(0,34 HM), AICHO, YTO KaX[Abli NMOMHLIA BUTOK
cnupanun cogepxXxut 10 HykneoTnaos. Mo aTnum
JaHHbIM YOTCOH M KpUK CMOrAn BbIYUCIUTL
NAOTHOCTb MOMIMHYK/MEOTUAHOW Lenu, 3akpy-
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LLeHHOW B cnupanb AMamMeTpoM 2 HM, C
paccTofAHNEM MeXAYy BUTKaMu, paBHbIM
3,4 Hm. Okasanocb, 4TO y TakoW uenu
NAOTHOCTb BABOE MeHbWe dakTnyec-
Ko nnoTHocTn AHK. CnepoBaTenbHo,
Mosnekyna AHK gonXxHa cocToATb U3
ABYX Ueneli, T.e. 3TO ABOHAaA cnupanb
N3 HYKNeoTUAoB.

Oanee YOoTCOH 1 Kpuk npuwnm K
BbIBOAY, YTO N0 BCEM MMELWNMCA AaH-
HbIM NlyYLle BCero COOTBETCTBYET Takoii
BapuaHT, Npyv KOTOPOM fBE MOJSINHYK-
neoTnaHble cnupanu uayT B NpoOTUBO-
NMONOXHbIX HanpaB/leHWAX; NpU 3TOM
Lenu, cocTofilMe 13 ocTaTKoOB caxapa
n tpochata, 06pa3ydT NOBEPXHOCTb
OBOWHOW cnupanu, a NypuHbl U NUpu-
MUAWHbI pacnonarawTcs BHYTpu. A3o-
TUCTble OCHOBAHMWS, PACMONOXeHHble
APYr nNpoTus Apyra, nNpuHagnexauime
[BYM LensM, nonapHo coefuHeHbl BO-
[OPOAHBIMW CBA3SIMU. IMEHHO 3TV BOAOPOAHbLIE CBA3W W YAEpPXUBaT
uenn BmMecTe, (PMKCUPYS Takmm 06pasom o6y KOHQUrypauumw Mo-
nekynbl. CuenneHve mexay MOMUHYKNEOTUAHbIMM Lenamu obecneun-
BaeTCcsA 3a cyeT «nepeknafuHbl», cOCToAWEN N3 OAHOTO NMMPUMUAMHA.
Mpun nepuoge 2 HM (4TO COOTBETCTBYET AMamMeTpy ABOWHON cnupanun)
ANnA OBYX NYPUHOB He xBaTano 6bl MecTa, a ABa NMPUMUANHA HE MOTN
6bl NP 3TOM pacnonaratbCs AOCTATOYHO 6N3KO APYT K APYry, 4TOObI
ob6pasoBaTb Hajnexaume BOAOPOAHbIE CBA3W. [puyem npupoga BO-
[OPOAHbIX CBA3EN TakoBa, YTO afjleHUH obpasyeT napy ¢ TUMWHOM, a
ryaHuH — C UMTO3MHOM. 3TO NpefcTaB/ieHWe 0 cneunduruyeckom co-
eAVNHEHNN a30TUCTbIX OCHOBAHWI A NO3BO/IAN0 06BACHUTL NpaBuao Yap-
radbcpa. Mexgy afj€HUWHOM ¥ TUMMHOM 06pas3ylTCs ABe BOLOPOAHbIE
CBA3W, a MeXAy ryaHnHom u unMTo3mHom — Tpwu. bnarogapsa aTton cne-
UMPNYHOCTM BOOpa3oBaHUM BOLOPOAHbIX CBSA3el NPOTMB KaXA0ro aje-
HUHA B OAHOW Lenu okasblBaeTCs TUMWUH B APYroil Lenu; TOYHO Tak Xe
NPOTUB Ka)A0ro ryaHnHa MoXXeT Haxo4WTbCA TONbKO LWUTO3WH. Takum
o6pa3om, Lenn KomnaeMeHTapHbl 4pyr Apyry, T.e. mocnefoBaTebHOCTb

Puc. 111. Mopgenb AHK
no YoTcoHy n Kpuky
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HYKN1€e0TUA0B B OAHOWN Lenu ofHO3HAYHO onpefenseT ux nocnepfosa-
TeNbHOCTb B Apyroi. CornacHo mogenu ABOWHOW cnupanu, ABe NOAu-
HYKNeOoTUAHbIE Lenu aHTunapaniesnbHsl (T.e. UAYT B NTPOTUBOMOJTOXHbIX
HanpasfneHusx). MoaTomy, paccmaTpusas cnupaib BLOMb OCU, MOXHO
yBUAETb, UTO OA4HAa Uenb uAeT B HanpasneHun 5'— 3', a gpyras — B Ha-
npasneHun 3'— 57,

OcHOBaHMA UMeT NJOCKY POpMYy U pacrnonararoTca napamun nep-
neHANKYNAapHo ocu cnupann. CeoboaHas 3Heprua BoAOPOAHbLIX CBSA-
3eil Mexay cnapeHHbIMU OCHOBAHWAMYW BHOCUT CBOI BKNaj B TEPMOAM-
Hamu4yeckyl cTabunbHOCTb ABOIWHOW cnupanu. Bponb cnupanu
a30TUCTble OCHOBAHWA YN0XEHbl CTOMNKOW APYr Ha gpyra. dHeprua,
KoTopasi HeobxoAuMa ANA NOAAEPXKAHUA CNUpanbHOW CTPYKTYpbI, yYa-
CTUYHO ob6ecneumsaeTca rMAPOMOOGHBIMU MEXMNOCKOCTHBIMU B3anMMO-
[eCcTBUAMM OCHOBaHWA, Ha3biBa€MbIMWN TaKXXe «CTIKUHI»-B3anmopaein-
CTBUSIMU.

Kaxpas napa a3oTUCTbIX OCHOBaHW noBepHyTa Ha 36eBOKPYr ocu
cnupanu OTHOCUTENbHO cnefytolein napbl OCHOBaHUi. Takum o6pasom,
10 nap a30TUCTbLIX OCHOBAHWI COCTaBNAKT NOMHbLIA 060poT B 360°. [BE
Luenu, 3akpyuymBasicb ApPYyr OTHOCUTENbHO Apyra, 06pa3yloT ABOIHYIO
cnupanb, B KOTOPOW umetoTcs ABe 60po3akm — manas 6opo3sgka (oKo-
no 1,62 HM wWKpuHOI) 1 6onbwas 6opo3aka (OKOMO 2,2 HM LUMPUHON)
(puc. 112). ABoiiHasa cnupanb — MNPaBOCTOPOHHAA: €C/M CMOTpPeTb
BAONb OCWM CNMpanu, NOBOPOTHI CAeAYT MO 4YacoBOl cTpenke. Takas
mozenb AHK um3BecTHa kak B-hopma.

Mopgenb YoTcoHa — Kpuka no3sosfeTt npeActaBuTb cebe, Kak Mo-
XeT yaBanBaTbCcs HaTuBHasA monekyna AHK, o6pa3ysa gse ogmHako-
Bble fo4epHue Monekynbl. Nockonbky ase uenn JHK komnnemeHTtap-
Hbl, KaXfas M3 HUX NpWU pacKpyymBaHUu [BOWHOW cnupanu MoOXeT
CNYXUTb MaTpuuei Ana cMHTe3a HOBOW KOMMNAeMeHTapHOW uenu. MNoc-
nepoBaTeNnbHOCTb OCHOBaHWIA BO BHOBb CMHTE3Mpyemoi uenu byget
onpeaenATbca cneuyndunkoli BOAOPOAHbLIX CBA3E/ MeXAy OCHOBaHMUA-
MU Lenu-wabnoHa n BHOBb 06pa3yemoin uenn. Takum o6pa3om, reHe-
Tnyeckasa UHMopmauusa, cogepxaslwasncsa B NocnefoBaTelbHOCTN nap
a30TUCTbIX OCHOBaHWUIi POAUTENbCKON MONeKynbl, 6yaeT NOMHOCTbIO
BOCNpou3BefeHa B ABYX AO4YepHUX Mosnekynax. bonee Ttoro, ecnu B
npouecce yasoeHna AHK npousowna ownbka v Kakolhi-To HyKneo-
TWA BO BHOBb 06pa3yemMoil Lenu BbiNaa WAM oKas3asncsi HeKOMNaeMeH-
TapHbIM MCXOAHOMY, TO 3TO MOXET U3MEHUTb MHMOPMaALNOHHOE CO-
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AepXXaHue MOoJIeKY/bl, MPUYEM MOX-
HO OXMpAaTb, YTO 3Ta owmnbka byaeTr
nepefaHa [OYEepHUM MoONeKynam
AHK B cnegyrwmnx NOKONEHUAX
(KOHBapuMaHTHaa peaynnaumkauuns).
NTak, mogenb cTpykTypbl AHK YoT-
coHa n Kpuka 06bscHAET Kak crno-
COOHOCTb FEHOB K CaMOY/JBOEHMUIO
(pennukauunn), TaKk U UX MHPopmMma-
LLMOHHbIE CBOWCTBA.

Kpatko moaens AHK YoTcoHa u
Kpuka MOXHO CBECTU K cnefywmnm
OCHOBHbIM MOJIOXKEHUAM:

1) kaxxgaa monekyna AHK cocTto-
UT U3 ABYX OJINHHBIX aHTuUnapaniesnb-
HbIX MNONMUHYKNEOTUAHbIX Lenen,
o6pasyLwunx 4BOIHYIO cnupanb, 3ak-
pyYeHHY BOKPYT LeHTpanbHOW ocu;

2) KaXAabli HyKneoTug pacnono-
>)XEH B MJIOCKOCTWU, NepneHanKynap-
HOW ocu cnupanu;

3) ABe MONIMHYKNEeOTUAHbIE Lenn
CKpenaeHbl BOAOPOAHLIMUN CBA3SAMM,
obpasylwWwmnuMnNCca Mexy OCHOBaHU-
AMU, NPUHaAAeXalwnMmmn pasHbiM Le-
nam;

4) KOMMNnemeHTapHoe B3auMoO-
feiicTBME a30TUCTbIX OCHOBAHMWIA
BblcOKOCNeUunpunyHo. Tak Kak pac-
CTOSIHNE MeXAy YrnesofHbIMU KOM-
NOHEHTaMMN ABYX KOMMNJEeMeHTapHbIX
HYKNenpos cTporo hMKCUpoBaHo
(1,1 HM), NypUHOBOE OCHOBaHUe MO-
XKeT COeAIMHATLCA NMNWb C NUPUMUNAN-
HOBbIM. [lpnyem efUHCTBEHHO BO3-
MOXHbBIMUW MapamMun ABAAKTCA napa
AT n L. Mexgy A n T obpa3sywTcsa
ABe BOAOPOJAHbIE CBA3U, a mMexay
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nl — tpn. O6pasoBaHue 3TUX BOJOPOAHbLIX CBSA3el NPensiTCTBYeT 06-
pasosaHuio nap AL n IT.

5. MocnepoBaTeNnbHOCTb OCHOBaHWUI B OAHON Lenu onpeaensieT cTp!
ro KOMMJieMeHTapHy el nocnefoBaTelbHOCTb B APYroii NONHYK/IEeOo-
TUAHOW uenu.

dopma opraHmsaymmn agsyxuenovyeyHon AHK

Pa6oTa YnnkuHca n ®paHkanH nokasana, 4to monekysnasl AHK mo-
ryT fasaTb pas/iIMyHY0 AP PAKLMOHHYI0 KapTUHY B PEHTIE€HOBCKUX
Nlyyax, B 3aBMCUMOCTW OT COAepXXaHus BofAbl W coneii. Mogenb, npeg-
JNIOXXeHHass YOTCOHOM M KpuMKOM, COOTBETCTBOBasia 3Ha4YeHUsAM napa-
METPOB CTPYKTYpbl, NOSlyYEHHbIM Ha OCHOBE PEHTreHorpammbl OAHOM
13 oopm AHK, a nmeHHo B-chopmbl (puc. 113).

B nocnepgHee Bpemsi 6b1710 NPeAsOKEHO elle HEeCKOobKo Mogenei
OHK, xopowo cornacywumecs ¢ gaHHbIM1U gndpakynm peHTreHOBCKNX
nydeli U AaHHbIMM 3KCNepuMeHTOoB. Takum o6pa3om, mies cyl,ecTBo-
BaHWS CTPYKTypbl ABycnupanbHoii JHK cmeHunace npegcrtaBfieHUEM,
JonycKawwWwnMm Hannyme cemelicTsa CTPYKTYp, KaxAas M3 KOTOPbIX
MMeeT XapaKTepHbIA TN, HO MPOSABASET Pa3NMyunA No YNcay HykIeoTu-
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[0B Ha BUTOK N pacCTOAHMNIO MeXAy COCeHNMMN NMOBTOPAOWMMMNCA 3Ne-
MeHTamMun. B npepenax Kaxforo cemelicTea CTPYKTyp napameTpbl MO-
ryt cnabo BapbupoBaThbCA.

PasnuyatT Tpn ocHoBHble dhopmbl AHK (puc. 113).

1. B-dbopma. OCHOBHO CTPYKTYpHOI xapakTepuctukoin B-AHK aB-
nsietTca o6pasoBaHne ABYX 60po3A0K: OAHOW 60Nnblwoli (ocCHOBHasa 60-
po3aka) u oaHo Manoih. B-AHK o6pa3yeT npaB0o3aKpy4YeHHY Cnu-
panb. JuameTp cnupanm NOYTU BTOYHOCTM paBeH 2 HM, a cocefHne napbl
HYKNeOoTNAHbIX OCHOBAaHMWI NOBEPHYTbl APYr OTHOCUTENbHO Apyra Ha
36°. B pe3ynbTate Ha OAWH BUTOK cnupanu npuxoamutca 10 nap asoTuc-
TbiIX OCHOBaHWi. B-hopma cnupanu xapaktepHa gna Huteili OHK, Ha-
XOASWMNXCSA NPU OYEHb BbICOKOW OTHOCUTENbHOW BAaxHocTn (92%) n e
pacTBopax HWU3KO cunbl. CYMTalT, YTO UMEHHO B Takoih hopme AHK
06bIYHO HaXOAWTCH B XWBOW KNeTke.

2. A-bopma obHapyXeHa B 60nee 06e3BOXEHHbIX cCpefax, Haxo-
aawunxca npu 75% BNaXHOCTU U B 60NbWeEM NPUCYTCTBUM MOHOB Ha-
Tpus, Kanua unum uesnss. OcHoBaHUs B A-(hopMe HaK/IOHEeHbl MO OTHO-
WeHU K OCW cnupann, M UX YUCNO — HaA BUTOK 6onbwe. A-dhopma
MHTepecHa c 6MONIOTNYECKO TOUYKM 3peEHUS, TaK KakK ee KoOHopmaymns
6nmn3ka K cTpykType rnbpugos AHK — PHK u gBycnupanbHbIX yyacT-
koB PHK (B Bupycax).

3. Z-popMa OT/IMYHA MO CTPYKType oT Apyrux popm AHK. 3Tta dpop-
Ma NeBOCTOPOHHAA T.e. 3aKpyyeHa B /1IeBYl0 CTOPOHY. OHa uMeeT Hau-
60/bliee YACNO Nap a30TUCTbIX OCHOBAHWUI Ha BUTOK, T.e. MEHEe CKpY-
yeHHada u 6onee ToHKadA. CBOoe Ha3BaHue opma nonyymna ms-3a
3ursaroo6pasHoin (Zig Zag) nuHMK, KOTOpyl ob6pasyeT caxapodoc-
haTHbIA OCTOB BAOML CNMpann. Z-gpopma CywWwecTByeT TO/TbKO MPU OYEHb
BbICOKMX KOHLEHTpauMax COMM U NPU HaaM4yuy onpefeneHHblXx nocne-
poBatenbHocTel HykneoTuaos. O4HUM M3 YCNOBUIR, HEOOGXO4UMbIX ANA
o6pasoBaHuna Z-AHK B kneTke, ABNseTCA NPUCYTCTBUE 0CO6bLIX 6ENKOB,
cTabunusnpyrwwmnx ee CTPyKTypy.

Mpn nocTpoeHuMn Mopenel kaxpayw ¢dopmy AHK paccmaTtpuBa-
0T HE3aBWCMMO KakK KOHCTPYKLWI, B KOTOPON HaxXoAUTCSA BCA MO-
nekyna B onpegeneHHblX ycnosuax. Ho Bpsag num ato AeiCTBUTENBHO
MMeeT MecTO B XWBOI KneTke. BonbWMHCTBO KaeToyHon OAHK Haxo-
auTcs, No-BMAUMOMY, B B-cdhopme, M TONBKO Npu onpegenieHHbIX ycno-
BUAX OTAeNbHble KOPOTKWE y4yacCTKM cnupanu nepexopaT B Apyrue
opMbl.
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PNGOHYK/NENHOBbIE KNUCNOTHI
O6uwasa xapakTepucTuka PHK

Y NpoKapuvoTMYEeCKUX N 3yKapuoTMYECKUX OpraHu3imMoB reHetuyec-
Kasa uHgopmauua 3akoguposaHa B monekyne AHK. OpgHako OHK He
npUHMMaeT HenocpenCcTBEHHOrO yyactua B cuHTe3e 6enka. Ponb no-
cpefHUKOB B nepefayvye uHdopmaumm ot AHK B ymtonnasmy BbINOMHSA-
0T PUBGOHYKITENHOBbBIE KUCAOTbLI. Mepepgavyy reHeTu4yeckon mHpopma-
umn, xpaHswerica B AHK, yepe3 cuHTes PHK B monunentuaHbie uenu
6e1KOB MOXHO npeactaBuTb B Buae cxembl: AHKAPHK~”3- 6enok. OfHa
n3 uenet AHK cnyxut matpuuei gna cuitesa monekyn PHK, koTtopbie B
CBOI o4yepefb, ABAANTCA MaTpuuamu cuHTe3a 6enkos, nM60 BXOAAT B
cocTaB pubocom, cocTtaB cnnaicocom, NM60 NePeHOCAT aMUHOKMNC/IOThI.

PHK cuHTe3unpyeTca B BuAE ANIVHHbIX HEpPa3BEeTBMEHHbIX NMOMMeEp-
HbIX MOSIEeKYyn, cocToAlWwMUX M3 oaHOoN uenn. Monekynol PHK cnoco6Hbl
o6pa3oBbIBaTb ABOWHbLIE CAMPaNN, €CNN pa3fiMyHble YacTu uenu nmMerT
aHTunapannenbHble KOMMNJEMEHTapHble CerMeHTbl, KOTOPble CBA3biBa-
loTCca Apyr ¢ gpyrom. PHK HeKOTOpbiX BUPYCOB AB/AETCA HOCUTENIEM
HacneACcTBEHHOW MHpopmaynm Bmecto AHK.

CTpykTypa un dyHkumnn PHK

CopepxaHue PHK B nwobbix kneTkax B 5— 10 pa3 npeBblilwaeT co-
pepxaHne AHK. OcHoBHas ponb PHK cocTouT B TpaHCNAULUKN TeHETU-
Yyeckoi mMHpopmaunm ¢ obpasoBaHmem 6enkoB, a TakXe B OCylW ecTB-
NIEHNN HEKOTOpPbIX Cneunann3npoBaHHbIX 3HLOHYKNEa3HblX PYHKUUNA,
BO3MOXHO, Perynmpynuwunux pasnnyHble 3Tanbl 3KCnpeccun reHos. le-
HOMbBlI HEKOTOPbIX BUPYCOB (PeTPOBWPYCOB M MHOXECTBa BUPYCOB XMU-
BOTHbIX, PacTeHUA N HaCeKOMbIX) NpeAcTaB/eHbl 04HO- U AByLenoyeu-
HOV Monekynoi PHK.

Buabl PHK. B KneTtkax npokKapuoT U 3yKapuoT NPUCYTCTBYHOT cne-
aytouwune suabl PHK: pubocomHana (pPHK), TpaHcnopTHasa (TPHK) u uH-
hbopmaynoHHas (MPHK), koTopas npu co3peBaHMM npesBpalaeTcs B
MaTpuyHyt (MPHK). B kKneTkax coAep>XUTCA MHOro MasnblX LuMTOonnas-
Matmyeckux PHK (MyPHK). B aykapuoTuyecKkux KneTkax NPUCYTCTBY-
10T manble sgepHole PHK (MaPHK) (tabn. 7).

OCHOBHY Maccy KneTo4yHbix PHK cocTaBnsitoT Tpu (NpoKapuoThl) Uan
yeTbipe (aykapuoTtsl) Bnga PHK, okono 80— 90% — noytn 100 Bupgos
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TPHK. Ha gonto matpuyHbix PHK npuxogutcs meHee 5% KneTouHOWM
PHK, a Ha ponto manoli sgepHoi n uutonnasmartmyeckon PHK, uucno
BUAOB KOTOPbLIX MOKa HeusBecTHo, — MeHee 2% oT o6uiero Konmue-
ctBa PHK.
Tabnua 7
OcHoBHble BUabl PHK

Bug PHK Mpn6nunsn- Mpn6nunsun- PacnpocTpa-
TenbHoe TenbHas HEHHOCTb*
UYNCMO pasHbIX AnnHa (4ymcno
BNAOB B KneTkax HYKNeoTngaoB)
TpaHcnopTHas
PHK (TPHK) 80-100 75-90 n,a
PubocomHasa 5S
PHK (pPHK) 1-2 120 n,a
Pn6ocomHas 5,8S
PHK (pPHK) 1 158 3
Pu6ocomHasa 16S
PHK (pPHK) 1 1600 n
Pn6ocomHasa 18S
PHK (pPHK) 1 1900 3
PubocomHasa 23S
PHK (pPHK) 1 3200 n
Pn6ocomHas 28S
PHK(pPHK) 1 5000 3
MaTtpuyHas
PHK (MPHK) ToicAun Bapbupyetcs n, 3
[eTeporeHHas
anepHas PHK
(raPHK) Tbicauun Bapbupyetcsa ]

Manas yutonnas-
maTtnyeckas PHK

(MUPHK) fecaTtkn 90-330 n,d
Manasa agepHas
PHK (maPHK) HecaTtkn 58-220 3

* 1 — npokapuoTbl, 3 — 3yKapuoThl.
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CTpoeHune TpaHcnopTHon PHK (TPHK)

TpaHcnopTHble PHK — KopoTtkue, coctosawmne n3s 70— 90 Hykneo-
TUAOB, OAHOHUTEBbIE (POPMbI, HAXOAATCA BO BCeX KneTkax (puc. 114—
116). O6pa3ytTcAa Ha ocobbix reHax AHK, coctaBnsaT 10% oT obuweli
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a) AMUHOKKWCNOTa MpUCOefUHAETCA K 3'-KOHLY aKuenTopHoi pykn TPHK.
6) O6pasoBaHue CBA3e MeXAy aMUHOKWCNOTOR N Y -TeEPMUHANbHbBIM
Hykneotungom TPHK

Puc. 116. NpucoegnHeHNe aMUHOKUCAOTbI K 3 '-KOHLY Mosiekynbl TPHK

maccbl PHK kneTku. FnaBHON yHKuMelh TpaHcnopTHbIXx PHK (TPHK)
ABNAETCA aKuenTtmpoBaHue, UAN «NPUCOEJUHEHUEe», aMUHOKUCIOT K
nepeHoc ux K punbocomam Ana yyactua B cuHTe3e 6enka. TPHK obpa-
3yeT BTOPUUYHYI CTPYKTYpPY, M3BECTHYH NOJ Ha3BaHWEM «KJeBepHbll
nnct». B cTpykType TPHK copgepXaTcs HECKONbKO (PYHKLWOHANbHO
Ba>HbIX YH4acCTKOB, 4 nam 5 gByLuenoyeyHblX CIMpanbHblX CTeb6nei ntpex
netenb, rNaBHbIMMN N3 KOTOPbIX ABAATCA aHTUKOAOH M akKLuenTupyowmni
KOHel. AHTUKOAOH CAYXWT ANA B3aWMOAeliCTBMA C COOTBETCTBYWLWNUM
KOMNNeMeHTapHbIM KoAOHOM MPHK, a akuenTupywwuii KoHey — Ans
npucoeAuHEeHUss aMUHOKUCNOTLI. Hannyne aHTUKOAOHA W akKUenTupylo-
wue ceoictea TPHK No3BONAKT MM BbINONHATL afanTepHyl (YHKUUIO,
CBA3bIBAA W NEepPeHOCA aMUHOKUCAOTHBLIN 0CTAaTOK W MPUCOEAMHAACHL 3a
cyeT aHTMKOLOHA K cooTBeTCcTBYyl W emMy KogoHy MPHK. OHu nmo3sonAawT
aMUHOKMUCNOTHBIM OCTaTKaM BbiCTpanmBaTbCA B COOTBETCTBYHLWMUA NONMN-
nentug-6enok. B pesynbTtaTte cneuynduyeckoro Blammopgelictems TPHK
N cooTBeTCTBYylOWENW aMMHOKMUCAOTH BO3HMKaeT aMmHoauumn-TPHK-
Monekyna, cogepxalas aKTUBUPOBAHHbIN aMWHOKMNCNOTHbLI OCTaToOK
M CcoOTBETCTBYWLW NI aHTUKOAOH. Jllob6asdA amMuMHOKMCAOTa, yyacTBytouwas
B CMHTe3e 6enka, npucoeauHaeTcs K cooTBeTcTBylw el TPHK BHe pu-

60COMbl C NOMOLW b CNeunanbHbix PepMeHTOB, aMmuHoaunn-TPHK cuH-
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Teta3. Mocne o6pasoBaHUa amunHoaumn-TPHK atm monekynbl Hanpas-
nawTca K pubocomam, rge m npoucxoamnTt 6nuocuHTes benka.

Peakuuna amnHoaunnnposaHus TPHK ocyuwecTtenaeTcsa B gBa 3Tana.
MepBbliA 3Tan — akTMBaLUA aMUHOKNCOTbl MOo6pa3oBaHne aMnHoaLnI-
TPHK. Bo Bcex cny4yasax nepBoOii aMUHOKUCNOTOW, BXOAALLel B CUHTe-
3MpyemMblii 6en0K, ABNAETCA METUOHWH — CcTapToBas aMUHOKKCoTa, a
nepsoi TPHK, nonagawwei B pubocomMy, — MHULMATOPHAA METUOHUH-
TPHK.

PnéocomHble PHK (pPHK)

BoicokomonekynsapHole punéocomHble PHK (pPHK) cocToaTt u3
3— 5 TbiC. HyKNeoTnaos. CUHTE3NPYIOTCA Ha crneunanbHbIX reHax B Af-
pbilwke (S4pbIWKOBLIA opraHnsaTop). Ha gonto pPHK npuxogutca 60-
nee 80% wmaTtpuyHoin PHK kneTku. ABAAIOTCA CTPYKTYpPHOI OCHOBOW
Ana dhopMnpoBaHMsa PUBGOHYKIEONPOTEMHOBOTO TsHKa, KOTOPbLIA, CKna-
OblBasACb B npocTpaHcTee, gaeT Hayano 30— 40S y npokapuoT n 50—
60S y aykapuoT ManbiMm 1 60nbwumM cybyactuyam pubocombl (puc.
117— 119). PnbocomanbHas PHK, Bxogdwui B coctaB pubocom, B3a-
nmogencteyet ¢ MPHK n ammnHoaunn-tPHK B npouecce tpaHcaauum c
NoOMOLL b0 ONpefesieHHoNn nocnefoBaTelbHOCTU HyK/eoTuaos. Pub6o-
comanbHasa PHK, Bxogauiasa B coctaB pubocom, nurpaet BaXHyw pofb B
npowuecce cuHTesa 6enka — obecneymBaeT MHULMALMUIO, 3IOHTALUIO U
TepMUHaLUmio.

MaTpuuHble PHK (MPHK)

MaTtpuyHasa PHK cuHTe3supyeTca Ha cneyndumuyecknx HyKNeoTUuaHbIX
yyacTkax [HK, HasbiBaeMblX CTPYKTYPHbIMU TFeHaMW, U COAEPXUT WUH-
hopmMaunio 0 NeEPBUYHON CTPYKType 6enka. Monekynsl MPHK cocTtoaT
n3 300— 3000 HykneoTtmpos. OT obuweli maccel PHK kneTkm oHa co-
ctaBnsaet ot 0,5 o 5% . O6pa3yeTcs B AApe B Buae MHOPMALNOHHON
win npo-mPHK. B pe3ynbTarte npoueccuHra oHa co3peBaeT U npespa-
waetca B MPHK. MatpuyHaas PHK 4yepe3 agepHbie nopbl nocrtynaeT B
umtonnasmy. B umtonnasme oHa coefMHSAETCA BHayane ¢ Manoin cybnb-
efunHuLeli pubocombl, a 3aTemM M 601bWON cybbeanHNLel U CTaHOBUT-
CcA maTpuueli, Ha KOTOPOW CUHTe3upyeTCcs noavnenTupHas Lenoyka
6enka.
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Puc. 117. TpaHckpunuua u npoueccuHr pPHK y npokapnoTos (a)
n aykapnoTos (6)

Punc. 118. OnekTpoHHas
MuUkKpogoTorpagusa, noka-
3blBalOLLad T PaHCKPUNLUIO
TaHAeMHO NOBTOPAKLLUXCS
reHos pPHK B sapgpbiwke
TpuToHa Triturus viridescens.
CTeneHb yBENNYEHNS A/INHbI
HabnwgaeTCcsa ANA Kaxaoro
reHa pPHK. W HeTpaHCck-
pnbupyemble cneicepHble
yyacTKWU pasfendanT 3Tu
reHbl



TTeporeHHas agepHad PHK

FeteporeHHas agepHad PHK (raPHK) — cmecb TpaHCKPMNTOB MHO-
rMx AfepHbIX TeHOB; N0Kann3oBaHa B agpe. HekoTopble U3 HUX ABMSA-
I0TCA NEPBUYHBIMU TPAHCKPUNTAMMWU U UMEKT TaKytl >Xe A/IMHY, KakK u
reHbl, C KOTOPbIX OHW CKOMUPOBaHbI, Apyrne — 4acTUYHO NOABEPrIUCH
MPOLECCUHTY 1 CNAaRCUHTY U YTPaTUAN paf MHTPOHOB, NPEBPaTUBLLUCH
B 3penble MPHK.

Manbie agepHble PHK

Bce aykapuoTuyeckume KNeTku copepxkat MHOXECTBO MaibiX sifaep-
HbiX PHK (MAPHK) — KOpOTKUX cTabunbHbiXx monekyn PHK, 601blWWH-
CTBO KOTOpPbIX B COCTaBe HYK/€ONpPOTEUAHbIX YacTul MNPUCYTCTBYIOT B
aape. OHN o6HapyXXeHbl B cOCTaBe CniaiicocoM MekonuTawlwmux. 310
CTPYKTYpbl, rae nget npouecc cnnalicnHra. 3tm PHK HasbiBaloT U-PHK
n3-3a HeoOblYaliHO 601bWOro CogepXXaHua ypauuna n ero moguguum-
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poBaHHbIX popm (Tabn. 8). HykneoTnaHble NocnefoBaTeIbHOCTUN BCEX
U-PHK mo3BOHOYHbLIX coBnagawT Ha 95%.

Tabnuua 8
U-PHK mnekonutalowmx
U-PHK AnuHa PHK PyHKLUUNSA
(uncno HykneoTuaos

U1 164 CnnacuHr npo-mPHK
u2 187 CnnaicuHr npo-mPHK
n3 217 CnnaicuHr npo-mPHK

B fiApPbILIKE
U4 145 CnnancuHr npo-mPHK
us 116 CnnaiicuHr npo-mMmPHK
Us 106 CnnaiicuHr npo-mPHK
u7 65 O6pa3oBaHune 3'-KOHLOB

rMCTOHOBbLIX MPHK
U1t 131 MonnageHnnuposaHune
npo-mPHK

Manble umTonNnasmaTu4yeckme PHK

MN3BecTHO, 4YTO 60MbWMHCTBO 3TUX PHK accoumupoBaHbl C KPYMHbI-
MW cemencTBamu nocrefoBaTefibHOCTel, cofgepXKalWwnMn Kak reHbl, Tak
W NceBOreHsbl.

Tabnuua 9
Pasmep PHK y pasHbiX opraHnsmos
PHK OpraHunam AnvHa PHK (uncno Hykn1eoTuaos)
7SL MM03BOHOUHbIE 300
7S becno3BoHOUYHbIE 254
7SK becno3BoHOUYHbIE 330
4,58 IpbI3yHbI 90-94

Pennnkayna OHK

Mpouecc yasoeHua monekynsl OHK, uan camoBocnpou3BefeHUA,
Ha3blBaeTCA penankayunen.

Cos3paHHaa YotcoHoM — Kpukom mogens gBoiiHoi cnupanu OHK
3an0Xmnna OCHOBY B MOHUMaHUe BO3MOXHOCTU KOMUPOBaHUA reHeTu-
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yeckoro marepuana. Bo-nepsbixX, crefyeT NOAYEPKHYTb, YTO coefuHe-
HUe [OBYX MOMIMHYKNEOTULHbIX ueneli TO/NbKO BOLOPOAHbIMU CBA3AMU
no3sonseT UM pasfenntbcsa. Bo-BTOPbIX, M3 cneunduyHocT cnapusa-
HWA a30TUCTbIX OCHOBAHWIA BbITEKAET, UTO KaXas Lerb MOXET CNyXUTb
MaTpuuen Ana CUHTesa KomnaemMeHTapHou uenn. B 1958 r. MaTbio Me-
3e/ICOHOM 1 ®paHKNNHOM CTanem 6binv nonyyeHsl y6eauTenbHble 3KC-
nepuMeHTasbHble NOATBEPXAeHUA Mofenu YotcoHa — Kpuka. B atmx
aKcnepumeHTax 6bl/10 MOKa3aHo, YTO B TOYHOM COOTBETCTBUMU C NpefCcKa-
3aHuMaMu pennukaumsa OHK npoucxogmT NONyKOHCepBaTUBHO: KaXAas
poyepHaa monekyna AHK cocTouMT M3 04HOW WMHTaKTHOI (KOHCepBaTuMB-
HOW) uenu, NOy4YeHHOW OT POAMTEsNbCKOM ABOWHON cnvpanun, v O4HOW
CUHTe3npoBaHHON uenu (puc. 120). Mpouecc penaukauum HavyMHaeTcs C
TOro, 4YTO MHULMUpYyLwme 6esKn cBasbiBaldTCca ¢ Monekynon AHK. «Pac-
nnetalTcA» ee KOMNJeMeHTapHble Lenu, paspbiBasd BOLOPOAHbLIE CBA3U
MeXay OCHOBaHWAMM HykneoTugos uenein AHK. EAnHCTBO BCcex BOAO-
pPOAHbIX MOCTOB (BOAOPOAHBLIX CBA3EN MeXAy OCHOBaHUAMWU HYKNeoTu-
pos uenein AHK) genaet asoliHyto cnupanb AHK oyeHb cTabunbHOM, HO
KaXKAblA OTAE/bHbIA «BOLOPOAHbLIA MOCT» cam no cebe cnab.

Mapbl A = T o6pa3yloT ABe BOLOPOAHbIE CBA3M, Torga kak napal= L —
Tpu. MoaTomy Ha y4yacTkax AHK, 6oraTtbix nmapamu A = T, uenm OHK
OTHOCWUTE/IbHO JIETKO OTAENAITCA APYr OT Apyra, UMEHHO Takue yyacT-
K1 Hanbosiee 4acTo 06HaPYXXMBAKOTCA B MecTax «Havana penankauumns.
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Mpouecc pennukauun JHK nrpaet BaxXHy posib B Nnepefaye Hacnen-
CTBEHHOV MHOpMauuun, 3anvMcaHHol B MocnefoBaTelbHOCTM Nap HyK-
NeoTnAo0B: OT poanTensckoin monekynol AHK — goyepHum monekynam HK,
OT POANTENBCKMX COMATUYECKNX KNNeTOK — AOYEepPHUM COMaTUYEeCKUM KIeT-
Kam W, HakoHel, OT POoAUTENbCKOro OpraHn3ma — noToMKam. Takum 06-
pasom, 6narofgaps pensvkauum noToOMCTBO MMeeT CTabubHYI0 reHeTuyec-
Ky UH(bopMaumno 0 pasBuTumn, PyHKLMOHNPOBAHUN U NOBEAEHUN.

Mpouecc pennnkauun HK mnaet ¢ yyactnem 600bWON0 KoanyecTsa
6€enKoB.

Pennukayus y npokapuot

Touka Havyana pennuvkaumm y npoKapuoT HasbiBaeTCcsa «ori» (OT aHrn. —
origin). N3eecTHo, 4TO B 3TUX yyacTKax HaxXoAsTCS BblCOKOKOHCepBa-
TVBHble Noc/ef0BaTelbHOCTN, PACNOJIOXKEHHblE TaHAEMHO. 3TK nocne-
[0BaTe/IbHOCTU y3HalTCca hepMeHTamu penankauum. Hosasa AHK 06-
pasyeTcs C 04MHAKOBOW CKOPOCTbI0 BOBOUX HanpaBneHUAxX 4o Tex nop,
noka A HK He cTaHeT NOMHOCTbI0 YABOEHHOW N He 06pa3ylTcsa ABe XPOo-
Mocombl (puc. 121).

Begywnm cepmeHToM penavkauyumn ssnsetcs OHK-nonvmepasa. Y npo-
kapuoT £. COliB HacToAlee Bpema U3BECTHbI NATb TUNoB JHK-nonume-
pasbl (AHK-nonumepassl |, II, Hll, IV, V). B pa3HbiXx KOMOMHaLNAX OHU
OTBEYAlOT 3a pensnkauuo 1 penapaumio.



OHK-nonnmepasa cnoco6Ha HapawmBaTb NOMMHYKIEOTUAHbIE Lenu
TONbKO B HanpasneHun 5'—>3', Taknm o6pasom, u3 ABYyX pacTywmx ue-
nein AHK nuwb ogHa MOXET CUHTE3MPOBaTbCA HenpepbiBHO (Beaylas
uens). CnHTe3 gpyroi (otctatowein) uenn OHK, mayuieli Takxe B Ha-
npaeseHun 5'—>3', ocylecTBAAETCA KOPOTKMMMU OAHOLENOYEYHBIMU
hparmeHTamyn AnanHoin okono 1000— 2000 n. H. y npokapuoT u 100—
200 n. H. — y aykapuoT. OHM nony4ymnun HasBaHue «pparmeHTsl OKa3sa-
Ku». CUHTE3 KaX[oro us aTux parMeHToB, TakK XXe Kak Befyliei uenu
OHK, HaunHaeTcs ¢ PHK-3aTpaBku, nnn npaimepa. Begyuiaa uenb HyX-
[JaeTcs TONIbKO BOAHOM aKTe MHUumMaumm, a Ans cuHTesa otTcrawLei uenm
[OMKHO MPOM30OMTU HECKONbKO akTOB WHWMUMaumu. Ha ctagum nHuumna-
umMmn penavkaunm dpepmeHT PHK-npaiiMasa cuHTe3nmpyeT KOpoTkyt PHK-
3aTpaBky. CuHTe3 3aTpaBku HeobxonuMm, Tak Kak hepmeHT AHK-nonnme-
pasza MoxeT paboTaTtb TONLKO Npy Hanmuumn csobopgHoro 3'-OH KoHua,
npucoeauHAA K Hemy HykneotTuasl, Torga kak PHK-nonmvepasa pa6otaet
B oTcyTcTBMe 3-OH rpynnbl Ha ogHouenovyeyHon mMonekyne AHK. dep-
MEHT npaiimasa oT/imyaeTtcs oT PHK-nonnmepas, cCUHTE3MPYHOLWNX pasHo-
obpasHble PHK knetku. Mocne Toro kak 6yget cuHTesunpoBaH PHK-npai-
Mep, noakntvaetca HK-nonvmepasa v npofonkKaeT HapawmnsaTh Lenb.

Mocne pacnnetaHua v pasgeneHvs poauTenbCKUX Lenen CuHTes f[o-
yepHux uenen ocyuiectensetca AHK-nonnmepasoi, ncnonb3ytouweli B
KayecTBe cybcTpaToB Ae30KcupuboHykneosnaTpudocgatsl (BATO,
arTo, aoTTd nalTed). Lenn AHK aHTunapannenbHsl, T.e. Bob6iactu pen-
NNKATUBHOI BWIKM MPUCYTCTBYIOT 3' 1 5'-KOHLbI CUHTE3UPYEeMbIX Lenei.

PHK-3aTpaBOUHble y4yacTKMW He COXPaHATCA B CTPYKType 3pesoi
OHK. MNocne peanusaunn ceoein yHKLUN ANS UHULMALMK pennKauum
OHK oHu ypgansawTca 3a cyeT nposaBneHnsa 5''13'-3aHA0HYKNea3Hon ak-
TmBHocTu AHK-nonumepasbl. Mocne yganeHna PHK-3aTpaBku u ee 3a-
MelleHUa Ha pparmeHT AHK, MHUUMaLma cMHTe3a KOTOPOro npoucxo-
AWT Ha cnepytouweli PHK-3aTpaBke, pacnonoXeHHol 6amxe K obnactu
pennnKaTUBHON BWIKW, MeXAy ABYMS COCEAHUMW CUHTE3UPOBAHHbLIMMU
hparmeHtamn AHK octaetca pa3pbiB. 3TOT pa3pbiB (OTCYTCTBME KOBa-
NeHTHOW cBA3n mMexay 3'-OH 1 5'-P04KoHUamMun hparMeHToB Lenun) yc-
TpaHseTcsa npu yyactum pepmeHTa AHK-nurassl.

CuHTe3 Beaylleil v oTcTaluwei uened NpoucxonuT no Mepe npo-
OBVDKEHMA PENNMKaTUBHOW BUNKW BAONb ABOIMHONM cnupanu, obpa3oBa-
HMe ABYX MaTpu4HbiX uenein OAHK npu yyactmm chepmMeHTOB M COMpo-
BOXAAeTCA 3HAUYNTESIbHbIMU 3HEPreTUYeCcKUMK 3aTpartamu.
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[na Toro 4to6bl ABOHas cnupans AHK packpbinacb, Heo6XxoaUMBI
ocobble 6enkn — [OHK-renukassbl.

OHK-renunkasbl «cagatca» Ha JHK c nomowbio cneymanbHbiX UHU-
LMaTopHbIX 6ENKOB, CBA3bIBAKLWMXCA C TOUKAMU Hayana pennavkauuu,
N packpyuuBalT ABONHYI cnupanb, paspbiBas BOAOPOLHble CBA3M
MeXAy OCHOBaHMUAMMU, UCNONb3yA 3Heprutw rnaponumsa ATd. benok
nepBOro Tuna, resavkasa, ocylWecTB/seT COOCTBEHHO pacnsietaHme cnu-
panu, a sHeprus, Heo6xoaMmas A5 3TOro, NocTaBnseTcs 3a cyeT rug-
ponusa ATO®.

benok BToporo tuna (SSB) — pecTtabunusupywwuii cnupans 6e-
NOK — cneunduryeckn CBA3bIBaeTCsA ¢ ogHoueno4veyHoir AHK, He no-
3BO/IAA MM COMKHYTbCS. [1pyM 3TOM OHM He 3aKpbiBalT OCHOBaHMA JHK
W OCHOBaHWA OCTalTCA AOCTYMHbLIMU AN crnapuBaHusA. PacnnetaHue
[ABOIHOW cnupanu poaunTensckoin AHK 6e3 BpaleHus npuBoauT K 06-
pa3oBaHMIO AOMOMHUTENIbHBIX BUTKOB UM Y3N10B Ha yyacTkax AHK Bne-
pean penMKaTUBHOW BUKMU.

benok Tpetbero tuna, TononsomMmepasa, CnocobCcTByeT ocnabneHunto
CBA3ell Ha CBEPXCKPYYeHHbIX yyacTkax AHK, BHOCS ofHOLenoYeyHble pas-
pbiBbl hOCHOANIPUPHBIX CBA3EM U packpyuuBas y3nbl B 06nactv poau-
TeNbCKOM ABOMHON cnupanu nepej penivKaTUBHOW BWAKONA. lNocne Tako-
ro packpyumBaHUsA W CHATUA Hanps>KeHWs, CBA3aHHOro ¢ obpasoBaHMEM
OOMNONMHUTENbLHLIX BUTKOB Cnupanu, Tononsomepasa BHOBb 3aMblKaeT pa-
30pBaHHble ochoamadpHble CBA3M U BOCCTAHaB/IMBAET CTPYKTYPHYIO
LenocTHocTb poautensckoii AHK. Takum o6pa3om, cuHTes AHK aBnset-
CA NMOJNIYHeNnpepbIBHLIM MPOLLECCOM, TaK Kak OfHa Lenb CUHTE3NpyeTCs He-
npepbIBHO, a gpyraa parmeHTaMmn OKasaku — MNPepbIBUCTO.

Pennukaumus y aykapuoT

Pennukauunsa y saykapmoT Ha4MHaeTCs B HECKOJIbKMX TOYKax. 3TU TOY-
kn HasbiBaloTcA ARS (Autonomously Replicating Sequence — aBTO-
HOMHO penauuupytolLasacs nocnefoBaTtefnibHOCTb). B xpomocomax ayka-
puoT cyuwecTtByeT 60bwoe KonmyectBo ARS. CTpykTypa, B KOTOPOiA
NpoONCXOANT penaukauusa, nonayyuna HasBaHue penMKauuoHHOW BW-
kn. PennuMkauymoHHasa BWU/IKa ABUXETCA nocneposartesnibHO BAonb JHK
0T ee CTapTOBOW Touku. 0 xo4y npouecca cocegHue pPeniMkKoHbl COo-
efnHaTcA. iHorga HacuyMTbiBalOT COTHM PENJIMKOHOB, pennkauus
naeT B 060MX HanpaB/lEHUAX OT KaXAOro PensiukoHa A0 CAUSiHUA C
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COCefHUM penIMKoHOM W nosiHoro yasoeHna AHK. CuHTe3s AHK npo-
ncxoauT B S-nepuoge nHTepasbl KNETOYHOIo UMKa.

PennukoHbl pOpMUPYIOT CTPYKTYPbl, Ha3blBaemble «peninkKaunoH-
HbIA rna3ok» (puc. 122, 123).



Mo xoay npouecca cocefHne pensiMkoHbl CnmBakwTcs, o6pasys xa-
paKTepHY0 NpoMeXyTouHy K-o6pa3Hyl KoHgurypauumo. Korga pen-
NMKauus 3aKaH4YMBaeTCs, U3 O4HOM IMHEWNHOW POAUTENLCKON MONEeKy-
Nbl 06pasylTCcsa ABe NMHENHbIe AoYepHMe, KaxX[as U3 KOTOpbIX, Tak
)Xe KaK 1 poguTenbckas, npeacTaBnsieT co60i ABOMHY cnnpasib.

YavBuTenbHas npocToTa NOSYKOHCEPBATUBHOW MoAenu pensvka-
umn AHK ckpbiBaeT cnoxHeilwme 6uoxnmuyeckme npoueccsl, obecne-
ynBawlMe 3Ty pennkKauno. IB0NKLNOHHO chopMUpoBaBLIMiica pen-
NIVKaUMOHHBIA annapat obecneymBaeT MaKCMMasbHYH0 TOYHOCTb
nepegayn MHOpMauunM OoT POAUTENbCKUX K JOYEPHUM MOoSeKynam
OHK. ®epmeHTbl u apyrue pasnnyHble 6e1KoBble MOMEKY/bI, BOBMe-
YeHHble B MPOLECC Kak MOJIyKOHCEePBAaTMBHOM pensvkauuun, Tak u pe-
napaumm n pekombuHauumn, npeacrtaenexs B Tabn. 10.

Ta6nuua 10
AHK-nonnmepasbl y aykapuoTt
Benok MonekynspHas SH3MMaTNYecKas Bronornyeckas yHKuma
macca aKTUBHOCTb
cybbeavHnL,
Kia
[HK-nonumepasa 160-185 [HK-nonumepasa CuHTe3 npalimepos Ha obenx Lensax AHK
N (anba) TpaHcnopt AH K-nonmmepassi B
67-70 K/IETOYHOE S4p0
CBA3bIBaHVe NyPUHOBOIO HyKeoTuaa,
54-58 npucoeanHeHve npavimsl K 4HK-
nonmmepase
A (Geta) 46-50 Mpaiimasza
39-40 AHK-nonnmepasa 3anosnHeHve GpeLueli NpU 3KCUU3NOHHOM
penapauym AHK, yyactve B
peKoMbUHaLIMM, NPOLECCUHT dhparMeHToB
Okasakun
Penapauys 1 pennmkaums
MeToXoHApUasbHon A HK
y (ramva) 125-140 JHK-nonumepasa
3—5%-3K30HyK/easa
35-40
9 (nensTa) 125-130 [HK-nonnmepasa  CuHTE3 naupytoLeii uenm
3 5 reHomHoi JHK B pennukaTtusHoi
—5-ok30HyKNeasa o
48-55 CBA13b C (PAKTOPOM MPOLIECCUBHOCTU
PCNA
€ (3ncunoH) 230-261 [OHK-nonumepaza  CMHTE3 OTCTalOLLElA Lieni reHoMHo
3—5-ak3oHykneasa HAHK B PEnNNKaTVBHON BUIKE
55
£ (pzeTa) 173 [HK-nonnmepasa CuHTe3 HK Ha noBpexaeHHol
29 Matpuue npu SOS-otBeTe
3— 5'-9K30HyK/ea3a
2_(Hi0) [HK-nonumepasa depmMeHT penapauyn
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Y ayKapuoT n3BecTHbl ceMmb Tunos AHK-nonumepas (AHK-nonmme-
pasaa, @v, 6, e, £, r]) (tabn. 10).

B pasHbix KOmM6uHaunax atu cemb AHK-nonnmepasbl oTBedvalwT 3a
penavkauuio n penapayuio B agpe, MUTOXOHAPUAX, niacTugax.

Tabnuua 11

PasnnyHble hepMeHTbl 1 TUMbl (hepPMEHTaTUBHOW aKTUBHOCTY,
BOBJIeYEHHble B 6MocuHTe3 AHK

HasBaHue epmeHTa (6enka)

lenukasa

SSB-6enok

Tonon3omepasa
AHK-nonnmepasa

Mpaimasa

5'— 3' 3aHAOHYKNeas3a
3'— 5' aHAOHYKNeasa
OHK-nurasa

JHpOHYKNeasa
Fnnkosnnasa

DyHKUNSA
PYHKUNA pacKpyuymBaHus ABOWHOWM
cnupanu 3a cyYeT paspbiBa BOAOPOLHbBIX
cBA3en

Benok, cBs3blBawwWwmiics
c oaHouenoyeyHoli AHK

YpaneHune cynepBUTKOB cnupanu
PocT uenn AHK 3a cyet NOMIMKOH-
AeHcauun fe30KCUpuboHyKneosng
TpugochaTos

CuHTe3 PHK-3aTpaBku (npavmepa)
YpaneHune PHK-3aTpaBKku, penapauus
WcnpaBneHne ownbok penavkaumnn
CoegnHeHune 3'-OH n 5'-P 04 KOHUOB
0f,HOLEeno4Ye4yHOro paspbiBa
Penapauunsa

Penapauus

Penapauwuna npu nospexgeHnn AHK

CBOIiCTBO BOCCTaHaB/nMBaTb MOBpexAeHus, Bo3Hukawwme B AHK,
HasblBaeTca penapauuei (puc. 124, 125).

BONbWMHCTBO CNOHTAHHbLIX U MHAYLMPOBAHHbLIX MyTareHamu NnoBpeXxX-
AeHnii AHK MOXHO ycTpaHaTb C NOMOL b 0CO6bIX (hePMEHTATUBHBIX CU-
CTeM — HyK/ea3, HaxosWmnXcs B KNeTKax pasfMyHbiX opraHnsMos. Me-
XaHuW3M penapauuy OCHOBAH Ha MPUHLMNE KOMMJEMEHTApPHOCTU B MOCT-
poeHnn OHK. MoBpexpeHue B oaHOW M3 uenovek AHK y3HaeTcs
hepmeHTamMu, a 3aTeM NOBPEXAEHHbIN y4acTOK yaanseTcs U no Tuny KoMm-
nneMeHTapHOCT/ BOCCTaHaB/IMBAETCA MOBPEXAEHHasA Lenoyka.
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Puc. 124. OcHOBHble nNpuHUMNbI penapauun AHK
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Puc. 125. 3KCUM3NOHHasA penapayms, MHUUUMpoBaHHaa pepmMeHToM UvrA,
B, C-3HAOHYK/easbl

OwWwnbkn B HYKNEOTUAHON nocnenoBaTesibHOCTM 4acTO BO3HWKAKOT
npu penavkaumn.

Mo OTHOWEHMUI0 K Npoueccy penavkauuyi pasnuyalT Tpu Tuna pe-
napauuun OHK:

1) popennnkaTuBHYIO;

2) pennnKaTuUBHYIO;

3) MocTpennMKaTuBHYHO.
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PasnMuHble peakuny penapayumn
d®oTopeaKkTNBaLNA, UK CBETOBAs penapauus

B 1949 r. Hemeukwii reHeTuk A. KenbHep oTMeTu, 4To B 6akTepusax
1 rpybax, 06nyyeHHbIX ynbTpamuoneTosblM cBeToM (Y®), yactota my-
Tauuini nagaeT, ecnu MUxX NepeHecTn Ha BMAMMBIA cBeT. [locne 3aToro wmx
BbDKMBAEMOCTb Pe3K0O BO3pacTaeT MO CPaBHEHUK C HEO6/yYeHHbIMU
KneTKkamun, oCTaBfIeHHbIMY B TEMHOTEe. 3T0 fAB/eHMe 6bIN0 Ha3BaHO Po-
TopeakTuBauuein. flanee gaHHbIin npouecc 6bl1 0TMEYEH Yy 6akTepuanb-
HbIX BUPYCOB U BbICLINX 3yKapuoT. B 1958 r. 6611 BbigeneH pepMeHT —
doTonmnaza, KOTOpbIA ocywecTBaseT hoTopeakTMBaymw. MexaHU3Mm
doTopeakTMBaLnmM cBA3aH C TeM, YTO NofA BNusAHMEM YP-061yyeHuns 06-
pasylTcsa AuMepbl MUPUMUANHOBbLIX OCHOBaHWi (puc. 126). 310 moryT
6bITb AUMEpPbl TUMWUHA, AUMEPLI LUTO3NMHA WM TUMUHO-LUTO3NHOBLIE
avmMepbl. PepmMeHT hoToNMa3a paclieniseT BHOBbL 06pa3sylolmnecs ces-

Puc. 126. O6pasoBaHne TUMUANHOBLIX ANMEPOB NoA AeACTBMEM
Y®-n3nyvyeHuns
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31 Mexay cocefHUMU NUPUMULOUHOBLIMW OCHOBaHUAMWU W BOCCTaHaB-
nuBaeT HopMasnbHyl cTpykTypy AHK. CBeT akTuBupyeT poTonmasy
(puc. 127), koTopas pacno3HaeT gumepsl B 061yyeHHon AHK, npucoe-
OVHSAETCS K HUM 1 pa3pbiBaeT BO3HMKawLWwmue cBasn (gumepsl).

OKCLUM3UOHHaA penapaums (ot nat. eXcision — BbipesaHue)

3TO CnoxHasd peakuuns BOCCTAHOB/IEHUA MNOBPEXAEHHOro yyacTKa
[OHK, cBA3aHHaa C ero Bblpe3aHWeM. 3aTeM Bbipe3aHHbIi yyacTok 3a-
NOJIHAETCHA HOBbIM Marepuanom.

9KCUM3MOHHaA penapauusa xapakTepusyeTtcs cnegyowmmMmmn npouec-
camu: cneymdunyeckne epmMmeHTbl (B OCHOBHOM 3TO (DEPMEHT 3HAOHYK-
neasa) y3HalT NOBPEXAEHHbIN y4acTok uenovykm JHK v BbipesarwT ero.
HanpotmB, B KOMNiemeHTapHoi HUTM OHK pacnonoXxeHbl HENOBpEeX-
OeHHble HykneoTuabl; pepmeHT AHK-nonnmepasa CUHTE3NpyeT KOMM-
NeMeHTapHble HYKNeoTuabl, 3an0/IHAA Bbipe3aHHbIA y4acToK; (DePMEHT
nurasa «ClnBaeT» KOHLbl BHOBb CUHTE3MPOBAHHOIO y4yacTKa C OCHOB-



HOM HMTb OHK. Takum o6pasom cTpykTypa AHK nonHocTbl BOCCTa-
HaB/MBaeTCH.

Mo BpeMeHMn ocyulecTBIeHUS 3KCUNU3NOHHAA penapaymsa MoXeT 6biTb:

1)fopennukKkaTuBHaa — KOrja BOCCTAHOB/IEHNE NMOBPEXAEHHON HATK
OHK npouncxoaut B 0,-nepnoge KNeTOYHOro UMKna A0 ee YABOEHUS;

2) pennukatuBHas penapauunss — Korga BoccTaHoBneHue OHK npo-
MCXoAnT B Xo4e pennukauun. [LoBONbHO 4acTo y NpOKapuoT U ayKapu-
OoT BO Bpems pennaukauum OHK npoucxofat ownbky cnapuBaHusa HYK-
neoTnaos. BMmecTo KomnnemeHTapHol napel A = Tunn = L, BAoYepHIO10
Luenb OKa3blBATCA BK/AOYEHbl HYKNEOTUAbl, HEKOMMNIEMEeHTapHble HYK-
neoTmpgaM B MaTepUHCKOM uenu (UX Ha3blBAKDT MUCM3ITYaMW — OT aHrn,
mismatch — nnoxoe couyeTaHue). [4ns BOCCTaHOB/EHUS HOpPMa/bHOW
MoneKynbl JHK NpoucXxoAsaT CAOXHbIE NMPpoLecchl C ydacTueM 3HAOHYK-
neas, NnpuBOAALWME K YCTPAHEHMWIO yyacTKa MUCMITya, Janee 3TOT yya-
cToKk 6yaeT pocTpoeH AHK-nonumepa3oli, a KOHLUbl COEAUHATCA C
NOMOLWbIO NUTrasbl;

3) nocTpennnkaTuBHas penapauyusa — Korga socctaHosneHue JHK
nget B0 2-nepuoge, T.e. nocne penankaynm. NponcxoanT «y3HaBaHue»,
3aTeM «Bblpe3aHue» gedekTa u cwmBaHne AHK.

SO S-penapauus

B cnyyae HeobxoagumocTu pennukaumm AHK, HO npu Hanuumuun B HeW
NOBPEeXEeHUR, KOTOPble He CMOrfa YCTPaHWTb HM OAHa M3 Bblle ONu-
CaHHbIX CUCTEM, aKTUBU3NUPYeTCA MexaHW3M penapauuun, OTKPbITbI B
1974 r. M. PagmaHoM, Ha3BaHHbIl SO S-penapauuneii (puc. 128, 129).

Mpn SO S-penapaunn nHAyLMpyeTCcs CUHTEe3 6enka, KOTOpbIli npucoe-
anHsetcsa K AHK-nonuMmepa3sHoMy KOMMAEKCy v genaeT BOSMOXHbLIM CTPO-
nUTb govyepHioto AHK HanpoTue fedeKTHbIX 3BEHbEB MaTPUUYHOW Lenu.

B pesynbtate JHK oka3biBaeTcs Y4BOEHHOWN, XOTS U C OWNGBKOW, HO
370 gaeT BO3MOXHOCTb MPOBECTU K/ETOYHOEe AeneHune.

C oeteKTOM CUCTeMbl penapaLnmn cBA3aHbl HEKOTOPbIe HACNeACTBEH-
Hble 60ne3Hn. B 1968 r. Ax. KnuBep gokasan, 4to Heusneuymmasa 60-
nesHb, NUTMEHTHasa Kcepogepmus, asnfeTca AedeKToM pa3HblX pena-
pupytlwmnx cuctem. ¥ 601bHbIX Ha KOXe BO3HWKAT KpacHble NATHa,
KOTOpble NepexoaAT B HapacTalwlyl KOPOCTYy U fanee — B PakoBYIO
onyxonb (puc. 128). MpUYMHbL NPEeANONOXNTENbHO CBA3aHbl CO CHWU-
XEeHUem unun notepenn akTUBHOCTU YP-3HAOHYKNeasbl.
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Puc. 128. ®eHOTUNUYECKME
3ah(PeKTbl HacNeACcTBEHHOIO
3aboneBaHuns. PebeHOK
C UHTEHCMBHO pa3BuBalLLMMUCS
3/10Ka4ecTBEHHbIMU ONYyX0NAMMU
KOXXW Noc/ie BO34eNCTBMUA COMTHEUYHbIX
nyyeri



Peanusaymns reHeTUYeCKOW MHGpopMaLmnu

B cnoxHOM npouecce peanvMsauunm reHeTUYecKon uMHdopmauun
MO>XHO BblAENNTb YeTblpe OCHOBHbIX 3Tana:

1) TpaHcKpunums;

2) NpOLECCUHT;

3) TpaHcnsauus;

4) nocTTpaHCNSALNOHHbIE N3MeHeHnA 6enka.

TpaHcKkpunums

Mpouecc, B XoAe KOTOPOro HykneoTuAHasa nociefoBaTeNbHOCTb
AHK kKonupyetca B Buae nocneposaTenbHoctn PHK, komnnemeHTap-
HOl eli, Ha3blBaeTcs TpaHckpunuwueli (puc. 130, 131). depmeHT, KaTa-
nnsupywwmnit PHK Ha OHK-maTpuue, 6611 oTKpbIT B 1958 r. n Ha3BaH
PHK-nonnmepasa.

Y npokapuoT ogHa PHK-nonumepasa — CNOXHbIA hpepMeHT, cO-
cToAwmnidi M3 NATM 6enkoBbIX eanHuy. Yactb pepmeToB PHK-nmonume-
pa3bl Ha3blBaeTcss curma-aktopom. Y npokapuoT PHK-nonumepassl
CUHTE3npytT Bce Buabl PHK: MPHK, TPHK, pPHK.

Y 3yKapuoT nmeetTcsa Tpu pasHble nosmmepasbl — PHK-nonumepa-
3bl |, Il m lll, Kaxpaa M3 KOTOpbIX TPpaHCKpPMbOMpyeT pasHbie KaTeropumu
reHoB.

PHK-nonumepasa /TpaHckpubupyeT reHbl gnss pnb6ocomManbHblX
PHK.

PHK-nonnmepasa W — reHbl gnsa cuHTeda 6enkos (MPHK) u reHsl
ana maneix PHK sagpa (MaPHK).

PHK-nonumepasa /// TpaHCKpUOGMpPYyeT reHbl ANA TPAHCMNOPTHBIX
PHK, pu6ocomanbHbix 5S PHK, manbix PHK u gpyrux.

PHK-nonnmepasbl aykapnmoT umMeloT 601blIYI0 MOMEKYNSAPHYI Mac-
cy, yem PHK-nonvmepasbl Kuwe4yHoW nanouykn £ coll, n cocTtoaT u3 8—
12 cybbeanHuL,.

Curma-paktop Heob6xoauMM ANS yKaszaHus nMpoMoTopa — ocoboro
yyacTka B Hayane reHa, KOTOpblli yKa3biBaeT MecTo cBA3biBaHWA PHK-no-
numMmepasbl ¢ AHK. Pa3nnyHble curma-gaktopbl y3HalT pas/inyHbie MNpo-
MOTOPbI U, TaKUM 06pa3om, AOCTYNHOCTb cMrma-akTopa MoOXeT perynu-
poBaTb TPAHCKPUMNLWIO FEHOB, CBA3aHHbIX C 3TUM NMPOMOTOpPOM. Tak, Ha-
nnyne curma-akTopos MUCnonb3yeTca ANA perynaymm HabopoBs reHos.
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Puc. 130. YanuHeHune yenu PHK, kaTanusnpyemoe PHK-nonnmepasoii

Kakablii reH cocTouT 3 PEryiTOPHOM YacTu (ctoga BxoguT NPO-
MOTOpP v TEPMUHATOP), KOANPYIOLWENR YacTu, rae sanucaHa MHGop-
Mauma o cTpyktype MPHK, n TepMMHI/Ipyrou.l,eVI 4yacCTu, rge 3asepua-
eTca TpaHcKpunuma. PerynatopHas yacTb He TpaHCKpubupyeTcs, a co
CTPYKTYPHOII 4YacTu reHa cumTbiBaeTcs uHcopmaumna Ha MPHK. Mocne
JocTmkeHua monekynoii PHK-nonnmepasbl yyacTka TepmuHaumn dep-
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Puc. 131. CnHTe3 PHK nponcxoAnT BHYTPM YacTUYHO pacnsie TEeHHOro
yyacTka JHK. PackpyumBaHue n o6paTHoe ckpyunsaHme monekyn IHK
KaTanusnpyrwTca PHK-nonnmepasoi

MeHT PHK-nonumepasa nokupgaeT matpuuy AHK. Mocne 3aTtoro o6pa-
30BaHWe NepBMYHOro TPpaHCKpUNTa 3aBeplleHo. MOCKONbKY OH HecTa-
6UNeH, TO HEMEA/IEHHO TpaHCAMpPYeTCsA Y NPOKapuoT U Moanduuunpy-
eTcs y ayKapuor.

TpaHCKpUNLUA Yy NpoKapmoT

MTpoMOTOp Yy NPOKapMOT COAEPXUT ABe TPynnbl HYKNEOTUAHbIX NO-
cnepoBaTtenbHocTelh (puc. 134, 135). 3TM nocnefoBaTeNbHOCTUM pac-
NOMOXeHbl Ha paccToAHuMM 10 H.n. n 35 H.M. BbiWe TOYKW Hauyana
TpaHCKpUNuuun.

BHauyane curma-gpaktop cnabo cBsA3biBaeTcssi C y4aCTKOM NPOMOTO-
pa B nonoxeHun — 35 N.H., KOHTpoNMpysa npucoegnHeHne PHK-nonu-
mepa3bl Ha npomoTop. 3atem PHK-nonmmepasa cBA3biBaeTcs C AoMe-
Hom Mpub6HoBa — paroH 10 n.H.

Nanee HaunHaeT pacnnetatbca AHK gnuvHoit B 17 n.H. BOKPYr HYK-
neotnga B nonoXxeHun 10 n.H. 3gecb NPUCYTCTBYIOT B a30TUCTOM OCHO-
BaHuMm A = T, umewlwme nNo ABe BOAOPOAHbIE CBA3M, 4YTO ob6nervaeT
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pasbeanHeHue. Korpga HaumHaeTcs cuHTe3 PHK, curma-tpaktop yxo-
OUT N3 KoMMekca.

CTpyKTypa npomoTopa y npokapuoT

Y 6akTepuii 4acTUYHO CUHTe3nmpoBaHHble PHK cBA3biBaloTCA € pu-
6ocoMaMun, u A0 OKOHYAHWUSA TPAHCKPUMNLMU C 5'-KOHLUA HayMHaeTcs
TpaHcnauMsa — CuHTe3 benka.

TpaHCKpUNUWs y ayKapuoT

eHbl 3yKapuoT COCTOAT M3 [BYX CTPYKTYPHbIX 0b6niacTein: Kogmpyto-
e, c KOTOPOW cunTbiBaeTcA MHOpMaLma B npouecce cuHTesa MPHK,
N perynatopHoii, KoTopasa 3anyckaeTcs W KOHTponupyeT paboTy
PHK-nonumepassbl ll, a uepes Hee — 1 cuHTe3 MPHK (puc. 134, 135).

PerynatopHas o651acTb oT/iM4aeTcsa y ayKapuoT 60/bliOl C/IOXKHO-
cTblo. OHa BK/KOYaeT OCHOBHble TUMbl nocnegosatenbHocTel OHK.

1. MpomoTopsbl, cBA3biBalwWme PHK-nonumepasy Il

2. TepMuHaTOp®l.

3. dHXaHcepbl (yecunutenu TpaHCKpunuuu) u calineHcepsl (ocnabu-

Tenn TpaHcKpunuun).



JHXaHcepbl 1 caiifieHcepbl MOTYT BXOAUTb B CTPYKTYpPY FEHOB, HO
yalle BCEro pacnofiaralnTcs Ha pacCTOAHUW. JHXaHCcepbl U caineHce-
pbl cnyXar mMectamu Ans y3HaBaHWUA W CBA3bIBAHWUSA C PErynaTopHbIMU
6enkamu, aktusmpylowummn PHK-nonumepasy.

Y 3yKapuoT npouecc TPaHCKpUnuuMu v nocnepylouiee cospesaHue
MPHK B MPHK-npoueccuHr npotekaeT B K/IETOYHOM sApe, OH 3Hayu-
TE/IbHO YCNOXXHEH. 3TO CBSA3aHO C HECKO/IbKUMUN 06CTOATENbCTBAMMU.

Bo-neps.bIX, Y 3yKapnoT QYHKLUUOHUPYIOT TP pasHble noiMMepasbl —
I, 11 .

Bo-BTopbIiX, PHK-nonnmepasa aykapnotT He MOXeT cama WMHULNU-
poBaTb TpaHcKpunuuio. Ona ee akTmsauum HeobxoAMMO 60/blLIOE KO-
N4ecTBO 6EMKOB, OHM Ha3blBaKTCA dpakTopamu TpaHckpunumun. O6-
wye dakTopbl TPAHCKPUMLMN 06BEANHAIOTCA B KOMMJIEKCHI.

B-TpeTbux, perynatopHbie 3/IEMEHTbI Y 3yKapuoT MOryT B/MATbL Ha
CKOPOCTb TPAHCKPUNUUKN, AaXKe eCc/iv OHWU PacnosioXKeHbl 3a ThicA4M nap
HYKNeoTuaoB OT npoMoTopa. 3To aHxaHcepbl (Enhancer — ycunutens).
Mog 3HXaHcepaMu MNOHMMAKT NO60M [AWCKPETHbLIA 3NEMEHT
nocneposatesibHocTn AHK, KOTOpbI/ CBA3bIBAeT 06LIMEe TPAHCKPUMILN-
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Puc. 134. 3N1eMeHTbl OopraHm3auum TpaHcKpunuuu y npokapuoT (a, 6) 1
aykapumoT (B): a — eAMHMUA TpaHCKpunuuu, cogepxatas pas/inyHble
3NeMeHTbI reHa; 6 — cxema Hambosiee TUNMYHONO NPOMOTOpPa NPoOKapuoT,
UMEILLLEro TPU OCHOBHbIX KOMMOHEHTa: KOHCEPBaTUBHbIE NOCNeA0BaTe/b-
HOCTW HYKNIEOTUAOB B MNOJIoXeHusax -10 n -35, To ecTb Ha 10u 35 HyK/1eoTU-
[0B Bbille TOYKM CTapTa TPAHCKPUNUUN, N TOYKY cTapTa TPaHCKpUnumu;
B — CXeMa pacnofiodXeHNsa HEKOTOpPbIX (PYHKUMOHa/IbHbIX Yy4acTKOB B
monekyne MPHK aykapnoT. K3 — cTpyKTYypa, NpUcoeinHeHHas ¢ 5 -KoHua
MPHKnRocne TpaHckpunuunreHa; 5 -n3 -HTO — HeTpaHcnmpyemble ob6nacTu
COOTBETCTBEHHOHA 3 -3 -KoHUaxMPHK; nonn (A) — nonvageHnNnpoBaHHbIiA
3 -koHel, MPHK

OHHble (haKTopbl M AelicTBYeT Ha TPAHCKPUNLUI. IHXaHCEepPbl B3auMO-
[eNCTBYIOT C perynsaTtopHbiMu 6enkamMu (TPAHCKPUNUMOHHbIMU (haKTo-
pamun), N3MeHAa ypoBEHb TPAHCKPUNLMMN FeHa. 3TN perynatopHble 6enkun
MOTYT CBA3bIBATbCA C FOPMOHaMW. JHXaHCep MOXeT o6nagaTb TKaHO-
n BugocneynduryHocTbio. [lonroe BpemMs aHXaHcepbl cYMTanuUcCb Npu-
HaANeXHOCTb0 TONbKO 3aykKapuoT. Ceilyac OHW HaWfeHbl My NpokKapu-
OT. B 60nbWMHCTBE C/QyYyaeB 3HXAaHCEPbl PacnonoXeHbl nepen NPomo-
TOPOM, WHOrfa Ha 60MbWOM PacCTOAHUM OT NpPoMOTOpa. dHXAaHCepb
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Puc. 135. CTaauy TPaHCKPUNLUN: UHALMAUNA, 3/TOHraums,
TepmuHaumsa y E. coH

o6pasyloT neTn, B3auMofelicTBYsS C MPOMOTOPOM, KOTOpPbIA Henoc-
penCcTBEHHO B3aMMOLENCTBYOT C 06WMMU haKTopamMy TpaHCKpUNLUM
nc monekynoi PHK-nonnmepasolii.

CaiineHcepbl — ocna6uTeny TpaHCKPUNLUUM, SBASOTCSA HETaTUBHbI-
MW 3/1IeMEeHTaMMn No OTHOWEHWI0 K TpaHcKpunuuum. OHW Tak e, KakK 3H-
XaHcepbl, oKa3biBaloT CBOe AelicTBUE Ha 60/bWIOM pPacCTOAHWM OT reHa.

167



B-ueTBepThbiX, Yy 3yKapuoT cHauyasla MPOUCXOAWUT TpaHCKpuUNuua B
agpe, a 3aTeM TpaHcaauuma B umrtonnasme. To eCTb 3TW nNpouecchl pas-
AeneHbl B MPOCTpaHCTBE W BO BpeMeHW. ®PaKTOPOM TpaHCKpuUNuuUun Ha-
3blBalOT 6€N0K, KOTOPbIi HEOOXOAMM ANS MHMLMALUMK TpaHCKpUNuum,
HO He ABnAeTca cob6cTBeHHO PHK-nonumepasoii. MpomoTop y aykapu-
OT COCTOMUT M3 ABYX HYKNEOTUAHbIX NocnepoBaTenbHoOCTel, pacnono-
dXXEHHbIX Ha paccTosAsHMM 25 n 75 H.N. BbllWe TOYKM Hayana TPaHCKpPWUN-
umn. B Touke -25, T.e. camoil 6N1MN3KOI TOYKe K Hayany TpaHCKpunuuwu,
anaetca TATA-60Kc — Takaa nocnepgoBatenbHocTb (5'-TATAAA-3"),
Ha3blBaeMasa fOMeHOM XorHecca, pganee cnegyet gomeH UUAAT. fo-
MeH UUAAT urpaeT CywecTBEeHHY pPOJib B UHMLMALUN TPpaHCKpUNuum,
TATA-60KC, NO-BUAUMOMY, BbINONIHAET BCNOMOraTe /ibHYl0 TpaHCKpun-
UMNOHHY pONb.

B npouecce TPaHCKPUNUMMN BbIAENAKTCA 3Tanbl:

UHULMALMS;
anoHrauus;
TepMuHaums
®akTOopbl TpPaHCKPUMLMK
Bbl,qu'IFHOT ABa Tuna (baKTopa TpaHCKpunuun: | — 06|.Lll/le d)aKTOpr
TpaHCKpunuun; I — cneummmquKme qDaKTOpr TpaHCKpunuyunn.

I. O6wmne pakTopbl TpaHCKpuUNumun

Ansa pa6oTel PHK-nonumepasb Heob6xoaumbl obume cdaktopsl
TpaHckpunuun. Ana PHK-nonmmepasbl WM3BECTHb CeMb 06WUX (aK-
TopoB TpaHckpunuuun: TF (transcription factor) HA, TFIIB, TFIID, TFIIE,
TFIHF n TFIIH v TFIIJ. Pumckaa ungpa B o603HaAYeHUN 3TUX hpakKTopoB
nokasbiBaeT, K kKakon PHK-nonumepase oTHOCUTCHA 3TOoT pakTop — |,
I man Ill. BMmecTe ¢ PHK-nonmmepasoih |l oHM MOrytT ocywecTtBnaTb
TpaHckpunuuio iN Vitro. Takum o6pasom, aKTUBHOBHOCTL PHK-nonu-
Mepa3sbl Il noggepxuBaetcs Heckonbknmu 6enkamm TF Il, 0603HaUYeH-
HblMKn 6ykBamun B, F, E n A. B Hayane npouecca TpaHckpunuumn PHK-

nonumepasa Il fonxHa 6bITb 0CBO6GOXAEHA OT KOMNNIEKCOB (PakToOpoB



TpaHckpunuun. Ase apyrue PHK-nonumepasbl, | u lll, HallgeHHble Y
3yKapuoT, Takxe TpebylT akTuBMpoBaHna Habopa obwmx akTopos
TpaHCKpMNuun.

SNoHraunsa TpaHcKpuUnuuUuM NpoxoauT B HanpaBneHun 5 —>3°. PHK-
nonmmepasa ocywecTtBnaeT anoHrayuio uvenn PHK.

TepMuHauma TpaHcKpunuumn BepeT K yxony cdepmeHta PHK-nonu-
mepa3sbl ¢ uenn AHK n ocBob6oxgeHuntw PHK-tpanckpunta. PHK-nonwu-
mMepa3a BHOBb B COCTOAHWW COEAMHUTLCA C CMrMa-hakKTOpoM M HavaTb
HOBbIA payHpA TpaHckpunuuun. PHK-TpaHCKPWNT roToB HayaTb CBOW fe-
ATENbHOCTb WU KaK KOHEYHbI NPOAYKT 3KCNpeccun reHa, uam Kak no-
CpeaHVK ANA CMHTe3a B nMpouecce TpaHCAALUN.

II. Cneundmnyeckme pakTopbl TPpaHCKPUNLUK

Cneundunyeckme TPaHCKPUNLMUOHHbIEe DaKTOPbl PErynmpywT TpaHc-
Kpunuunio 4Yepes aHxaHcepbl. MMOCKONbKY 3HXaHCepbl MOryT pacnona-
ratbcA Ha 60NbWOM yJaneHun oT MPOMOTOPOB, TO COeAUHEHME COOT-
BETCTBYHLWMNX TPAHCKPUNUNOHHbIX 6€N1KOB, CafAWMNXCA Ha IHXaHCep, C
PHK-nonnmepa3soi Il ocyuwectBnsieTcs 3a cyet o6pa3oBaHns NeTin yya-
cTka AHK mexay npomMoTOpOM M 3HXaHCepoM. Pa3nnyHbie rpynnel opra-
HM3MOB pa3nnyanTCca NO cneyuPmnyUeckum TPaHCKPUNLUOHHBIM (akKTo-
pam. Y aykapuoT Kogupylouwune yyacTku reHa (3K30Hbl) nepemexarnTcsa C
Hekoaupywmnmn nocneposatensHoctTamum AHK (UHTpOHLI). B cuny ato-
ro TPaHCKpPMUNUMA y ayKapuoT AOMNONHAeTCA euwe OAHOW onepauyunen —
NPOLECCUHIOM.

MpouyeccuHr PHK

COBOKYNHOCTb 6GMOXUMUYECKUX peaKkunii y ayKapuoT, NPpUBOAALLNX
K npeo6pa3oBaHWi0 NEPBUYHOTO TpaHCKpUNTa UHMOpPMaLunoHHol PHK
(nPHK) B 3penyo MPHK, Ha3biBaeTca co3peBaHWeM, WMAN MPOLECCUH-
rom. O6pa3oBaBlWmMecsa B pe3ynbTare TpaHCKpuNumm nepsuyHbie PHK-
TPaHCKPUNTLI NOHayany AasneKo He BCcerfga NpeAcTaBfAloT co60l PYyHK-
LMWOHaNbHO aKTUBHble Monekynbol PHK. MpexXxpae yem cTtaTb aKTUBHbLIMMU
MPHK, OHWM [OMKHBI nMepeTepneTb pag moAuduKayuin, KoTopble n npe-
BpawalT Ux B 3pesbie PHK.

MpoueccuHr Bk vaeT cnegyowme npeobpaszosaHua nPHK B MPHK:

1) kanupoBaHue;

2) nonvajeHunupoBaHue;

3) cnnalicuHr.
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KaLwmposaHwve

Ha koHuax nPHK y aykapnoT nponcxoamnTt xmmumyeckasa mMoanduka-
uma. Kak npasuio, Ha 5'-KoHel, HaBellMBaeTCs chneuuasbHas HyKneo-
TUAHas CTPyKTypa — «lWanoyka», wam kan (puc. 136). Kan — mo-
AvdrunpoBaHHbIi B 7-M MOMIOXKEHUN METUIMPOBAHHbBIA OCTaTOK
ryaHosumH-5-gpocarta, coejHEHHbIA C KOHLUEBbLIM HYKI1e03ugom 5°—
5' cnoco6omM. KanmpoBaHue NpouMcxoguT BCKOpPE MOC/e Hayana CUHTe-
3a UPHK c yyactuem I'T® (ryaHo3umHTpudocgara), U3 coctaBa KOTO-
poro 'M® (ryoHo3nmHmoHogoOcgaT) nepeHocutca Ha 5'-gugocgar
nepsoro Hykneotuga MPHK. CumTtalwT, 4TO K3M perynnmpyeT TpaHcnAa-
umo, a Takxke npegoxpaHseT MPHK oT geictBusa 5'-3HAOHYKNeasbl,
KOrfa oHa nepexoauT B uMTONNasmy.

Puc. 136. KanupoBaHue n nonnageHnnmposaHne mPHK

MonnageHnnnposaHme

MonunageHnnMposaHne ocyl,ecTeBafaeTca NytTeMm nNpucoefunHeHus
nonun (A)-nocnefoBaTenibHOCTU HYK1€0TMAOB, cogepxalmm 100— 200
OCTaTKOB afeHWN0BON KMCAOTbl MOAPAL W Ha3biBAEMOr0O TakXe Moau
(A)-xBocTom. Monm (A)-xBOCT onpepgenset ctabunbHocTb MPHK 1 Bpe-
MS ee XXU3HW B KfeTke. Kpome Toro, y aykapuot nonu (A)-XBOCT, BO3-
MOXHO, cnocob6cTByeT Bbixogy MPHK 13 sigpa B uumtonaasmy, a Takxe
Heob6xoAuM AN perynsauum TpaHckpunuum MPHK.

MpoLueccuHr y npokapnoT UMeeT BeCbMa OrpaHnYeHHblIli XapakTep u
B OCHOBHOM 3aTparusaeTt npegwectseHHKkos pPHK u TPHK, Torga kak
MPHK wncnonb3yetca A8 TpaHcnauuMu cpasy nocsie ux cuHTtesa, euwe
[0 OKOHYAHUA WX TPAHCKPUNLUUN.
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MocTTpaHCKPUNUMOHHbBIE MoAnpukaumm MPHK y aykapuoT cBA3a-
Hbl C KOMMPOBaHWEM, NoMafeHNUPOBAHUEM U C 3K3OH-UHTPOHHbLIM CTPO-
€HUEeM TreHOB, a TaKXe MPepbIBUCTbIM CTPOEHMEM WX FeHa, copepxalye-
ro 3K30Hbl WU WHTPOHbLI, YTO TpebyeT 4YeTKOW cCMCTeMbl cnnahcuHra

NepBUYHbIX TPAaHCKPUNTOB.

CnnancuHr

B 1977 r. P. Po6eptcom ull. Wapnom 6blna yctaHOB/AeHa NpepbIBUC-
TOCTb FeHOB Yy 3aykapuoT. OKa3anocb, YTO NOCMeA0BaTeNbHOCTU, KOAM-
pytouwne 6enokK, npepbiBaldTCA BCTaBKaMu, KOTOpble He KOAWPYKT 6en-
KN 1 ypanswTca n3 cospesBwein MPHK. 3Tu yyacTkm 6binyM HasBaHbl HUT-
poHamu. Y4yacTKu, coxpaHAawwmneca B coctaBe MPHK un kogupywouwune
6en0K, Ha3blBalTCA 3K30HAMMW. B0 BpemMa TPaHCKPUMLWM CUYMTbIBAETCH
BCA MPOTAXEHHOCTb reHa, cojepixalad KakK 3K30Hbl, TaK U WHTPOHLI,
3aTeM B xofe co3peBaHus MPHK B monekynsl MPHK Bbipe3atTcsa nypa-
NAKTCA Yy4acTKM, CYMTaHHbIE C MHTPOHOB. Y4YaCTKW, CUMTAHHble C 3K30-
HOB, COeAWHATCSA B OAHY 06U yl0 NOC/NeA0BaTeNbHOCTb, & UMEHHO B
MaTpuyHy PHK. Takmm o6pa3om, Korga Mbl FTOBOPUM «yaansiloTCsA WMHT-
POHbI», TO Ha cCaMOM fgefie yaansawTcsa NocnefoBaTefibHOCTU, Koaupye-
Mble HUTpoHamun U3 UPHK, HO MHTPOHbLI NpucyTcTBYOT B JHK NOCTOAH-
Ho. Mpouecc yganeHna UHTPOHOB W CLUMBAHWA KOHL,0B 3K30HOB NONYYUN
Ha3BaHue cnnaiicuHra PHK (ot aHrn, splice — coeanHeHne KOHLOB).

MHpopmaunoHHas PHK moxeT cogepXaTb OT OAHOTFO 40 LECATKOB
WHTPOHOB, pasmepbl KOTOPbIX CUNbHO BapbupyloTca. B pesynbtate yaa-
neHns nHTpoHoB MPHK ykopauuBaetcsi. CnnalicuHr PHK npoucxoauTt
B sAApe nNo mepe obpasoBaHuMsa PHK Ha AHK-maTpuue. CnnalicuHr gon-
XEeH OCYyWecTBNATbLCA TOYHO, MOCKONbKY OWMOKM Npu Bblpe3aHuu
WHTPOHOB M CWIMBaHWN 3K30HOB MOTFYT MPWBECTM K HapyLWeHU KOoAawu-
pyloLlwein cnocoOO6HOCTM CWIMNTbIX 3K30HOB. B yncno KoMnNoHeHTOB, KaTa-
nM3npyruwmnx npouecc cnnacuHra, BXxoAAaT manbie agepHble PHK
(MaPHK) n gecatkn 6enkoB, obnagatowmx hepmMeHTaTUBHOW aKTUBHO-
CTbl0, Heob6xoaumoih Ana appeKTUBHOro cnnalicuHra. 3t 6enku,
cBfA3aHHble ¢ MAPHK, o6pa3ywT puboHyKneonpoTenagHble yacTulbl
(MmaPHM) (puc. 137). MecTo coegWHEHWA UHTPOH/3K30H Yy3HaeTcs
MAPHIM. 3T cTpykTypbl (MSAPHI) 3atem cobupatwTca BmecTe, obpasys
6onee KpPynHbI KOMNMEKC, Ha3blBaeMblii cnnaicocomMmoli, KoTtopas OT-
BeyaeT 3a CnnaliCUHr M yfaneHne UHTPOHOB. MexaHuM3M cnnancuHra

171



BK/IIOYAET pacuiensieHne 5'-KoHLa MHTPOHA Tak, YTO ero 5'-KoHel, cTaHo-
BUTCA NMpuKpenaeHHbiM K 3'OH BHYTpeHHero afjleHMHOBOro HyKneoTnaa,
obpasys neTnesyl CTPYKTYpy, HasblBaeMyl facco. 3'-KOHeL, nepsBoro
3K30Ha 3aTeM 06bIYHO 3amelyaeT 3'-KOHEL, MHTPOHA, COeAUHAA ABa 3K-
30Ha BMeCTe, 0CBO6OXAasA WMHTPOH. IK30HbI «CWKUBAKTCA», 06pasysa B
utore 3penyt monekyny MPHK. Takum o6pa3om, y NepBMYHOIO TpaHc-
Kpunta PHK B fOMosIHEHWE K K3INVMPOBAaHWIO U MOMNALEHUTMPOBAHUIO B
cnsaincocomax Bblpe3alTCA WHTPOHbI, & 3aTeEM COefMHAITCA 3K30HbI.

ANbTepHATUBHbIA CranCcuHr

Hecko/nbKO 3K30HOB, cogepxkawmxca B MPHK, MoryTt cwmnsaTtbcs B
pas3HbIX KOMOMHaUMAX ¢ o6pa3oBaHMEM pasfInyHbIX MaTPUUHBIX MO-
cnepoBatenibHocTel (puc. 138). AnbTepHATUBHbLIN cnialicuHT no3sonseT
OpraHu3My CUHTe3MpoBaTb pa3Hble MO CTPYKType W CBOCTBaM 6enku
Ha 6a3e 04HOro reHa. B chopmupoBaHun anbTepHaTuBHbIX MPHK 3a-
JeicTBOBaHbl pa3Hble MexaHu3Mbl. [epBbli U3 HUX COCTOUT B TOM, 4TO
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Puc. 138. OAnH reH MoXeT KOAMPOBATb CEMENCTBO 61M3KOPOACT BEHHbIX
nonunenTUWAOB NPU UCMOMb30BAHUN aNbTepHAaTUBHOMO cnaacuHra sK3oHOB

Ans o6pa3oBaHWA pas3iMuyHbIX MPHK MOryT nmcnonb3oBaTbCA pasHble
npomMoTOopbl. B 3TOM cnyyae o06pa3yloTca TPAHCKPUNTLI, UMew LW Me pas-
Hble No AAuHe 5'-KOHLUbl U pa3HOe KOIM4YecTBO 3K30HOB. Takoil mMexa-
HU3M cnnalicuHra BbiABAeH Agns UPHK nerkoii uenn MuO3MHa NO3BO-
HOYHbIX XXVUBOTHbIX.

BTopoi# Tun anbTepHaTUBHOrO cnnalicuHra MMeeT MecTo Npu n3me-
HeHWn calTa NonmajgeHUNIMPOBaHUA NEPBUYHOrO TpaHCKpunTta. B aTtom
cnyvyae M3MEHAKTCA pa3mMepbl U CTPpyKTypa 3'-yyactka UPHK. Takum
cnocobom obpasywTca gBa Buga MPHK Taxenoit uenu mmmMmyHorno6y-
NINHOB.

TpeTuit TN anbTEPHATUBHOTO cNaalicuHra Bkawo4yaeT BbI6GOP pasnmy-
HbIX 3K30HOB U3 0AMHaKOBbIX MPHK. Mpwn atom agns popmmpoBaHus 3pe-

neix PHK moryt mcnonb3oBaTbCsA pa3/inyHble 3K30Hbl, a 4aCTb W3 HUX
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He BK/l0YaeTCcs B cnNamcuHr. Takum o6pasom, NPoOUCXoAUT CnnaliCUHT
WPHK TponoHMHa T CKeseTHbIX MbILWL, MAEKONUTaLWNX, cogepxawnx
18 9Kk30HOB. pK 3TOM BbIGOP 3K3OHOB 3aBUCUT OT CTaAMU pPa3BUTUA
opraHu3mMa: 3K30H 16 npucytctByeT B MPHK TponoHuHa T y B3poChbIX,
a 9k30H 17 — B MPHK aToro 6enka y aM6p1OHOB.

ANbTepHaTUBHbLIN cnnaiicnHr PHK reHa KanbUWTOHWHA COCTOMT U3
WwecTn 3k30HoB (puc. 139). B WwmnTOBMAHON Xefnese ¢ reHa KanbUUTOHN-
Ha B pe3yfnbTaTe Bblpe3aHuss MHTPOHOB M YacTn 3k30HOB (5 1 6) B MPHK
o6pa3yeTcsa COOTBETCTBYWLWMA NOAUNENTUL — Ka/bLUMTOHUH. B runo-
TanamMmyce c 3TOro e reHa npogyumpyetcsa 6enok CGRP nentug B pe-
3ynbrate yganeHns UHTPOHOB U 3K30HOB (4 1 6).

TpaHcnaumsa. buocmHTes 6enka

BuocnHTe3 6enka — BaXKHeMWwWii aTan peanmsaunm reHeTuYeckoii npo-
rpammbl Kf€TOK, B NpoLEecce KOTOpPoro nHgopMaumus, 3aKkogmpoBaHHas B
MepBUYHOW CTPYKTYpPE HYK/IEMHOBBIX KWC/OT, NEepeBOAUTCS B aMUHOKMUC-
JIOTHY0 MOc/ie40BaTeIbHOCTb CUHTe3npyeMbiX 6enkoB (puc. 140).

leHeTWNYeCcKUiA Kopg,

B 1950-e rr. amepukaHckuii gunsunk I. FaMoOB npuwen K BbIBOAY, YTO
MWUHUMYM Tpu HykneoTuaa OHK go/mkHbl KognposaTb 04HY aMUHOKMUC-
noty. B 1960-x rr. ®. Kpuk, C. bpeHHep, . BuTTmMaH u gpyrvme BbIACHU-
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1, 4TO KO ABNAETCA He TO/IbKO Tpun-
NeTHbIM, HO W HenpepbiBHbIM, T.e.
MPHK cuuTbiBaeT nocneposaTesibHO
no Tpn Hykneotnga. OKoHYaTesnbHas
pacwndpoBKa reHeTUYeCcKoro Koja
6blna 3akoH4YeHa B 1966 r. M. HupeH-
6eprom, C. Oyoa u H.I'. KopaHa. OHu
YyCTAHOBMWAW, YTO TPUNAETHbIV KoA,
6narofaps coyeTaHU0 TPex HyKNeo-
TMAOB faeT BO3MOXHOCTb KOAMPO-
BaTb 20 pa3HbIX aMUHOKUC/IOT, BXOASA-
wmx B 6enok. M3 64 BO3MOXHbIX
coYeTaHnin Tpex HykeoTnaos 61 KogoH
KoampyT 20 ammHokucnot. OcTanb-
Hble Tpu kofdoHa (YAA, YTA n YAT)
He KOAUPYT aMUHOKUCNOTLI, a ABNA-
I0TCA CTOM-KOA4OHaMU, WUAN TePMUHU-
pylouwmmn KogoHamu. NMomumo cton-
KOLOHOB MMeEEeTCHa CTapTOBblIA, UK
UHULMUpYLOWNin, KogoH-AYl, koaun-
pylLWKNiA aMUHOKMUCIOTY METUOHUH.
AYT-TpunneTbl 06Hapy>XuBawTCcs B
npegenax reHa M B Apyrnx mecrax.
B aTOM cnyyae OHW He ABNAKTCA cTap-
TOBbIMW KOZOHaMu. Takxe 6bl/10 ycTa-
HOB/IEHO, YTO FeHeTUYeCKUii Koa ABNS-

€TCS BbIPOXAEHHbIM, TaK KakK MHOTMEe aMWUHOKMUCNOTblI KOAUPYTCA ABYMS
n 6onee KogoHaMM, a aMWUHOKMKC/OTa FUUMH KoaupyeTcs 4 KofoHamu-
Tpunnetamn — ITA, ITY, ITT nTTU, a cepuH — 6 kogoHamu (Tabn. 12).

B TPEXHYKNEOTULHOM TeHeTMYecKoM Koae Haumbonee BaXHbl ABa
nepBbiX HyKneoTuga, Torga Kak TPeTWin HyKNeoTug He Bcerga Bnusiet
Ha KOAUPYEMY aMWHOKUCAOTY. MeHeTUYeCKUn Kog noyTu Bcerga yHu-
BepcasieH, T.e. eANH A1 BCEX XMBbIX OPraHM3MOB Ha Hallel nnaHeTe.

CBoiicTBa reHeTU4Yeckoro Koda:

1) yHuBepCcanbHOCTb — KOJA eNH ANA BCeX OpraHm3mMoB (3a HeKo-
TOPbIMU UCKNKYEHUSAMU, Hanpumep OHK MutoxoHapwit);

2) BLIPOXAEHHOCTb — Kaxjasa aMUHOKuUcoTa (Kpome MeTUOHMHA)
Koaupyetca Heckonbkumu tpunnetamm AHK (kogoHamu PHK);
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3) HenepekpbiBaeMOCTb — KOZLOHbI B MPHK cunTbiBalOTCA Kak OT-
JenbHble CaMOCTOATE NIbHbIE eAUHULbI ;

4) cneynuYHOCTb — KaXKAblii TPUNAET KOAUPYeT TO/IbKO OAHY aMu-
HOKWNCOTY;

5) Hanuuue cTtapToBOro KogoHa AYD v TEPMUHUPYOLWMX KOLOHOB
(CTON-KOQO0HOB), Perynmpyrwmnx TpaHCAsaUuio.

Bo Bpems TpaHcnAuuMu nocnepoBaTelbHOCTb KOLOHOB, COCTOALLUX
M3 HYKNeoTUAHbIX OCHOBaHWin B MPHK, npeBpaliaeTcsa B COOTBETCTBY-
oUWy nocnefoBaTesibHOCTb aMUHOKUCNOT. TpaHCcAsaumMsa nponucxoaut
B paMKe CUYUTbIBaHWA, KOTOpas onpefenserca B Hayase TpaHCNAauuu
(cTapT-KOA0H). AMUWHOKUCOTHI MPUCOEAUHATCA B NnocsepoBaTesb-
HOCTb, OnpegensemMyto HyKneoTnaHbIMn ocHoBaHuamMmu MPHK, ¢ ncnone-
30BaHMem pgpyroro knacca PHK, TpaHcnopTHoli PHK (TPHK). Kaxpgas
aMWHOKMCIO0Ta MMeeT CBOK cobcTBeHHY TPHK, y kKoTopoi ectb 06-
nactb (aHTUKOAOH), KOMMNAeMeHTapHas KoAoHy Ha MPHK. KopgoHbl 1,

Tabnuua 12
AMUHOKMCNOTA KofoHbl n-PHK
deHnnanaHuH YYy, ¥yu
NeliunH YYA, YY[, Uyy, uyy, UyA, uyr
N3oneymnH AYY, AYLU, AYA
MeTnoHUH AYT
Banu ryy, ryu, rya, ryr
CepuH yuy?yuu, YUA, yur, Ary, Ary
MponuH oy, duy, guA, uur
TpeoHuH ALY, AUL, AUA, AUT
AnaHuH ruy, ruy, ruA, rur
TNpo3nH YAY, YALU
rmetunpgunu LAY, LAL
rnytamuH LAA, UAT
FacnaparuH AAY, AAL
Nn3nu AAA, AAT

AcnaparnHoBasa kumcnota T[AY, TAL
FnyTamuHoBas kucnorta FAA, TAT

UuctenH yry, yry

TpuntodaH yrr

APTrUHWH ury, ury, UrA, urr, ArA, Arr
FNNTTUH rry, rni rrA,rrr



2, 3 14 MPHK TpaHcnupylTCca B aMMHOKUC/IOTHYIO nocneposaTtesb-
HOCTb: MeTUoHuH (MeT), rnnuuH (Fnn), cepuH (Cep) nusoneiiunu (Uen)
M T.4. NepBbIM KOAOHOM Bcerga cnyxxut AYTl (cTtapT-KOAOH).

Tak Xe Kak 1 B l060M CNOXHOM MOJIEKY/IAPHO-6M0OTNYECKOM
npouecce, MOXHO BblAeNUTb TPU CTafUn:

1) wHnumaums;

2) anoHrayus;

3) TepMmuHaums.

TpaHcnauma (cuHTe3 6esnka) y aykapuoT MPOUCXOANT BHE KeTou-
HOro sgpa B pubocomax B LMTONIasmMe.

Prnbocomsl

Pnéocombl — 3TO MONeKkynspHole habpukm, cnocobHble co3paBaTtb
HOBble MOJfieKynbl 6enka. Pnbocombl npeactaBnsaT coboli puboHykne-
OTUAHbIA KOMMJIEKC, NMOCTPOEHHbIA 3 pPHK n 6enkoB. Lutonnasmaru-
yeckne pnboCcoMbl NMPOKAPUOT U PUBOCOMBI 3YKapPMOT OYEHb CXOAHbI MO
CTPYyKType. Kaxpgasa pubocoma COCTOUT U3 ABYX PUBOHYKNEOTUAHbIX
cybuacTuy: manoi u 6onbwon (puc. 141 — 143).

Cy6yacTtuubl puboCcoMbl XapaKTepU3yoTcsa KoathduuneHTammn cegu-
MEeHTauun, BbiPpa>KEHHbIMW B eauHuuax Ceepbepra S — 3TO CKOPOCTb
ocaxaeHua cybyactuy UanM MakpoMOSEKYNSAPHOr0 KOMMAeKca B yNbT-
paueHTpudyre 1 3aBMCUT OT MOJTEKYNAPHON Macchl U QopMbl 06beEKTA.
Y npokapuoT KoMmnjaekc pumbocombl paBHAeTcAa 70S u cocTouT un3
Manoi cy6yactuubl 30S n 6onbwoit cybyactuybl 50S. Y aykapuoT —
80S — wmanasa (40S) u 6onbwan (60S). CybuacTuubl CMHTE3UPYOTCS
CamMOCTOATENIbHO B AAPbLILKE, a 3aTeM TPaHCNOPTUPYIOTCA U3 a4pa B
ymtonnasmy (puc. 144). O6beanHeHne Mano u 60NbWON cybyacTuy,
(70 n 80S) npoucxoauT B npucytcteum MPHK, 3pecb 3HayeHue S He
cymmupyertcs.

B knetkax aykapmoT pmbocCOMbl cofepxXaTca TakXe B MaTpukce
MUTOXOHAPUI U XN0PONIacToB.

OCHOBY KaxAo0l cybyacTuubl cOCTaBAAT Monekynol pPHK, Bokpyr
KOTOPbIX rpynnupytwTcsa 6enku. Umewwumneca B pubocome yrnybneHus
(kaHan, TYHHeNnb 1 gp.) cnyxat gnas B3ammopenctena ¢ MPHK n amunHo-
aunn-TPHK. MNofa 3/71eKTPOHHbBIM MUKPOCKOMOM BuAHO, 4To 30S-cy64a-
cTuua noapasgensaeTca Ha «rofloBKy» U «Teno», a 505-cybuyacTtuua
UMeeT TPWU XapaKTepHbIX BbICTyMNa.



Puc. 142. CTPYKTYpPbl U KOMMNOHEHT bl PUGOCOM

B kneTkax 6akTepuit pubocombl pacnonaratiTcs no Bcel LuTonnas-
Me, ux yncno gocturaet 104Ha oAHY KNEeTKy. B ayKapnmoTuyeckux Knet-
Kax pnbocombl B OCHOBHOM pacnosiaralTcs B 3HAONAa3MaTuyecKomn
ceTn, obpasys WepoxoBaTy 3HAONMA3MaTUYECKYH CeTb.

CuHTe3 6enika Ha pubocome nonyyun HassaHue TpPaHCNAUUSA (ot
aHrn, translation — nepesog). Puéocoma B npouecce TpaHCAAUMN Bbl-
nonHsAeT pag PyHKUWiA:
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1) ceBA3bIBaeT u ygepxusaet MPHK;

2) B3anmogencTeyeT c amuHoaunn-TPHK, ocyuiectensieT cuHTe3 nen-
TUAHOI CBA3W;

3) yaepxnBaeT pacTylwuii nonunenTug, yvyactesyet B rugponuse GTP
(I'Th-cyanmnsuHTpudocar) m npogsuraetcsa no mPHK, B3anmopgeiicTy-
eT ¢ 6enkamm — dakTopamu TpaHCAALWN.
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Puc. 144. Appo u cuHTe3 pubocom

CesAsbiBaHMe MPHK ¢ manoii cybuyactuuen 30S y npokapuoTt npouc-
XO0AWUT B paioHe enobka. NaBHYl ponb 34€Cb MrpaeT KOMMAEeMeH-
TapHoe B3ammofeicTBne nypmH-6oratoro yyactka MPHK, Tak Ha3blBa-
emas nocnefoBaTenbHocTb WaliHa— [anbrapHo, ¢ 10Kann30BaHHON B
30S cybuyacTuue KOPOTKUMWU, MUPUMUAMHOM 60OraTtbiMm yyacTKammu
3'-koHua monekynbl 16S pPHK (puc. 145).

B3anmogpgeiictBne ammHoauun-tPHK c pnbocomoil nponcxoanTt B
ABYX cneumanbHbIX LeHTpax, KoTopble hopMupytoTcsa B nepuog obbe-
AnHeHns 60nbWoN 1 Manon cybyactuy. 310 M — NenTUAUNbHBIA LEHTP
nA — aMuHoauWUbHbIA UEHTP. B amMMHoauunbHOM A -yyacTke pacno-
naraetca ammnHoauunn-tPHK, Hecywas onpeneneHHyr aMMUHOKUCOTY.
B nentugunsHom [l-yyacTtke pacnonaraetca TPHK, KoTtopas Harpyxe-
Ha LEeno4YKON aMWHOKMCAOT, COEAUHEHHbIX NenTUAHLIMU CBA3AMM.
MenTUANNbHBLIA y4acTOK HaxoAuTcs Ha 6onblol cybbegunHunue (puc.
146— 151).



Y aykapuoT MPHK umeeT TONbKO OAMH y4yacTOK Hayana TpaHcnfa-
uvmn. MepBbli 0T 5™-kKoHUa AYTI-KOA4OH OKa3biBaeTCH WMHULUUPYOLWNM.
Hukaknx WainHa— OanbrapHo nocnepoBatenibHocTen MPHK aykapwu-
OT He coepxaT. EANHCTBEHHbIM 06LWENPUHATLIM U YHUBEPCAbHbIM CUT-
Ha/IOoM MHULMALUKN ABNSETCA KIN-CTPYKTypa. OCHOBHYIO PO/b B MOUCKE
1 3akpenneHnn manoin (40S) cybbefnHULbl HAa MHULUMPYOLWEM KOAO-
He UrpalnT 3yKapuoTnyeckne mHuumupyrouwme akrtopbl, 0603Ha4YeH-
Hble «eif». 3T0 601bWON 6eNKOBbIi KOMMNEKC, KOTOPbI MPOYHO CBSA-
3biBaeTca ¢ 408-cybbeguHuuein. OanH M3 PpakTopoB CBA3bIBaAeET
K3N-CTPYKTypy Ha KoHue MPHK v Tem cambiM ocylecTB/ideT nepBoHa-
YyanbHYl NPUBA3KY Matpuubl K 408-cy6beanHuue pnbéocomsl.

TpaHcNAuMA HauyuHaeTcsa C MHUUMauuu: obpalyeTcs WUHULMUPYIO-
WM Komnaekc, npeacrtasnawwmin co6on MPHK, punbocomy u ctap-
ToByl TPHK, Hecywyl METUMOHMWH; A5 3TOro HeO6X0A4UMO NPUCYT-
CTBME WOHOB MarHusa v psgos aktopoB nHuumaynm (M1, Nd2, No3
v T-4.). 3aTeM crnefyeT aN0Hrauuna: npucoeguHaeTca cnegywouaa aMmu-
HOKMCnoTa, onpegensemas nocnegywowmm kogoHom. O6pasyetcs
TpexdasHbli LMKN 370HraunmmM ¢ pacnosHaBaHMeM KOLOHOB, CBS3bl-
BaHMEM nentuja co crnepyloleil aMUMHOKUCIOTOW W NepeaBKEHNEM
(TpaHcnokauueil) pubocombl HAaTPU HyKNeoTuaa ganblue B 3'-Hanpas-
NleHnn mMPHK.
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Puc. 147. 3noHraums TpaHcasuum



Puc. 148. TepMuHaUuA TpaHCAALUN

OCHOBHON hepmMeHT B pubocome, yyacTBylowmnii B o6pasoBaHnm
nenTuaHol cBs3nM, — nenTuaMnTpaHcgpepasa. TpaHCcnAuMa 3akaHymBa-
eTca TepMuHauuel, Korga gocturaetcsa O4MH U3 TpexX CTOMN-KOAOHOB
MPHK (YAA, YAT nnun YTA). NonnnentnagHaa uenb nokngaeTt puboco-
My, KOTOpas pacnajaeTtcs Ha 2 cybbefuHULUbI.

NMocTTpaHCAALNOHHbIE U3MEHEHUA 6enkoB

HeKkoTopble CUHTE3MpPOBaHHbIE 6E/IKM HeakKTUBHLI 6€3 nociegytoue-
ro «cospeBaHusaA» — wMoAucduKkaymm. B npouecce «co3peBaHua»
6€/1KOBble MOIEKY/1bl MOTYT TEPSATH KOHLEBbIE aMUHOKMCNOTbI, NPU y4a-
cTUM thepmMeHTa, 3K30MenTuaasbl, NPeo6pa3oBbIBaTbCs BO BTOPUUYHYHO
W TPETUYHYH 6€e/IKOBble CTPYKTYpbl. ECAyM monvMnenTUAHbIe LEemnouyku
06befUHATCSA, MOTYyT 06pa30BbiBAaTbCS YEpPTBEPTUUYHbIE CTPYKTYpPHI.
CUHTE3MpoBaHHbIE MAaKPOMOMEKY/bl MOTYT 06be4UHATLCA C yrnesoga-
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Puc. 151. C6opka pubocombl Ha MPHK y npokapuoT
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MU U AMnupgamun, BCTpamBascb B 6uomembpaHbl. Mpumep nocTrpaHcna-
LWOHHOW MoAudmMKaunum 6enkKka — CUHTE3-UHCYMHA.

WHCYNUH MCXOAHO CUHTE3npyeTCca B KJeTKax NOAXEenyLO4YHON Xe-
nesbl BBUAE ANIUHHOTO NoAnnenTnaa npe-npo-nHcynuHa. MNocne otuien-
neHuna N-KOHUeBOW, 3aTeM — cpefHeil yacTu nenTujga OoH nNpespaujaeT-
CS B MHCYJIUH.

Takum o6pa3om, B pe3ynbTaTe NOCTTPAHCAALUOHHOW MoandnKauum
6enkn npuobpeTawT cneunduryeckme CBONCTBA U PYHKLUOHANBHYIO
aKTUBHOCTb.

OCO6GEHHOCTU TPAHCAALMM Y NPO- U 3yKapuoT

A. MpokapnoTuyeckme reHol TpaHckpubupytTca Ha MPHK, ¢ KoTo-
poii O4HOBPEMEHHO MPOUCXOAUT TpaHcnaAuma. Takum o6pa3om Hykne-
oTuaHaa nocnepgosatenbHocTh JHK TO4uHO cooTBeTCTBYeT nocnepoBa-
TENbHOCTM aMUHOKMUCNOT B 3aKOAMPOBaAHHOM nonunenTtuje.

b. QykapmoTuueckme reHbol 06bIYHO cofepXaT ANUHHbIE MOCneno-
BaTeNbHOCTU HYK/NEeOTUAOB, Ha3blBaeMble HATPOHaMU, HekoAupyluwmne
aMWHOKMCNOTbl B nonuvnentuge. WHTPOHbI yaanawTCcs W3 NEepPBUYHOTO
TpaHCcKpunTa reHa, 3ateM K HUM npucoeguHaetca 5' kan v 3' nonu
(A)-xBOCT, nmpexfje 4eM HauyMmHaeTCA CUHTe3 nonunentuga, T.e. TpaHC-
nauunsa (puc. 152).

®akTOopbl TPaHCAALUMN y GakTepuli

K thakTopam TpaHCnsuMum oTHOCATCA 6enku, KoTopble B3ammopeli-
CTBYHT C pu60OCOMON Ha pasHbiX 3Tanax TpaHCAALWN.

PasznnyatoT akTopbl MHULMaALUK TpaHcnAuuun, mux tpu: IF-1, IF-2,
IF-3. OHM cnoco6CcTBYT 06beguHeHUO pubocombl MU MPHK, a Takxe
oTBeyalwT 3a B3ammopeiictene kogoHa AYID Ha pubocome co cneuwu-
anbHOW MHuuumnpyruwen TPHK.

9NOoHrauma TakXe cBa3aHa c Tpemsa ¢gakTtopamu: EF-Tu, EF-Ts,
EF-G. OHM obecneymBaloT cBA3bIBaHME Ha pubocomMe aHTUKOAOHOB,
aMuHoaunnupoBaHHbIX TPHK c cooTBeTcTBylOWMUMN KogoHamMun MPHK
M NpoABuXeHne pubocomMmbl BAONb MaTpuubl — MPHK.

daKkTOpbl TEpMUHaLMM — 3TO CNeumnanbHble 6eNKWU, UX TakXe Tpu:
RF-1, RF-2, RF-3, oHM cneynduUYHbl 4N TpeX KOJOHOB-TEPMUHATOPOB:
YAA, YAT, YTA, 6enkn nx onos3HawT U C HAMK B3anmogencTeytoT. MNpn
3ToM RF-1 y3HaeT YAA u YAl, a RF-2 — YAA un YIrA; RF-3 He umeerT
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Puc. 152. CuHTE3 6e5Ka y NpoKapuoT 1 3yKapuoT

KOA0HOBOW cneynguyHocTn n B3anmogeincteyet ¢ RF-1 n RF-2, genas
npouecc TepMuHauun 6onee aPHEKTUBHLIM N 3aBUCUMbBIM OT 3HEPTUN
pacwenneHna ATO.

Annapart TpaHCAAunmn y aykapmnoT 60/1ee CNoXHbIA. PaKTOpPOB TpaHc-

NALMU Y HUX 3HAYUTEeNbHO 6onblie. OAHUX (PaKTOPOB MHULMALMM 06-
Hapy>XeHo 6osiee fecsiTka.



[naBa VI

PEIrYNAUNHA
SKCIMPECCUN TEHOB



Perynauus aKCnpeccuun reHoB y NpoKapuoT

N3yyeHne MexaHWU3MOB perynaunum reHos ABAAETCA OAHUM U3 Hau-
60n1ee MHTEHCUBHO pa3BMBalOLWNXCA HANpaB/eHWn COBPEMEHHOW reHe-
TUKN. MexaHnU3M perynauum aKcnpeccuu reHos y npokKkapumoTt paccmar-
puBaeTcsa Ha ypoBHe onepoHa (puc. 153, 154).

OnepoH — 3T0 rpynna corsacoBaHHbIX PerynupyemblX CTPyKTyp-
HbIX TEHOB, KOAUPYOLWUNUX DEPMEHTHI.

B cocTtaB onepoHa BXOAAT:

a) HECKOJ/IbKO CTPYKTYPHbIX FE€HOB, KOAUPYOLWUX HEOOXOANUMbIE ANA
K/IeTKN 6eNKn ¢ hepMeHTaTUBHBLIMU NN CTPYKTYPHLIMU YHKUMAMKU. B rpyn-
ny CTPYKTYPHbIX FT€HOB BXOAAT TakKXe reHol, kogupywouwmne pPHK n tPHK;

6) o6Wwasn perynatopHaa obnactb — MPoOMOTOp, onepaTop MuTepmMu-
HaTop TpaHCKpuUnuuu.

FeH-perynATop uMeeT COGCTBEHHbI MPOMOTOP M MOXET Haxo4NTb-
CA Ha HEKOTOPOM pacCTOAHUMN OT CTPYKTYPHbLIX FTEHOB U, TakKum obpa-
30M, HEeNnocpeaCTBEHHO He BXOAUT BOopraHusaunto onepoHa. leH-pery-
natTop obecneynBaeT CUHTe3 ocoboro 6enka-penpeccopa, QyHKUUSA
KOTOPOro — KOHTPOJIb 3a COCTOAAHMEM CTPYKTYPHbIX reHos. Peryns-
TOpHble 6enKkuM o6n1agaT OYeHb CUSIbHLIM CPOACTBOM KonepaTopy, BXO-
ASlWEeMy B COCTaB OonepoHa, W 1Ierko CBA3bIBATCA C HUM.

OnepaTtop — yuacTok AHK, npumbiKalWmnin K CTPYKTYPHbIM TFeHam
onepoHa u ynpaBnswowe nx MyHKUMen, T.e. «BKAKOYAET» WUNN «BbIK-
nwoyaet» ux. Ecnu onepatop cBo60AeH, TO TPAHCKPUNUUA CTPYKTYp-
HbIX TEHOB pa3pellieHa, ec/M OH CBA3blBaeTCA C 6e/IKOM-penpeccopom,
To paboTa 3TUX reHoB npekpatjaeTcs.

MpomoTop — y4yacTok AHK, KoTOopbll/i N"M60O HEMOCPEACTBEHHO NpU-
MblKaeT K onepatopy, N1n6o nepekpbiBaeTca ¢ HUM. Kak npasusio, one-
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Puc. 153. Perynsauus akcnpeccuu reHos y E coli

Puc. 154. Kak paboTaeT /ac-penpeccop: a) loc-penpeccop. MocKonbKy
penpeccop 3anonHseT 6onblyto 6opo3gy AHK-cnnpanu, PHK-nonnmepasa
He MOXeT NOJIHOCTbIO NPUKPENUTbLCA K MPOMOTOPY M TpaHcKpunuma
6n1okmMpoBaHa; 6) hc-onepoH penpeccMpoBaH, Korga penpeccopHblii 6enokK
CBfi3aH C onepaToOpHbIM y4acTKOM. MMOCKONbKY y4acTKU npomoTopa u
onepoHa nepekpbiBatloTCca, PHK-nonmmepasa v penpeccop He mMOryT
CBSI3aTbCA OAHOBPEMEHHO; B) lac-onepoH TpaHckpnbupyeTcsa (MHAY-
unpyeTcsa), korga CAP (6enok, akTusupyemblii LAM®) cBAsaH u korga
COefIMHEHVEe NaKTO03bl C PENPECCOPOM M3MEHAeT ero JopmMy Tak, YTO OH
60/1ee He MOXKeT HaxoAUTbCA Ha onepaTope 1 6/10KNPOBaATb aKTUBHOCTb
PHK-nonnmepasbl



paTop pacnofaraeTcs MeXxAy NpoMoTOpoM W caiTOM, y KOTOPOro Ha-
YMHaeTCAa TPaHCKpPUNUUSA.

B 3aBucmmocTu OT B3aumopelicTemsa onepaTtopa ¢ 6enkom-penpec-
copom y 6akTepuit pasznnyarT MO3UTUBHYI WAW HETaTUBHYK peryns-
LM ONEepoOHOB.

1. HeraTuBHO MHAYUNOWABHBIA TUN. Takne ONepoHbl NOABEPXEHbI OT-
puuaTenbHOMY KOHTpont. OHM He TpaHCKpubupylTca Torga, Korga one-
patop cBfi3aH CO cneyuduyeckum penpeccopom. lMonarawT, 4TO CBA3bI-
BaHMe penpeccopa nNpPuUBOANT K (M3nyeckomy O6NOKUPOBaHUI
npoABuxeHns PHK-nonnmepasbl 0T NpoMoTOpa K y4acTKy TPaHCKPUMNLUK.
WHOYKUMS npomcxoamnT, Korga MHAYKTOp (Hanpumep, nakro3a) cBs3biBa-
eTca C penpeccopoM, M3MeEHAA ero KoHgopmaymnio Takum ob6pasom, 4To
OH 60/blie He CBA3bIBAETCHA C OMEpPaTtopoM; 3TO WMHULMMPYET TpPaHCKpwun-
uunto. Mo AaHHOMY TUMNY OCYL,ECTBNAETCSH KOHTPO/b NaKTO3HOI0 ONepoHa.

2. MO3NTUBHO UHAYLUUOGUNBHBIA TUN. MONOXUTENbHO KOHTpPONUpye-
Mble WHAYUNOUAbHbIE ONEPOHbl 06bIYHO He TpaHCKpubupyrwTca. OHM
CTaHOBATCA aKTMBHbIMU, KOrja KoakTusaTtop (Hebonbwasa Mosekyna)
CBA3bIBAETCA C PErynATopHbIM 6enKoM-anomHAykTopom. lpuobpetas
COOTBETCTBYHLWY KOHpUrypauunio, anonHAYKTOp B3auMogeicTByeT C
OHK n PHK-nonnmepasoi, cnoco6CTBYS MHULMALUWN TPAHCKPUMLUK.
Mo gaHHOMY TNy MYHKUMOHMPYET KaTtabonuuyeckaa penpeccus.

3. HeratnBHoO penpeccubenbHbli Tun. OTpuuaTesibHO KOHTpo/upye-
Mble penpeccubenbHble ONepoHbl 0O6bIYHO TpaHCKpMbGUpyloTCA, OAHAKO
ecnun kopenpeccop (Heb6onblwas MoneKyna) cBA3bIBAETCA C anopenpec-
copom (aKTMBHbIN penpeccop), TO 3TOT KOMNAEKC 3aTeM nNpukpennaet-
CS K ONepoHy, MPWBOAA K MHTMOMPOBAHMUIO TpaHCcKpunuuu. Mo 3aTomy
TMny pabotaeT TPUNTO(aHOBbLIN OMNEpPOH.

NakTo3Hbli (LAC) onepoH

OpraHunsaumnsa reHoB TaKTO3HOW cUCTEMbl o6ecneymBaeT yTUamM3aLmno
nakTto3bl kneTkamu E. coli. 3To nepBbIi OTKPbLITHIN ®paHcya XXakob6om
n>Xakom MaHO onepoH.

Ona yTunusauun nakTo3bl KneTke HeE06X0A4MMbl MPOAYKThl TpeEX Tec-
HO cUEeN/IeHHbIX CTPYKTYPHbIX FeHoB. 3To reH lac Z, kogupywowmni
B-rasakrtosupgasy, v red lac Y, kognpywouwmnii nepmeasy, kotopas obec-
neyvBaeT aKTWBHbI TPAHCNOPT /aKTO3bl B KNeTKy. TpeTuin reH, lac A,
KoAUpYLWNA hbepMeHT TpaHcaueTmnnasy, peryampyercs KOOpAUHU-
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poBaHHO c reHamu lac Z wn lac Y, HO He MMeeT HenocpenCTBEHHOIO OT-
HOWEHNSA K YTUAN3auum /1akTo3sbl. 3TU FeHbl KapTUPYTCSA B nocnepo-
BaTtesibHOCTM Z — Y — A.

CUHXPOHHaA MHAYKLMA BCEX Tpex 6esKoB peann3yeTcs yepes CUH-
Te3 ofHOIN o6Lwwel nonmyncTpoHHon MPHK. TpaHckpunuusa reHos Z , Y
n A HaxoguTca nof KOHTposiem perynatopHoro yyactka AHK, Ha3BaH-
Horo onepatopom (O). Perynauusa TpaHCKpUNLUM Ha onepaTopHOM y4ya-
CTKe OCYLLeCTB/AETCSA penpeccopoM, NPOAYKTOM reHa-perynsaropa.
Penpeccop nmeeT aBe dyHKumMuM. OAHa M3 HUX — 3TO CBA3bIBaHME C
onepartopom, noAasnAwWAA TpaHCKpuUnuuio. Apyras — cBA3biBaHUE C
WHAYKTOPOM. eHbl Z, Y n A BMecTe C NPOMOTOPHLIM 1 ONepaTtopHbIM
ydyacTKamu, KOHTPONUPYIOLWUMU UX TPaHCKpUNunio, obpasyloT Tak Ha-
3biBaeMblii onepoH (puc. 155— 158).

Becb nmpouecc perynauuu nakTo3HOro onepoHa MOXHO nogpasje-
NNTb Ha ABe hasbl:

1) uHakTnBaLuMsa. PerynatopHbiii reH lac | o6pasyet He3aBUCUMYHO
eMHULY TPaHCKpUNuMn n HaxoauTtcsa nesee oT lac-onepoHa. OH TpaHc-
KpnbupyeTcsi Co CBOEro cCO6CTBEHHOI0 NPOMOTOpPAa B MOHOLUCTPOHHYHO
PHK, koTopasa kogupyeT 6enok-penpeccop. [danee npoucxogunT B3au-
MOZelicTBME MeXAY NaKTO3HbIM PenpeccopoM M onepaTopoM. B 0CHO-
BE MEexXaHn3Ma Penpeccun NeXnNT NepeKpbiBaHNE PErynsaToOpHbIM 6e/1KoM
onpefeneHHoOn HyKNeoTUAHOW nocnenoBaTefNibHOCTW B ONepaTopHO-
NPOMOTOPHOM 06nacTu, KoTopas A40/MKHa y3HaBaTtbcsi PHK-nonumepa-
30i1. B pesynbtate PHK-nonnmepasa He CBA3biBAETCA C MPOMOTOPOM U
TPaHCKPUNUMA OTCYTCTBYET;

2) HayKumsa. MpucoegmHeHne MONEKy/bl UHAYKTOPa K akTUBHOMY y4ya-
CTKY MOJIEKY/Ibl penpeccopa M3MeHSAeT TPeTUYHYI0 CTPYKTYpPY penpecco-
pa TaK, 4To OH He MOXXeT CBSA3aTbCA C 0MNepaTopoM 1 penpeccupoBarthb ero.
OnepaTtop oKa3blBaeTCs B «aKTMBHOM» COCTOSIHUU U BKOYaET CTPYKTYp-
Hble reHbl. OTcyTCTBME 6/10Kaabl onepaTopa no3sonset PHK-nonnmepase
cBfA3aTbCA C NPOMOTOPOM. 3akpenuslwuchb, PHK-nonMmepasa MOXeT Ha-
YaTb TPAHCKPUMLUMIO CTPYKTYPHbIX FEHOB OMepoHa.

B kauectBe uHAyKTOpa lac-onepoHa BbLICTYNaeT He flakTo3a, a U3o-
MEpHbIA el caxap — ansonakTo3a. Ee cMHTe3 13 nakTo3bl yckopseTcs
npv AencTBMM NepBOro, KOAMPYEMOro onepoHomM, hepMeHTa — B-fa-
nakTo3maassl.

AKTUBHbIN lac-penpeccop npeacTtaBnseT coboin TeTpamep, NOCTPO-
€HHbIA U3 YeTblpeX UAEHTUYHBLIX MOMUNENTUAHbLIX LENei, Koanpyemblx
reHom lac I. Kaxpgas uenb cogep>Xut 360 aMMHOKUCNOTHBIX OCTaTKOB.
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Puc. 155. ®YHKLNOHMpPOBaHNE NaKTO3HOro onepoHay E. coli:

a — nokasmsauus cainToB cBA3bIBaHWA Monekyn PHK-nonnmepassbl vpenpec-
copa B perynaTopHoli obnacTu reHa lacZ [Lewin. 1994. P. 417]; 6 — cTpyK-
Typa NaKkTO3HOro onepoHa (Kak ny BCeX reHoB, perynmpyembix CAP 1
CAMP, npoMOTOp COAEPXMT ABa paiioHa: yyacToK cBsidbiBaHMA ¢ PHK-
nonmMmepasoli n yyacToK CBA3bIBaHMSA ¢ Komnaekcom CAP-cAMP);

B — HeraTuBHasl, r- NO3NTMBHasA peakuns lac-onepoHa [6 — r — Curtis,
Barnes. 1989. P. 325].

B oTcyTCcTBME NakTO3bl penpeccop (MPOAYKT reHa lacl™ cBA3biBaeTCH C
onepaTopoM. XoT# PHK-nonumepasa MoXeT CBA3bIBATHLCA C NPOMOTOPOM, OHa
He nepemew,aeTcsa ganee penpeccopa. OnepaTop BbIK/OYEH, FEHbl He
paboTalT. B Npucy TCTBUM TaKTO3bl PEMNPECCOP MHAKTUBUPYETCS U 6osee He
cBA3bIBaeTCA C onepaTopom. Mornekynbl PHK-nonvmepasbl nepemMeLLarnTcs, v

HaYMHaAETCA TPAHCKPUMLMSA.

Peanusaumna gByx acrnektoB PyHKLMOHMPOBAHUA penpeccopa — CBA-
3biBaHue ¢ JHK v cBA3biBaHWE C NHAYKTOPOM — onpejenserca ABymMsA
pasnuUyYHbIMM yyacTKaMn CTPYKTYpbl Lenn. B cBA3bIBaHUM TeTpamepHo-
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ro penpeccopa ¢ JHK ocHOBHYHW posb urpaet N-KoHueBas nocnepo-
BaTe/IbHOCTb, coAepiKaliaa 0Ko/0 50 aMUHOKUCNOTHbLIX OCTaTKOB.

KaTabonnTHasa penpeccus

JTaKkTO3HbIA ONEPOH MOXET HaxoAWTbCA TakXe noj KoHTposem 6en-
Ka — MNO3UTUBHOIO perynsaTopa, BOB/IEYEHHOro 0AHOBPEMEHHO B pery-
NAUMIO LENoro paga pasfnyHbix KatabonnTHeIX cuctem £ COY. Tak, npu
Hannuuu rNKKo3bl B cpene Habnwgaetca 6onee NnpeanoyTUTENIBHOE €€
Mcnosb3oBaHMe Mo CPaBHEHWUIO C Apyrumu caxapamu. Ecnm nomectutb
Knetkn £. COYKak B cpeay € r10K0O301, TaK U C NAKTO30i, TO OHU Hauu-
HalT copaxumBaTb FHOKO3Y, a UCMO/b30BaHUE NaKTO3bl Y HUX penpec-
cupyetca. lMocnefHee pgocTuraeTca npefoTBpalleHMeM 3Kcrnpeccuu
reHoB NaKTO3HOro onepoHa. Takoi 3adpheKT Nosyynn Ha3BaHUe «Kara-
60nnTHas penpeccusa». _Mofo6HbIA ahhekT 06HapPY)KEH NPU U3YUYEHUN
W OpYyrux oNepoHOB, B TOM YWUC/e raflakTO3HOro n apabuHosHoro. Cne-
[oBaTenibHO, KaTabonnMTHasi penpeccuss npeactaBaseT cob6oi obuwyto
KOOPAUHUPYIOLWY CUCTEMY, KOTOpas co3gaeT NpPenMyLecTBo r0Ko-
3e nyteM nojaBfeHns ONepoHOB, KOAUPYWOLWNUX hepMeHTbl anbTepHa-
TUBHbIX MeTaboNn4YecKnx nyTe.

B ocHoBe KaTabG0O/MUTHOI penpeccumn NeXuT cnoCO6HOCTb F/THKO3bI
yMeHblaTbh cojepxaHune umknuuyeckoro AM® (LAM®) B KneTke.

PHK-nonumepasa nakTO3HOro onepoHa He CnocobHa MHMULMMPOBATb
TPAHCKPUNLUIO B OTCYTCTBME BCMOMOraTesibHbIX PEerynsaTopHbiX 6eKoB,
NoNy4YMBLIMX Ha3BaHUe «akTuBaTopa kartabonmuyeckux reHos» (CAP —
catabolite activator protein), a Te, BCBOl o4epefb, He aKTNBHbI 6€3 LAM®.
Moatomy 6enok CAP akTuBeH TO/bKO B npucyTcTBuM LAM®, KOTOPbINA
BefeT cebsl Kak KnacCU4ecKnini HU3KOMOJIEKYNAPHbIA MHAYKTOP.

Mpn ymeHbweHnn copgepxaHusa BbAM® 6enok CAP okasbiBaeTcs
HEecCnoco6HbIM CBA3bIBATLCSA C KOHTponupytowen AHK ob6nacTbio, uTo,
B CBOl0 oyepefdb, npenatcTeyet PHK-nonumepase nHMumMnpoBaTth TpaHc-
Kpunuuio. CnegoBaTtenbHo, 3 eKT rN0KO3bl, Bbi3biBAOWMIA YMEHbLIE-
Huve cogepxaHua LAM®, BefeT K INWEHUIO COOTBETCTBYOLWMX Onepo-
HOB KOHTpO/IMpylUWero gakropa, He06X04UMOT0 ANS1 UX BbIPaXXEHMS.

TpunTodgaHoBbln (TRP) onepoH

OnepoHbl cogepXaT CTPYKTYpHbIe reHbl, KOTOpble KOAMpyloT dep-
MEHTbl, HEOBX0AMMbIE A/ CUHTE3a aMUHOKNCNOT. [eHbl 3TUX (hepmeH-
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TOB NojaBneHbl NN60 caMUMMU aMUHOKUCAoTamu, NM6o nerko o6pasy-
OWNUMNCA NPOU3BOAHBIMW aMWHOKUCNOT, TaK YTO PacTouYUTeNbHbIN
3HepreTUYecknii CMHTE3 3TUX COeAMHEHW npeKkpawaeTcs, ecnm ecTb
[OCTaTo4YHOEe MX KOJIMYecTBO.

MATb CTPYKTYPHbIX TEHOB TPUNTOAHOBOrO ONMEPOHA PacnonoXeHbl
pPSAOM APYr C APYFOM W KOAUPYKT TpU hepmeHTa, npespalakmlme
XOPU3MOBY KMUCNOTY B TpunTodaH. KOHTPO/b FeHOB ocyulecTBAsieTcs
C MOMOLULbI0 NO3UTUBHOM perynsauMmM, OCHOBAHHOIW Ha aHTUTEepMUHaLUN
(puc. 159). B ycnoBusx, Korga cHabxeHve TpuntoaHOM OKa3biBaeT-
Cs 4OCTATOYHbIM, ONEPOH penpeccupyeTcsi, Tak Kak KOMM/eKc penpec-
CUBHbI 6enok — kKopenpeccop (TpunTtochaH) cBA3bIBAeTCA C onepaTo-
pom. C Apyroi CTOPOHbI, NPy HegocTaTKe TpMNTogaHa NPOUCXoAUT ero
Anccounauma M3 Kommnaekca ¢ penpeccopomM, Mnocse 4Yero n cam pen-
peccop oTaensieTcs OT oNepaTopHO MocnefoBaTe/IbHOCTU; HaYMHaeT-
Cs TPaHCKpUNuUMa TpUnToaHoOBOro onepoHa. B aTom cnydyae rosopaT,
yTo TpMNTOChaH BbiCTynaeT B posM Kopenpeccopa [rp-onepoHa.

Puc. 159. TpunTodaHoBbLIN 0NnepoH
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MomMuMO KOMMieKca NPOMOTOpP— OnepaTop B perynsauuu tpuntoda-
HOBOr0 ONepoHa y4yacTBYeT ele W APYroil caiT, OH NONy4Yun HasBaHue
aTTeHyatopa. CaillT I0OKanM30BaH MeXAy onepaTtopomM M KOAUPYHLLEN
o6nacTbio trpE. ATTeHyaTop cnyxuT 6apbepom Afs TPaHCKPUMLWK.
Korpa B npucyTcTBUM TpunTodaHa onepoH penpeccupyeTcs, TO Ta 4YacTb
Monekyn PUK-nonumepasbl, KoTopasa yXe nepemecrtunacb n3 rnpomo-
Topa, 3aKaHyuMBaeT TpaHcKpunuuio B atTeHyatope. OcTtaHoBKa PHK-
nonnMepasbl B 3TOM caiTe NPOUCXOAUT B pesynbTaTte (popmMMpoBaHus
3[€Cb «TEPMMWHATOPHOrO CcTe61a 1 NneTnus.

[Jo HepaBHero BpeMeHU ONepoHbl paccMaTpuBain B KayecTBe Xa-
pakKTepHOl 0CO6GEHHOCTU NpPoKapuoT. OKa3anocb, YTO U 3yKapnoTmyec-
Kne reHbl MOryT 6biTb OpraHm3oBaHbl B OonepoHbl. OHU, B YaCTHOCTW,
06GHapy>XeHbl Yy TPMMNAHOCOM, HemMaTog, MyX, MIEKONUTAaOLWMX U pacTe-
Huii. ¥ Hematoge Caenorhabditis eiegans onepoHbl moryT cogepxatb
[0 BOCbMW TeHOB.

Perynauma aKCnpeccuy reHoB y ayKapuoT

Perynsauua akcnpeccuu reHoB y 3yKapuoT sBnsieTca 6onee cnox-
HbIM, YEM Yy NPOKapuoT. Y 3yKapuoT HET OMEPOHOB, U KaXAblli FeH npea-
cTaBnsfeT co60i He3aBUCUMYID TPAHCKUNLMOHHYK eaunHuuy. Kak 6bi10
OTMEUYEHO Bbllle, MPOMOTOPbLlI 3YKApPUOT OT/INYAIOTCA NO CBOEN HYKNeo-
TUAHOM mocnefoBaTelbHOCTM OT NPOMOTOPOB NpokapuoTt. Kpome Toro
y 9yKapuoT ecTb Taknme perynsaTopHble 3/IeMeHTbl, KaK 3HXaHCcepbl U cait-
neHcepbl. OCO6EHHOCTb perynsaumm aykapuoTt Tak)Ke COCTOUT B TOM, YTO
X TeHbl HAX0AATCA B iApPe W, NMPEeXAEe YeM CUTHasbl U3 OKpYXKawlei
cpeabl CMOTYT AaTb KaKOM-Nn60 aheKT Ha ypoBHE TPaHCKPUNLUN, OHU
LOMKHbI 6bITb MepefaHbl C NOBEPXHOCTU K/IETKM Yepes3 uMtonnasmy u
AAEPHYI Napy Ha XpOMOCOMbI. JyKapMoTUYEeCKMM KeTkam, cnepoBa-
TeNnbHO, Heo6XxoAMMO BbipaboTaTb BHYTPEHHUE CUTHaNbHble CUCTEMbI
ANna KoHTpons TpaHckpunuun OHK. Opyroi ycnoxHsawuwuii gakrtop
COCTOUT B TOM, YTO MHOTME 3YKapuoTbl ABAAIOTCA MHOMOK/IETOYHBLIMU.
MeXK/eToYHble B3aMMOOTHOLWEHUA, CNefoBaTelbHO, ABNAIOTCA BaX-
HbIM acCnNekTOM Perynsynunm TPaHCKPUMLMWN Yy 3yKapuoT.

Kak 1y npokapuoT, perynsaumsa TpaHCKpUnuMu y aykapuoT onocpefo-
BaHa [JHK-6en1K0oBbIMM B3anMo4eNnCcTBUAMN. BeNKN NO3NTUBHOI N HEraTVB-
HOW perynsaumm cBA3biBalOTCA CO cneyuduyeckumm obnactamm AHK ncru-
MYNUPYIOT, WIN UHTMOUPYIOT, TpaHCKpunumio. Fpynny Takux 6esiKoB Ha-
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3bIBAOT TPAHCKPUMUMOHHbIMK dakTopammn. BbiNo BblAeNeHO HECKO/bKO
TMNOB (haKTOpPOB, U 60/LWMHCTBO, NO-BUAMMOMY, UMEKT XapaKTepHble
JoMeHbl (06nacTu), KOTopble NO3BOAAIT UM cBA3biBaTbCcA ¢ AHK.

MHAYKUMS TPaHCKPUNLUWOHHOW aKTUBHOCTMN
(3Kkcnpeccus reHoB) ¢ NOMOLW b0 DaKTOPOB OKpy>Katollei
cpefbl U 6MONOTNYECKUX PaKTOpPOB
(bakTopoB BHYT peHHeENR cpefbl)

Hanbonee xapakTepHbIMW NpuMMepamMu WUHAYLMPYEMON 3Kchnpeccuum
FeHOB Y 3yKapuoT SABJISAIOTCA TPU Npumepa: nepsble ABa BKAOYAOT UH-
AYKLMIO C MOMOLL b0 (haKTOPOB BHELWHEN cpeAbl — Temnepatypbl 1 CBe-
Ta, TPETUI NpUMEP — 3TO MHAYKLMA C MOMOLLbI0 CrelmnanbHON rpynnsbl
CUTHa/IbHbIX MOJMIEKY/l, Ha3blBAEMbIX FOPMOHaMMU.

Y MHOrOK/IETOYHbIX 3yKapuoT OA4MH TWUN KNeTOK MOXeT nogaBaTb CUT-
Ha/1 ApPYroMy NyTem CekpeLun ropMOHOB. TOPMOHbI LMPKYANPYIOT MO Teny.
Pa3Hble ropMOHbI MPOHWKAKT B pasHble KNEeTKM, BCTynas B KOHTaKT C CO-
OTBETCTBYIOLWMMY peLenTopaMn KNeToK, 1 3aTeM UHULMUPYIOT CEPUIO CO-
ObITWIA, KOTOPbIE PErynnpyloT 3KCNPeCccuo onpegeneHHbIX TKaHecneuym-
hnuecknx reHoB. B ambpmnoHanbHblli nepnog pasBuTua ocobei ropmMoHbI
ABNAOTCA OAHUM U3 (haKTOpPOB AN EPEHLNPOBKN KNETOK. Y XXUBOTHbLIX
CYLLEeCTBYHOT ABa 06l MX Knacca ropmMoHoB. [epBblil Knacc — cTepouna-
Hble rOpMOHbI (puc. 160), KOTOpbie ABAAITCA HEBONbWNMM XXNUPOPACTBO-
pvMbIMK MOfieKynamMu, obpasyemMbiMK U3 xonecTepuHa. bnarogaps cBoel
JNIMNUAHON NPUPOAE Y HUX HET C/IOXKHOCTWN NPU NMPOXOXAEHUN Yepes Kie-
TOYHble MeMbpaHbl. HanpumMep, 3CTPOreH v NporectepoH, KoTopble urpa-
0T BaXHYI0 POJib B PENPOAYKTUBHOM LMK/E Y KEHWMWH, TECTOCTEPOH —
rOpMOH, onpegenswwmnii guddepeHUMpPoBKY N0 MY>XCKOMY TUMY, F1I0KO-
KOPTUKOMAbI, KOTOPbIE BOB/IEYEHbI B PErYALMI0 YPOBHA caxapa B KPOBU.
Korpga atm ropmMOHbI MPOHUKAKT B KNETKY, OHU B3aUMOAENCTBYIOT CO Cre-
umduryecknmmn 6enkamm LmuTonaasmbl, KOTopblie CAyXart peuentopamu gns
rOPMOHOB, Ha3blBaEMbIMW «TOPMOHaNbHble pelenTopbl». O6pa3yeTcs
KOMMMEKC peuentop/ropmMoH, KOTOpbI/ 3aTemM BXOAWT B S4p0, rae Aei-
CTBYET KaK TPaHCKPUMNLUMOHHbIA (hakTop, perynnpyeTt 3KCNpeccuto onpe-
[JeneHHbIX reHoB (puc. 164).

BTopoi knacc — nenTuaHble rOPMOHbI, KOTOPbIE SABNSATCA NINHENHbI-
MU Lienoykamm M3 0CTaTKOB aMUHOKMUCAOT. Mogo6HO ApyrMM noavnentu-
Jam, 3T MOMeKy/bl 3aKO4MPOBaHbl B reHax. Hanpumep, WHCYNMH, KOTO-
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Puc. 160. Perynsiyusi 3KCNpeccum reHoB ¢ NOMOLLbI0 CTepouAHbIX
ropMOHOB. M3PMOHbI B3aMMOAECTBYIOT C peLenTopamMu BHY TPU KIeTKH,
1 06pasyroLuiicss KOMMNEKC HanpaBnse TCsA B A4p0, FAe OH akTUBMPYET
TPaHCKPUNLUMIO ONpeaesieHHbIX TeHOB

pbIi perynupyeT ypoBeHb caxapa B KpoBW, COMaTOTPONWH — FOPMOH po-
cTa, NPONAaKTWH, AEACTBYIOWMI HA TKAHN MOJIOYHBIX Xefe3 MIeKonMTaw-
Wwux. MocKonbKy NenTuaHble ropMOoHbl 06bIYHO ABNAIOTCA CANWKOM 60/1b-
WMMn, 4Tobbl CBOGOAHO NPOXOANTL Yepes KNeToYHble MeM6pPaHbl, CUrHa-
Nbl, KOTOPble OHW HEecyT, AOJIXKHbl ObiTb MepefaHbl BHYTPb KMNETOK C
NOMOLLbI pPeLenTopHbIX 6e/KoB, CBA3aHHbIX C MeMmbpaHoii (puc. 161).

Korga nenTuaHbli TOPMOH B3aMMOfelicTByeT CO CBOMM peLEenTopomM,
OH BbI3blBAET KOH(OPMaLNOHHbIE N3MEHEHUWSA B peLienTope, KOTopble npu-
BOJAT K U3SMEHEHMIO B APYrMX 6enkax BHYTPU KNeTKu. Yepes Kackaf Takux
N3MEeHEeHWI i TOPMOHalbHBIA CUrHaN nepefaeTcs yepes LUTONNasMy Kiet-
KW B AP0, rAe OH AelCTBYeT Ha Perynaumnio aKcnpeccum cneuumuyeckmnx
reHoB. 3TOT Mpouecc nepefayn ropmMoHasbHOro CUrHana Yepes Knetky B
AAPO HasblBAETCA TpaHCAyKUMel curHana (nepegayein curHana).



Puc. 161. Perynsaums aKCnpeccum reHoB ¢ NOMOLLbI0 NenTUAHbIX FOPMOHOB.
FopMOH B3auMogeicTBYeT C peLenTOopoM B MeMbGpaHe KneTKu, obpa-
3yIOLUIACS TOPMOH-peLenTOpHbIi KOMNAEKC aKTuBMpyeT UuumTonnas-
MaTu4ecknin 6eN10K, KOTOpbIA nepekntoyaeT Kackaj BHYTPUKIETOUYHbIX
U3MEHeHUIA. 3T N3MEHeHWs Nepeaa T CUTHaN B A4P0, e TPaHCKPUNLUUOHHBINA
thakTOp CTUMY/IMPYeT KOHTPO/b 3KCNpPeccun onpefeeHHbIX reHoB

FOPMOH-NHAYLMpPYEMas IKCMPECCUA reHoB onocpegyetca cneyudum-
yecknmu nocnepgosatenbHocTAMM B AHK. 3T nocnegoBatesibHOCTU Ha-
3bIBAOTCA FTOPMOHA/IbHbIMU PECNOHCUBHbIMK (OTBEYaLWMMN) I/TIEMEH-
Tamu (hormone response elements (HRE)). OHM pacnonoxeHbl B6/113KN
reHoB, KOTOPbIe UMW PEry/INpylTCca, U cnyxaT A1 CBA3bIBaHUA crneum-
thnyecknx 6enkoB, KOTOpble AENCTBYIOT KakK TPAHCKPUNLUUOHHbIE hak-
Topbl. CO CTEpOUAHBLIMW TOPMOHaMM, TakKMMKU Kak 3cTtporeH, HRE-ane-
MEHTbl CBA3bIBAOTCA MyTEM FOPMOHO-PELEenTOPHOro Kommniekca,
KOTOpbI/ 3aTeM CTUMYyAupyeT TpaHckpunuuio. Cuna 3Toro TpaHckpun-
LIMOHHOTO OTBETA 3aBUCUT OT YmMcna npucyTcTeyowmx HRE-anemeHTOB.
Korga nmeetcss MHOroO TakMX 3/1€MEHTOB, TOPMOHO-PEeLEenTOPHbIEe KOM-
NSeKCbl CBA3bIBATCA OAHOBPEMEHHO C KaXAbIM (ApYyr € Apyrom?), 3Ha-
YMUTeNbHO yBENIMUYMBAS YPOBEHb TPAHCKPMNUMM. Takum o06pa3om, reH c

201



ABYMSA PECNOHCUBHBIMUN 31eMeHTamMu TpaHCcKpubupyetca 6onee Yyem BABa
pa3a WHTEeHCUBHee, 4yeM reH ¢ ogHuMm HRE-anemeHTOM. Peuentop, CBA-
3blBalOWMICS C peLenTOPpHbIMU FTOPMOHaMM, 06bIYHO OCTAaeTCA B KeTou-
HON MembpaHe faxe nocne T0ro, Kak oH o6pa3oBas KOMMNAEKC C rOpMo-
HOM. FTOpMOHanbHbLIE CUrHan, cnepgoBaTeNlbHO, NepPeHOCUTCA B AAPO
Apyrumn 6enkamMum, HEKOTOPbIE M3 KOTOPbIX CBA3bIBAOTCSA C nocregoBa-
TeNbHOCTAMMN B6GMAU3N TFEHOB, KOTOpPble PErynnpyrTcs 3TUM FOPMOHOM.
3T 6enkn 3aTem AeNCTBYIOT KaK TPAHCKPUMUUOHHbIE (haKTopbl, KOHT-
poNnpysa 3KCNpeccuto reHos. TPaHCKPUNUMOHHAA aKTUBHOCTb MOXeT
6bITb MHAYLMPOBaHa APYrMMK Buaamun 6enkoB, KOTOpble He ABASATCSA
ropMoHaMun B KNacCUYECKOM MNOHWMMaHuu, T.e. He MPOoAYyUMpYHTCA cne-
LManbHOl Xeneso unm opraHoM. 3TN 6eNKN BKAKOYAKT MHOXECTBO Cek-
peTupyemMbiX, LUPKYINPYIOLWNX B KPOBU MOMEKYN, TaKMX KakK pOCTOBOWA
hakTop HEPBHbIX MONEKYN, anuaepmMasnbHblii pocTOBOl (hakTop u Apy-
rme. XoTa KaXAblih M3 Takux 6e1KOB MMeeT CBOM 0COGEHHOCTU, 06LWunid
MexaHu3M, Yyepe3 KOTOPbIi OHU UHAYUUPYKT TPAHCKPUMLMUIO, HANOMU-
HaeT MexaHW3M [eiACTBMA NeNTUAHLIX TOPMOHOB. B3anmogenctene mexay
CUTHaNbHbIM 6€1KOM U MeM6paHo-CBA3aHHbLIM peLenToOpoM WHULUMNPY-
eT uenb cob6bITUN BHYTPU KNETKW, KOTOpPble HENOCPeACTBEHHO NPUBOAAT
K CBA3bIBaHWIO cneunpunuyeckmx hakTopoB TPaHCKpMUNLUM C onpeaeneH-
HbIMW FeHaMu, KOTopble 3aTeM TpaHCKpubupytTcs.

Tunbl PerynsTOopPHbIX GENKOB 1 0COBEHHOCT U UX CTPYKTYPbI

PerynaTopHble 6enKkn pacno3HatT cneynduryeckne nocnenosaTenb-
HocTn A HK B pe3ynbTate TOYHOTO COOTBETCTBMUA MX MOBEPXHOCTU ABOM-
HOl cnupanun AHK. K HuUM oTHocATcs 6enku, cBs3biBawwmecsa ¢ AHK
nocpeAcTBOM «UMHKOBbIX nNanbues» (puc. 162, 163), 6enkn Tuna «neii-
uMHoBas mMonHusa» (puc. 164), 6enkn Tuna «cnupanb — MeTns — CNu-
panb» (basic helix — loop — helix, BHLH).

MocnepoBaTeNbHOCTb TUMA «LWUHKOBbIW maneu» — 3TO KOpOTKas
nentugHas neTnsa, Kotopas o6pasyeTcs, Korga ABa LUCTenHa B OAHON
yacTu nonvnenTuga v ABa rMCTUAUHA B L PYroil yacTm 6/1M3KO CBA3bIBa-
l0TCA APYF C APYroM, COeLUHASICb Yepe3 WOH uuMHKa (Zn2+) , o6pasysa
CTPYKTYPHYl nocnepoBaTenbHOCTb, HaNOMWHal LW Yyl nanew,.

Benok Tuna «MHKOBbIW naneuy*

Benok TMna «UMHKOBLI naneu» cBA3biBaeTca ¢ AHK. Cnupanb Kax-
L4OT0 «UMHKOBOFO nanblia» MOXEeT KOHTaKTupoBaTb C 60nbwoin 60-
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puc. 162. TpaHCKPUMLMOHHbINA
hakTOp — 6€en0K TuNa
«LMHKOBBIN Naneu»

Puc. 163. benok Twuna «U1HKOBbI naney» cBsidbiBaeTCcsA ¢ AHK

Puc. 164. benkn Tuna «neiLMHOBbIE MOJTHUMY» 1 TUNa
«cnupanb — neTnsa — cnupanb» (Helix — loop — Helix BHLH)

posgkoii cnupann OHK un ycTaHaBnveaTtb cneuuduyeckoe n CuibHoe
B3aMMOfeincTBue Haj HeCKONbKMMU 060poTamu Mo AfUHE.

3T0 NPUBOAUT K U3MEHEHUIO KOH(opmauuu monekynsl AHK n oT-
KpbiBaeT goctyn gns PHK-nonmmepas. benku tnna «UMHKOBLIM Naneu»
UrpaloT BaXKHYI0 PO/ib B XO4e 3MOPMOHANbHOro pasButua n andde-
PEHLUMPOBKM KNETOK.
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Benkn Tuna >neiuyHoBast MOTHUS»

3Ta aMMHOKUCIOTHAA nocnefoBaTesibHOCTb COCTOUT U3 guMmepa C
nepuogMyeckmm MOBTOPOM neliunHa yepes Kaxable 7 aMUHOKMCNOT.
JNleliunmHoOBbIE OCTATKN CBSiI3aHbl BAO/b HA MOBEPXHOCTUN KaXaolh X-chnu-
panu n B3anmogelicteyoT ¢ AHK B npumbikawowmx 60nbwnx 60po3s-
KaxX, YTO TakXXe No3BosseT N3MeHAaTb KoHpurypayuto AHK ncesAazatbea
PHK-nonnmepasam ¢ AHK.

Benkn Tnna «cnupanb — NeTnia — cnupab»

3dTa nocnepoBatesibHOCTb COCTOUT M3 ABYX CNuMpasnbHbIX o6nacTei
nonunenTuaa, pasfeneHHbIX HecnupanbHoi netnen.

CnupanbHble 06nacTu obecneymBawT gUMeEpPU3aLND MexXay AByms
nonunenTugamu. VMIHorga Takas nocnefoBaTe/ibHOCTb «CnvMpanb — neT-
N — cnupanb» NPUMbIKAET K YH4aCTKY U3 OCHOBHbIX (MOMOXUTENbHbIX)
aMWHOKMNCNOT, Tak YTo, KOrga nMpoucxoauT AuMepusayus, 3TM aMmuHO-
KUCNOTbl CBA3bLIBAOTCSA C OTpULATEeNbHO 3apshKeHHoi OHK un Takke
cnoco6CcTBYT TpaHcKpunuuu. Monunentuasl MoryT oopmMmMpoBaTh ro-
MoAMMeEpbl N retepogumepsl. FoMogMMepbl COCTOAT U3 ABYX OAMHa-
KOBbIX MOMUMNENTUAOB, TETEpOANUMEPbl — W3 ABYX PasHbIX.

YPOBHU PEryNsLuy SKCNPeccum
FeHOB y 3yKapuoT

CXeMaTUYHO reHHas 3KCMNpeccusi MOXeT PerympoBaTbCsi Ha YeTbl-
pex pas/inyHbiX ypoBHAX (puc. 165).

Puc. 165. YpoBHU perynsaynm aKCnpeccum reHoB y aykapnoT
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MepBbIM 1 Hanbonee BaXXHbIM SBNAETCSH NMEPBUYHbLIA KOHTPO/b UHU-
uMaumm TpaHckpunuuu. Cneaylowmnini ypoBeHb — MPOLECCUHT TpaHc-
KpunTa B 3penyio MPHK MoXeT perynnpoBaTtbCsa Ha ypOBHE NepBUYHO-
ro TpaHckpunta PHK. PasnuyHblie hopmbl MPHK 06bI4HO nony4yarTca
M3 OAHOrO M TOrO XXe reHa nyTemM ajbTepHaTUBHOro cnnalicuHra. OT-
KpbITO hOpMOIA KOHTPOJIA FTEeHHOI 3KCcnpeccuun ABnseTcs nHTepdepeH-
unsa PHK. KOHTpO/Nb BO3MOXEH Ha YpOBHEe TpaHCnsauuMu nytem pepnak-
TupoBaHma MPHK. HakoHel, Ha ypoBHe 6efika ero akTMBHOCTb MOTyT
onpefenaTb NOCTTPAHCNALUOHHbIE MOoAUDUKaLUN.

PepakTuposaHne PHK

PepaktnpoBaHue PHK mogudunumnpyet (M3MEHSIET) reHeTUYeCcKy WUH-
dopmaymto Ha ypoBHe PHK (puc. 166). BaxkHbiM nNpuMepoM siBASIETCA reH
anonunonpoTenHa B, BOBNEeYEHHbI B NMUNNAHbLIA MeTabonM3M. 3TOT reH
koaupyet 6esok Becom 512 k[, (KMnofanbToH) U cocToUT U3 4536 amuHo-

Puc. 166. PegakTuposaHne MPHK anonunonpoTenHa-B
B K/leTKaxX KuUeYHUKa MIeKoNnnT alLmx
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KVUCMOT. BENOK CUHTE3NPYETCA B MEeYeHN 1 BblAeNsAeTca B KPoBb, rae nepe-
HOCUT nunuabl. Apyroii 6enok A no B-48 (250 k[) — dyHKUMOHANLHO
poacTBeHHas, 60/nee KopoTkaa popma 3Toro 6enka, cocroswas u3
2152 aMNHOKNC/OT, CUHTE3NPYETCH B KMLLEYHUKE. ST0 MPOUCXOAUT B Pe3y/ib-
Tare TOro, 4YTo KulleyHas Ae3aMuHasa npespaliaet UMTo3vH B KOAOHe 2152
LAA (rnytamuH) B ypauun (YAA). 3To U3MeHeHWe NpuBoAMT K 06pa3oBa-
HUI0 cTOM-KoAOHa Y AA 1 BNOCNeACTBUN TEPMUHUPYET TPAHCALNIO B 3TOM
y4yacTke, o6pa3ysi 60nee KOpOTKy hopmy 6enka c gpyroi hyHKuUnen.

PHK-vHTepepeHumna (PHK-n)

Ho6enesckas npemus no MmeauunHe 3a 2006 rog npucyxaeHa ame-
PVUKaHCKUM y4eHbIM HApK Dalipy u Kpaiiry Menno 3a oTkpbiTvue PHK-
nHtepepeHynmn (PHK-n).

B 1997 r. B 3KCrepuMeHTax Ha 4YepBsaAX OHW OTKpbIAK, 4To PHK moxeT
OTK/Mo4aTh reHol, ecim PHK BBOAUTL KOPOTKMMU hparMeHTaMmu, He OfHO-
LenoyHbIMU, a ABYXLENOYHbIMU. TaKoe ABfeHne Noaydnno TepMmH «PHK-
nHTepepeHymnsa». NMonagas B KNETKY, MOSIEKY bl ABYXLENOYHon PHKaatT
curHan paborte pagy hepMeHTOB, KOTOpble pa3pesaT PHK Ha oTaens-
Hble oparMeHTbl U ygansawT u3 matpuyHoli PHK nognexawme nukenga-
LM yqyactku (puc. 167). Takum ob6pa3om, cogepxkallascs B aTUX ydacTKax
nHhopmaumn He nepepaetca pubéocomam. PHK-uHTepdepeHuma moxet
paspyllaTb reHeTU4ecKunini matepuran nonagamLmnx B KNeTky BUpycoB, YHNY-
TOXaeT NoABUXHbIE 31IeMeHTbl ee reHoma W, HaKoHel,, y4yacTByeT B pery-
NAUMM 3Kcnpeccun PyHKLMOHANbHbBIX FeHOB, T.e. 6/IOKUPYT MX paboTty.

B HacTosflwee BpeMsA NpPoOBOAATCA 3KCMNEPUMEHTHI MO SIEYEHUID MO-
NeKynapHOW AereHepauum cetyaTku rnasa c nomouwbto PHK-uHTepde-
peHunun. ®parmeHTbl PHK BBOAATCA B rnas 60/ibHOMY, KOTOpble 3arny-
warT reH, 0bycnoBnnBawWwnii aHomanbHoe paspacTaHue Kanuinspos
ceTyaTKu, BbI3blBalWMX rMbenb CBETOUYBCTBUTE/bHbIX HEPBHbIX Kie-
ToK. PHK-nHTeptepeHumnsa (PHK-n) aensetca HegaBHO 06HapYy>KEHHbIM
6uonornyeckum ssrneHnem. NHTepgepupyrowas PHK npeacrtaBnser
coboil KOpOTKMe ABycnupanbHble mMonekynambl PHK, cocToauwue u3
21— 23 map OCHOBaHMW C BbICOKOI CNELMPUUYHOCTbH K HYKIEOTUAHOWN
nocrnefoBaTeslbHOCTN COOTBETCTBYOWeEW Monekynbl MPHK.

KopoTkaa nHtepgepupyrouwan (KnPHK) B TMnn4yHom cnyyae coctout
n3 19 HykneoTnaoB AByuenovyHo PHK c oBymMS HykneoTugamu, cBucao-
WMMU C 060MX KOHLIOB.



MeTtunnposaHue JHK

MeTunuposaHne AHK — 310 gob6aBneHMe MeTU/bHbIX Fpynn K cneun-
hryeckum yvyactkam Ha AHK, 06bI4HO K UMTO3MHY. Moyt 10% uMTO3UHA
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y BbICWIMX OPraHM3MOB MeTUAupyeTcs, OH npucyTtctByeT B Li- n -napax.
OH o6HapyxupaeTcs B 5'-KOHLAX MHOrMX reHos. MetunuposaHue AHK
ABnseTca MYHKLUMOHANbHO BaXHOW mogudukaumein. 3Tm mogudumkaumn
ABNAKTCA HacleAyeMbiMW U3MEHEHUAMU, KOTOpble BAWUAIOT Ha 3Kcnpec-
CUI0 onpefeneHHbIX reHoB 6e3 M3MeHeHUsa nocnegosaTenbHocTn AHK.

O6pas3ey metunmposaHusa AHK apnaeTcsa yHKLMOHANIbHO BaXHbIM,
NOCKOJIbKY U3MEeHeHHOoe MeTunmposaHne JHK mMoXxeT NpuBOANTL K Ha-
pyweHnAM pa3Butusa n 6onesHam. Knetkn mnekonuTawuwmx cogepxar
epMeHThbl, KOTOpble NogaepXxuneawT meTunnuposanne AHK n yctaHas-
nuBalwT ero B HoBoW uenoyke AHK nocne pennukaumun. CyuwecTBywT
OHK-meTtun-tpaHchepasb (QHMT) m meTun-umTo3nH, CBA3bIBawWwue
6enkn (MeCPs), BzaumopeincTBylowmne ¢ ysactkamum AHK, 6orateimu
LUr-Hykneotugamun. [isa Tuna MeTun-tpaHcdepas MOXHO BblgennTb Mo
MX OCHOBHbIM (PYHKLMAM: nojaepXaHvue MeTUIMPOBaAHUA U METUAINPO-
BaHWe BHOBb ob6pasykuweica yenodykn OHK.

C HapyweHneM MeTUNNPOBaHUA Yy YyenoBeKa cBsA3aH red AHMT3B.

MyTauuun B reHe yenoseka AHMT3B, kogupylwem meTun-TtpaHcge-
pasy, Bbl3biBalT onpegeneHHoe 3aboneBaHne, Ha3blBaeMOe «CUHAPOM
ICF» (MMMyHOAEM®MWUNTHOCTb, LEHTPOMEpPHaa XpPOMOCOMHasa HecTa-
6UNbHOCTD).

O6paTMMble UBMEHEHMNSA B CTPYKTYpe XpoMaTuHa

B ayxpomaTuHe reHbl AOCTYMNHbI ANA TPAHCKPUNLUK, B reTepoxpomatu-
He — HeT. JlokanbHasa CTPyKTypa XpoMaTuHa MoXXeT 06paTuMo N3MEHATb-
CA C MOMOLbI Pas3INyYHbiIX MEXaAaHU3MOB, Ha3blBaeMblX «peMogennposa-
HMe xpoMaTuHa». PemogennpoBaHne xpomMaTuHa ABNAETCSH aKTUBHbIM 06-
paTUMbIM MPOLECCOM, C NMOMOUWbI KOTOPOrO FMCTOHbI M3 monekyn AHK
nepemeljalTca, genas reHol JOCTYNHbIMUW AN TpaHckpunuuu. Heobxo-
Avman aHeprua obecneymsaeTca nytem ruagponunsa AT® B 601blLINX pe-
MOLEeNMpyLW X KOMNaeKcax, KoTopble MOTyT 6bITb KaaccuguumpoBaHsbl
B COOTBETCTBUM C X AT®-a3HbIMUN cybbeguHuLamu.

Mogaudgukayms rucToHOB

KnwouyeBbiM cobGbITMEM B peMOAeNMpOBaHUN XpOMaTUHA ABNAETCA MO-
andukaunsa ructoHos H3 n H4 B kope. MeTunuposaHue (go6asneHune CH3-
rpynnel), auetunuposaHue (fobaBneHne aueTuUbHbIX Fpynn) u pocgopu-
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nupoBaHue (go6aBneHne ocaTHbIX rpynn) ABAAKTCA TUNaMuM Mogngun-
KauyMm, KOTOpbIM NoABeprawTcs T’MCTOHbl M3 M H4 no onpeaeneHHbIM aMu-
Hokucnotam B N-KOHUEBbIX yyacTKax (xBocTax). CBoiCTBa FMCTOHOB W3-
MeHsTCsS. Mogndukaumm onocpenyTcs mMeTunasaMmum u gemetuniasamm,
aueTunasamMmmn u geauetnnasamu, a Takxe KnHaszamum pochopmampoBaHus.

AKTUBHbIA XpOMaTWUH aueTUunmpyeTcs no ocTaTky NM3NHa U METUNK-
pyeTcsi B LMTO3MHOBbLIX yyacTkax LUI. Takum o6pa3oM, MHOXECTBEH-
Hble MoAUGUKALUN MOTYT MPOMCXOAUTbL U BAUATL APYT Ha gpyra.

PemogenuposaHune xpomMmaTHnHa

AKTVBaTOPHble 6e1KN MOTYT U3MEHATb COCTOAHUS «BbIK/TIOYEHHOCTU»
reHa B retepoxpomatuHe. CyuwecTBylT cneynduyeckmne JHK-cBa3biBato-
e KOHTPONUpyolWwmne 3NeMeHTbl B XpoMaTuHe, cnocobHbie B3aumopeii-
CTBOBaTb C 6€/KOBbBIMU KOMMN/eKcamMn. AKTUBATOPHble 6eNKn CBA3bIBAIOT-
cA ¢ 6enkom-nocpefHNKOM. B pe3dynbTaTte XpomMaTUH CTaHOBUTCA [EKOH-
[EHCUPOBAHHbLIM, U TeH NepexoAunT BO «BK/lOUEeHHOe» cocTosaHue. O6wune
hakTopbl TpaHckpunuun n PHK-nonnmepasa cobupatwTca y npomoTopa u
WHULMWPYIOT TpaHckpunuuio. Korga penpeccopHble 6esKu CBA3bIBAOTCA
C KOHTPONMPYWLWMMN 31eEMeHTaMn, 3TOT npouecc obpawaeTca n nHMLMna-
umMs TpaHckpunuun ¢ nomouwbio PHK-nonmmepasb npekpauaetca. O6pa-
30BaHMe reTepoxpomMaTvHa HauMHaeTCs CO CBA3bIBAHUS reTepoXpoMaTuHO-
Boro 6enka 1 (HP1) c meTunnpoBaHHbIM rMcToHoM 3. JHK-cBA3biBaloWwmi
6enok RAP1 nop6upaet gpyrve 6enkun (SIR3/SIR4) B BUAE KOMMIEKCOB.
OHun cBA3biBaTCA ¢ H3/H4 n nonMmepusyoTca B XpOMaTuUH.

B pe3ynbTate myTtauun reHa MECP2, pacnosioXXeHHOro Ha A'-xpoMmocome,
HapylaeTca COCTOsiHMe reTepoxpomMaTuHa n BO3HWKaeT CUHAPOM PeTTa

FeHOMHbIA UMNPUHT UHT

Y ayKapuoT 4acTo TONIbKO O4WH anfenb onpegeneHHOro reHa akcnpec-
cupyeTcs, B TO BpeMs KaK ApYyroii — NOCTOAHHO penpeccupoBaH. CocTofa-
HVie 3KCMpeccumn 3aBUCUT OT TOrO, Kakoi U3 pogutenein gaet T0T UAKM UHON
annenb, T.e. UMeeT 1M OH MaTepMHCKOe WAN OTLOBCKOE MPOUCXOXAEeHue
(poguTenbcko-cneyndmryeckas akcnpeccus). 370 HasblBaeTCA FEHOMHbIA
UMMPUHTUHI. TEHOMHbIA UMNPUHTUHT ABNAETCSH BaXHbIM W3MEHEHWEM B
Knetkax mnekonutawwmx. EcTecTBeHHbIi 0T60p feicTBYyeT nMo-pasHoOMY
Ha reHOMbl MaTEPUHCKON0 M OTLOBCKOTr0 NMPOUCXOXAEHUS.
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HeBO3MOXHOCTb YCTaHOBUTb HOPMasbHblAi UMAPUHTUHT KU3-3a FEH-
HOW nepecTpoiikn NPUBOAUT K NOSABNEHUI0 BaXXHOW reTeporeHHon rpyn-
nbl 60N1€3Hell UMMNPUHTUHTA.

Bosie3sHNn MMNPUHTUHIA BbI3bIBAOTCA pPas/IMyHbIMU MexXaHu3Mamu,
nopaxawuwnMmu oanH unn 6onee akKTUBHbIX FTEHOB, HOPMasibHO 3KCM-
peccupyemblX TO/IbKO B O4HOM POAUTENIbCKOM annesne B UMNPUHTUPO-
BaHHOW o6bnactn. Hanbonee n3BecTHbIMWU ABASATCA CUHApPOM [paje-
pa— Bunnu, cuHapom AHrenbmaHa v cMHgpom bekButTa— BugemaHa,
reHbl KOTOPbIX pacnonoXeHbl Ha 15-i xpomocome (puc. 168).

CuHpapombl Mpagepa— Bunnn n AHrenbmaHa ABNAKTCA HEBPOreH-
HbIMW HapyweHUsMN pa3BUTUA, BO3ZHUKAKLWNMUK B pe3ynbTate pas/ny-
HbIX TEHETUYECKNX MOBPEXAEHWNI B UMNPUHTUPOBAHHOI 061acTu Xpo-
MocoMbl. CuHApom MNMpaaepa— Bunnum xapakTepusyeTtcs HeoHaTa/lbHOMA
MbILLIEYHOWN cNaboCTbio N HApPYLWEHNEM NUTaHUA, YTO NPUBOANUT K 06LWMp-
HOMY OXXWUPEHUI0 Y MHOTUX nauueHToB. MNpu cuHgpoMe AHresibMaHa 3a-
MegJ/ieHNa pa3BUTUA OObIYHO TsDKeNble, C MOYTM MOMHOW NOTepen peuw,
HEHOPMasibHOI 3NeKTpo3HuedanorpaMmMoin U rMnepakTUBHOCTLIO.

Puc. 168. bone3Hu UMNPUHTUHIa



['naBa IX

HUNTOMNNASMATUNYHECKAHA
HACJIEACTBEHHOCTb,
TN HEXPOMOCOMHAHA
HACJIEACTBEHHOCTb



B koHue 1990-x rr. K. KoppeHc oTMeTuna, 4To yepenoBaHue 6enbix n
3e/leHblX y4acTKOB (NeCTPO/IMCTHOCTbL) Yy pacTeHUs HO4YHas Kpacasuua
He noguymHsaeTcs 3akoHam MeHgens. [aHHbIA TUN HacnegoBaHWsA Obin
Has3BaH uumTOoMaasmMaTM4YecKMM, a Mo3Xe — HEeXPOMOCOMHON Hacnep-
CTBEHHOCTb. B 1960-e rr. 66110 yCTaHOB/AIEHO, YTO HOCUTENeM LuTON-
nasmaTuyeckon reHeTuyeckoih nHpopmauun asnsetca AHK Takux opra-
Hesn KNeToK, KaKk MUTOXOHAPUMN U XN0PpOoNaacTbl Yy 3yKapuoT v nnasmupbl
y npokapuoT. Takum obpasom, CTasno ACHO, YTO B K/leTKax UMeeTCs He
TONbKO XPOMOCOMHAasA Hac/neACTBEHHOCTb, HO M UMTONAasMaTmyeckas.
Y NpoKapuoT 1 3yKapuoT HapAaAy C XPOMOCOMHOM v umMTonnasmaTmyec-
KOli HacneACTBEHHOCTbI MMeTCA (haKynbTaTUBHbIE HacnegCcTBEHHble
3/1EMEHTHI, KOTOPbIe MEHAIT IOKannM3auuio. Y aykapmor — 370 MO6U/b-
Hble gucneprupoBaHHbie reHsl (MAr), TPaHCNO30HbLI, BUPYCbl. ®PaKynb-
TaTUBHBLIM 3/IEMEHTOM MNPOKapUOT ABAAITCA MHCEPLUM, TPAHCMNO30HbI
n 6akTepuodarm.

eHOM MUTOXOHAPWUNA

MutoxoHApUM — 3TO UMTONNasMaTu4yeckue opraHesnibl aykapuo-
TUYECKUX KNeTOK, KaK XWBOTHbIX, TaK 1 pacTeHuii. ®yHKLNA MUTOXOH-
ApuWii KakK aHepreTuyeckoin abpukm 3aknyaeTca B CUHTe3e ATO.
B MUTOXOHAPUAX MPOUCXOAUT OKUCNEHUE NUpyBaTa U XXKUPHBIX KUCNOT
no C03m HP, obpasyetca 36 monekyn AT®, a He ABe, KakK Mpu ranmko-
nuse rnwkosbl. AJHK MUTOXOHAPWIA nMeeT KoNbLeBY Gopmy, XOTA He-
KOTOpble BUAbl XaMWLOMOHaAbl UMeEKT NUHeliHylo dopmy MTOHK.
Pazmepbl MTOAHK pacTeHWn COCTOAT M3 COTEH W ThiCAY M.H., BKAWYaKOT
pa3finyHble HeKoAMpYOLWNE NOCNEe[0BATENbHOCTU, A/IMHHbIE MOBTOPLI.
MunTOoXoHApUanbHbIA TEHOM pacTeHuli HeBenuk, OoH koaupyeT pPHK,
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TPHK, pn6ocomHble 6enkun. Bonblias e YyacTb pubocomMasnbHbIX 6e1KoB
n 6e51KOB, Y4YacTBYIOLWMX B MPOLECCE OKUCUTENBHOIO hoctopuanposa-
HUA MWTOXOHAPWUIA, KOAUPYKTCA SAEpPHbIMU reHaMmu. CUHTe3npyemble
6enkn B uuTonnasme AN MUTOXOHAPWIA CBA3bLIBAOTCS C onpeAeneH-
HbIMW Knaccamy GefikoB, HasbiBaeMbiMy LUanepoHamu. benku wane-
POHbI cnoco6CTBYIOT NepeHocy nonunenTuia B MUTOXOHAPUaNbHOe
NMPOCTPAaHCTBO.

Y XMBOTHbIX 1 YenoBeka B AHK MUTOXoHApWIA OTCYTCTBYKOT HUTPO-
Hbl, @ KonimyecTBo Mosikyn AHK — oT 2 go 50. FeHOM MUTOXOHAPWUIA Ye-
NoBeKa npeacTaB/eH KoMbLeBOW AByxuenovyeyHo monekynoin OAHK, co-
pepxauwenn 16 559 n.H. (puc. 169, 170). O6wee konuuyectBo AHK
MWUTOXOHAPWUIA OT BCEro reHoma 4yenoseka coctasnseT 5%. B cocTas re-
HOMa MUTOXOHAPWIA BXOAAT reHbl pubocomMHbIX 12S-pPHK 1 16S-pPHK,
22 reHa TPHK, reHbl Tpex cy6beanHuy, LMTOXpoMa-c-oKCUaassl, LIECTOo
NBOCbMOI cybbeaunHuubl AT®asbl, reH uuToxpoma b, reHbl cemu cybbe-
OouHuy, NADH-gurugporeHassl.

HC. 169. KapTa MT AHK 4yenoseka, nokasbiBalLliasa HanpasseHne TpaHc-
KpUnuun. MeHbl HA BHY TPEHHEM Kpyre TpaHckpubupywTcsa ¢ L-uenun AHK,
reHbl Ha Hapy>XHOM Kpyre TpaHckpubupytoTca ¢ H-uenn AHK. N4 1-5 reHbl
KoanpytoT cybbeanHuuy pepmeHTa NADH-peaykTasbl, reHbl T PHKyKasaHbl
C NMOMOLLBI0 COKpaLLeHHbIX Ha3BaHWi COOTBETCTBYOLWNX aMUHOKNCIOT
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Puc. 170. NNokanusauus B kneTke (a) uxapakTepucrunka
(6) spepHoii n umTonnasmaTmyeckoin AHK
[Russell, 1998. P. 681]

MuToxoHApuUn fenatcsa NpocTbiM AefleHnem. Pennvkauus AByX Le-
noyek MuToxoHapumanbHoi AHK nponcxoAuT OT CBOMX TOYEK WHULMa-
UMM B pasHblX HanpaBneHuaX U B pasdHoe Bpems. [pu TpaHcKpunuuu
MTAHK yenoBeka obpasyetca efuHblii TpaHckpunT. AHK mMutoxoHa-
pvii ABNSIETCA MaTePUHCKOM OCHOBOW HacneACcTBEHHOCTU. 3TO CBA3AHO
C TeM, YTO B NpoLecce ONJ0A0TBOPEHUS B AWLEKNIETKY NPOHMKAET TOMb-
KO 0fHO AP0 cnepmaTo3omnja, a o6nacTb Weliky cnepmaro3onja, rae
HaxoAATCs MUTOXOHAPUMU, YyTpauMBaeTCs BMECTe C XBOCTOBOW YacTbiO.
MoaTomMy reHeTnyeckuii matepnan AHK mMutoxoHapuii HacnefyeTcs no
MaTepuHCKON NnHun. OTclo4a NOHATEH HEMEHAENEBCKUI XapakTep Ha-
cneposaHua. MutoxoHgpuansHas JHK MOXeT Tak )Xe MyTUpoBaTh, Kak
xpomocoMHasa AHK aapa. Mpu Bo3HUKHOBeHUN myTauun mTAHK B Knet-
Kax HabnwgaeTcs reteponnasMnsa — MNpPUCYTCTBUE pasfnyHbiX MTAHK.
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Mpu romonnasmuu sce MTAHK B knetke oanHakosble. MyTtaunu B MTAHK
YyesioBEKa HapyLwalT cBOlicTBa 6€M1KOB, BXOAAWMX B KOMMIEKChI [blXa-
TeNbHOM Lenn MWTOXOHAPWIA, BeAYT K HapyLEeHU 3HepreTnyeckoro
obecneyeHns KNeTok 1, COOTBETCTBEHHO, K 3a60/1eBaHuNI0 Tex TKaHel U
opraHoB, rge npovsowen cb6oil aHepreTU4YecKnx NpPoLeccoB. Y yenose-
Ka C rogaMmy HakanaueawTCa MyTauuu, YTO U NPUBOAMUT K CHUXEHUIO
3Hepruv, Kotopas BbipabaTbiBaeTCs B K/1eTKax cepjua, Mo3ra n Apyrux
opraHax, N0O3TOMYy C BO3pacTOM Ye/l0BEK CTAHOBUTCA MEHee aKTUBHbIM.
MHorve nccnepoBatenn CYATAKT, YTO MyTauuMM B MUTOXOHAPUANbHOW
[OHK aBnsawTca npuunHoli 6onee 100 6ones3Held, Takux Kak guabeTt, anu-
nencusl, KUCNOTHbIN aunpos, 60ne3Hb MapKMHCOHa, 3HUedanomuona-
Vs 1 Op., U nepejawTca OT maTepu K geTam. Takum o6pa3om, Bce
NOTOMKM YXEHLUUH, UMEKLNX MyTaLuun MUTOXOHAPWIA, MOFYT UX Hacne-
posatb. Ewe ogHa ocob6eHHocTb MTAHK cOCTOMT B TOM, YUTO OHa KOH-
cepBaTVBHa, TaK Kak Npu OTCYTCTBUM OTLLOBCKMX MWUTOXOHAPUIA HEBO3-
MOXXEH KPOCCUHIOBEP MeXAy PoAauTeNnbCKUMU Mosekynamu mMTAHK un
06pa3oBaHMeM HOBbIX KOMOUHaLMWI MUTOXOHAPWANbHbLIX FeHoB. MUTo-
xoHgpuansbHas AHK cnocobHa coxpaHATbCA Ha NPOTSXXEHUU MHOTUX
JIeT B MCKOMaeMbIX OCTaHKax.

CpaBHuBas MnuToxoHapuanbHyo JHK npegkos n NOTOMKOB, MOXHO
[oKasaTb POACTBO KaK MexfAy OTAeflbHbIMU 0COBAMU, TaK U Mexnay
nonynauuamn. Takum obpas3om 6bina naeHTnduumnposaHa cemMbs noc-
nefHero pycckoro uaps Hukonas Il no nckonaemMbiM KOCTHbIM OCTaH-
Kam Ha OCHOBaHWW aHanu3a UMEeHHO MUTOXoHapuanbHoh AHK. Muto-
XoHApuaneHyto AHK, BblgeneHHY U3 0CTaHKOB XeHbl Hukonas Il utpex
ee fouyepeit, cpaBHUAN € MUToXoHApuanbHoW OHK M3 Knetok Kposu
3[paBcTBylOWeEro npuHua dununna, repuora 3aMH6YpcKoro. Takas
naeHTUnKauma cea3aHa Cc TeM, YTO MepeyucsieHHble nuua ABAsTCA
POACTBEHHMKAMU MO MaTepPUHCKON MMHUU. OHU — MOTOMKW MpUHLEec-
Cbl AIMCbl, AOYEPU aHTNNIACKON KoposneBbl BukTopun. CerogHsa Takue
AHK-nHamenayanusauvsa n JHK-gnarHoctnka npoBoaAaTCcsa BO MHOTUX
CTpaHax mMupa, B TOM uucne n B Poccuu.

MpPOMCXOXAEHNE MUTOXOHAPWIA

BOMBWMHCTBO yUYEHbIX MOAAEPXMBAOT FMNOTE3Y O MpoKapuoTuye-
CKOM MPOVCXOXAEHUN MUTOXOHAPUIA y 3aykapuoT. Ha 3To ykasbiBa-
10T MPOKAPMOTUUECKME YePTbl, KOTOPbIE HAGMIAAITCSA Y MUTOXOHAPWIA.
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Y MUTOXOHAPWIA HET SApa, OFrpaHUYEHHOro sgepHoli o6onoukoli, AHK
umeeT KOnbLeByl hopMy, reHOM MUTOXOHAPWIA HEGONbLUON, Kak n'Yy
NPOKapnoT, MUTOXOHAPUWANbHbIE TeHbl Ye/l0BEKA HE MMEKT WHTPOHOB.
BbIsIBNEHbl TaKXe OT/MUMA reHeTuvyeckoro koga mMTAHK oT sipgepHoii
OHK. B MutoxoHgpuanbHOM Koge KOAOH AYA KoAupyeT METUOHUH, a
He n3oneliynH, a4epHbii CTON-KoA4o0H Y TA KogupyeT TpuntodaH, a Tpun-
netol ATA n AlT, Kogupylumue aprmHnH B sgepHoin AHK, sensawoTtcs
TEPMUHUPYIOLLNMU.

Pn6ocombl B MUTOXOHAPUAX YenoBeka — 55S; 6onbwasn cybbean-
HuLa umMeeT KOHCTaHTy 39S, Manaa — 28S, Torga Kaky ayKapuoT KOH-
cTaHTbl: 80S, 60S un 40S.

C Apyroii CTOPOHbI, Y MUTOXOHAPWI 3yKapnoTUYeCKUX OpraHu3MoB,
0CO6GEHHO Yy APOXOKEN 1 pacTeHuii, eCTb U 3yKapnoTUYeCcKne YepTbl.

["eHOM X/10pONIacToB, B KOTOPLIX NPOMCXOANT (*)OTOCVIHTGS

XnoponnacTel — LMTOMAa3MaTUYeCKne opraHesnsibl pacTeHuli n Bo-
popocneil. Xnoponnact umeeT cobcTBeHHyo OHK, T.e. cobCTBEHHbIN
reHom. JHK xnoponnactos npefctasnseT cob60oli 3aMKHYTY0 [AByCnu-
panbHylo mMonekyny. Pasmepbl xnoponnactHoin AHK (xnAHK) y pas-
HbIX BUAOB pacTeHuii pasnmuHbl 1 coctaBnsatoT oT 130 go 160 Tbicau
n.H. 3eneHble pacTeHus cogepxaTt B xnoponnactHoin AHK okono
130 reHoB. B xnoponnactHoii AHK cogepxunTcs no ABa reHa yetbipex
Tmnos (4,5S; 5S; 16S n 23S) pubocomanbHbix PHK (pPHK), reHbl Bcex
TpaHcnopTHbix PHK (TPHK), reHbl pubocomanbHbiXx 6enKOB, TeHb
cy6begmHny PHK-nonnmepassl — hepmeHTa, OCYLeCTBASAIOWErO CUH-
Te3 PHK Ha xnHK, yacTb reHoB, Kogunpylwmnx 6e7KoBbIE KOMMNOHEH-
Tbl poTocuctemsl | u ll, reHbl 6e1KOB 3N1E€KTPOHHO-TPAHCMOPTHOW cuc-
Tembl. OgHako 6e3 yyacTusi A4epHbIX FeHOB HEBO3MOXHbI CUHTE3
6enkoB Ha pubocomax X10pOMNaacTtoB W OCYLW,EeCTBIEHNE OCHOBHOWA
(PyHKLMM Xnoponnactos — (OTOCMHTE3a.

Pa3nuyHble anemMeHTbl 6eN10K-CMHTe3UpYyoLWel cnucTems! Xaoponna-
CTOB KOHTPONUPYTCSA NNM6G0 CO6CTBEHHbLIMU reHamu (reubl: TPHK,
pPHK, takTop IF1, cybbeamHuLbl HUKOTUHaAMUAAEHUHANHYKNEOTN]
(NADH-pgerngporeHasbl), nM60 afepHbiMU reHamn (hakTopbl 3/10Hra-
UUn 1 TepMUHaLMN TpaHcnauum, 60NbWMHCTBO PUGOCOMHbBIX 6GEnKoB),
Nnn60 HaxofATCA Noj LABONHbIM KOHTPOseM (6enKOBble KOMMOHEHTbI
hoTocucteM n 6eNKN 3NEKTPOHHO-TPAHCMOPTHOW CUCTEMbI). [Na Kak-
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[0ro Bnfa pacTeHuin xapakTepHo onpejesieHHoe Y1C/0 X/1I0pon/IacTos
B K/IETKE, YNC/I0 KOTOPbIX BapbupPyeTCs Y pa3/inyHbIX BUAOB OT HECKO/b-
KUX eANHWL, A0 BENIMYMH, NpeBblllalolwnx CoTHIO. [leneHne xnoponnac-
TOB KOHTPOAMpyeTCcsA A4POM WU, COOTBETCTBEHHO, UX YMCO TOXe. B xno-
ponnactHon AHK oaHokneTouyHoi Bogopocnu Chlamydomonas
reinhardiu umetoTcst reHbl YCTOMYMBOCTM K Pa3NMyHbIM aHTUGUOTMKAM:
CTPEeNTOMULMHY, 3PUTPOMULUHY, 0N1€aHOMULNHY, HEOMULMHY. MyTaunmn
YCTOMYMBOCTU K aHTMOBNOTMKaM HacnepylTca, Kak npasuio, no mare-
PWHCKOW NIMHNW, NOCKO/MbKY B 3UroTe NpUCYTCTBYET TONIbKO MaTepuHC-
Kast xnoponnactHas AHK. XnoponnacT, KoTopblii 061agaeT co6CTBEH-
Hoil HK, co6CcTBEHHbIM annapaTtoMm cuHTe3a PHK n 6enka n cnocobeH
K leNIeHNI0, TeEM He MeHee «MNoJlyaBTOHOMEH» B PacTUTENbHOW KneTke,
TaK KaK ero pocT, AefieHvne, pa3BuTMe TUAaKOMAHOW cuctemsl 1 op-
MUpoBaHVe hepMeHTaTMBHbIX KOMMNIEKCOB TEMHOBbLIX peakuuin oTo-
CMHTEe3a HaxoAATcs Noj KOHTPOJIEM He TO/IbKO COGCTBEHHOr0, HO ”
AAEpPHOro reHoma. TpaHcnopT 6enKoB M3 LuuTonaasMbl B X/0ponniact
NPOVNCXOAUT OYEHb aKTMBHO, NPW 3TOM OAHMW GenKn, CUHTEe3Mpyembie B
uutonnasme Ans XN0ponnaacTtoB, BCTpauBaloTCA B MeMbpaHbl X/10po-
nnacTHoOW 060704KN, APYyrMe HanpasAslTCA B CTPOMY, TpeTbM BCTpau-
BalOTCA B TUNakouAHble mMembpaHbl. ViccnepoBaHve NeCcTPONMCTHOCTU
y pacTeHuii Ha MOJIEKYNIAPHOM YPOBHE MOKa3aso, YTo 6MOCUMHTE3 X/0-
podhunna, oT KOTOPOro 3aBUCUT OKpackKa McTa, KOHTPomMpyeTcs rna.-
HbIM 06pa3oM AfepHbIMU reHamu. OfHaKO 4acTb FEeHOB, KOHTPONINPY-
1oWwasa oKpackKy IMCTbeB, HaxoguTcs B naactugHon AHK. Kak nssecTtHo,
OKpacka X/10poniacToB 3aBUWCUT OT pasfinyHbIX hopm xnopodunna,
OT/IMYAIOLMNXCSA NO CNEKTPY MOr/0WeHns.

Mpy BO3HNMKHOBEHMMN MyTauuii, HapywaLwmnux 6MocnuHTE3 Xxnopodu-
na, B xsioponnactax He obpasyeTcsa NMUrMeHT. B cnyyae necTposiucTHO-
CTU MaTepPUHCKOro pacTeHns B ALEeKNeTKe NPUCYTCTBYIOT NNacTugbl
[ABYX TUMOB: HOPMaJibHble N MYTaHTHbIE, Y MYTaHTHbIX MAacTUf 3e/1eH0-
ro xnopogunna HeT. Mpu Apo6aeHnn 3UroTel NNACTUABI CNYyYaliHO pac-
npefensalTcs no fo4YepHUM KneTkam, B pe3yfnbTaTe y HOBOrO nokone-
HUA IMCTbS MOTYT BbITb 3€/1EHbIMU.

XnoponnacTbl pa3BuMBalTCsa M3 nponnacTug. 3T0 ManeHbkas 6ec-
LIBETHast opraHenna He MMeeT BHYTPEHHEe MeMG6pPaHHOW CUCTEMbI, OK-
py>XeHa fBOIiHOW MeM6bpaHOoli 1 coaepXuT KonbLuesytlo monekyny AHK.
B xofe pa3suTua xnoponnacTta M3 nponnacTuibl BHyTPeHHAss Membpa-
Ha ee 060/104KM 06pa3yeT BNAYNBAHUS BHYTPW nnactug. /13 HuX passu-
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BaloTCA MeMbpaHbl TUNAKONA0B, KOTOpPble 06pa3yloT CTEHKN — rpaHbl,
namensnbl 1 CTPOMbI.

CerogHsa 60/bWWHCTBO UccnefoBaTenen cYnTalT, YTO xoponsac-
Tbl NPOM30WAN OT NPOKAPMOTUYECKMX NpefKoB — LnaHobakTepuii
(cuHe-3eneHbIX Bogopocneli). MpegnonarawT, YTO HECKO/IbKO MUAAN-
apaoB net Hasaf (hoTocMHTesupylLwme UnaHobaKTepmuyu MPOHUKAN B
ayKapuoTuyeckune KneTku, B Xxo4e 3BONIOLUN MOTEPSIN CBOK aBTOHOM-
HOCTb, nepefas 60/blWOEe YNC/IO0 BaXHENWNX FEHOB B A4EPHbI FEeHOM
pacTeHuii. AaepHble reHbl 1 onpeAenatoT, No Kakomy nytu 6ygeT pas-
BMBATbCA MponjacTuaa: npeBpaTnTca B (DOTOCMHTE3UPYIOLWNIA XN0po-
nnact, CTaHeT XPOMONAAacTOM, HakKanjnsawlM NUIMEHTbl — KapoTu-
HOM/bl, WK CTaHeT aMWu/IoNIacToM, 3anacarnlmM Kpaxmarl.

Takum o6pasom, reHeTuyeckas cuctema ayKapmoT COCTOUT U3 ABYX
nogcucTemMm: agepHas (XPOMOCOMHasi reHeTuyeckas cuctema) v MUTO-
XoHApManbHas (LuTonnasmartuyeckas, reHeTmyeckas cUCTEMA).

[naBHY ponb B KNeTKax 3aykKapuoT urpaet f4po, WIN XPOMOCOM-
Hasi reHeTMyeckas cucTeMa, KOTopas UMeeT 3HaumTefnlbHO 6onblue re-
HOB, W OHW UrpalT BaXHeWWwy ponb B (YHKLMOHWPOBAHUMN KNETKN 1
opraHusma. OfHako 6e3 MUTOXOHApUanbHOW 1 xnoponnactHol AHK,
KOTOpble MPUHUMAIOT yyacTue Hapsagy € AAepHbIMU FeHaMu B KOAWUPO-
BaHUN 6eNKOB 1 (hepMeHTOB, obecneynBaloLWmx NOSyYEeHNE SHepreTu-
yeckoli monekynbl AT®, 6roxumnyeckas abpuka KIeTkn gyHKLmno-
HMPOBATb HE MOXET.

BakTepuasibHble Nnasmuabl

MN3yyeHne ycToluMBOCTU WITAMMOB NaTOreHHbIX 6aKTepuin K aHTu-
61noTnkKam nokasasno, YTo OHa ABMAAETCA CTabWU/IbHbIM FreHeTUYECKUM npu-
3HaKOM, KOTOpbIi nepefaeTca npu KOHTakTe 6akTepuil Agpyr C Apyrom.
3TO CBfA3aHO C reHeTUYECKMMU 3/1leMeHTaMn BakTepuanbHON KNeTkn —
nnasmugamu. Mnasmugbl — 3TO AByXuUenoyeuyHble KofbuesBble AHK
(puc. 171), koTopble pacnonaraiTca B 6aKTepusix aBTOHOMHO OT Xpo-
mMocomHoli AHK. IMeHHO B nnasmmgax B HEXPOMOCOMHbIX 3/IeMEHTax
Haxo4ATCS TeHbl, KOTOpble 06YCN0BNMBAKT YCTOMUYMBOCTL HGakTepuii K
HEKOTOpbIM aHTMbuoTukam. Kaxpgas nnasmmga cama KOHTponupyet
COBCTBEHHYI pennukauuio, MCnonb3ys Mpu 3TOM PeninKaTvBHbIA an-
napart KneTku-xo3anHa. C NMoOMOLULbI0 KOHbIOrauuu nnasMmugbl nepepa-
0T FreHbl, KOTOPbIe MOMYYUIN Ha3BaHne (PaKkTOpPOB PE3NCTEHTHOCTH, Wn
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/?-thakTopoB. Mnasmugbl CNOCOOHbLI BCTpansBaTbCcs B XPOMOCOMHY0 AHK
6akTepun. OHN CO3[al0T YCTONUYMBbIE WTaMMbl 6aKTepuidi K aHTubnoTu-
Kam. B nnasmugax vnmeetcs Takxe hakTop hepTunbHocTu, nm A-tak-
Top. ®akTop F o6neruyaet KOHbBIOrauMi M NepeHoc XpoMocoMm. Yacto
ofHa nnasmuga obecneynmBaeT yCTONYMBOCTb K HECKO/IbKUM aHTUbMO-
TuKam. Mnasmugbl, BbifeneHHble U3 6aKTepuin B pa3HblX YacTAX Halew
nnaHeTbl, HECYT OAHWN W Te XK€ FeHbl Pe3UCTEHTHOCTN K aHTMGMOTMKaM
(puc. 171).

JTanbl pasBMTUA NpeacTaB/eHUA O reHe

MeHpenb akTMyeckn NocTy/nMpoBas CylWwecTBOBaHWE rEHOB, XOTA
cam TepMWH «reH» 6bin BBeAeH B Hayky B. WoraHceHom B 1909 r. Co-
rnacHo ero onpefesieHnto, «CBOWCTBa OpraHn3ma o6ycrnoBamBaloTCA
0C06bIMM, MPU M3BECTHLIX 06CTOATENIbCTBAX OTAENIEHHbIMU APYr OT
Apyra v B Cuy 3TOro 40 M3BECTHOI CTENeHN CaMOCTOSITE/IbHbIMU efu-
HULaMW, WKW 3N1eMEHTaMW, KOTOpble Mbl Ha3biBaeM reHamm».

MeHgens npegnonarasn, 4Tto Hac/leACTBEHHOCTb AUCKPETHa U KeT-
Ka CofepXWUT ABa annensa reHa. Mpu nosioBoOM pasMHOXEHUW annenv
pasfenanTcsa Tak, YTo B KaXAylo ramety nonagaet fAulb OAUH U3 as-
neneii. MNpu ckpewmBaHny annenn He CAMBAIOTCA U He McyesaloT, a Ye-
pes3 nosioBble KNETKN nepefarTcs NOTOMCTBY.

XpoMOCOMHas Teopusi HacneAcTBEHHOCTU AoKa3ana, YTo MeHaenesc-
KWe HeflenMble HacnefCcTBeHHbIe (PaKTopbl HAXO4ATCSA B XPOMOCOMax B
KNeTO4YHOM sgpe U pacrnonaratTcs MHERHO No A/IMHE XPOMOCOMbI.

CpaBHuBas ahpekT annenein y reteposurot, T.X. MopraH npuvwen
K BblBOAY, YTO reH npeacTtaBnsieT co60i aneMeHTapHyl Heaenumyto
efVHNLY HacnefCTBEHHOCTU, KoTopas npu MyTauumsax n3MeHseTcs B
uenom. CornacHo ufee o HefeMMOCTU reHa, CYMTaNoChb, YTO Kpoe-
CUHroBep NMPOUCXoAUT MexXJy reHamu. B pesynbTaTte BO3HUKO y6ex-
[leHne, 4To TeH ABnseTca eaAnHuLen PYHKLMM MyTaLuum n pekombuHa-
Lmu.

B 1929 r. A.C. CepebpoBckunii n H.M. AybuHnH nokasanm, 4TO reH
He BCerfja MyTupyeT Kak eAuHoe uenoe. MyTauum MOryT 3arparvsatb
pasnnyHble y4yacTKu reHa, T.e. 6bl/I0 f0Ka3aHO, YTO FeH He sBfseTcs
eAuHNLeln myTaumm n pekombuHaumnm. MepebiM BaXHbIM WAroM Ha nytm
N3yYeHNsa TOHKOW MOJIEKYNAPHON CTPYKTYpbl reHa 6bin caenad C. ben-
3epom B 1957, 1961 rr. UccnepoBaHma C. beH3epa 6biIM MOCBALLEHbI
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aHann3y MOMNEKYNAPHOro CTPOEHMS /loKyca B XpOMocoMe 6akTepuo-
¢hara T4. OH e BBEN TEPMUH «LUUCTPOH». flaHHble C. beH3epa nokasa-
/N, YTO UMUCTPOH, WM TeH, — 3TO OTpe30K monekynsl AHK, nmetowwnii
CTPOro NNHeliHbI xapakTep. OH AUCKPETEH, TakK Kak COCTOMT M3 Habo-
pa HyKN1eoTnaoB. F'eHeTnyeckoe KapTupoBaHue LUCTpoHOB hara T4no-
3BO/IN/I0 YCTAHOBUTb, YTO lMeH Ae/IMM N HaMMEeHbWNUMU MYTaLUOHHbIMU
N PEKOMOUHALMOHHBIMU efuHULLaMUN SBASIOTCA MYTOH U PEKOH, T.e. OT-
[JefbHble HYKeoTufbl.

B 1908 r. aHrnuiickuii Bpay A. Fappoa npeanonoXxuna, 4To MyTauum
MOryT Bbl3blBaTb HEA0CTAaTOK (PEPMEHTOB, KaTaln3umpylolwmnx npespa-
LeHVe 04HOro MeTabonyecKoro BelecTsa B apyroe. Takum obpasom,
OH 06paTW/ BHUMaHWe Ha B3aMMOCBA3b MeXAy reHamn n hepMeHTamm.
HepocTtaTok thepmeHTa cBsi3aH C OTCYTCTBMEM HOpPManbHONM annenu
reHa, KOTOpbIi KOHTPONMpPYeT CUHTE3 hepmeHTa. B 1945 r. . bugn u
3. Teiitym, n3y4yasa o61yyYeHHble HEMPOCMOPbI, NPULLAWN K BbIBOAY, YTO
MyTauuMn reHa BbI3blBalOT HapyWeHUsa LeATeNlbHOCTU (PepMeHTOoB. Tak
6b110 CHOPMY/IMPOBAHO BaXKHOE MOJSIOXKEHWNE FEHETUKU: «OAUH FeH —
0AVH thepmeHT».

B 1957 r. k. WHrpem nokasasn, 4yTo CepnoBUAHO-KNETOUYHAsA aHe-
MUsA y yenoBeka o6ycnoBsieHa M3MEHEHMEM aMWHOKUCNOTHOro cocTa-
Ba rno6uHa, coctosalero u3 Asyx a- u asyx (3-cyobeauHul. EcTtecTseH-
HO 6bIN0 NPeAnooXUTb, YTO Kaxpgas cybbeAnmHuua KogmpyeTtcs
pasHbiMU reHamu. BO3HMKMa runotes3a «OAWH TeH — ofHa nosnavnen-
TUAHasa uenoyka», T.e. OAUH TeH KOHTPONNPYeT CUHTE3 TONbKO OAHOW
nonMNenTUAHON LenoYykn rnobuHa a wm @

Bckope nocne oTKpbITUA CTPYKTYpbl AHK cTano ACHO, 4TO reHbl
HecyT nHhopmaunio o cTpykType 6enka. C paclumdpoBKOi reHeTnyec-
Koro Koga (1964) ctan nsBecteH MexaHu3m, C NOMOLL b KOTOPOTO KneT-
Ka nepeBoAUT HYKNeOoTUAHYH nocsiefoBaTe/lbHOCTb reHa B aMUHOKUC-
NOTHYI0 NOC/1ef0BaTeIbHOCTb MOsieKy bl 6enka. Takum o6pa3om, cTano
AICHO, YTO reH — 3TO y4yacTok monekynsl OHK, cogepxxawmin nHdop-
Maupto, 3anncaHHyo B ero HYK/eoTUAHON nocnefoBaTenbHOCTU. K 3To-
My BPEMEHW CTan0 N3BECTHO, YTO MOMMUMO FeHOB, C KOTOPbIX UAET TpaHC-
Kpunuma UPHK, nmMeloTca reHsl, Kogupylowmue tpaHcnopTHele PHK
(TPHK) n pn6ocomanbHble PHK (pPHK).

B 1977 r. 66110 NOKa3aHO, YTO reH y ayKapuoT COCTOUT M3 3K30HOB
VN UHTPOHOB (puc. 172— 174). lanee 6bIN10 yCTAaHOBMEHO, YTO NpoLecc
co3peBaHnsa PHK 06ycrioBneH cniaicMHrom, a Takxke 4To cyulecTByeT
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Puc. 172. CTpoeHune reHa. MpokapnoTunyeckme reHbl 06bI4YHO cogepxaT
HenpepbiBHbIE KOAMpPYOLWMEe nocnefosBaTenbHOCcTH (a), Torga Kak
KoaupyoLlwe nocnefoBaTeNbHOCTU 3yKapMoTUYECKUX FTeHOB 06bIYHO
npepbIBalOTCA HEKOAMPYOLWMMIN nocnefosaTenbHocTAMU (6)

elle ¥ anbTepHaTMBHbLIA cnnalicuHr, B pesynbTaTe KOTOPOr0 3K30HbI
O[IHOTO TeHa COEAMHSIIOTCA B pasHbiX KOM6MHaLWAX ¢ 06pasoBaHUEM
pasfiMyHbIX 3penbix MPHK. 3T0 OTKpbITUE M3MEHUIO NPeACTaBeHNe 0
reHe Kak efVHuLe HacnefCTBEHHOCTU, KoAMpylLWell TONbKO 0gHY Mno-
NUNenTUAHY uenb. lonroe Bpemsi Hanbosiee u3yyeHbl GbiM CTPYKTYp-
Hble YacTW TeHa, KoAMpYylLlre NepBUUHYI0 CTPYKTYpy 6enka unn PHK.
B nocnegHue rofbl GbiAvM OTKPLITHI PETYNASATOPHbLIE NOCNEA0BATENbHOC-
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Puc. 174. CTpyKTYypa reHa, cocTas/IeHHOro U3 3K30HOB U MUHTPOHOB

TN 3TUX FeHOB, KOTOPble HeoO6XOoAWMbI /1A 3KCNPEeCcCUn CTPYKTYPHbIX
reHoB. PerynaTopHble MocfefoBaTesibHOCTW 3TUX FEHOB — MPOMOTO-
pbl — B3aumogeincTteyloT ¢ PHK-nonumepasoi, perynatopHeimu 6en-
KaMn — penpeccopamMu 1 akTuBatopamu TpaHCKpunuuu. B Haww AHu
npo6nema reHa nepeluna Ha HOBbI YpOBEHb. eH CTan paccMaTpuBaTbCs
KaK cucTema v Kak 4acTb obuieli cuctemMbl reHotuna. EAMHCTBO (DYHK-
LMK reHa oka3anocb NPOAYKTOM MHTErpauny yHKLmMi ero 4acTu: CTpyK-
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TYpHOI, (DYHKLUMOHANbHOM W PErynsaTOpHOl. B NOHATME «reH» BOWAn
Takne perynaTopHblie y4yacTKM, Kak MPpoOMOTOp, 3HXaHcep, TepMuHaTop.

Takum obpasom, npegcraB/ieHVe O FeHe MPOLL0 HEeCKOSIbKO 3Ta-
rnos.

MepBblii 3Tan — TreHbl HefeNNMbl, CTPYKTYPHO U hYHKLUOHANbHO
uenocTtHol un eauHsl (F.MeHgens, T. MopraH).

BTopoi atan — wn3MeHeHue npeAcTaBNeHUs 0 CTPYKTYPHOW ueno-
cTHocTu reHa (A.C. CepebpoBckuit, H.M. Ly6uHUH).

TpeTuii atan — M3MeEHeHue npefcTaBfeHns He TONbKO 0 CTPYKTYp-
HOWM, HO 1 0 (DYHKLMOHANbHOM LLeN0CTHOCTU reHa (NpepbiBUCTOE CTpoe-
HVe reHa, anbTepHaTWBHBIA CNNaiCuHr).

YeTBepTblil aTan — npefcTaBfeHne O reHe Kak efuHuLe CTPYKTyp-
HOW, (DYHKUMOHaNbHON W PerynsaTtopHoOW akTMBHOCTMW, T.e. BBEAEHUE B
NOHATME «TeH» PEerynsaTOPHbIX y4acTKOB reHa (NpomoTopa, aHxaHcepa,
TepMuHaTopa).



CnaBax

FEHETUKA T1OJ1A



B npouecce 3aMbpuOHanNbHOTo pa3BUTUSA OpraHM3mMa NpoucxoauT
andepeHumpoBKka nona ocobel, T.e. MEXAY MY>XCKUMU N XKEHCKUMMU
0C06AMU BO3HMKAKOT HacnefCTBEHHO 3akKpenneHHble pasnnuns. Mpu
No/IOBOM Pas3MHOXEHUWN Y KEHCKUX 0CO6EN (HOPMUPYIOTCS XKEHCKME TO-
Hagbl — AWYHWUKK, NpoayuupyloliMe raniongHbie nosoBble KIeTKN —
ANLEKNEeTKN. Y MYXUMH CEMEHHUKN (hOPMUPYIOT MYXKCKME NOMOoBble
KNeTkn — ranjiongHole rametel — cnepmartosounfbl. B npouecce onno-
OOTBOPEHUA XXEeHCKMe MNoJsioBble KNEeTKN COeANHAKTCA C MYXCKUMU U
AalT Ha4vyano ANnaonaHbIM KneTtkam — 3urotam.

Pa3nunyaloT HECKO/IbKO TUMNOB AetepMmuHaumm nona No OTHOWEHUO
K OMNM04OTBOPEHMIO.

MporamHbIi — AeTepMUHaLMs nofa NpoucxoanT B npolecce cospe-
BaHMA ANLIEKNETOK. 3TO CBA3aHO C TeM, YTO B NpoLiecce 0OreHesa Hepas-
HOMEpPHO pacnpegenseTcs uuTonnasma, BO3HMKAOT Masble 1 6onblune
00UMTHI, NMetLNe 0O4MHAKOBLIA Habop XpomocoM. Mocne onnogoTeope-
HUSt M3 BOMbLINX ANLEKNETOK pa3BMBalOTCS CaMKK, a U3 MasbiX sLeKne-
TOK, 6eAHbIX UMTONnasMon, — camubl. Takum obpas3om, nososas feTtep-
MWHaLMSA NPOMCXOANT A0 ONA0A0TBOPEHMA. Takol Tmn geTepMmHaummn nona
HabnofaeTcsa y NepBUYHbIX KOMbYeLoB, TNei, KO0BpaTok.

3nuramHbli — AeTepMuHauuMs nosaa NPOMCXOoAMT nocne onaofo-
TBOPEHWA NOJA BAUSHUEM pa3HO06pasHbIX BHELWHWX YCMOBUA. Y mop-
ckoro yepssi BoneHia viridis camubl 1 camMku pa3BmBalTCs B 3aBUCUMO-
CTV OT KOHTaKTa IMYNHKN C MaTEPUHCKMM OpraHm3mom. Ecnu nnumnHka
nonajaeTt Ha X060TOK camMK1-MaTepu, TO OHa BHavasie NPoOHMKaeT B poT,
Janee — B Martky, rge auddepeHunpyeTcsa B camua. Takoli camel, on-
nofoTeopaeT ANUEKNEeTKM CaMKM 1 OCTaeTCsi TaM BCHO XXWU3Hb. Y HeKo-
TOPbIX PENTUANA, TaKUX Kak Yyepenaxum U Kpokoagunbl, gnddepeHumnpy-
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owuMm hakTopom sBnfeTcAa TemnepaTypa B onpefefieHHbll nepuog,
pa3BuTuA fAliua. Y kKaliMaHOBOI yepenaxu, ecnv TemnepaTypa B cpef-
Hell TpeTu amM6pUoHaNbHOro pasBuTus B nHTepeane 27— 30°C, u3 auy,
BbIXOAAT KaK camubl, Tak U camku. Mpu TemnepaTtype Huxe 27°C BbIXO-
OAT camubl, Npu Temnepartype Bbiwe 30°C — camku.

CWHramHblli — non 3urotel AndpepeHLMpoBaH ¢ MOMEHTa ONo0-
poTBopeHusa. Takoi Tvn HacnepoBaHWs Mosa HabnwpaeTcs y XXUBOT-
HbIX, CaMLibl U CaMKM KOTOPbIX MPOAYLMPYIOT ABa TUMa raMeT ¢ pas/iny-
HbIMW NOJZIOBbIMK XpOMOCOMamMu, T.e. 3T0 reTeporameTHb||7| non.

Ocobun romMoramMeTHOro nosa MOryT 6biTb ONOAOTBOPEHbI ABYMS
pasHbIM/ TuUNammn rameT, hopmMuUpyLWKUXCA y ocobeil reteporaMeTHo-
ro nona. Takoii Tun geTepMmuHaunu nona HabnwpaetTcs y Myxm-gpo3o-
hunbl, YenoBeka n APYrux >XUBOTHbIX.

JyCMHramHbI — ranao-gunaongHbIA TMN geTepMnuHanmm nona. faH-
HbI TUM AeTepMUHaLMy WMPOKO pacnpoCcTpaHeH y nuyesn, oc, MypaBb-
€B, NUINNbLWMWUKOB U HAE3AHUKOB. Y 3TUX XXMBOTHbIX HET MOMOBbIX XPO-
MocoM. CamKu, KOTOpble pa3BMBalOTCA W3 OMNNOAOTBOPEHHBIX AUL, —
aunnongHsle. CaMku 6bIBalOT ABYX TWUMOB: MaTKM — KpYyMHble Na040-
BUTble U paboune nyenbl — MesiKue CTepusibHble.

Pa3BnTne atnx camok onpegensercs KOMYECTBOM M KayeCTBOM
nMLmM, KOTOPY MNofy4vymnna AmdmHka. FannoungHocTb y TpyTHel Habnio-
[aeTcs TOIbKO B K/1eTKax 3apobllieBoro nytv, U3 KOTOpbIX (hopMuUpy-
I0TCSA rameTbl. B comaTuyeckmnx KneTkax TpyTHEl YMC/I0 XPOMOCOM BTO-
pUYHO yaBamBaeTcs, 3TO NPUBOAUT K FrOMO3UTroTU3aunMn peLeccuBHbIX
reHoB W, COOTBETCTBEHHO, K CHUKEHWIO XU3HELEeATENIbHOCTU.

Tunbl XpOMOCOMHOVA leTepMUHaLIMK Mona

BbiAensaoT HeCKO/IbKO TUMOB onpefesieHns rnona B 3aBUCMMOCTU OT
yucna v coctasa NosoBbIX XPOMOCOM. Ecnu camubl reteporameTHbl, T.€.
nmeloT X- n K-XpomMocombl, TO caMKu MMerT aBe J1'-xpomocomsl. [eTe-
poraMeTHbI TN XPOMOCOMHOrO HacnegoBaHusa nona HabnwgaeTcs y
yesioBeka, Myxu-Apo3odunbl, BoAAHOro knona Ligaeus, no HasBaHuw
KOTOPOro M Ha3biBalOT AaHHbIA TUM onpegeneHus nona.

[pyroii Tun HacnefosaHusA nona HabnwgaeTcs y BOAAHOrO Kriona
Protenor, cBsizaH ¢ Hanuunem y camuoB ofHoli J1'-xpomocomsl (OX), a 'y
caMoK — AByx J1'-xpomocom (XX). Takoi Tun HacnefoBaHusi nona Habnw-
[aeTcs y HeKoTopblx 6aboyek u yepseit (puc. 175). WHOI TMN XpomMocoM-
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Puc. 175. OnpefeneHuve nonay HEKOTOPbIX OPraHn3MoB

HOro HacfefoBaHus rnosia U3BecTeH y HeKoTopblx 6abouek, pbi6, 3eMHO-
BOAHbIX, NTUL, (puc. 176). Y HUX reTeporaMeTHbIM SIB/IAETCS XKEHCKUIA non,
€ Habopom NonoBbIX XpomocoMm ZV/y camok, ZZ — y camuoB (puc. 180).

OnpegeneHne nonay MAeKonuTalLWmMx U Yenoeeka

Ha paHHMX 3Tanax pasBuMTUSA 3apojblLia NOM0BbIE Xese3bl NpeacTaB-
NleHbl B BMAE NapHbIX BbINSYUBAHUIA 3NUTENNS CTEHKWU Tena, Mosy4mB-
LWMX Ha3BaHMEe TFOHAJHbIX Ba/IMKOB. JTW BbINAYMBAHUS B Aa/IbHENLWEM
060Cc061AK0TCA OT CTEHKU Tena. 3ayaTKu roHaj BHauvasie SULWEHbl Mo-
NOBbIX KNeToK. lNepBuYHbIe MOM0Bble KNeTkn (FroHouuTbl) o6pasyrTcs
B XXE€NTOYHOM MelkKe ambpuoHa, OTTyga MUTPUPYOT B FreHuUTasbHbie
Ba/IMKM. C 3TOro MOMeHTa roHagHble Ba/IMKN Ha4yMHaKT pa3BuBaTbCA B
CEMEHHUKN WUNN B AMYHUKK. Ecnu 3a4yaTok roHagbl npeactaBndeT Co-
60i 6yYyLWNIA ANYHWK, TO TOHOLMTbLI COGMpPalOTCA B OCHOBHOM Ha nepu-
hepum 3ayatka (B KOpe), B C/iyyae )Ke pa3BUTUA CEMEHHMKA — B LEHT-
panbHORN YacTu 3avatka (MeaynnsipHas 4yacTb).
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Puc. 176. Onpefenexvie nonay nruy. Camka siBnsieTca reTeporaMmeTHON
(ZWJ, cameu, — romorameTHsbI (ZZ). Mon noTomMcTBa onpegenseTcs
Tem, Kakas U3 NnosioBbIX XPOMOCOM MnepeAaeTCcsi cCamKoi

Puc. 177. OnpegeneHve nona y nuen. Camku obpasyioTcs U3 ONa1040TBO-
PEHHbIX S, 1 ABNATCA AUMNIONAHBIMU, @ CaMLbl, KOTOpble 06pa3ytoTcsa U3
HeonsI040 TBOPEHHbIX AN, ABASIOTCSA ran/iongHbIMy



Pa3BuTre nona y yenoBeka KOHTPOAMPYETCA FPYynnoil reHoB, Haxo-
OAWMXCA KaK B NONOBLIX XPOMOCOMax, Tak U B ayTocomax. [oHagbl Y
yenoseka fo0 weC|WHegensHoro so3pacta He SABAATCA HU MYXCKUMU,
HU XeHckuMun. AunddepeHumpoBka HauMHaeTca Ha 6-ii Hegene pasBu-
Tna. MNepBuyHas gnddepeHLMpoBKa nona HauynHaeTca ¢ hopMmpoBa-
HMA N3 HeandepeHLMPOBaHHON TKaHN rOHa — CEMEHHWKOB UN AnY-
HUKOB. JTOT npouecc KoHTponupyeTcs reHamu (puc. 178— 180).

Y 4yenoseka v MNEKOMUTAKLWMX Y-XPOMOCOMa UrpaeT peluarollyo
ponb B passuTuM nona. Ecnm y asmbpuoHa OTCYTCTBYET Y-Xpomocoma
W B ee cocTaBe OTCYTCTBYHOT TeHbl, AeTEPMUHUPYIOLLME MOS, Pa3Bu-
TVe UAEeT Mo >XXEeHCKOMY Tuny npu Nw6om yucne A'-xpomocom. Ocobb,
nMetouas AT3-XpoMOCOMbI, (POPMUPYETCA MO XXEHCKOMY TUMNy, HO UMe-
eT CBOI crneuu@uky, y YesioBeka 370 Ha3blBalT CUHAPOMOM Llepelies-
ckoro— TepHepa. Mpu Hannumm Y-xpomocombl K AByX (XXY), Tpex
(XXXY) wnun gaxe yetbipex (XXXXY) A'-xpomocom B Kapuotune op-
MUpYyeTCA MYXCKOV (heHOTUM, HO C onpeAefieHHbIMU OTK/IOHEHMAMMN, Y
yenoseka 3To ABnsfeTcA cuHapomom KnaiiHcenbTepa. Y-xpomocoma
pes3Ko oTanyaeTcs OT APYrux xpomocoM. OHa Hebosbluasa no pasmepy,
y yenoBeka cogep>XuT 60 MAH MN.H., Ha Heli onpegeneHo 6onee 100 re-
HOB. MIpMMEepPHO NOMOBMHA N3 HUX BOBJIEYEHbI B ONpefesieHne My>XCKo-
ro nosna n yyactsyeT B fnpouecce cnepmaroreHesa. B Y-xpomocome
nmMmelTca 061acTv, roMosIornyHole A'-xpomocome. A"-xpomocoma mme-
eT pasmep 165 MAH M.H. ucofepxunt 6onee 1000 reHoB, 60/bLWNHCTBO
N3 HUX He CBA3aHbl C NOJIOM. [OMOJIOrMYHbIE 06/1aCTU 3TUX XPOMOCOM
obecneymBalT MX MeoTMYeCKoe cnapuBaHue u pekoMbuHauuio.

B KOPOTKOM Mieye Y-XpOMOCOMbI B NOM-OMpejensiolem paioHe, B
AUcTanbHoOIt yact Haxoautcst reH SRY (oT aHrn. — sex determining
region Y). AnuHa atoro reHa — 1 T.N.H., OH HE COAEPXXUT HUTPOHOB.
FeH SRY mnekonutawlwux kogmpyet 6en0K. Y yenoBeka 3ToT 6enok
coctonT u3 204 aMUHOKUC/IOTHBIX OCTATKOB. 3TOT 6efIOK MMeeT yyac-
TOK, KOTOpbIA cneynduryeckn cBA3bIBAETCSA C PerynaTopHbIMKU nocne-
posaTensHocTamMn AHK B o6nact NnpoMOTOpPOB reHoB, AeTEPMUHUPY-
IOWMX NONoBY0 AN epeHUNpPOBKY, T.e. y4acToK, eTePMUHUPYIOLLNIA
dopmupoBaHne CeEMEHHUKOB. $/?Y-reH akTUBEH WUCKIIYUTENbHO BO
BpeMs paHHero aM6puoHanbLHOro pasBuUTUSA U 3KCNpPeccupoBaH TOMbKO
B KneTkax Cepronun. Ero 3ajavya — B npouecce paHHero ambpuoHanbs-
HOro pa3sutua (6— 7 Hefenb 6epeMeHHOCTU) 3acTaBUTb HeauddepeH-
LMpOBaHHbIe TOHaAbl pa3BMBaTbCA B AINYKU (CEMEHHUKM). TeH 5/?YAB-
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Puc. 180. TecTukynapHas heMrUHM3aLmsa Bbi3biBaeTCA X-CLLenneHHOol
MyTauwuen tfim, KoTopas npenaTcTBYeT 06pasoBaHuUio peLenTopa
TecTocTepoHa

NAeTcsa BbICOKOKOHCEPBATMBHLIM B 3BOJIIOLUN pas3/IUYHbIX Tpynn mie-
KOMUTaLWNX.

B /-xpomocome kpome reHa SRY nmetoTca gpyrve rexbl. B gnvHHOM
nneuye /-XxpomMocoMbl HaxoanUTcs nokyc AZF (oT aHrn, azoospermia factor),
KOTOPbI y4acTByeT B reHeTMYECKOW perynauum cnepmatoreHesay yesno-
Beka. MyTauum reHoB aToro nokyca: AZFa, AZFb nAZFc npuBoAsT K Ha-
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pylweHunio cnepmaTtoreHesa (puc. 181) — oT cHMXXeHua (onurosoocnep-
MWS) A0 MOMHOFO OTCYTCTBMS cnepmaTtoreHesa (asoocnepmus).

Pa3BuTME AMYHMKOB cBsizaHo ¢ reHom DAX1 (dosage — sensitive —
sex reversal), pacnonoXeHHbIM B KOPOTKOM nsieye A'-XpOMOCOMbI. ITOT
reH COAep>XuT ABa 3K30Ha.

Y myxunH reH DAX1 penpeccupyeTcs B nepuof aktmensaumm reHa SRY.

[o Hayana nonosoi gndhepeHUMPOBKN BbIBOASLLAA cruCTEMa IM6-
puoHa npeacTaBneHa AByMSA Tunamu NpoTokoB: BonbcosbiM 1 Mionne-
POBbIM, NPON3BOAHbLIMWU NMEPBUYHON NOYKU. ST NPOTOKN — OCHOBA Pas-
BUTWS GYAYLWMNX BHYTPEHHUX FEHUTaNINA.

PaHHWe aMbBpuOHanbHble CEMEHHUKN MPOAYLMPYIOT ABa rOPMOHa:
TECTOCTEPOH C ahpekToM AnddepeHUNpPOBKM B camua n Mwonnep-nH-
rnéupywowmini aktop MIF (aHTUMIONNEPOB rOPMOH, BbI3bIBaKOLWWIA per-
peccuio MionepoBbix NPOTOKOB). CMHTE3 TeCTOCTEPOHA NPONCXOAMUT BHE
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CeMEHHbIX KaHanbleB B KneTkax Jleigura, pacnosiodXeHHbIX B UHTep-
CTULManbHOM TKaHU (MeXay CEMEHHbIMY KaHanbuammn), Torga Kak cnep-
matoreHe3 naeT B CEMEHHbIX KaHa/ibLax CeMEHHUKOB.

leH, geTepmuHupylownin MIF, pacnonaraeTcs B KOPOTKOM nneye
xpomocombl 19. Cekpeuma aHTU-MionepoBa ropMoHa naeT B KneTkax
CepTonun, pacnonoXeHHbIX B CEMEHHbIX KaHanblax, HaynHaeTca Ha
7- Heflene aM6pMOHaNbLHOTO pa3BMTUS 1 NpogonXaeTca Ao nybeprar-
HOro nepuoga, a NnoToM nagaerT.

B AnuyHMKe e KakK co3peBaHue ANLeKNeTok, Tak u obpasoBaHue
NOJIOBbIX FTOPMOHOB — 3CTPOreHOB — MnpoTekaeT B honnukynax (dhon-
NNKYNAPHBIX KNeTKax).

Mpu pasBuUTUM MYXCKON NONOBOWN cucTembl MoNnepoBbl NPOTOKU
perpeccupytoT, BonbdoB e NpoTok guddepeHumpyeTca B cemMsanpo-
BOJ, CEeMEeHHble My3blpbKW, YacTUYHO B NPUAATOK CEMeHHUKa. MonHoe
pa3BUTME FeHUTaNnin 3aBUCUT OT NPOU3BOAHOr0 TECTOCTEPOHa, 5-aerna-
poTecTocTepoHa, mMeTabonuTta TecTocTepoHa, obpasyluerocs nytem
(hepmeHTaTMBHOTO gencteus 5— (3-pegykTasbl. MO4YenosioBON CUHYC
yANVHAETCS naeT Havano npegcrarensHon n Kyneposbim Xenesam. Mo-
noBoli 6yropok BbipacTaeT B AANHY. [1010Bble CKaAKu cpactatlTcsa Kpa-
AMU. PopmupyeTCcA NOMIOBOW Y/eH, Yepe3 KOTOPbI/i NPOXOAUT MOYeunc-
nyckaTenbHbI KaHan. lMpasBas v neBas 4acT MOMOBOr0 Basivka CU/IbHO
pacTyT u, cpacTasicb, 06pa3yloT MOLWOHKY, B KOTOPYH B Aa/ibHelieM U3
nosiocTy Tena yepes NaxoBble KaHasibl CMYCKATCH CEMEHHUKM.

Mpy hopMMPOBaHUM XXEHCKOFO reHUTanbHOro TpakTa perpeccupy-
10T BonbgoBbl NPOTOKM. Mi0/I1EepOBbl e KaHanbl guddepeHynpytoT-
cA B ALeBOAbl, MaTKy M BEPXHIOK TpeTb Bnaranvwa. Monosow 6yro-
poK npeBpauwiaeTca B KAUTOp. MMoN0BbIe CKNafgKN He cpacTalnTcs u
o6pasyloT mManble rybol. J/leBas v npasas 4acTu MONOBOr0 BajvMKa Tak-
e He cpacTalTcs 1 pa3BuBalTca B 60nbwne ryool.

AphekT TecTocTepoHa Ha AN dhepeHLMPOBKY camua 3aBUCUT TakK-
Xe OT (DYHKLUMWU BHYTPUKNETOUYHOrO aHApPOreHoBoro peuentopa. leH
aHAPOreHOBOro peuentopa pacnosiokeH B X-xpomocome. Mytauus
JaHHOTr0 reHa NMPMBOAUT K HEUYYBCTBUTENIbHOCTU KNETOK K aHApOreHy.
NHANBMAYYMbI C TakKUM HapylieHnem umetoT kapuoTtun XY, HOpManb-
HbIA reH SRY 1 CeMEeHHUKMN, KOTOpble NMPOV3BOAAT TeCcTocTepoH. Ho Tak
KaK TeCTOCTEPOH He MOXeT MPOHUKHYTb B KNEeTKWN TKaHeW, B pe3ynbTa-
Te pa3BMBaeTCA OpPraHuM3Mm Mo XEHCKOMY Tuny. Y uyesioBeka Takoe OT-
K/TOHEHME B PasBUTUM MYXKCKOr0O Mojsa HasblBaeTcsa cuHagpomom Mop-
puca, Uam TeCTUKYNSPHON heMuHU3aumei.
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[eH TecTMKynspHOl heMuHM3aLnn nepegaeTcs NOTOMCTBY TOJIbKO
OT XXEHLWNH — HOCUTEeNen 3Toro reHa, NOCKOAbKY PeMMUHN3NPOBAHHbIE
MY>XXUMHbl 6ecnnogHbl (puc. 182). Takum o6pa3oM, Korga TeCTOCTEPOH
OTCyTCTBYET unn HeahekTnBEH M3-3a fedhekTa peuentopa, nososas
OpueHTauuMa SBNSETCA XEHCKOW.

BTOpI/I‘-IHbIe MONOBbIE NMPU3HaAKN

BTOpnYHble NonoBble MPU3HAKW pa3BUBalOTCA NOA BAUAHUEM XKEHC-
KUX UM MYXCKUX NOMOBbIX FOPMOHOB. K HMUM OTHOCATCA:

1) pasHuua B poCTe U CTPOEHUMN ONOPHO-[BUTaTeNIbHON CUCTEMBI;

2) pas3BuTue u cTpoeHue Tasa;

3) oBosioceHue Tena, OTNOXEHUE XUpa;

4) cTpoeHue 1 pasBuUTME MOJOYHbLIX Xenes;

5) pasnnune B Tembpe ronoca.

PassuTtne nwboro npnsHaka opraHmsma, B TOM Yuc/ie pasBuBalo-
WMXCA NPU YaCTU FrOPMOHa, FeHeTUYeCcKn AeTepMUHUPOBaHO. MHorue
rOPMOHbI ABMAAIOTCA WHAYKTOPaMu TpaHcKpunuuu. B nepsyio oyepepb
3TO OTHOCUTCS K CTEPOUAHBIM FOPMOHaM, KOTOpble 06paTuMO CBA3bI-
BaloTCs ¢ 6enkamuy peuentopamu, nepeHocAwmMmn nx Bagpo (puc. 183).

Puc. 182. AHAPOreHOBbIl peLenTop U CMHAPOM TeCcTUKYNAPHOIA
theMuHunsaymnm
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Takol KOMMMeKC CBSA3bIBAeTCA CO CI'IELI.VI(*)W-IGCKVIMVI ydyaCTkamMun reHos
W1 C 3HXaHcepamu. Tak TECTOCTEPOH aKTUBUPYET reHbl, onpeaensio-
e pasBnuTne BTOPUYHbLIX MOJIOBbLIX MPU3HAKOB MO MY>XCKOMY Tuny.

HapyweHuns pa3BuTus nona

HapyleHns pa3BuTVsi Nofa NPOUCXOAAT Ha Nto60M ypOBHE MOS0-
BOVi AeTepMuHaUMn, WM guddepeHUMpoBKNU, U3-3a MyTauuii unm ne-
pecTpoek X- wiM K-XpomocoMmbl. MHOrga roHafbl He COOTBETCTBYIOT
cucTeEME MOJIOBbIX MPOTOKOB WM HApYXXHbIM FeHuTanusm (puc. 184—
187). Kpome TOro, HapyXHble FeHUTa/ MM MOryT 6biTb ABOSIKUMMU, T.e.
YACTUYHO YKEHCKMMM, YaCTUUHO MY>KCKUMM (MCeBAOrepMatpoanTam).
MpW UCTUHHOM repmadpPoAMTM3Me roHabl COAePXKaT Kak TeCTUKYNap-
Hble TKaHW, TaK M TKaHW SinYHUKa. B 3TOM cnydae HeobxoaumMa Tepanus,
KoTopasi KOppPeKTMpyeT AMAarHOCLMPOBaHHbIE OWNGKN PasBUTUS.

XX-camuybl n XX-caMKu

B Hopme cneundmyeckmii yyactok AHK K-xpomocomel, onpegens-
IOWMIA geTepMUHaLMI0O MyXCKoro deHoTuna (SRY-reH), octaetcs Ha
K-xpomocome npy romMosiorMyHOM crnapvBaHUM U KPOCCUHIOBEpe BO
BpeMsi Meiio3a. MockonbkKy SRY pacnonoXkeH oveHb 6/1M3K0 K NceBao-
ayTocoMHoli o6nactu 1 (PAR1), kpoccuHroBsep cHapyxu ot PAR1 mo-

Puc. 183. AKTuBauMa TpPaHCKPUNLUUN Ny TEM CBA3bIBAHWUA KOMMN/IEKCOB
CTeponaHbIli TOPMOH /peLenTop € 3HXacepHbIM yyacTkoMm AHK
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Puc. 185. Pa3BuTwne HapyXHbIX NOMOBbLIX OpraHos






Puc. 187. OcHoBHble 3Tanbl B A1 epeHLMPOBKE Nosay YesioBeka

XeT nepeHocuTb SRY-06nacTb Ha Y-XpoMOCOMY W NMPUBOAUTL K NOAB-
NIEHNIO MYXXCKON 0co6u ¢ KapuoTunom XX (CUHAPOM MYXUMHbI XX).
KomnnemeHTtapHaa K-xpomocoma He nonydaet SRY, 4yTo nmpuBOoAUT K

YXEHCKOMY (heHOTUNy Npu Hannmumm AY-xpomocom (AY-XKEHCKWA roHaf-
HbI gucreHes).

ToyeyHble MyTaummn B reHe SRY

ToueuHble MyTauumn 1 geneuun B reHe SRY NpuMBOAST K MOSHOMY WK
YacTMYHOMY FOHAJHOMY AucreHesy. M3MeHeHue nosia CBA3aHO C AWC-
nnasveii, KoTopas BO3HWKaeT B pe3y/bTaTe MyTauuii B reHe SOX9.



[TnaBa XI

N3SMEHUYNBOCTb
N EE POPMbI



HacnepfcTBeHHOCTb IBNSETCA KOHCepBaTWMBHbIM (DakTopom, 6naro-
faps KoTopomy obecneumBaeTcs cTabunbHOCTb Buga. Hanuuue onpe-
[JeNeHHbIX CTabuNbHbIX NPU3HAKOB NO3BONAET OTHOCUTb MHOTOYMNCEH-
HbIX 0CO6eli K 0AHOMY BUAY.

Ho Buabl MonHol cTabunbHOCTbIO He 06/1afalT, Tak Kak UM CBOM-
CTBEHHA WU3MEHYMBOCTb.

MN3MEHUYMBOCTb — 3TO CBOWCTBO YXUBbIX OpraHN3mMoB U3MEHATbCA U
CyLiecTBOBaTb B pa3HbIX Bapuaumsax.

Mo3ToOMy U3MEHYMBOCTbL NPOsABAsAeTCA B pa3Hoobpasumn ocobeit of-
HOro Buga.

EcTb Kapernasble ntogun, ectb rony6ornasbie. Y yesoBeka pasHble
rpynnsl Kposu: O, A, B, AB.

Ecnu roBopuTh B Maclwitabax BCEro XXUBOro, TO M3MEHUYMBOCTL 06YycC-
NIOBNIMBAET BCE MHOTroobpasune XUBOl Npupoasbl B Xofe 3BOMOLUN, T.€.
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6narogaps M3MEHYMBOCTU HaKanaMBaeTCsa maTepuan Ha ypoBHe nony-
NAuMN AN 3BOJOLMOHHBIX NPOLECCOB.

Pas3nnyalT U3MEHYMBOCTb:

1) HeHacneaCcTBEHHY (MM MOANGIUKALNOHHYHO);

2) HacnegCTBEHHYK (MIN FTEHOTUMNYECKYID).

deHoTMNUUeckasa (MoandUKaLNOHHAA) U3MEHUYMBOCTb ABASETCA
pe3ynbTaToM pas/inyHbliX BO3AENCTBUIA BHELWHWUX MPOLLECCOB Ha opra-
HU3M (KNeTKy), He 3aTparvsalolWmnx CTPYKTYpy reHeTuyeckoro annapa-
Ta, a TOYHee,reHoTuna.

B cBA3M € aTUM MOoAMPUKALMOHHAA M3MEHUYMBOCTb NPOSABAAETCA
TONbKO y AA@HHOW 0co6u (MM faHHOW nonynsuuun) B onpefeneHHbIX
YyCNOBUAX CYLeCTBOBaHWA, NO HacneAcTBY He nepegaeTcs W xapakre-
pusyeTtca TpeMa 0CO6EHHOCTAMMU:

1) maccoBbiM XapakKTepoM U3MeHeHui, 3aTparnBarmnx 60NbLWNH-
cTBO ocobeli B nonynauuu (Hanpumep, Bo3geicTBue ynbTpaduonerto-
BbIX /lyyeil Ha KOXYy yesioBeka MPMBOAUT K M3MEHEHUIO MUTMEeHTaLun);

2) afeKBaTHOCTbI M3MEHEHW — BO3[eNCTBMEe CPpefbl, YeM UHTEH-
CMBHee Bo3felicTBMe (hakTopa, Tem cuibHee M3MeHeHue (Hampumep,
yBeNNYeHNEe BPEMEHN HaXOXAEHWS Ha COMHLe NPUMBOAUT K NOBbIWEH-
HON BblpaboTKe MUIMEeHTa);

3) KpaTKOBPEMEHHOCTbI 60/bWMNHCTBA MoAudUuKayuii (Hanpumep,
npu npekpaweHnn npebbiBaHUS Ha COMHLE NUIMeHTauus KOXW Bo3Bpa-
waeTca K 06bIHHOMY YPOBHIO).

MoandurkaunoHHasa M3MEHUYNBOCTb, Kak Obl/10 NOKa3aHo MHOro4uc-
NIEHHbIMW 3KCNepuUMeHTaMKn, No HacneAcTBy He nepefaeTcs U NO3TOMY
He urpaeT CyL,eCcTBEHHOWN ponun B 3Bonoumn. OfHAKO B NPaKTUKe Ceflb-
CKOro xo3aiicTBa MoAMpUKaLMOHHAsS M3MEHYMBOCTb UrpaeT 3Ha-
ynTenbHyw ponb. (Hanpumep, NoBbiEHWE YA0EB MO/IOKA Y KOPOBbI,
NPOAYKTUBHOCTb, XXMPHOCTb 3aBUCAT OT YC/NOBWIA yxo4a 3a HUMK, pa-
LMOHANbHOr0 NUTaHUS W T.4.)

MoaudurkaymoHHas M3MeHYMBOCTb NpeAcTaBnseT co60i aBonoLU-
OHHO 3aKpen/ieHHble afanTUBHbIE peakuun opraHu3ma B OTBET Ha U3-
MEHeHMe YyCNOoBUIi BHELHEN cpefbl NPU HEM3MEHHOM reHoTune.

BosgelicTBre cpefbl MOXET B/INATL HA pa3BuTMe Npu3Haka He 6esrpa-
HWYHO. MoAndMKaLMOHHas U3MEHUYMBOCTb OrpaHMyeHa HOPMOU peakuuu.

Hopmoii peakuumn opraHn3ma Ha3blBaeTCsi FeHOTUMMYECKN onpegensiemas
CNocobHOCTb OpraHn3Ma BapbUpoBaTb CTEMEHb BbIPaXKEHHOCTW NMPU3HAKOB B
onpejeneHHbIX npejenax B 3aBUCMMOCTMN OT YC/IOBUI BHELLHEN cpefpl.
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TaK, Ha/MumMe BECHYLLEK Y Ye/loBeKa OnpeaensieTca reHoTUNoM, ofHaKo
CTeneHb UX PasBUTUS 3aBUCUT OT [/IMTENLHOCTU NPe6biBaHNA Ha COMHLE.

Takum 06pa3omM, CTPOro roBopsi, OPraHM3m HacfegyeT He npusHa-
KN KaK TakKoBble, a HOPMY peakLuu.

Mo BbIpaXE€HHOCTM HOPMbl peakunn NpusHaku 6biBaldT NNACTUYHbIE
N HennacTUYHbIe.

CTeneHb BbIPaXXEHHOCTW MAACTUYHbIX NPU3HAKOB 3aBUCUT OT BHELL-
Hell cpedbl, AN HUX XapaKTepHa WupokKas HopMa peakumu.

HennacTtuuHble NPU3HaKN OCTATCA NPaKTUHECKN HEM3MEHHbIMW NpU 110 -
6bIX yCnoBMsAX cpefbl (OKpacka pagy>Kku rnasa, rpynna KpoBu YesoBeka).

Mpyumep NAacTUYHOrO MPU3HaKa: KoJM4YecTBO 3puTpoumToB B 1 MmM3
KPOBMW YyBeN4MBaeTCsA NOYTW BABOE Y aNbMWHUCTOB, MOLHUMAaLWNXCH
Ha BblcOTYy 4000 M.

BonblWMHCTBO MOoAUMDMKaLNA MMeoT NpucnocobuTenbHoe 3HavYeHne
M CcNoco6CTBYOT ajantauny opraHnama K N3MeHeHuIo cpeapl.

["'eHOTMNMYeCcKas N3MEHYNBOCTb

FeHoTUNUYeckas M3MEHYMBOCTb BCerga siBAsSeTcs crnefcTBUEM W3-
MEHeHMs B CaMOil CTPYKType FeHeTMYecKoro anmnapara 1 HOCUT Hacnef-
CTBEHHbI XapakTtep.

FeHOoTMMMYECKas M3MEHUYUBOCTb IBNSieTCA MaTepuanbHon 6a3oi ans
aBonouun. OHa nocTaBfseT UCXOAHbIA MaTepuan (M3MEeHEeHHble 0COo-
61) ANs ecTecTBEHHOro oT6opa.

OTKNOHEHUA [O0/DKHbI NPOATK «LWwnarbayM» BHELWHeN Cpeabl: N OHU
3aKpennsnTcs 0T60pOM, MM OHU BbiGpakoBbIBAKTCA.

FeHoTUNMYEeCKass M3MEHYMBOCTb MOXET 6blITb 06yc/oBfeHa cregy-
OWNUMN N3MEHEHNSIMW TEHETUYECKOro annaparta:

1) pekombUHayueit reHoB (KOMGUHATUBHAA M3MEHUYMBOCTb);

2) pa3nnMyHbIMM TUNaMu MyTauum (MyTauuoHHass U3MEHUYUBOCTD).

KoM6unHaTMBHasi U3MEHYMBOCTb CBsi3aHa C peKOMOMHaLMeh XpoMo-
COM W UX CEerMeHTOB, HeCyLNX pa3nyHble annenu reHos. Camu reHsl un
reHOTUN He MEHSAKTCS, HO 6narofgaps pekoMOuHauuy reHoB U3MEHS-
I0TCH NPU3HaKK.
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Kakve npuvynHbl NpUBOAAT K NepekoMbuHaumy reHos?

1. KpoccuHrosep, KOTOpbIi npoucxoauTt B npodpase 1-ro meliotu-
YECKOro AefeHns, Korga romMmosiormyHble XpoMOCOMbl 0GMeHuMBaKTCA
rOMO/IOTUYHBLIMU YYaCTKaMu.

KpoccuHroBep, Kak mMexaHu3M pekomM6uHaummn, 3ahheKTUBEH NUllb
B TOM Cny4yae, KOrjga COOTBETCTBYHLME FeHbl OTLOBCKON M MaTepuHc-
KO XpOMOCOM npefcTaBneHbl pasHbiMK annenssMv Aa, roMmo3nroTbl He
[aloT HOBbIX codeTaHuii annenein (AA, aa). O6MeHMBaOTCA HECECTPUH-
CKMe XxpoMaTuabl Ha cTaguu TeTpag.

2. PacxoXpaeHne HeromMmosiorMyHbIX XpPOMOCOM MpU Meio3e 1 cove-
TaHue ux B 3UroTe.

3. OnnofoTBOpEHNE — cnyvaliHas BCTpedya pasHbiX rameT Mpu on-
nofoTBopeHnn. Bce 3To NMpMBOAWT K TOMY, UYTO cpeamn ocobeil ofHOro
BMAa NPakTUYeCKM HEBO3MOXXHO NPosABAEHNEe ABYX FEHOTUNUYECKN 0N~
HaKOBbIX OPraHM3mMmoB.

bnarogapsa KOMOGMHATUBHOM U3MEHYMBOCTW B NPMpoae HabnwgaeT-
cs pa3Hoob6pasne NOTOMKOB OAHUX W TEX Xe poauTeneii: y yenobeka
poAHble 6paTba M CECTPbl Pas3NMyaloTCs NO MHOFMM MpU3HaKam, B TOM
yucne u no nosy, rpynnam KpoBu, UBETY Pagy>XKu rnas u T.4.

KoM6UHaTUBHAA U3MEHUYUBOCTbL MPOABASETCS B FEHOTUNMYECKOM
pasHoob6pasum ocobeli, NOBbIWAET BbDKMBAEMOCTb BMAA B U3MEHSAIO-
LMXCS YCNOBUAX €0 CYLLeCTBOBAHUS.

MyTaumm

TepMuH «myTauua» 6bln npeanoxeH B 1901 r. ronnaHackum 6oTta-
HUKoM yro ge ®pusom ans 0603Ha4eHNA HacnefCTBEHHO 3aKpenseH-
HbIX M3MeHeHWli. OH HasblBan WX CKayKoob6pasHbIMW M3MEHEHUsMU,
BO3HMKaKLWMMN 6e3 nepexonos.

MoA mMyTauMamu B HacTosiLlee BPeMs MPUHATO MOHUMaTb CTabunb-
Hble M3MEHEeHUs HacnefCcTBEHHOro mMaTepuana, npueojslime K Usme-
HeHuto heHoTUNa.

Knaccudukaumsa myTaunii

MyTaumm mMoryT 6bITb CMOHTAHHBIMU U UHAYLMPOBAHHLIMW. CMNOHTaH-
Hble MyTauuMu MPoOUCXoaAT B N60IN nonynaumm 6e3 BCAKOro BUAWMOro
BHELUHero Bo3fencTeus. YacToTa CNOHTaHHbIX MyTauuii HeBenuka: 10 '5—
10 8Ha reH/nokoseHue.
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NHAyuMpoBaHHble MyTauuMnm BO3HMKAKT B pe3yfnbTaTe WCKYCCTBEH-
HOro MyTareHesa, T.e. BCleiCTBME AENCTBUSA MyTareHHbIX hakTopos, Ta-
KUX KakK TemnepaTypa, BO3AeliCTBME PEHTreHOBCKUX, a-, (3- u y-nyyei,
BO3JeliCTBME XMMUNYECKNX BELWECTB N BMOXUMMYECKNX (PaKTOPOB.

Mo MecTy BO3HMKHOBEHWS MyTauMmn n xapakTepy HacnefoBaHua pas-
nnyaioT:

1) reHepaTMBHble MyTauuu, BO3HMKalLWME B KneTKax NoaoBoro 3a-
yaTka, NOMOBbIX KNeTKax u nepepjawlwmnecs no HacnencTsy;

2) comaTMyeckMe mMyTauum BO3HMKAKT B KJeTKax opraHvmsma u He
nepegalwTcsa No HacneAacTsy.

B 3aBMCMMOCTUN OT BAVSAHMSA HA XXM3HECMNOCOBHOCTb U NI0A0BUTOCTb
opraHvMsMa MyTauuu pasgensoT Ha:

1) neTanbHble — 3apofblll FTMOHET Ha PaHHUX CTaAUAX PasBUTUSA;

2) nonyneTasbHble — BeAYT K NOHMKEHWIO )XU3HECNOCOBHOCTN 0CO-
61, KOTOpas He [OXWBaeT A0 PenpoAyKTUBHOIO Nepuoaa;

3) YC/OBHO neTasibHble — MOryT BOBCE HE MPOSIBNATLCA B OAHUX YC-
NOBUSIX 1 NPUBOAUTL K rmbenn B APYrux ycrnoBusx;

4) cTepwnbHble — BAWAKT Ha NN0AOBUTOCTb, BMNIOTL A0 6ecnioans;

5) HeWTpanbHble — Hanbonee pacnpocTpaHeHHbIe.

Mo nokanusauuy U3MeHeHHOro reHeTUYeCKoro mMmatepuana pasnyaroT:

1) agepHble (XPOMOCOMHbIE);

2) uyuTonnasmatmyeckme (MUTOXOHApPUaNbHble, NNACTUAHbIE).

Mo xapakTepy U3MeHeHNss YPOBHSA OpraHu3aunm reHeTu4yeckoro ma-
Tepuana pasnuyaioT:

1) reHHble, WM TOYEYHble, MyTauuu, BCNeACTBME KOTOPbIX U3MEHS-
eTca CTPYKTypa onpejie/leHHOro reHa v nosBAsTCA ero annenu;

2) XpOMOCOMHbIEe MyTauuu, WM XPOMOCOMHble abeppauuu, Be-
AYT K HApYLWeHMN0 CYLW ecTBYOLWMX FPynn CLEenieHns reHoB B TOW nam
WHO XpOMOCOME, BC/eACTBUE YEro BO3HUKAIOT HOBbIE TPYNMbl CLEr-
neHus;

3) reHoMHble MyTauumM NPUBOANT K f06aBneHuto nnbo yTpate ofHOM
WIN HECKO/IbKUX XPOMOCOM WM NOJIHOTO raniomgHoro Habopa xpo-
MOCOM.

TeHHbE, WM ToueYHble, My TaLv

FTeHHbIMU MyTaLMSAMW HAa3bIBAOTCH U3MEHEHUS XUMUUYECKOWH CTPYKTY-
pbl FEHOB, BOCMPOM3BOAMMbIE B MOC/EAYIOWMX LMKAAX PEMIUKALMYA 1 NPO-
SBNSIOLLMECcs y MOTOMCTBA B BUe BapuMaHTOB NpusHakoB (puc. 188).
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My Taumm, BefylLyie K UBMEHEHUO CTPYKTYpPbI FeHa

|. 3aMeHa ofHMX OCHOBaHWI APYTMMK B CMbIC/IOBOM 4YacTh 3K30HaA
naet 20% BCex CMOHTaHHbIX MyTauuii. 3T 3aMeHbl MPOUCXOAAT BO Bpe-
Ma pennnkaunm AHK.

Il. 3meHeHne KonnyecTBa HYK/IEOTUAHbLIX Map, BXOAALWMNX B COCTaB
reHa (geneuus, gynnvkauus), BefeT K CABUTY pamKu CUMTbIBAHUS.

Ill. N3meHeHne nopsaka HYKIeOTUAHbIX MocnefoBaTenbHOCTel B
npegenax reHa (MHBepcua Ha 180) BefeT K CABUTY pamKu CUUTbIBAHWSA.

IV. ToyeyHble 3aMeHbl HYKNEeOTUAO0B Ha rpaHunLe 3K30H-UHTPOHHbIX
CTbIKOB MOFYT HapyllaTb MpoLecc «CliMBaHUSA» nocsefoBaTenibHOCTel
HYKNeoTUA0B 1 ObiTb MPUUYMHON HapyweHns cnnalicuHra (cnnamcuHro-
Bble MyTauumn).

V. OTAENbHbIA TMN MyTaunii — «AUHaAMUYECKMe» MyTauuu, KOTopble
XapakKTepmusylTcsa HapacTaHMeM TPUNAETHbIX NOBTOPOB B KOAUPYHOLWNX
N HeKoAMpylowmx yyactkax reda ((UTr)m, (Urr)).

VI. MyTauuu, o6ycnoBneHHble NHcepuneli (BCTaBKOI) NPOTSXKEHHbIX
MOOWU/IbHbIX 3/1IEMEHTOB — TPAHCMNO30HOB, Ha A0/0 KOTOPbIX NPUXO-
autea go 5% AHK Bcero reHoma.
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MyTauum, Bbi3BaHHbIE 3aMEHON
a30TUCTbIX OCHOBaHWI

Ha monekynsapHOM ypoBHe pasfnuyalT fBa Tuna 3ameHbl OCHOBa-
HUA:

1) npocTblie 3aMeHbl — TpaH3uuuu. Korga ogvH nypvH 3amelyaeTcs
APYrM NYPUHOM, a NUPUMUANH — APYTUM NUPUMULMHOM.

Hanpumep,

A- T— T— Umbolr— L — A— T

3 nepekpecTHble 3aMeHbl — TpaHCBepCcuUu, T.e 3ameHa NypuHa Ha
NMMPUMUAMH 1 HaobopoT: A — T — LU — T,A—T— T— A.

3amMeHa OCHOBaHWl NPMBOAWUT K NPOSIBIEHUI0 TPeX TWUMNOB MYyTaHT-
HbIX KO[OHOB.

1. MucceHC mMyTaumM — W3MEHSIOT cMbic Koda (oT aHrn. Miss —
notepsa, u3MeHeHue, sens — cmbicn). M3BecTHO 100 MucceHc myTauyui
B a- W p- rNo6Yy/INHOBLIX reHax.

2. HeiliTpanbHble MyTauum — C HEM3MEHHbIM CMbIC/IOM. He Bcsikas
3aMeHa aMWHOKUCNOTbl 0TPasnTCcA Ha PyHKUNOHaNbHOW aKTUBHOCTH
6enka.

B cuny BbIPOXAEHHOCTM reHeTUYecKoro Koja He BCcAKad 3ameHa
OCHOBaHUA MpuBefeT K MUCCEHC MyTauuu.

3. HoHceHc myTtauuu (OT aHrn, nonsens — 6eccmbicnnua). Moss-
neHne ogHoro mn3 cron-kogoHos (YAA, YAT, YI'A) He B KOHLe CTPYK-
TYPHOTO reHa, a BHyTPY HEro NPUBOAUT K NPeXXAeBPeMeHHON TepMunHa-
LUy TpaHcnsauum 1 o6pbiBy nonunentnaHoi uenu (puc. 189, 190), Takue
6€enKM He CNOCOOHbI BbINOMHATL CBOU (DYHKLUNU.

1 4 7 10 13 16 19
ATC TTA TUTUTA TTA ALLL TAA
MET [M ana neln nen Tpe «CTOM»

ATT TTA TUT LUTA TrA ALL TAA
«CTOM»

Puc. 189
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MyTauum co caABUroM paMKy CUNTbIBAHWS

BcTaBku, gynankauuu, geneunmn uim nepemMelteHne oTaenbHbIX 0C-
HOBaHWIi B Mpefenax reHa Bbl3biBalOT CABUT PaMKW CUUTbIBaHWA. Pam-
Ka CYUUTbIBAHMA — 3TO HYK/IeOoTUAHasA nocrefoBaTe/lbHOCTb, KOTopas
HauyMHaeTCca C MHULMUPYIOLWEro KoAoHa, CTPYKTYpHOro reHa. ocne-
aywoume Hykneotngbl o6pasyoT TpUNAETbl, KOAUPYOLWMNE aMUHOKMNC-
N0oTbl. PaMKa CUUTbIBaHMA 3aKaHYNBAETCA TEPMUHUPYIOLWMUM KOLOHOM.
Mpn BO3HWKHOBEHWUW MyTauuil CO CABUIOM PaMKW CUUTbIBAHWA MEHS-
l0TCA BCe TpUMNNeTbl HUXe caiTa Aynavkauuu wnv geneuyum no xony
CUNTbIBAHUSA, NPU 3TOM MOBbLIWAETCA BEPOATHOCTb NOABJ/IEHUA CTOM-
KOZLOHOB W, COOTBETCTBEHHO, HacTynaeT npexjeBpeMeHHaa TepMuHa-
UM TpaHCcnAuum.

3T0 npoucxoguT BCNeACcTBUE BbiNafeHUA WM BCTaBKU HYKNeoTUA-
HbIX nocnegoBatesbHocTen AHK oAHON nan HeCKONbKUX map Kommse-
MEHTapHbIX HYK/IeO0TUA0B.

M3meHeHM0 yncna HykneoTugHeix nap B uenn AHK cnocobectByeT
Bo3geicTBue Ha AHK XMMunueckmx BeLlecTB, HampuMep aKpUAUHOBbLIX
coefMHEHWNA.

Kpome Toro, moxeTt gedopMupoBaTbCsa CTPYKTypa ABOWHON Lenu
OHK, 4uTo NpMBOAUT K BCTaBKe AOMNOJIHUTENbHbLIX HYKIEO0TUA0B WU UX
BblNaZleHnto Npu pennvkauum (MeHseTcs pamMmKa CUYUTbIBAHUS).

PeHTreHoBCKOe M3ny4yeHue 4acTo Bbi3blBaeT geneuun (BbinageHue
n. H. B uenu AHK).

Y nnopoBoi Myxmapo3oduabl M3BECTHA MyTauus reHa, KOHTPOu-
pytouiero okpacky rnasa. OHa Bbl3blBaeTCs 06/ly4eHUEM U COCTOUT B
peneuuu nopagka 100 n.H.

249



BONbLIOE YMC/IO MYyTaLMii NO TUMY BCTABOK NPOUCXOAUT BCEACTBUE
BK/IIOYEHWSI B NOC/1e40BaTe/IbHOCTb HYKNEO0TUAO0B NOABUXHbIX FeHeTu-
YECKUX 3/1EMEHTOB.

MoABMXHbIE TeHETUYECKNE 3/IEMEHTbl — MPOTSHKEHHbIE HYKNeoTus-
Hble NoCNef0BaTeNLHOCTN Y 3YKapuoT 1 NPOKapuoT, KOTopbie camo-
NPOU3BO/IbLHO MEHSIOT CBOE MOJIOXKEHNE.

MpuMepbl FreHHbIX MyTauuii

MocneAcTBMS TeHHbIX MyTaLWii MOXXHO 0COGEHHO YETKO MPOC/eAnTh Ha
npumepe rnobuHa yenoseka. Boicokas (yHKUMOHaNbHAA AMBEPreHuns re-
HOB rno6yHa BO3HMK/A B NpoLecce 3BONIOLUN B pe3ynibTaTe MHOTOYUC/IEH-
HbIX TOYKOBbIX MyTaumii. Ha OCHOBaHUM M3BECTHbIX CerofHs AedekToB re-
MOrfi06uHa, NPUBOAALLUX K pasBuTuio 3abonesaHuii, yxe 6onee 300
pa3NNYHbIX 3aMEeH aMWHOKMCAOT B MOMNMENTUAHbIX LENAX €ro MOMeKy bl
MOTYT 6bITb MAEHTUULMPOBAHLI. Camoli N3BECTHOW 3aMeHOW (CyoCTUTYL M-
el) aBnaeTcsA 3aMmeHa ageHuHa (A) Ha TUMuH (T) B 6-M KOAOHE reHa a-rnoom-
Ha (AT 3ameHsieTcs HaMT), 4TO NPUBOAUT K 3aMeHE aMUHOKUCIOTbI FyTa-
MWHA Ha BaJUH B NONMMNENTUAHON uenu a-rnobmHa. FOMO3UTOTHbIE
HOCUTENN TaKMX asinenieil M3BeCTHbl Kak nvua, cTpajatlye cepnoBmaHo-
KNEeTOYHOW aHemuein. Hapsagy c ceprnoBUAHO-KIETOYHON aHeMUen cyue-
CTBYIOT U Apyrue myTtauun reHa, NnpuMeoslime K nosiBNeHnio annene, ro-
MO3UTOTHbIE HOCUTENN KOTOPbLIX cTpafaloT (3-tanaccucumunein. Mpu Tak
Ha3biBaeMOM remorsiobnHe KpeHCTOHa cylecTsyeT f/iMHHas 6okosas
enb. MNprUynHOW 3TOro ABAAETCA MHCepLUMsa (BCTaBka) ABYX HYK/1€O0TUAOB B
145-1 KOAOH reHa N-rnobuHa. B pesynbrate «CTOM-KOAOH» YAA npu u3-
MeHeHMn obpasLa CuMTbiBaHMSA TPUMNIETOB reHa («KagpoBbii CABUM») npe-
Bpauwiaetcs B Tpunnet ALY. lNpu 3ToM CMHTE3 NONUNENTUAHOWN Lenu npo-
[onkaeTcs v 3akaHuMBaeTCcsa NMLb NOC/e NPUCOeLMHEHNS AOMNONHUTENBHO
ewe 11 aMMHOKMCAOT, T.e. Noc/sie ob6pasoBaHusa uenu n3 157 aMUHOKUCAOT.
CnvwkKoMm AVHHas Lenb rnobuHa hopMrpyeT HeCTabW/IbHbIA FeMOrI06MH.

Mpn MykoBucumnpose (KNCTO3HOM (hnubpo3e) ToUKoBasA MyTaumnsa Takxe
ABNSAETCA NPUYMHOW 3aboneBaHnsa. B aTom cnyyae feneums npuBoauT K
BbINaAEHNI0 TPexX PSAOM PacnofioXXeHHbIX HyKNeoTuaos B nosuuun 508,
KOAMPYIOLWUX BaXHYI AN PyHKUUN 6enka aMMHOKUCNOTY — heHnnana-
HUH. B pesynbTarte aToii MyTauuu 6en10K TEPSET CBOK PYHKLMIO.

MprBeAeHHble NpUMepbl CBUAETENLCTBYIOT, YTO B pe3ynbTarte nusme-
HEHWI HYKNeoTMAHbLIX NOC/nefoBaTe/IbHOCTEN reHoB, T.e. MyTauuii, B
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npouecce 3BONKLUNN BO3HUKAKT MHOXECTBEHHbIE anfieqin — pa3Hble
Bepcun nepsBoHa4vasibHOro reHa.

XPOMOCOMHbIE MyTalun, Unn abeppawymn

B ocHOBE M3MEHEHUA CTPYKTYpPbl XPOMOCOMbI JIEXUT HapylleHne ee
LeNIOCTHOCTU — YMEHbLUEHNEe WU YyBE/IMYEHNE UX Pa3MepoB, U3MeHe-
HVEe MOMNOXEHMA WX YacTeil.

|. Pa3pbiBbl XpOMOCOM MNPOUCXOAAT B XOfEe KPOCCUHroBepa, Korga
OHN 06MeHNBAaTCA rOMOIONMYHBLIMU yYacTKamu. Mpun HapyLeHnn Kpoc-
CUHroBepa XpOMOCOMblI MOTyT 06MEHMBATbLCA HEPABHOLLEHHbIMU Y4acT-
KamMmy XpoMOCOM.

9T0 BeAeT K MOABMEHUID HOBbIX FPYNn CUENIEHWs, rae oTAesnbHble
y4yacTKu MOryT BbiNagatb (geneuus), wan yasamsatbes (gynnavkaums),
nnu nepemewatbcs (TpaHcnokauymsa) (puc. 191).

Mpun Takux nepecTpolikax N3MeHAEeTCA YMCNO0 FeHOB B rpynne cuen-
neHuns.

Il. Pa3pbiBbl XPOMOCOM MOTYT BO3HMKATb TaKXe Mof BAnUAHNEeM pas-
JINYHbIX MyTareHHbIX hakTopoB, FMaBHbIM 06pa3om hnsnyecknx (MOHU-
3upylouime v agpyrue Buabl U3NyYEHUs), HEKOTOPbIX XMMUYECKNX COeNn-
HEeHWIA, BUPYCOB.

lll. HapylweHve LEefoCTHOCTM XPOMOCOMbI MOXET CONPOBOXAATLCA
NMOBOPOTOM €ee yyacTKa, HaxoAsAleroca Mexay AByMsA paspbiBaMu, Ha
180° (nHBEpCUSA).

B 3aBMCMMOCTM OT TOro, BK/KOYAET fJaHHbIA y4acTOK 06/1acTb LEHT-
pomepbl UK HET, pasnimyalT NepuLeHTpuYecKne n napaueHTpuyeckme
NHBEPCUN.

dparmMeHT XpOMOCOMbI, OTAENUBLIMICA OT Hee Npu pa3pbiBe, MO-
XeT 6blTb yTpayeH KAEeTKOW npu oyepefHOM MUTO3e, €C/iM OH He umeeT
LeHTpoMepbl. Takoi hparMeHT MOXXeT MPUKPennaTbCA K Kakon-To He-
roMOM0OrMYHON XPOMOCOME — TpaHcoKauus.

Hepepnko aBe nospexgeHHble HEroMoJI0rMYHble XPOMOCOMbI B3auM-
HO 06MeHMNBaTCA OTOPBABWMUMKUCA y4acTKaMu — peLunpokHasa TpaHc-
nokauwms.

MpucoeanHeHne parmMeHTa K CBOe XxpoMocome B Apyrom mecte —
TpaHcnosnyus.

WNHorga Heromonornyeckue CTPyKTypbl XPOMOCOM 06beAnHATCA
B 0iHY — pobGepTcOHOBCKaa TpaHcnokauus.
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Po6epTCOHOBCKas TpaHcnoKalus

YcTaHOBMEHO, YTO fBa Maevya KPYnHoOW 2-ii XpOMOCOMbI YefoBeka
COOTBETCTBYHT ABYM pasHbiM XPOMOCOMaM COBPEMEHHbIX Ye/I0BEKO-
06pasHbix 06e3bsAH: 12-ii n 13-ii — y wumnaHse, 13-ii n 14-ii — y ro-
pWANbl Y OpaHryTaHra. 3To CAUSiHWE Mo TuNy po6epTCOHOBCKOM TpaHc-
nokauum AByx 06e3bsAHbUX XPOMOCOM. OnucaHHble CTPYKTYpHble
N3MEHEHNsi XPOMOCOM COMPOBOXAAKTCA U3MEHEHMEM TFeHeTu4eckoi
nporpaMmbl, Nony4yaemMol KieTkaMu HOBOFO MOKO/MEHUs nocne fene-
HUSt MaTEPUHCKOM KNeTKu BCNeACTBUE U3MEHEHNSA KOIMYECTBEHHOIO CO-
OTHOLWEHNA TEeHOB B XPOMOCOME.

"leHOMHble My Tauuu

FeHOM KNeTKu unn opraHmsaMa — 3TO MONOBUHHOE KonnyecTso AHK,
BK/OYasA AAepHy0 u uyutonnasmarmyeckyo AHK.

K reHoMHbIM MyTauusiM OTHOCAT WU3MEHEeHWe 4yucna reHomoB Wau
yucna oTAeNbHbIX XPOMOCOM.



BbigensawT Tpu Tuna reHOMHbIX MyTauuii:

1) rannongus;

2) nonunnoungus;

3) aHeynnonaus.

3nnongusa — 3To yMeHblUeHne ynucana XpoMocoM BABoe, T.e. coMaTu-
yeckune KNeTKM cofepkaT oguHapHbIA Habop xpomocom (). MannonaHbIl
Habop XPOMOCOM COAEPXKMUTCA B HOPME TO/IbKO B NOJIOBbLIX KMeTKax.

EcTecTBeHHasa rannonansa BcTpeyvaeTcss B XXU3HEHHOM LMKAE HU3LINX
rpn6os, 6akTepuii 1 OAHOKNETOYHbIX BOAOPOCAeli. Y HEKOTOPbIX BU-
OB YNEHUCTOHOTUX ranfonAHbIMW ABAAKOTCSA camupbl, pa3BUTUE KOTO-
pbIX MAET U3 HEeOoM/oL0TBOPEHHbIX ALEKNeToK. [annongHbie hopMmbl
OblIN MONyYEHbl B 3KCMEPUMMEHTE Y PacTeHWi: MWeHNLbl, KyKypy3bl.
Fannonauio 3apofbllleli MOXXHO NOSYYUTb Y XXUBOTHbLIX NPU CTUMYN-
poBaHUW pasBUTUS ANLEKNeTKW uan cnepmaTo3onja.

FannongHble opraHU3mbl Mefbye, y HUX NPOSABAAITCA peLecCuBHbIe
reHbl, OHN 6ecnnofHbI.

Monunionansa — ysennyeHne ymcna XpoMoCOM, KpaTHoe ranfiongHo-
My Habopy B KneTke. BcTpeuvatotca Tpunnongxblie (3m), TeTpannongHole
(4n), neHTannongHele (5n) opraHn3mbl. BObLWMHCTBO COBPEMEHHbIX Ky/b-
TMBMPOBAHHbIX PACTEHUI CErogHa — nNoAMNAOUAbI: MeHWLa, OBec, pu1c,
cBekna, KapTodenb, A6A0HU, rpywun n T.4. (puc. 192). MonunnoungHble
pacTeHVs uMeloT 60/blY0 BereTaTMBHY Maccy W YpoXawmHoCTb, Ha
20— 50% BbIWe MO CPaBHEHUIO C AUNIOUAHBIMU hOpMaMK.

Cpefyn XWBOTHbIX MOMWMIOMANSA BCTPeYaeTca B OCHOBHOM cpeawu
repmapoaunToB (3eMsiHble YepBu), Y HEKOTOPbIX HACEKOMbIX, pako-
06pasHbIX 1 pbi6. Monnnaonans MoxeT BO3HUKHYTb B pesynbTate:

1) HapyweHnsa pacxoXeHUs XPOMOCOM Npu MUTO3E;

2) CAVAHNS KNeTOK coMaTUyYecKnx TKaHel nnbo ux agep;

3) HapyweHuii Melio3a, NPUBOAALLNX K 06pa3oBaHMio ramMeT C Hepe-
OyUMPOBaHHLIM YNC/TIOM XPOMOCOM.

Y yenoseka 6onee 20% BCex CMOHTaHHbIX a6OPTOB — 3TO TPUMJSIO-
NAHbIA Habop xpomocoMm B KapuoTtune. Takue ocobu normbatT B nep-
Bble Yacbl XXWU3HW WA AHW Nocne poxAaeHusa. TeTpanionguio y yenose-
Ka HabnwgalT ToNbKO B Matepuane CnoHTaHHbIX abopToB.

AHeynnongusa — U3MeHeHue Yyncria XpoMOoCOM B KNeTKax opraHms-
Ma 3a cyeT notepun (MoHocomus) nnu fobasneHns (NOIUCOMUSA) OTAENb-
HbIX XPOMOCOM.

MexaH13M aHeynnouguu ceBA3aH C HapyLlleHWEM PacXOoXAeHNA Xpo-
MOCOM npu Meliose.



Puc. 192. 3Bontoums nueHuLbl
CoBpeMeHHbIli copT nweHuubl T.aestivum sBNsie TCs rekcaniongom,
aMmhuannIonaHbIM NpAYKTOM T pex pa3HblXx COPTOB € reHomamu A, B n D.
B pesynbTaTe MHOrMx aTanos rubpuansaunm Bo3HUKNA COBPeMeHHan
¢hopma. CoBpeMeHHbIi reKkcanionaHbIi copT MLUEHNLbl ABNsSeTCA
NpPMMepPoOM BO3HUKHOBEHWSA anononnaonaoB Ny TemM CTyneH4aT ol
rmépuamsannm pasHbixX AUNA0NAHLIX MCXOAHbIX BUAOB (COPTOB)

Y 4yenoseka MOHOCOMMUSA MO Mape NosoBbIX Xpomocom 45, XO co-
BMeCTMMa C XU3Hbto (cuHgpom Lepewesckoro — TepHepa).

M3BeCTHbI NONMCOMUK NO MOJSIOBLIM XPOMOCOMaM U ayTocOMaMm:

47, XXY — cuHgpom KnaliHenbTepa; 47, XXX — Tpunno-X;
47, 21+3 xp. — cuHgpom [ayHa.

MyTareHHble (aKTopsbl

PasnuyualoT cnegylowmne MytareHHble hakTopbl:

1) dakTopbl (hM3NMYECKOW MPUPOAbl, K HAM OTHOCATCA Pas/MyHble
BUAbI M3NyYeHuit: R-nyun, a-, 0- 1 y-nyyn, KOCMUYECKMEe Nyyun, ynbTpa-
honeToBLIN CBET, B MeHblUel CTeneHn — Temnepartypa;

2) hakTOpbl XUMNYECKOW NpUpoabl — pas3fnyHble XMMUYeckme Be-
wecTea, KoTopble B3auMmogencteyT ¢ AHK (puc. 193— 195);

3) hakTopbl 6MONOTrNYECKO NPUPOAbLl — 3TO BUPYChl, KOTOPbIE BHE-
APAIT MHDOPMALNIO B TEHOM KNeTKn (6aktepun).
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MyTareHHoe AeiicTBIE NOHU3NPYIOLLMX U3NYUYEHNIA

K MOHM3MpYyKLWMM U3Ny4YyeHUsaM OTHOCAT:

1) peHTreHoBCKuWe nyuu;

2) T- 1 KOCMWYecKue nyuu;

3) y- 1 (3-BbICOKO3IHEPreTUYeCcKne Mn3nyvyeHus;

4) ynbTpadnoneToBble Syyn.

Bce BuApl 3TMX M3nyyYeHWid, NMPOHMKAsA B KNETKy, BbIOUBAKT 3/1€KT-
POHbI U3 BHelHeli 060/104KNM aTOMOB WAW MOJMIEKY/, Npespaljas ux B
NosIOXUTEeNbHbIe NOHbl. OCBO6GOAMBLIMNECA 3NEKTPOHbI BbIOUBAIOT 3/EK-
TPOHbI U3 JPYIMX aTOMOB 1 MOSIeKy/l. ATOMbI, 3aXBaTUBLLME TaKne asfek-
TPOHbI, Npuob6peTalnT oTpUUaTenbHbI 3apag. MyTareHHoe geicTeue
NOHN3NPYIOLWMNX N3TYYEHUIA CBA3AHO C Pa3HOO6pPasHbIM MOBPEXAEHM-
€M HYKNeWHOBbIX KMCNOT. Mpun 3TOM MOryT MPOUCXOAWTb:

1) paspbiBbl yrneBogHo-tocaTHOro ckeneta monekynasl AHK;

2) paspylleHue OCHOBaHWi, B pe3ynbTaTe Yero NPOUCXOANT XUMU-
yeckasi nepecTpoiika OCHOBaHWIA.

MoBpexeHne HYKNeoTUAHbIX OCHOBAHWI MPOUCXOAUT 3HAUYNTENb-
HO vale, 4yem caxapo-tocdaTHoro ckenera. NMMPUMNAMHOBbBIE OCHO-
BaHWA B 2 pa3a YyBCTBUTe/NbHEe K 061yYeHUo, YeM NypUHOBbIE OCHO-
BaHuA. Hanbonee pafnoyyBCcTBUTENEH TUMUH. Yauie nospexpgaeTtcs
ofHa uenb AHK. Mpu gBoiiHbIX pa3pbiBax AHK HapywaeTca Hagmone-
KynapHasa cTpykTypa AHK. YacToTa MHAYLUPOBaHHbIX FEHHbIX MyTauuii
nponopunoHanbHa fo3e 06/yyYeHns, Torga Kak 4actota XpOMOCOMHBbIX
abeppayuii nog felicteBue M MOHU3MPYOLWEro 06/y4yeHMs Bo3pacTaeT
nponopunoHanbHO KBagpaTy A03bl. Hambonblueli pagnodyBCTBUTENb-
HOCTblo 06/1afal0T KNEeTKN Ha CTafMun paHHei npodasbl U BO BPEMS CUH-
TeTU4eckoro nepuoga MHTepdassbl.

YnbTpacdunoneToBble y4n NPOHUKAKT B TKaHW 04eHb cnabo, noaTo-
My He BO34EMCTBYIOT Ha MOJIOBblE KMETKU MHOTOK/ETOUYHbIX OpraHns-
MOB.

YnbTpadmonetoBoe nsnyyeHme obnagaet myTareHHbIMn s ekrTa-
MW, BO3felCTBYS Ha 6akTepuasnbHble KNeTkn u 6aktepuodarm.

MyTareHHoe ,lJ.eI7ICTBI/Ie XNMMNYECKNX BELLECTB

B HacToAwee BpemMA M3BECTHO 60nblIOE KOMMYECTBO XMMUYecC-
KX BeLLeCTB, KOTOpble ABNAKNTCA MyTareHHbIMU, T.€. Cnoco6HbIMKN
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Puc. 193. dTunamym6pommna v ero My TareHHoe feiicTaue

Puc. 194. MyTareHHoe geiicTBue Tenna



Puc. 195
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BbI3biBaTh B JJHK pasHoro pofa HapyweHusa. Cpefn XMMUYECKUX
BellecTs, o6naganwmnx cneynduryeckon MyTareHHoOn akTUBHOCTbLIO,
BblAEeNAT:

1) coegnHeHns, MyTareHHble B OTHOWEHWW Kak penauuupyouielics,
Tak 1 Hepennuuupyouwelica AHK. K HUM OoTHOCATCA ankuaupylowune
COefiIHEHNA, OKUC/TUTENIN-BOCCTAHOBUTESN.

ANKUNUpYOLWME areHTbl — 3T0 60/bWwas rpynna XMMUYECKNX my-
TareHoB, KOTOpPble MepeHOCAT anKuibHble rpynnbl Ha 6uonornyeckue
MakKpomonekysbl. OHU ABNAITCA UCTOYHUKOM ANA BBEeAEeHUA B Mofe-
Ky/ibl pearupyroumx ¢ HUIMM BelecTB-pagmKanos (anKuabHbIX FPynn):
metuna (CH3, atnna (C2H5), nponuna (C3H?) n 1.4. K anknnmpyroumm
areHTaM OTHOCMTCA MHOXECTBO Fpynn XMMUYECKUX COeAUNHEHWI:
STUNEHUMMWHbBI, aNKunankKaHcynb®aTbl, 3NOKCUAbl, MHOFOaQTOMHbIE
CNUPTbI, CEPHbIA 1 a30TUCTbIA UNPUT, KOTOPbIE HENOCPEACTBEHHO B3a-
umogelicteyet ¢ AHK. Ankunupyloume coefUHEHUSA Bbl3blBAOT MO-
nepeyHble cwuBkM ueneii B monekyne OHK, npuBogsawme K paspbiBy
XPOMOCOM U NOAABMIEHUID XPOMOCOMHbIX abeppauuii. Mo genctemem
anKUnnpyrwLwWwmx BewecTs MoryT o6pa3osbiBaTbCs ClwnBku AHK — 6e-
nok. Hamb6onee BbICOKOW MyTareHHOW akTMBHOCTbIO 06najalT Tak
Ha3blBaeMble cynepMyTareHbl, 0OTHOCALWMNECHA K anKUNUPYOLWUM coeam-
HEeHUAM, — 3TO HUTPO3OMEeTWUN, AUITUMHUTPO3OMOYEBUHA, ITUIME-
TaHcynbat u ap.;

2) coeiHEeHNA, MyTareHHble TO/IbKO B OTHOLIEHUN penanunpytowen-
ca AHK. K HAM OTHOCATCA NPOW3BOAHbIE MYPUHOB U MUPUMUANHOB, aK-
PUANHOBLIE KpacuTesn.

AHanorn ocHoBaHWii, N0 MONEKYNAPHOWN CTPYKType MOX0Xue Ha
OCHOBaHuA, BXoAsuwme B uenu AHK, npnueogAT K MyTauusaM, Tak Kak OHU
MOTYT CylecTBOBaTb B a/llbTePHATUBHbLIX (TayTOMEPHbIX) COCTOSHUAX.
Tak, 5-6pomypauun cnapusaeTcs ¢ afeHWHOM, B 60/1ee pegKoM TayTo-
MEPHOM COCTOSIHUM — C ryaHWHOM. B cBA3u € aTum 5-6pomypaumnn uH-
AyunpyeTt TpaH3uuuio.

AKpUAnHOBbIE KpacuTenu (akpuanH opaH>XeBblil, NnpodnaBuH nap.)
WHOYLMPYIOT MyTauuu Tuna casura paMmku cuntbiBaHus. OHU BHepaps-
loTCA MexXxay cocegHnumn ocHosaHuamn B AHK. Monekyna AHK ysenu-
ynBaeTcA Ha A/IMHY OAHOr0 HykKneoTuaa v nNpu nocneaywouwen pennm-
Kauum HanpoTuB BHeApsILWelics MOMeKynbl Kpacutens BcTpavBaeTcs
[ONONHUTENbHbIA [,e30KCUPUBOHYKIe0TUs, YTo N U3MEHSET paMKy CUK-
TbiBaHUSA.
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MyTareHHoe eiicTBIEe BUMONOTMYECKNX areHTOoB

Bupychl YepHOii ocnbl, KOpU, BETPSIHOW OCMbl, aNMAEMUYECKOro na-
poTuTa, rematuta, KpacHyxu W apyrue cCnoco6Hbl Bbi3biBaTb Pa3pbiBbl
XpoMocoM. OHM MOFyT yCUMBATb TeMMbl MyTauuu KeToK Xo3auHa 3a
cueT nofasfieHnst aKTUBHOCTW penapaluoHHbIX CUCTEM. ECTb AaHHbIe 0
BO3pacTaHMM 4YKUC/a XPOMOCOMHbLIX MEepecTpoek 3 KieTkax uyesioBeka
nocne naHgemuii, Bbi3BaHHbIX BMpycaMu rpunna.

BHYTp¥ cO6CTBEHHOTO rEHOMa CyLEeCTBYIOT (DAKTOPbI, Bbi3biBaloLMe
MyTauuMm v HecTabuibHOCTb. Takumy hakTopammu sSIBASOTCA TpaHCno-
3ULUN MOGUbHBIX 3/1EMEHTOB M PETPOBUPYCOB.

TpaHCI'IOSI/IU,I/II/I MOOGUNbHbIX 31EMEHT OB

Kpome romonornyHoit pekombuHauuu ob6uwas ctabunbHOCTb FeHo-
Ma HapywaeTcsa MO6UIbHLIMW MOC/ef0BaTe/IbHOCTAMU, Ha3blBaeMbIMU
TpaHCcno3upyembiMy 3nemMeHTaMu, WM TpaHcno3oHamu. CyuwecTByioT
pasnnyHble Knaccbl OTAeNbHbIX nocnegosatenbHocTen AHK, KoTopbie
CNOCOG6HbI MEPEHOCUTLCA B APYrue MnosioXKeHUs BHYTpW reHoma. 3T1oT
npouecc Mcnosb3yeT MexaHu3M pekoMbuHaumm, HO He NPUBOAUT K 06-
MeHy. B Hanbonbluei cTeneHn TpaHCNO30HbI NePeMeLLalnTCa Henocpes-
CTBEHHO U3 OAHOTO MOSIOXEHNA FeHOMa B APYroli 6e3 NPOMeXYTOUHbIX
NPOAYKTOB, TaKMX Kak nnasmuga wam ¢parosas AHK. 3To npmBoauT K
nepecTpoiikam, KOTOpble CO34alT HOBble MOCNeA0BaTENbHOCTU U W3-
MeHeHVA (PYHKUWI B LefneBblX MOC/Mef0BaTeNbHOCTAX. TPaHCMNO30HbI
MOTyT 6blTb OCHOBHbIM WCTOYHUKOM 3BOJIIOLMOHHbLIX U3MEHEHUI B re-
HOMe. B HeKOTOpbIX C/yyasix OHW Bbl3biBalOT 60/1€3HW NpU BCTpauBsa-
HAM B (PYHKUMOHUPYIOLWMIA reH. Hmxe npepgcTasfieHbl Tpu npumepa:
nHcepuma nocnegosatenbHocTel (/5), TpaHCNO30HbLI (7/1) U peTpoane-
MEHTbI, nepemelyawlnecs yepes PHK-npoMexyTouHble ctaguu.

IS-aneMeHTbl — WHCEPUMOHHbIE MOCNe0BaTe/IbHOCTH

/S-anemeHTbl (OT aHrn, insertion sequence — nocnefoBaTe/lbHOCTH
BCTaBKMN) — 370 cerMmeHTbl AHK, oT 1000 go 3000 Hykneotuaos (puc. 196),
cofepxalyMe MUHMMasIbHOe YMUC/I0 TEeHOB, CNOCOBHbIE LenbiMu 610KaMu
nepemMeLyaTbCcsa U3 O4HOIO yyacTka B apyroii (puc. 200). /S-3neMeHTbl co-
JepXar Wb Te reHbl, KOTopble KOAMPYIT TpaHcnosasy, Heo6xoAnMyto
[nsa nx co6CTBEHHOrO NepemMelleHnsl Ha HOBOE MEeCTO — TpaHCMNo3nLmm.
/S-3aneMeHThbl, BCTpansasch B ydyacTku IHK, MOryT Bbi3biBaTb MyTauumm, pas-
pywas Kogupyiowue, nam perynstopHole, nocnefosaTeslbHOCTU.
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HaxoxgeHve /S-3/1EMEHTOB B XpPOMOCOMeE Mpy KPOCCUHFOBEpe MeX-
Oy HUMW MOXET Bbl3BaTb A€NELUN UIN MHBEPCUN.

TpaHCno30HbI

3nemeHTbl (TM) — TPaHCMO30HbI — YCTPOEHbl 3HAYMTENIbHO CI0X-
Hee (puc. 197). 3To 6onee KpynHble MOBUNbHbIE 3/1€EMEHTHI, COCTOA-
wne n3 5— 10 TbiC. HYK/IEOTUAO0B, C TEMU XK€ CBOWCTBAMU, 4TO U
/S-3nemMeHTbl, HO cojepixaline Takxe reHbl, He MMelLlme Henocpes-
CTBEHHOI0 OTHOLWEHMA K TpaHCNno3nummn (reHbl yCTORYNBOCTM K aHTU6MO-
TUKam, TOKCuHam). Takmm 06pa3om, AN TPAHCMNO30HOB XapaKTepHbl
Te )Ke reHbl, KOTopble UMetTcsa B nnasmugax. CnoxHbie TpaHCMNO30HbI
MMEKT UeHTpasbHblli paiioH, cofepiXalnii reHbl, a Ha 060UX KOHLax
TpaHCNo30Ha pacnosioXeHbl /S-anemeHTsl. [1Ba /S-anemeHTa, pacnono-
XXEHHbIX pAAOM, CNOoCO6HbLI NMepemelyaTbCA BMeCTe, 3axBaTbiBas 3ak-
N0YEHHbIe MeXAY HUMW TPaHCMO30HbI.

MpocTble TPaHCNO30HbI TaKXKe cofepXKaT reHbl YCTOWUYMBOCTU K aHTU-
6roTMKam, Ha KOHLax He cogepkat /S-anemeHTbl. BcTpavBaHne mobunb-
HbIX 31eMEHTOB B KaKoM-N1Mb0 reH MoXeT NPUBECTU K ero MHaKTMBaLuu.

MHcepumoHHble nocnepoBaTensHocTy (IS)
1 TpaHCcno3oHbI (Tr)

XapaKTepHas yepTa nepemelleHnsa NHCEPLUOHHbIX nocnefoBaTe lb-
HOCTeli — 3TO MpUCYTCTBME Napbl KOPOTKMX MNPSAMbIX NOBTOPOB Lese-
Boin JHK ¢ 060Mx KOHUOB. IHCepuMOHHaa nocnefoBaTe/ibHOCTbL cama
no cebe HeceT MHBEPTMPOBAHHbIE MOBTOPbLI 0KO/0 9— 13 N.H. ¢ 06omx
KOHLIOB. B 3aBUCMMOCTM OT MPUHAANEXHOCTN K ONpefesieHHOMY Knaccy
OHa cocTouT M3 okono 750— 1500 nap ocHOBaHWiA, KOTOpble coAep-
XaT ANVHHbIe NpocTble Koaupylowme obnacTn gns TpaHcnosassl (dhep-
MeHTa, OTBETCTBEHHOrO 3@ TPAHCMO3ML M0 MOBW/IBbHLIX NOC/ef0BaTe b-
HocTei). LleneBoli BbiIGOp onpefeneHHOro calita BCTpaMBaHUsi MOXET
NPOMCXOAUTbL KaK ClyyaliHo, Tak U B oNpefie/IeHHOM nonoXxeHuu. Mpu-
CYyTCTBME UHBEPTUPOBAHHbLIX KOHLEBbIX NOBTOPOB M KOPOTKUX NPSMbIX
noBTopoB xo3aikckoli OHK npuBognT K XapakTepHOMY CTPOEHWUIO0.
TpaHCNO30HbI HECYT LeHTpasibHYyl 061acTb C FeHeTUYECKUMU MapKe-
pamu, He CBA3aHHbIMW C TpaHcno3uuuel, Hanpumep YCTOWYMBOCTb K
aHTn6noTukam. OHU hnaHKMpoBaHbl TM60 NPAMbIMK NoBTOpamMu (MMe-
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Puc. 196. Cxema CTPOEHUS 1 HCepLMU IS-3r1eMeHTa B XpOMOCOMHY0
AHK 6akTepumn [Russell, 1998. P. 657]:

a — IS-anemeHT c IR-NnoBTOpamu A/mMHol 9 NH; 6 — obpasoBaHue
ABxuenoyeyHoro Hagpesa B IHK 6akTepun; B — nHcepuus |S-anemeHTa B
yyacTKe Hagpesa; I — gocTpauBaHue parmeHTa JHK B yuacTke
Hajpe3a 1 obpasoBaHMe AynamkKaumii reHomHo AHK 6akTepum

Puc. 197. CxeMa CTPOEHNs TPaHCNo30Ha
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OWNMN 0ANHAKOBOE HanpasfieHne), NM60 MHBEPTUPOBAHHbLIMK NOBTO-
pamu (C NPOTUBONOJIOXKHbLIM HamnpaBfieHNEM).

PennnkatnsHasa u HePenInKaTnuBHaa TpaHCNo3nyuns

Mpn pennmKaTvBHON TPAHCNO3ULMN UCXOLHbIA TPAHCNO30H OCTaeT-
CA Ha MecTe U co34aeT CBOK HOBYK KOMWI, KOTOpas COCTaBnseTcs B
pPELMNUEHTHBbI cailT Hapsifly C UCXOAHOM Konveit. Takum o6pa3om, 3ToT
MeXaHW3M NPUBOAUT K YBEIMUYEHUIO YMCna KOMUIA TpaHCNo30Ha B reHo-
me. 3TOT TN BKOYaEeT ABe (hepMeHTaTUBHbIe aKTMBHOCTW: TpaHcnosa-
3a, AelicTBylolWwas Ha KOHLbl MCXOAHOTO TpaHCNo30Ha, W pe3osiBasa,
felicTBylowas Ha yBOEHHble AYNIMLNPOBaHHbIE KOMUW.

BHe pennvkaTWBHOW TPaHCMO3WLMM TPaHCMO3MpyloLWmnecs afemMmeH-
Tbl CaMy MepefBMralTca Kak husnyeckas efumHula HenocpeacTBEHHO
B APYro cavit. [JOHOPHbIA y4acToK NoAnexuT penapauun (y aykapuor)
AN MoXeT 6biTb paspyweH (y 6akTepuii), ecnu 6onee yem ogHa Konus
XPOMOCOMbI MPUCYTCTBYET Y OpraHusma.

TpaHCcno3numMs peTPo3NeMEHTOB

PeTpoTpaHcnosuuymsa TpebyeT cnHTe3a konun PHK-BcTpanBaemoro pet-
poanemMeHTa. PeTpoBMpyChl, BKIOYawLWme BMPYyC MMMyHoAeduLumTa Ye-
noseka 1 PUK-BMpycCbl, 0nyxonesble BUPYCbl ABMSAITCA BaXKHbIMU PETPO3-
niemeHTamu. NepBbIM WAaromMm B PETPOTPaHCMO3NLUN ABMAETCA CUHTE3 KO-
num PHK nHTepecytoLlero peTpoasieMeHTa, 3a KoTopbiM criefyeT obpaTHas
TpaHCKpUNuua 40 nocnefosaTe/ibHoCTH NonnageHnnnposaHns B 3'-4nH-
HOM KoHueBom nosTope (3'LTR). Tpy BaXHbIX K/lacca TPAHCMO30HOB Mie-
KOMUTAOLWWX, KOTOpble MoA/exar 3Toi TPaHCNo3nuMW WM UMeT peT-
poTpaHcno3nyuio Yepes nNpoMexyTtouHyo PHK, npueefeHbl Ha pUcyHKax
198— 200. 3HAOreHHble PeTPOBMPYChl ABAATCA NOC/Aef0oBaTeIbHOCTA-
MW, KOTOpble HanoMWHAlT PeTPOBMPYCbl, HO He MOryT MHULUMPOBaTb
HOBblE K/IETKU W OrpPaHnynBatoTCA OAHUM TFeHOMOM. HeBupycHble TpaHc-
MO30HbI HE VMEIT AIMHHbIX KOHLEBbIX MOBTOPOB M 00bIYHO APYrMX vac-
Teil peTpoBupycoB. O6a Tvna cogepxart obpaTHy TpaHCKpunTasy U, cne-
[oBaTeflbHO, CNOCOGHbI K He3aBUCMMOW TpaHcno3uuuun. MpoueccnpoBaH-
Hble NCeBAOreHbl WAN peTponceBAOreHbl He KMMewT 06paTHOW
TpaHCcKpunTasbl U He MOryT nepemellarbcsi He3asmcumo. OHW BK/IOYAKOT
[iBe rpynnbl: NCEBAOreHbl C HEGONbLUMM YMCNOM KOMWUiA, TpaHCcKpunbupye-
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Mble PHK-nonumepasoii Il, n nceBAOreHsbl ¢ BbICOKAM YMCIOM Konwuii noc-
neposaTensHocTe mnekonutawowmx SINE, Takue Kak nocnepoBatesib-
HocTb yenoseka Alu n nocnegosaTenbHOCTVM MbiwK B 1, oTHOCAWMeECA K
cemelicTBY MOBTOPSAIOWMXCA NOCNef0BaTEIbHOCTEN.

OKCMNaHcust TPUHYKNeOTUAHbIX NOBTOPOB

FeHOM yenoBeka COAEPXUT TaHAEMHble TPUHYKNeOTUAHbIe NoBTO-
pbl (pyc. 201— 203). O6bIYHO OHM CyLWECTBYKT B rpynnax no 5— 35
nostopoB. Korga mx 4mcno npesblllaeT onpefesieHHOe YUCI0 N OHK
BO3HMKAKT B reHe unn 6JM3K0 K HEMY, OHW CTAHOBATCA NMPUYMHON 3a-
6oneBaHUin. OfHaXAbl OTK/NOHUBWWUCH OT HOPMbI, YAC/IO NOBTOPOB B
JanbHelileM MMeeT TEHAEHUUI0 K YBENIUYEHNIO NMPU MOXOXKAEHUN Ye-
pe3 3apojbllieBble KAETKU WM BO BpemMs MuTo3a. Takum o6pasom,
3KCMNaHCUA TPUHYKIEOTUAHbIX MOBTOPOB 06pa3yeT Knacc Hectabusb-
HbIX MyTauuil, Ha CErOAHALWHNA AeHb 06HAaPY>XEHHbIX TOMbKO y Yeno-
BeKa.

Nc. 198. MHcepumoHHble nocnegoBaTensHocTK (IS) 1 TpaHcno3oHb! (Tm)

263



264

Pue. 200. PennnkaTuBHas
N HepenmkaTuBHasA
TpaHCnosnuus:

1— pennvkaTuBHaA TpaH-
cnosuuma.  TpaHcnososn
ocTaeTCa B AOHOPCKON
OHK n BcTpanBaeTcs B
HOBOe MecTO; 2 — Hepe-
NAMKaTVBHAA TpPaHCNos3n-
. M3 ncxoHOro yyacTka
OHK Bblpe3aeTca TpaH-
Crno30/1 1 BCTpanBaeTCs B

HOBBI y4acTOK



Pa3nnyHble TUNbI TPUHYKTIEOTUAHBLIX MOBTOPOB
N NX 3KCnaHcus

TpUHYKNEeoTUAHbIE MOBTOPLI MOTYT pas/iMyaTtbCA B COOTBETCTBUM C
nX nokanunsaumnein oTHOoCMTeNbHO reHa. OHY 6osiee A/IMHHbIE BHE TEHOB
1 6onee ymepeHHble BHYTPU KOoAMpyLWwmMx obnacteli. MNpu HECKONbKUX
TAXEesIbIX HEBPONOTrNYecKnXx 3aboneBaHNAX HEHOPMa/SbHO paclinpeH-
Hble LLAT-noBTOpbI ABNAKTCA YacTbio reHa. LLAM-noBTopbl KoaupyloT
ceputo rnotamuHoB (polyglutamine tracts). Mpu HopmanbHOM 4uncne
NOBTOPOB, KOTOPOE BapbUpyeTCs B Pa3HbiX reHax, MYHKLUUN reHoB ocC-
TalTcA HopMasbHbIMU. OHAKO YBENIMYEHHOE YMC/I0 MOBTOPOB BeAeT K
HEHOpPManbHOMY F€HHOMY NPOAYKTY C U3MEHEHHbIMN yHKUuUAMU. Tpu-
HYKNeoTUAHble MOBTOPblI TaKXe BO3HWKAKT BHE KOAMPYOLWUX peruno-
Hax reHa. [LOBOMbHO 06bIYHbIMKU TuUnNamu aensawTcsa UIr- mn FUL-nos-
TOpbl. YBennyeHue yucna 3TUX NOBTOPOB MOXeT 6biTb OYEHb
3HaunTenbHbiM — A0 1000 vnn 6onee. lMNepBblil 3Tan aKCNaHCUMM 06bIY-

Puc. 201. Cxema nokanmsaumm BHY TPUBEHHbLIX MOBTOPOB U ONpeaensemMble
nmu 6onesHn y yenoseka [Mandel, 1997. P. 768J.

UTR — HeTpaHCcMpyemble paioHbl reHa. TpeyrosibHMKaMu nokasaHa
OTHOCUTE/IbHAA CTeneHb NOBTOPAEMOCTW TPUHYKIEOTUAOB: YEPHble
paioHbl — YMC/I0 NOBTOPOB B HOPM&/IbHOM FeHe, 3e/leHble — 3KCnaHeus
(yBenuyeHve ymcna Konuii TaHAeMHbIX NOBTOPOB), COOTBEeTCTBYIOLWAsA

HecTabunbHOWN NpeaMy Taumn, KpacHble MiXenTblie — elle 6onbLuas
cTeneHb 3KCMaHcun, KoTopas BegeT K 60ne3HN. BHU3Y ykasaHbl TUMbl

TPVHYKIE0TUAOB M Ha3BaHusl 6onesHein: EPM1 — nporpeccupytowas

MUWOKJ/IOHO/bHAas anunencus; PRAXA — cvHAPOM yMCTBEHHOM
OTCTaNOCTK, CBS3aHHbI ¢ Xxpynkum (fragile) caliiTom B X-xpoMocome;

FRAXE — ymMepeHHast yMCTBEHHAs OTCTaN0CTb; CNNHOBYIbOapHast

MbllLeyHast aTpodus (6onesHb KenHeam); DRPLA — peHTaTopybponasn-
nvponysnaHckas aTpodwmsi; SCA 1—3, 6 — cnMHouepebpanbHas aTakcus;
$CA 1—3 — cnuHouepebpasbHas aTakcus ¢ MaKynsapHO aereHepaumeri
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HO HE MMeeT K/IMHUYECKNX NPOsIBIeHN 601e3HM, HO BO3HUKAET Npej-
pPacnosioXeHHOCTb K YCUIEHHOMY BO3pacTaHuio YMc/ia 3TUX NOBTOPOB
B NOTOMCTBE HOCUTENs (MpemyTaumm).

HecTabunbHble TPUHYKNEeOTNAHbIe NOBT OPLI
B caiydyaaX pa3/inyHbIX 3aboneBaHui

HapylweHusa, Bo3HMKawlmne B pe3ynbTate YBe/IMYEeHUa yncnia Tpu-
HYK/1EOTU/AHbLIX NOBTOPOB, MOTYT pa3fiMyaTtbCAa B COOTBETCTBUMU C TU-
NOM TPUHYK/EOTUAHbLIX MOBTOPOB, Hamnpumep nocfefoBaTelbHOCTb
M3 Tpex HYKNeoTMAoB, WX NOJIOXKEHWEe B 3aBUCUMOCTU OT y4acTBYIO-
LW ero reHa u ux KANHUYeCKNe NpossieHns. Bce oHUM BOBEKAKOT LiEH-
TpanbHYl 1 nepugepuyeckyld HepBHYyl cuctemy. 3abonesaHue |
Thna, Bbl3BaHHOE TPUHYK/MIEOTUAOM, XapakTepHo Ansa LAT-TpUHyK-
NneoTUAHOro NOBTOPa BHYTPW Kogupyloueld o6nactn pasnuyHbiX re-
HoB. Tpunnet LAT koaupyeT rawtamuH. Okono 20 LLAM-noBTOopoB
06bIYHO SIBNATCSH HOPMOU B 3TUX reHax. Takum obpasom, okono 20
rNioTaMmMHOB NOABAAKTCA B FEHHOM NpoaykTe. B cocTofAHun 6ones-
HVW YMCNO FNHTaMUHOB B 6enkKe 3HaYNTeNbHO yBennumnBaeTcsa. Takum
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Puc. 203. MnoToHMYeckas gucTpodmsa. (1) — OCHOBHblE NPOSIBNEHUS,
(2) — dpeHoTUn, (3) — yBenmnyeHve umcna LTr-nosTopoBs
npy MUOT OHNYECKOWN ANCTPOtK

o6pas3om, OHVM COBMECTHO paccMaTpuBalTCA KakK MNOAUTAITaMUHO-
Bble HapylweHus.

TpuHykneoTugHble 6one3Hun Il TMna xapakTepusylTca paclwmpeHun-
eM yucna Takux nostopos, Kak UTI, FAA, UL vav UIrT-TpuHykNneotun-
[oB BHYTpM Hekogupylowel o6nactm yyacTBywl,ero reHa, nm6o B
5'-koHue (FUL npu cnHpgpome nomkoii xpomocombl, Tun A, FRAXA),
nméo npu 3'-koHue (U npm FRAXE ; UTI npu MMOTOHMYECKOWN AMUCT-
podhun), nn6o B nHTpoHe (FAA npu atakcun ®peiigpuxa).
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MpuHUMN nabopaTOoOpPHOW ANArHOCTUKN HECTabUIbHbIX
T PUHYKNEOTUAHBIX NOBTOPOB

NabopatopHasa guarHocTuKa cpaBHNBaeT pa3mepbl TPUHYKNEOTUAHbIX
NOBTOPOB B ABYX as/ieNAX NpoBepsieMoro reHa. NeH MoXeT pasnmyarbes
Oo4YeHb 60/bLIMM YBENYEHVEM YMCna NOBTOPOB BHE KOAMpYyloLWen noc-
neposatensHocTn (0T 50 Ao 60onee 1000 NOBTOPOB) M YMEPEHHbLIM yBe-
Nn4yeHneM BHYTPU KOAuMpYylLlWKUX nocneposatenbsHocten (ot 20 go

100-200).



MnaBa Xl

FEHETUKA
UEJ/TOBEKA



JocTmxeHunsa ob6Leli reHeTUKN CBs3aHbl C 06bEKTOM UCCNef0BaHMS;

cpeav pacTeHuii — ropox W KyKypysa;

cpean XMWBOTHBIX — MyxXagpo3oduna v Mblllb;

cpegnm MUKPOOPraHM3MOB — KMLIeYHas nasoyka u Helpocnopa.

Tenepb HacTynuna HoBas 3noxa, Korga Of4HWM U3 rNaBHbIX 06bEK-
TOB reHeTUYecKknx MccnefoBaHUn cTan YenoBek.

WccnepoBaHue reHeTVkM YenoBeka BCTpeyaeT psif TPYAHOCTEN:

1) HEBO3MOXXHOCTb NPOM3BOJILHOIO CKpeLMBaHus;

2) nosgHee HacTyn/ieHWe MonOBON 3pPenocTu;

3) mManoe 4yncno NOTOMKOB B CEMbE;

4) HEeBO3MOXXHOCTb YpaBHWBAHWA YC/OBUI XMN3HWU NMOTOMKOB;

5) coumanbHoe HepaBEHCTBO, KOTOpOe 3aTpyfHAeT peanusauuio
HacneACcTBEHHbIX MOTEHLMIA YenoBeka.

HecmoTps Ha yKasaHHble TPYAHOCTU, YCNEXU B NO3HAHUN TEHETUKM
yesioBeka BecbMa 3HAUUTE/IbHbI.

PeannsoBaH npoekT «[eHOM uyefnoBeka». B 6avxkaiiwee gecatune-
TMe 6yayT pacwun@poBaHbl reHbl, KOTOPble OTBEYAKT 3a Te WM UHble
NpU3HaKn.

NMoka naeHTudnymnposaHsl 6onee 1000 reHoB yesoBeka, 4To, MO
MHEHWI0 psja uccnepoBateneii, coctaBnseT 0kono 5% ot ux obuwero
yucna.

Hanpumep, 6onee 100 reHOB MAEHTUULNPOBAHLI B X-XpOMOCOMe
n 6onee 30 — B 60sbWUX XpOMOcOoMax (1— 6 nap).

CoBpeMeHHble MeToAbl OKpalwmnBaHUA No3BONUAM BbIBUTL A0 1000
cneynmryecknx NonocC Ha BCex 23 XxpomocoMax YesioBeka.

Ha xpomocomy npu 3ToM B cpegHem npuxogutcsa 50 nonoc. Ux Ko-
NINYECTBO y pa3HbiX XpPOMOCOM Pas3IMYHo. ITO faeT BO3MOXHOCTb TOY-
HO MAEHTUMULMPOBATL XPOMOCOMbI YesloBEKa faxe Hecneunaancty.
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Y yenoseka M3yyeHo 60/bLIOE KOMNYECTBO pasHOO6pasHbiX nNpu-
3HaKOB, B TOM 4uC/ie NaTtosiorMyecknx, KoTopble A8 ApYyrux opraHus-
MOB HEWU3BECTHbI.

CerofHa y yenoseka BbisiB/ieHO 6onee 4000 HacneAcTBEeHHbIX 60-
nesHei.

B HacTosiliee BpeMs yXe f0CTaTOYHO M3BECTHO O Hac/iefoBaHuu
Taknx Moptonornyecknx NPU3HaKoB YesioBeka, Kak bpaxumogaktuans
(KOpOTKONanocTb), anbObmHMU3M, NATHUCTOCTb KOXWU K Apyrue mopdo-
Nlornyeckue npusHaku.

Xopowo n3yyeHa reHeTuKa Kposu.

[ocTUrHyThl ycnexu B 061acT U3y4eHUst MHOTUX 6UOXUMUYECKUX MPK-
3HaKOB, T.e. CBA3AHHbLIX C HapyLleHneM hepMeHTaTUBHON aKTUBHOCTH.

N3yyeHo 60nee 100 Tak Ha3blBAEMbIX XPOMOCOMHbIX 60/E3HEA.
C HEeKOTOpbIMU M3 HUX Mbl MO3HAKOMUMCH.

MouTn BCce 0COBEHHOCTM NCUXMYECKOWN 1 TBOPYECKOWN feATenbHOCTH
YyesioBeKa HacTO/IbKO CMOXHbI Y HACTOJIbKO CU/IbHO 00YC/I0BJIEHbI BHE-
LWHUMK, B TOM 4YUC/Ee U coumanbHbIMU, (hakTopamu, YTo UX reHeTnyec-
KWIA aHann3 TPyLHO OCYyL,eCcTBUM, XOTS UX HacnegcTBeHHas obycnoBs-
NIEHHOCTb He Bbl3blBA€T COMHEHWIA.

KapunoTtun yenoseka

KaproTun uyenoBeka Kak COBOKYMHOCTb flaHHbIX O yucne, pasmepax u
CTPYKTYype XpPOMOCOM YCTaHOB/IEH TOYHO TONbKO B 1956 1. (puc. 204, 205).

[lo aToro Bonpoc o CTPYKType M KayecTBe XpOMOCOM cuuTancs pe-
lWeHHbIM. Bce cuntanu, 4To y Yenoseka 48 XpoMOCOM.

BONbWON HEOXNAAHHOCTLIO ABUIOCH COOOLEHNE WBEACKUX LUTO-
noros Tjio u Levan, ony6nmkoBaHHoe B 1956 r., cornacHo KoTopomy
4MCN0 XPOMOCOM B KynbType hubpo6a1acTtoB Nerkoro oT Tpex ambépuo-
HOB YesioBeKa 6bl/10 paBHO 46.

370 noATBEPAMAMN aHrnuiickue uutonorn Ford n Hamerton, yctaHo-
BMBLIME Hannume 46 XpOMOCOM B CNepMaToroHusax u 23 6usaneHTa B
cnepmaroyuTax yesnoseka. Pasmepbl XpOMOCOM Yenl0BEKA B paCKpy4yeH-
HOM COCTOSIHUM Koneb6nTcs oT 140 2 m.

YHurkauma HoMeHKNaTypbl XpoMocoM 6bina nposefeHa cneymans-
HOl Komuccuein B 1960 r. B amepukaHcKom ropoge [eHBepe.

B 1963 r. B JIoHA0He Gblna BTOpas KOHepeHLMsa No ctaHAapTu3a-
L.



CxemaTnueckoe 1306PKEHME G -cerMeHTOB XPOMOCOM YesioBeka U cuctema ilko6osHaueHnn
COrN1acHo peLleHnsaM MapuxcKoii KoHdepeHLuun B 1971 .
Lindpamm 06o3HaueHbI HOMepa XpOMocoM; X i Y —o/oBble XpOMOCOMbI;
P —KOPOTKOe, (  ANIMHHOE N/IeYy XPOMOCOM

Puc. 204. KapnoTun yenoseka

B 1971 r. B Mapuxe 6bln caenaH nepecmoTp € yyetoM andppepeH-
LManbHOW OKpacku.

Ha ocHoBe yHUMKauMn BCE XPOMOCOMbI YesioBeka 6blv pasbuThl
Ha 7 rpynn npu pyTWHHOM (MPOCTOW, CN/OLWHOW) OKpacKu.
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24-uBetHas FISH okpacka XpoMOCOM 4esioBeKa
[Py6uoB, Kapambiwwesa, 2000):
a —McTapavHas NNacTUHKa, Ha KOTOPOVA Kaxas
X|tOMOCOMa OKpaLLeHa B Criovi MCeBJOLBET; 6 MHanmune
3€/1BHOr0 U1 KPacHOro NcesAoLBeToB M8-H n 11/
XPOMOCOMaX CBU/ETENbCTBYET O TPAHCIIOKA/INN
MEXzy HAMM

Puc. 205. KapnoTwun yenoseka
npu Mcnosnb3oBaHUM MmeToha hopecLeHTHON rnbpuansaunm in situ

B ocHOBY yHUMKaLMU NOMOXKEHDI:

1) pasmep xpomocom;

2) NofIoXKeHne LeHTPOMepbI;

3) Hannume BTOPOI MEPETSIKKN W CMYTHUKOB;

YTo npefcTaBNAT 3TU rPynnbl.

Fpynna I, A. Cioga Bxogat 1, 2, 3-9 XpOMOCOMbI.

KpynHble XpoMOoCOMbI: MeTaleHTpuyeckune — 1-a n 3-9 n cybmerta-
LeHTpuyeckune — 2.



fpynna ll, B — 4-4, 5-4 XpOMOCOMbI.

KpynHble cybmeTaueHTpuyeckme. XpoOMOCOMbl 3TOM napbl HU pas-
MEpOoM, HM MOPIONOrMYECKN He pa3/InyarTCcss Mexay Cob6oi.

Fpynna lll, C — 6— 12-9 XpOMOCOMBbI.

XpOMOCOMbI CpefHNX pasMepoB C cybMefMaHHbIM PacnonoXeHn-
eM LieHTpoMep.

X-Xpomocoma CxofHa C caMbiMW AJIMHHLIMW XPOMOCOMamu 3TOl
rpynnbl.

Mpynna IV, 4 — 13, 14, 15-a XpOMOCOMbI CpefHUX pa3mepoB, C Mo4Tu
TepMVHa/bHbIMY LEHTPOMEPaMU, «aKpPOLEHTPUYECKME» XPOMOCOMbI.

Bce Tpu napbl XpOMOCOM MMEKT BTOPUYHBIE MEPETSAXKN 1 CNYTHUKMN.

Fpynna V, E — 16, 17, 18- XpOMOCOM®bI.

[10BONILHO KOPOTKNE XPOMOCOMbI: MeTaueHTpuyeckas (16-a xpomo-
coma) n cybmetaueHTpuyeckume (17-9 n 18-9 XpoMocoMmbl).

Fpynna VI, F — 19-4, 20-9 XpOMOCOMBbI.

KopoTkne XpoMOCOMbI C NOYTU MefunasibHbIM Pacrnosio)KeHnem LeH-
Tpomep, mMexay co60i HepasnuunMmsbl.

F'pynna Vil, G — 21— 22-9 XpOMOCOMbI.

OuyeHb KOpPOTKME aKpoLeHTpuyeckne Xpomocombl. O6e napbl Xpo-
MOCOM MMEIT BTOPUYHbIE NEPETAXKN N CYTHUKN.

Y-XxpoMocoma — MasieHbKas akpoLueHTpuyeckas Xxpomocoma, CXop-
Has no pasMmepam n popme ¢ XpoMocomamu 21 n 22, HO He umetroLLas
CMYTHUKOB.

MeuMUMHCKas reHeTnKa

MeguuMHCKasa reHeTnka — COCTaBHas 4acTb FEHeTUKMU YyenoBeka —
ABNAETCA BaXKHEWLWWM pa3fenom COBPEMEHHON reHeTukn. O6beKTOM
MeANLMHCKOW reHeTUKN SIBNSeTCA YeroBek.

OCHOBOMOIOXXHUK KIMHUYECKOW FeHeTUKU B Hawei cTpaHe — C.H. [Ja-
BbIJeHKOB onpeAensn MeAULUHCKYI0 reHeTUKY KaK HayKy, 13ydalollyto Ha-
CNefCTBEHHOCTb Y M3MEHYMBOCTb C TOYKWN 3pEHUSA NaTtonornu, T.e. 601e3Hu.

OCHOBHOI1 BOMPOC U3y4YeHUsi MeULUHCKOM FeHeTUKN — 3TO Hacnes-
CTBEHHasA MNaTosorus.

MeguumHCKas reHeTnka onupaeTcs Ha 3aKOHbl 0Ol el FTeHeTUKN.

B OCHOBY reHeTnyeckoli knaccudmnkaunm HacneacTBeHHbIX 60nes-
Hell NONOoXEH 3TMONOTNYECKUIA NPUHLMM, & UMEHHO: TUM MyTauui n xa-
pakTep B3aumogelicTBusi co cpegoli. CerogHa ussectHo 6onee 4000
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BNAOB 60ne3Heli. HacneacTBeHHble 60/1€3HN KNaccMUUUpyoT Ha NATb
rpynn.

1) reHHble 60n€e3HK;

2) XpOMOCOMHblE 60NE3HU;

3) 60/1e3HM C HacneCTBEHHON NpefpacnosioXeHHOCTbIO;

4) reHeTuuyeckne 601e3HN COMaTUYECKUX KNETOK;

5) 60/1€3HM C reHeTN4YecKoi HECOBMECTUMOCTbI0 MaTepu 1 nnoga.

[ns HacnepCcTBEHHbIX 60Me3He XapaKTepHbl:

1) cemeliHbIli XapakTep 6one3Heil;

2) BPOXAEHHbI xapakTep 3a6oneBaHna (B 60NbWNHCTBE Clyyaes);

3) XpoHuyeckoe TeyeHue;

4) MHOXECTBEHHbIE MaToNorMyeckme U3MeHeHUs OpraHoB U CUCTEM
(BpOXAEHHbIE MOPOKMN pPas3BUTUA);

5) pe3nCTEeHTHOCTb K OCHOBHbIM MeTofam Tepanuu.

Bonbwasa yacTb HacneACTBEHHOW NaToNOrMU peanu3yeTcs Ha paH-
HMX 3Tanax oHToreHesa yenoseka: 25% 3aboneBaHuii — BHYTPUYTpOOG-
Ho, 45% — pony6epTtatHo, 20% — ny6eptaTHO v Anwb 10% — y
nogen crapwe 20 nert.

"eHHble 60M1e3HU

[eHHble 60M1€3HN — 3TO pasHopogHas Mo KAMHUYECKMM NposiBre-
HUAM rpynna 3aboneBaHnii, 06ycnoBneHHas MyTauuAMU Ha FTE€HHOM
ypoBHe. O6LWas yacToTa FeHHbIX MyTauuii B monynsumMmM cocTtaBnset
1— 2% . MoHoreHHble hopMbl reHHbIX 60n1€e3Hel HacneayTcsa cornac-
HO 3aKoHam MeHpens.

Y yenoBeka onucaHbl cnegylolme BUAbl FeHHbIX MyTaumii, 06ycnoB-
nuBawolme HacnefcTBeHHble 601€3HU: MUCCEHC, HOHCEHC, CABUI paM-
KW CUNTbIBAHUS (f4eneuun, BCTaBKW), HapylWweHWa cnnalicuHra, ysennye-
HVMe yncna TPUHYKNEeOTUHbIX NOBTOPOB.

Nio60i 13 3TMX BMAOB MyTauWii MOXeT BECTU K HacneAcTBEHHbIM
60ne3HAM.

MyTauuu, Bbi3biBallW e HacneAcTBEeHHble 60M1e3HN, MOryT 3aTparu-
BaTb Kak KOAMPYIOLYIO, TaK 1 PerynaTopHylo YacTb reHa, Hapywas fe-
ATENbHOCTL DEPMEHTOB U 6E/KOB.

MaToreHe3 60ne3HN pa3BuBaeTCs COOTBETCTBYHOLWMUM 06pa3om B 3aBU-
CMMOCTK OT TOFO, KaKoi NpoAYKT KOHTPONNPYETCA KOHKPETHbIMW reHamm 1
KaKoi xapakTep HapyLlleHUs ero BbIpaboTKN MPOMCXOAUT MpU MyTaumsx.
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B ocHoBY Knaccudukaumm reHHbix 6onesHeli MoXeT 6bITb Non0Xe-
HO TPW pasHbIX NpUHUMNA.

IAneTU4ecKUii NPUHUMN KNnaccuuKaLumm ocHOBaH Ha Tune Hacne-
[0BaHWA TON UM MHOW 6one3Hun. BbiaenaoT rpynnbl 3a60n1eBaHuii, KoTo-
pble HacneaylTCa N0 OCHOBHbIM TUNaM: ayTOCOMHO-AOMWHAaHTHbIE, ayTo-
COMHO-peLeccrBHble, JT-cuenneHHble JOMUHaHTHbIe, JT-CcLenneHHble pelec-
cuBHble, K-cuenneHHble (ronaHgpuyeckne) v MUTOXOHAPUANbHbIE.

KnnHuyeckuin npyHUMN Knaccumkaym ocHoBaH Ha COOTHECEHUM
60M1€e3HN K onpefesieHHol rpynne B 3aBUCUMMOCTU OT MOpaXeHus Tol
VAW VHOW CUCTEMbI NN opraHa. Bbl,qerIFlIOT 60n€e3Hn HEepPBHble, HEPBHO-
MbllIEeYHble, KOXXHble, SHAOKPWHHbIE, KPOBW, ONOPHO-ABUTaTe/IbHOTIOo an-
napata, ncuxumuyeckve u gp. KnmHuuyeckan knaccudukauma goctaTouyHo
yC/OBHa.

MaToreHeTUYECKN NPUHLMN KnacCcuUKaLnum ocHoBaH Ha Bblae-
neHnn natoreHesa 3abonesaHus. Mo 3Toil knaccuukaunm BolgeNsoT
TPW Tpynnbl HacnegCcTBEHHbIX 60ne3Hel: 60M1e3HN 06MeHa BeLlecTs,
BPOXAEHHble MOPOKM pasBuTus (MOHOFEHHOW NMpuUpoabl) U KOMOGUHU-
poBaHHble cocTosiHMA. Cpean 6onesHeli o6MeHa BelwecTs, B CBOK OYe-
pefb, onpeAenslT rpynnsl No Tmnam obmeHa (60ne3HM YrneBOoAHOMO
obmeHa, obMeHa nMNuAoB, 06MeHa BUTaMMHOB). bonblyto rpynny mo-
HOreHHbIX 6ones3Hell cocTaBNAlT remornobuHonaTum — 6OME3HMU,
CBfA3aHHble C HapyWeHNAMUN CTPOEHNA U (DYHKLUNOHUPOBAHWUS TemMOrno-
6vHa.

Tabnmua 13
YacToTa Hanbosee pacnpoCTPaHEHHbIX MOHOTEHHbIX
6one3Heii yenoseka
3aboneBaHue Twvn HacnepoBaHus YacToTa
CeMeilHan rvinepxonecreporiemMvst A/l 1:500 retepo3urot
M0aMN03 TONCTON KULWIKK AL 1:15000
CnHapom MapdpaHa AL 1:20000
HacnepfcTBeHHbI cdhepoLnTos ALl 1:5000
AL 1:1250
Xopes [eHTUHITOHa AL 1:25000 n
HecosepLueHHbIi ocTeoreHes AL 1:20000
MuoToHuueckas guctpodus AL 1:10000
HelipodmbpomaTos 1 Tmna AL 1:3000
AL 1:15000
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OKoHYaHue Tabn. 13

3aboneBaHne Tun HacnepoBaHUsA YactoTa
ANbOUHN3M AP 1:10000
MykoBucumao3 AP 1:3500
CnvHasibHas MbieyHas atpodmst AP 1:6000
deHunkeToHypus AP 1:12000
Femodmnus A X-cuenneHHbIi 10000
Mporpeccupytoliast MbllLevHas 1:3500
anctpodmsa [oweHHa X-cuenneHHbll
TecTuKynspHas heMrHu3auma  X-cuensieHHbINR 1:64000
CuHgpom MapTuHa— Benna \-cuenneHHbIl 1:1250
1:4000

Al — ayTOCOMHO-AOMWHAHTHBI,
AP — ayTOCOMHO-PELECCUBHBIIA.

MpyMepbl HEKOTOPbIX FeHHbIX 60/1e3Hel
ANbOUHN3M

AnbBUHN3M (FNa3o-KoXHbIA) — 60n1e3Hb 06YCN0BNEHA OTCYTCTBU-
eM cuHTe3a (hepmMeHTa TUPO3NHa3bl, B pesyfibTaTe Yero He CUHTEe3npy-
eTcA MUIMeHT MeflaHuH. XapakTepHa o6ecLBeYeHHOCTb KOXMW, BOJOC,
rnas, He3aBMCMMO OT packl 1 Bo3pacTa. Koxxa po3oBo-kpacHas. veet
npeapacnosio)KeHHOCTb K 3/10Ka4eCTBEHHLIM HOBOOGpasoBaHuAM. Bo-
nocbl 6enele unn xxentoeatele. PafyxKa cepo-rony6oro userta, Ho Mo-
XeT 6biTb U po3oBaTas U3-3a OTPaXeHusa ceeTa OT rnasHoro gHa, rge
pacnonaralTcs cocyfbl. BO/IbHbBIM CBOWCTBEHHA BblpaXeHHasi CBeTO-
60513Hb, VX 3PEHUNE CHIDKEHO U He yny4lwaeTcs ¢ Bo3pactom (puc. 206).

Anb6UHN3M BCTpeyaeTcs c yacTtoTol 1:39000, HacnepyeTcsa noayTo-
COMHO-pelieccBHOMY Tuny. FeH nokanu3oBaH Ha ANWHHOM nneye 11-i
XPOMOCOMbI.

®eHnnkeTOHYpUA (PKY)

®eHNNKeTOHYpUs — ayTOCOMHas-peLeccuBHas 601e3Hb aMUHOKUC-
NOTHOro obmeHa.

MaTtonornyeckne NpPosiBNEHUA CBA3aHbl C HEAOCTATOYHOCTbLIO Meye-
HOYHOro hepmMeHTa — eHmnanaHmHrugpokcunasbl (puc. 207).

®KY — 3T0 BpOXAEHHOE HapyleHne aMWHOKUCIOTHOro obme-
Ha. HepocTaTo4yHOCTb (hepMeHTa BeAeT K HapyLWeHUo npouecca rma-
PokcunupoBaHua (npespaweHuns) peHnnanaHmHa B TUPO3VH.
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Puc. 206. Anb6UHM3M B NONYAALMU YEPHOKOXMNX apuKaHLEeB

Bcneacteue 3T0oro heHunanaHMH HakananBaeTcsi B KPOBU 60/bHbIX
B 60nbWNX KOHUeHTpauuax (0,5— 0,6 r/n, npn Hopme 0,003— 0,04
r/n). 370 NpMBOAMUT K 4YaCTUYHOMY MNpeBpaweHnto deHnnanaHnHa B
hEHNNYKCYCHYIO M (PEHNIMOIOYHYIO KUCNOTY, HaKOM/IeHWe KOTOpPbIX
B KPOBM COBMECTHO C (heHnnanaHMHOM oKa3sbiBaeT TOKCUYecKoe Aeil-
CTBME Ha MO3r pebeHka — fedeKT yMCTBEHHOrO pa3BuTus.

HapyweHne obmeHa heHunanaHmHa CONpoOBOXAaeTCs TakXke Ha-
pylleHnemM CUHTEe3a NMUrMeHTa MenaHvHa — Yy 60/1bHOro oTMevyaeTcs
cnabas nUrMeHTaumsa BOJIOC U pajy>XKu rnas.

3970 3aboneBaHne AMarHoCTMpyeTCcs Mo MOSAB/IEHUID B Moye heHu-
NUPOBUHOTPAAHOA KUCIOTbI UKW heHunanaHnHa B KpoBu.

FeHeTnka @ KY Xxopolo nsy4yeHa.

[eH cheHnnanaHnH-rugpoKcuaasbl 10Kaan3oBaH B AIMHHOM Meye
12-ii XxpOMOCOMbI, YacToTa BCTpeyaemocTn 3aboneBaHuii coctaBnseT
1:10 000 HOBOpPOXAEHHbIX. Bone3Hb HacnegyeTcs MO ayTOCOMHO-pe-
LLleCCMBHOMY TuMy.

CuHgpom MapdhaHa

3T0 HacneAcTBEHHasA fOMUHaHTHas 60M1e3Hb COeANHNTENbHOM TKa-
HW, NpY KOTOPOW obHapyxuBaeTcs MyTauus B reHe 6enka-pubpunnm-
Ha coefVMHWTENbHOW TKaHW 4YenoBeka. bBenok-hmbpunanH BXOAUT B
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HC. 207. Pa3nnuHble reHHble 60/1e3HM, BO3HMKAIOLLME B pe3y/ibTaTe
HapyLUleHWin o6MeHa (heHuNanaHnHa: PeHUIKETOHYPUS, albOVHN3M,
TUPO3VHO3, TUPO3MHEMUS, asTKanTOHYpUS
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COCTaB 3/1aCTMYECKUX BOJIOKOH COEAMHUTENbHbIX TKaHeli. be3 cTpyk-
TYPHOW nopfepXkn pnopunnmHa MHOrMe TKaHW TEepsloT CBOK Mpouy-
HOCTb. 3Ta MyTauua NpMBOAUT K 6/10KY €ro cmHTe3a, COOTBETCTBEHHO,
coegnHUTeNNbHad TKaHb MMeeT NOBbIWEeHHYI PacTAXXUMOCTb. 310 npu-
BOAUT K YLATMHEHMNIO KOHEYHOCTel, thanaHr nanbLes («nayyby NanbLbl»),
BbIBUXY XpyCTa/sinka, aHeBpu3me aopTbl 1 Ap. Npegnonaraetcs, 4To OT
cuHgpoma MapdaHa cTpaganu 3xHaTtoH, Hukkono MaraHnHu, ABpaam
JNInHkonbH, K.M. YykoBCKuii.

YacTtoTa cuHagpoma MapdaHa B nonynsummn coctasnseT 1:10 000—
1:15 000.

"emorno6buHonaTnn

reMorno6rvHonaTm — 370 GOMIE3HU, CBSI3aHHbIE C HACMEACTBEHHbIM
HapylleHWeM CUHTEe3a reMorno6uHa. BblfensioT KauecTBEHHbIe (CTPYKTYp-
Hble) U KOMIMYeCcTBEeHHblE UX )OpMbl. epBble XapaKTepusylTcs U3MeHe-
HUEM MEePBUYHON CTPYKTYpbl GENIKOB remMornobrHa, 4To MoXeT NPpUBOAUTL
K HapyLIEHWNIO ero cTabubHOCTU U (hyHKLUMK. TIpU KONUYECTBEHHbIX (hop-
Max CTPyKTypa remMorno61mHa ocTaeTcsi HOpMasibHOW, CHUXKEHA NULLbL CKO-
pOCTb CUHTE3a rN06MHOBLIX Leneii. Cpean reMorno6rHonaTuii Hanbonee
M3BECTHbI Ta/IaCCEMUSI U CEPNOBUAHO-KIETOUHAs aHeMMSI.

Tanaccemust

Matonorna o6ycnoBfeHa CHWKEHNEM CKOpPOCTW CUHTe3a nonunen-
TUAHBIX Leneil HopmanbHOro remornobuHa A. Ee HasBaHue npomcxo-
OWT oT rpeyeckoro «Tanacca» — CpegusemHoe mope. lNonarawT, 4To
CO CpeAn3eMHOMOPCKMM PEernmoHOM CBA3aHO MpoOUCXOoXAeHne 60/b-
WIMHCTBA HOcuTenel reHa Tanaccemun (puc. 208).

Puc. 208. Tanaccemus, XxpoHu4yeckaa aHemus
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romMo3uroTHas (6onblias) TanaccemMusi, OHa XXe — aHemust Kynu —
BbI3bIBAETCSA PE3KUM CHUWXEHUEM o6pa3oBaHusi remornobuHa HbA u
3aKaHuMBaeTCs 6bICTPO rMGenblo B NEpBble MECsLbl XU3HU pebeHka.
[Lnsi reTepo3uroT XxapaKTepHO CHIKEHUE coaepXXaHus Hb, nsmeHeHve
(hopMbl 3PUTPOLUTOB U YKOPOUEHUE MPOLOMKUTENBHOCTU WX XKXU3HU.
Mpy 3TOM AeTW MOTyT A0XWBaTb [0 5— 8 NeT, a nNpu Nerkux popmax —
[0 B3pOC/IOr0 BO3pacTa.

Cepl'IOBVI,U,HO-K}'IeTOHHaFI aHemMuA

CepnoBuAHO-KNETOYHAsA aHeMUs — Hac/iejCTBEHHOe 3aboneBaHue,
Bbl3BAHHOE W3MEHEHWEM CTPYKTYpPbl MOJIEKY bl HOPMaJIbHOTO remo-
rnobuHa HbA. 370 reHHas (MucceHc) myTauus, obycrnoBneHHas 3ame-
HOW ryTaMWHOBOW KWC/IOTbl Ha Ba/IH B LLECTOM TPUMNeTe reHa, Koau-
pytouero B-uenb Hb. MyTaHTHbIA remMornobuH nonyunn HassaHue HbS.
B ycnoBuax HU3KOro napuuanbHOro AaBfieHUs Kucnopoga 3puTpoun-
Tbl 60/1bHBIX MpuobpeTaldT hopmy cepna (puc. 209).

3aboneBaHue BbiaBMA B 1910 r. k. XepuK y cTyAeHTa-Herpa, cTpa-
Jawouiero Taxenoli MOpPMOi aHeMUn. Y reTepo3nroT aHOManbHbIA re-
Morno6uH coctaenset 20— 45%, y romo3nror — 60— 99% obwero
remorno6uHa. Hambonblwee KONMYECTBO reTepo3UroTHbIX HocuTenen
aHoManbHoro remorno6uHa (HbS) o6Hapy>XeHo B 3HAEMUYHbIX MO Ma-
NApUN pernoHax nnaHetsl — B LeHTpanbHoi Adpuke, CpegmsemHo-
Mopbe, MHauun, ctpaHax bavxHero n CpegHero BocTtoka, 4TO CBA3aHO
C YyCTOYMBOCTbIO 06nafaTeneli Takoro reHotTuna K Mansipum.

MwuogucTpodms dioleHHa

Muoguctpous [loweHHa ABASETCA 0AHON U3 YacTbiX POPM MHO-
roO4YnMCNEeHHbIX HEPBHO-MbILLIEYHbIX 3aboneBaHunii. FeHeTu4Yeckn oHa oT-
HocuTCA K J1"-CUenneHHbIM peLecCuBHbIM fleTanbHbIM 3a601eBaHUAM.
MbiweyHana ancTpoduna xapakTepusyeTcs MporpeccupylowmMmmn gere-
HepaTVBHLIMU U3MEHEHWSIMU B NMOMEepeyYHo-nosocaToi Myckynatype.

Muopguctpodua [loweHHa cBA3aHa ¢ MyTauueli reHa 6enka gucT-
potunHa. ITOT 6e/I0K BXOAUT B COCTAB MbllEYHbIX BOJIOKOH, nogfep-
XMnBas LenocTHoCTb Memb6paHbl. Mpouecc aTpoun Mol pa3sMBaeT-
CA BO BCEM OpraHuM3Me U 3aTparmeaeT cepjue (KapguomuonaTtus), 4Tto
CTAHOBUTCH MPUUYMHOW neTanbHOro mcxoga. Yactora mmoauctTpodun
OroweHHa coctaBnseT 3 Ha 10 000 manbymMKoB.
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Puc. 209. MexaH1U3mM BO3HUKHOBEHWUS CEPNOBUAHO-KETOUYHON aHeMUmn

C J'-XxpoMOCOMOi1 YenoBeKa CBA3aH pAL APYTMX reHHbIX X-cuenneH-
HbIX 3ab6oneBaHnin. AN psga reHos, 06yCN0OBANBAKLIMX Pa3BUTUE AaH-
Horo 3abonesaHuns, onpejeneHa nokanmsauma B J1'-xpomocome.

XPOMOCOMHble 60/1e3HM

XpoMOCOMHble 60/1€3HU — 3TO 60/MblIas rpynna BPOXAEHHbIX Ha-
CcnepCcTBEHHbIX 60M1e3HeN, KANMHMYECKN XapaKTepu3yllWnxcs MHOXe-
CTBEHHbIMW NoOpoKamMu pa3BuTUSA. B MX ocHOBe nexar XPOMOCOMHble
WA FTEHOMHble MyTauuu.

bnarofapa WHTEHCUBHOMY M3YYEHWID XPOMOCOM YesloBeKa 3a Mnoc-
nepHve 40 neT CNOXWUIOCb YY4EHNE O XPOMOCOMHOW MaToNornu.

Uncno onMcaHHbIX TUMOB XPOMOCOMHbIX aHOManuin npubnuxaercs
K 1000. 3T0 BOCHOBHOM NaTon0rns BHYTPpMYTPOOGHOro nepmoaa, CnoH-
TaHHble abopTbl, BbIKUABILWN.



Puc. 210. F'eHbl 6one3Heli, kKapTWUPOBaHHbIE B NepBO XpOMOCOME
[McKusick, 1992. — 13: My3bipeB, 1996. C. 25].

Pamkoil 06BefeHbl annesnbHble COCTOSHNSA; KPyroM — HOBOOGpasoBaHus,
CBfi3aHHble CO crneunduyeckoil XPOMOCOMHO NepecTPONKoi, OHKOFeHOM
UM NoTepeli reTepPo3NroTHOCTM ONYyX0eBbIX KNETOK; KypcUBOM
OTMeyeHa HECOBMECTUMOCTb MaTepu 1 N1oga; p — KOpPoTKoe,

g — A/IMHHOe nneyo; 1—3, 1—4 — palioHbl XPpOMOCOM

N3 Hux 6onee 100 hopM MMET KINHUYECKYD KapTUHY U Ha3blBa-
I0TCA CUHAPOMaMMU.

UTo KacaeTcs XPOMOCOMHbIX MyTauuii, TO BCe WX Tunbl (Aeneuus,
AynnnkKauns, MHBepcus, TpaHcnoKauusa) o6Hapy>XXeHbl Y YesoBeka.
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Y yenoBeka B TKaHsAX abopTMpOBaHHbIX 3apoabllleli 06HapyXuBa-
I0TCA TPW TUNa FeHOMHbIX MyTauuii: TeTpaniouva, TpUnionansa, ade-
ynaonaus.

Mpn 3TOM U3 BCeX BapnaHTOB aHeYNIoUANIA XN3HEeCNoCOBHbIMMN AB-
NATCA TONLKO MOJUCOMUA U MOHOCOMMUA MO MOSIOBLIM XPOMOCOMaM.
Mpumep - XXX, XXXY, XXXYYY.

M3 MoHOCOMMUIA BCTpeyaeTcs TONbKO MoHocomus — 45, XO.

MPUYUHBI TEHOMHbIX MyTauuii — HepacxoXXAeHne roMoNOorMYHbIX
XpPOMOCOM npu Meiio3e.

UTto MOXHO Habnwogatb, ec/iv NPoUCXoAuT HepacxoXjeHue nono-
BbIX XpOMOCOM?

CuHgpomM Tpucomun no X-xpomocome XXX

3TOT cMHApPOM BrnepBble onucaH B 1959 r. B pe3ynbTare LUTONOMNU-
YECKUX nccnegoBaHuii 60M1bWOr0 KOHTUHIEHTa XEeHWWH. 3Ta aHoMa-
1A B CMCTEME MOJIOBLIX XPOMOCOM NOJlyyYuna Ha3BaHve cMHApoMa Tpun-
no-A'(puc. 211).

YacTtoTa poxaeHusa 1,4:1000 peBouyek.

9T0 NorpaHNYHOE COCTOSIHME MEeXAY HOPMOI M natonoruei xapak-
TepusyeTcsa TeM, YTO B K/leTKax 060/104KM NOMOCTU pTa Npu LUTONOrn-
YecKoM 06n1ef0BaHMN Yy TakMX XEHWNH 06HapyXunBalTcsa ABa Tenbla
Bappa BMecTo ofHOro.



Bo BHewWwHeM 06/1MKe XXEHLMHbI C HABOPOM MOOBLIX XPOMOCOM X X X
4acTo He UMeeTCA Kaknx-NM6o OTK/OHEHUI N0 CPaBHEHWIO C HOPMasb-
HbIMU >XEHLMHaMMN, OHW UMEIT PerynapHblli MEHCTpyanbHbIA LUK 1
MOryT poXaTb AeTeil.

Y APYIuUX XEHLWWH ¢ cuHagpoMomM Tpucomun X X X oTmeyaeTcs Hepe-
rynApHOCTb MEHCTPYasbHOro0 UMK/a, CNoHTaHHble abopTsl, becniogue,
paHHUIA KAUMakc.

MepeuncrneHHble CUMNTOMbI CBUAETENLCTBYIOT 06 3HAOKPUHHOM
AuncbanaHce, UMeEKLWEMCA B OpraHM3Me 3TUX XEHLNUH, 1 B NepByto ove-
peAb O HapyweHUn PyHKLUA ANYHKKA.

OnuncaHa XXeHLmnHa ¢ 48 XxpomocoMamu, U3 HUX YeTblpe XPOMOCO-Mbl X
Y Takux XXeHLWMH B KNeTkax anutenusa obHapyxwusatTcsa 3 Tenbua bappa.

CuHapom KnaiiHdenbTepa

KAnHnyecknm nposiBfieHneM nosmcomMmmmn no nosioBbIM Xpomocomam
y (DEHOTMNUYECKUX MYXUUH ABNSEeTCA CMHAPOM KnalHdenbTepa, onu-
CaHHbIA B 1942 .

XpOMOCOMHAaa 3TUOJIOrMA 3TOr0 CUHAPOMa ycTaHoBsieHa B 1959 r.
(puc. 212). UuTtoreHeTMyeckn CUHAPOM MNPOSABMASAETCSA B BuAe NOJNCO-
MWW MO X-XPOMOCOME MPU MOHOCOMUU NO X-XPOMOCOME.

. 47 - XXX; 48 - XXXY; 49 - XXXXY.

Il. Monucomusa no X-xpomocome npu MOHOCOMUKM NO X-XPOMOCOMeE:

47 - XYY; 48 - XYYY.

ll. NMonucomusa Kak no X-xpo-

MOCOMe, TaK 1 Nno X-XpoMoCcoMe:

48 - XXXX; 49 - XXXYY.

HecmoTps Ha MHOXecTBO

LUTOreHeTUHEeCKNX BapuaHToB,
K/IMHNYeCKass KapTuHa 3TUX UH-
OVBUAYYMOB, UMelLwas HeKo-
TOpble 0CO6EHHOCTU MNpu pas-
JINYHBIX TeHOoTUMmax, B TO Xe
BpPems oTpaxkaeT 06Llune YepTsl,
CBOICTBEHHbIE CYHAPOMY.

Habnwpaetca y nuy ¢ Myx-
CKAM (DEHOTUMOM.

Hanbonee xapakTepHbIM
naTosorM4eckum npu3HakKkom



cuHapoma KnaliHdhenbTepa aABnsieTcs HapyleHue QyHKUWIA MY>XCKUX
NONOBbIX XeNe3 — CEeMEHHWUKOB, KOTOpPble YacTUYHO WU MOSTHOCTbIO
aTpodmpoBaHbl. CEMEHHWNKWN, PacnosioXeHHble B MOLLIOHKE, 3Ha4YnNTe b-
HO yMeHblleHbl B pasMepax. logasnsiolwee 60/bWNHCTBO 60/bHbIX
6ecnnofHo. Y 60nbWUHCTBA 60/IbHBIX 06HapY>XNBaeTCs NOI0BON Xpo-
MaTWH, CBONCTBEHHBbIN XXEHLNHaM.

BBMAY OTCYTCTBUA XapaKTepHbIX CUMNTOMOB, CUHAPOM KnaliHdenbTe-
pa pefKo AuarHoctmpyeTcs 4o nepuoga nosioBoro cospesaHus. Hegocra-
TOYHasA rOPMOHas/IbHaA aKTMBHOCTb CEMEHHUKOB 06bIYHO HabsnogaeTca B
nepuoz, NosoBOro co3peBaHns, 1 BO3HUKaILW MWL B pe3ybTaTe 3TOro rop-
MOHasbHbIN AncbanaHc BefeT K HEHOPMasIbHOMY A1 MY>XXUUHbI MOM0BO-
My 1 (h3MYECKOMY Pa3BUTUIO, NMOSIBNEHNIO psfa YePT, CBOMNCTBEHHbIX XKEH-
CKOMY opraHusmy (y3kve nnaeuu, WUpPOoKUii Tas), OT/I0XKEHME XUPa MO XKEeH-
CKOMY TUMy, OBOJIOCEHME TaKXe M0 XXEHCKOMY TuMy.

locne NonoBOro co3peBaHUA HepeaKo yBeNW4MBaeTCsa rpyaHas
xesnesa (rMHekomacTus).

Ocobbin uHTepec npegctasnsawT aHoManmm XYY n XXYY. JluwHsaa
K-xpomocoma nosbilwaeT PoCT MyX4YMHbl NPUMEPHO Ha 12 cwm.

CuHpgpowm LLlepennesckoro — TepHepa

EAVHCTBEHHO N3BECTHOI MOHOCOMMET N0 NO0BLIM XPOMOCOMaM Y Yye-
noBeKa sBnseTcs MoHocomus no J1'-xpomocome: AO (45) (puc. 213).
BnepBble cCUHAPOM 6blN ONK-
caH B 1925 r. H.A. Wepewesc-
KUM, a 3aTem 6onee fAeTanbHO
n3yyeH TepHepom B 1938 T.
dTaaHomanua HabnogaeTcay
vy, PeHOTUNUYECKN XXEHCKOT0
nosa c 3afiepP>XKoi pocTa v nono-
BOrO pa3BuTWSA, C HEJOPa3BUTLIMU
BHYTPEHHUMM NOMOBLIMU OpraHa-
Mn1. Hanbonee xapakTepHol yep-
TOli ABNIAETCS OTCYTCTBUE TOHAA.
Ha mecTte 06bl4HOrO pacno-
NIOXKEHUS roHaf npv nanapoTto-
MUN HaxopgAaT HeguddepeHum-
pOBaHHbIA 3a4aTKOBbIA TAX
6enosaToro ueta.
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OTcyTCTBME TOHAg ABAAETCA MPUYMHON MIOXOro pasBMTUS MAK OT-
CYTCTBMSA BTOPWMYHbIX NPU3HAKOB BO BPEMS MOM0OBOr0 CO3pPEBaHMA.

OaHo 13 ocobeHHOCTEN 6OMbHLIX C 3TUM CUHAPOMOM ABASETCA
CK/IOHHOCTb K MpeXJeBpeMeHHOMY CTapeHuio: 06bIYHO OHW BbLIFNSAAAT
cTaplie cBOero so3pacTa.

Y 60/IbWMHCTBA TAKNX XEHLMNH He ObiBaeT MeHCTpyauuun, BCe OHW,
Kak npasuio, 6ecniofHsbl.

CTpoeHune Tena HEMPOMNOPLUMOHANbHO: ANINHA BEPXHel MO/0BUHBI
TYN0BULWA 3HAYNTENbHO 60MblUE HUXHEN.

YacTo 60nbHblE MMET KOPOTKYHo wWet. LLinpokne KoXHble cknag-
kv, obpasyiouimecs Ha wee, nNpuaalwT UM 06/UK, HANOMUHAKLWMWIA Tro-
NoBYy CMHKca.

OI'IpE,EI.E‘]'IF,‘HHbIX AaHHbIX B OTHOWEHNUN HTennekKTay XXeHuWwmnH ¢ CUH-
apomom LepeweBckoro — TepHepa Moka HeT, HO Y HEKOTOPbIX U3 HUX
CHUXEHbl YMCTBEHHbIE CMOCOGHOCTHU.

B sapax KneTtok cnv3ncToi 060/104KM MOAOCTU pTa y TaKUX >KeH-
WWH oTCcyTCTBYeT Tenble bappa. CnefoBaTenibHO, OHU ABAAKTCA XPO-
MaTUHOTPULATEebHbIMU.

Yactota — 1:3000.

CuHapom flayHa — Tpucommus no 21-i xpomocome

Bnepsble ocobyto hopmy manmonatumn, coyeTarLyocs ¢ aHOManns-
MW pa3BuTUSA, onucan paHLy3CKuii ncuxmatp 3ckuponb B 1838 T.

Puc. 214. CuHgpom [ayHa
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B 1866 r. aHrnuiickuii Bpay JIaHraoH [ayH BbiAenvn 3To 3aboseBa-
HMe 13 apyrux hopmM YMCTBEHHOW OTCTanocTy.

B 1959 r. dhpaHUy3CKUIN LUTOreHeTUK XXepom JlexxeH o6Hapy-
XN XPOMOCOMHY npupogy 6onesnn fayHa. MNpuunHoii 601e3HM
aBnseTca Tpucommsa no 21-in xpomocome (NMWwHAA 21-9 Xpomoco-
Ma), T.e. HepacxoxpgeHue 21-il napbl XpOMOCOM, KOTOpas BO3HU-
KaeT NM6o npu rameToreHese BO BpeMsi Meio3a, NM60 Ha paHHUX
cTaguax Apo6aeHns 3urotel. Kapmotun 60/1bHOr0 B AaHHOM Cny-
yae 47, 214-. Npwn TpaHCNOKaLWOHHOM BapuaHTe TOJIbKO 4YacTb 21-
A XpOMOCOMbI MOXET NPUCOEUHNTLCA K TOMOMIOTMYHON 21-i Xxpo-
MOCOME WAN HEeroMonoruyHoi 15-ii xpomocome (puc. 214).
Bone3Hb [layHa npepacTaBnseT cob6oil coyeTaHUe BPOXAEHHOTO
cnaboymusa n paga pusnyeckux Nopokos pasButusa. fetn c 6ones-
Hblo [layHa YAMBUTENIbHO CXO0XWN MexAay coboli. BonbHbIX XxapakTe-
pu3yeT HU3KWUI POCT, MasieHbKas Kpyrnas ronosa, NAOCKWA 3aTbl-
NoK, cBoeobpasHoe nuuo (KOCOW paspes3 rnas, KOpPOTKURA, C
NI0CKOW nepeHocuuein Hoc).

POT y Takmx 60/1bHbIX 06bIYHO NOMAYOTKPLIT, A3blK TONCTbLIA, HENOBO-
POTAMBbLINA. Manblibl Ha PyKax M HOrax YKOpoUeHbl, MU3UHLblI UCKPUB/EHBI.
MbIWeYHbIF TOHYC PEe3KO CHWKEH, 60NbHbIE HEYK/TIOXWN U BANMbI.

YMCTBEHHasa OTCTanoCTb TaKMX AeTel BbipakeHa O4YeHb PesKo,
peyb pa3BuTa Ma0X0.

BcTpevaeTcs KakK y MYXYMH, Tak Uy XeHWwunH. O6Hapyxunsaetcs
[0BONBbHO 4acTo, B cpefHeM y oAHOro u3 700— 800 HOBOPOXAEH-
HbIX.

PaHblwe cpeaun B3pocnbliX noaeli 60nbHble cuHApoMoM [ayHa
BCTpeYanncb Ypes3BblyainHO peaKo, Tak Kak AeTu, NopaXXeHHble 3TUM
BPOXAEHHbIM HEAYrOM, OYeHb BOCMPUUMUYUBLI K UHDEKUNsM, 1 60Mb-
WWHCTBO U3 HWUX nornbann B nepsble rogbl Xn3HuW. CeroAHsa, B BeK
aHTM6MOTMKOB, NtoAn ¢ 6onesHbio [layHa foxusaoT go 50 n 6onee
ner.

CraTucTtka nokasana, YTo OonacHOCTb POXAEHUA pebeHka C CUHA-
pomoM [layHa yBennumeaeTcs ¢ BO3pacToOM MaTepu, 0CO6eHHO nocne
35— 37 net yacToTa POXAEHUA AeTel ¢ CUHAPOMOM [layHa MoBbiWwaeT-
ca o 1%.

Y matepeii ctapwe 40 net getu, cTpagawlmne 6onesHbio [ayHa,
poxgatoTcs B 20 pasa vawe, yem y matepeii monoxe 30 nert.

288



CvHgpom Marnay - Tpucomus no 13- xpomocome

YacTtoTa BCTpeyaemocTu cuHgpoma Matay coctaBnsetr 1:5000—
1:7000 u cBfi3aHa C HepacxoXXAeHneM XpPOMOCOM Mpu Meio3e y 0A4HO-
ro u3 poaunTene.

CuHapom MNatay xapakTepusyeTcs MHOXECTBEHHbIMW MOPOKaMn pas-
BUTUA FO/IOBHOIO MO3ra u nvua. Takue AeTn AOXKMBAKT, Kak npasuio, Ao
1ropa. TUNWYHLIA NPU3HAK CUHAPOMA — 3TO pacLlensieHHble BepXHss ryba
N HEGO (puc. 215). BONbLWMHCTBO 60/bHLIX YMUPAIKOT BNepBble Heaenu unm
MeCSLbI XU3HW.

Puc.215. CuHgpom MaTay

Cunapom 3agapaca — Tpucomus no 18-t xpomocome

YacToTta BCTpeyaeMocTn cuHgpoma 1:7000— 1:8000.
CoOTHOLWEHME MaNbynMKoB 1 AeBovek — 1:3.
HesicHo, nouemy npeo6nagaHune gesoyek. B 90% 60nbHbIE nornba-

10T Ao 1roaa.
[nsa cuHapoma xapakTepHbl MHOXECTBEHHbIE MOPOKWU Yepena, nuua,
cepAla, KOCTHOM cucTeMbl, MOoBOi cucTemsl (puc. 216).

Puc.216. Cungpom 3aBapaca
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CuHAPOM KOLIAYbero Kpmka

B 1963 r. l)kepom JlexxeH onucan cay4vai poxaeHus pebeHka ¢ ge-
neunei yyactka KOpPOTKOro njeya Xxpomocombl 5 (puc. 217). ¥ HOBO-
POX/AEHHbIX C CUHAPOMOM KOllaybero Kpuka HabngaeTca MHOXECTBO
OTK/IOHEHUI: MopaxaeTcsa cepAeyvyHOo-cocyamncTas cucTema, KuLeUHbll
TPaKT M )KenyAoK, Bblpa)XXeHa YMCTBEHHas oTcTanocTb. AHOManus pas-
BMTWUA FOPTaHM 1 ro/I0COBbLIX CBA30K 00yC/0BNMBaET KPUK pebeHka, Ko-
TOPbIA MOX0X Ha MAYKaHbe KOLIKW.

CuHApOM Kowaubero Kpuka scTpeyvaetca 1:50 000 HOBOPOXKAEHHbIX.

Puc.217. CnHapom Kowaubero kpuka (Cri-du-chat). (A) — nauveHT
C CMHAPOMOM Kollaubero kpuka, (b) — kapmoTwun pebeHka ¢ CMHLPOMOM
Kowaybero Kpuka 46 XY(5p~). CTpenkoi ykasaHa geneums B KOPOTKOM
nseye XxpoMocomsbl 5

bonesHu ¢ HaCﬂe,qCTBeHHOVI npeapacrnosioXXeHHOCTbHO

3TN 60Ne3HN CBA3aHbl C Hac/neACTBEHHbIMM (hakTopamu (MyTaums-
MU) U hakTopamu cpegpbl.

HacnepcTBeHHas npeapacnosioXXeHHOCTb K 60M1e3HN MOXeT MMEeTb
MOSINTEHHYI0 WIN MOHOTEHHYI OCHOBY.

MoHoreHHble 60/1e3HN C HacneACTBEHHOW NpeApacnosioXeHHOCTbI0
CBfA3aHbl C MyTauuein of4HOro reHa.
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MonureHHble 60N1e3HN ONPEAENATCA COYETAHUEM HECKO/bKUX re-
HOB.

K HUM OTHOCATCS MCUXMYECKME U HEPBHblE GONE3HU, WN30(peHNs,
anunencusi, MaHMakanbHO-4enpPecCUBHbI MCUX03, PACCESHHbIN CKie-
pos un ap.

Comatmyeckne 60ne3HN cpefHero BospacTta: ncopuas, 6poHXU-
anbHas acTMma, f3BeHHasa 60/1e3Hb Xenyaka v ABeHajLaTUnepcTHOWN
KWLIKN, KOpOHapHas 60Me3Hb cepAla, runeptoHuyeckas 60MesHb,
AnabeT.

FeHeTnuyeckne 60M1€3HN COMATUUYECKUX KNETOK BbljesieHbl B OT-
OEeNbHYI Tpynny HacneACTBEHHONM NaTonornm HegasHo. [MoBoAOM
K 3TOMY NOCAYXW0 06HapyXXeHne npu 3710Ka4eCTBEHHbIX HOBOOG-
pasoBaHMAX cneunpruecknx XpoMOCOMHbIX NepecTpoek B KNeTkax,
BbI3bIBAKLWMNX aKTMBaLMIO OHKOFreHOB (peTMHo6G/iacToMa, OMyxo/b
Bunbmca).

BonesHu, BO3HMKaKLMEe NPy HECOBMECTMMOCTM MaTepu v naoja no
aHTUreHam, pas3BUBAlOTCA B pe3y/bTaTe MMMYHOIOTMYECKOW peakuun
MaTepy Ha aHTUTeHbl nnoja.

Han6onee TUMWYHBIM M XOPOLIO M3YYEHHbIM 3a6oneBaHMeM 3TOi
rpynnel sBAsieTcA remonuTuyeckas 60/e3Hb HOBOPOXAEHHbIX, BO3-
HUKawlwaa B pesynbTate HECOBMECTUMOCTM MaTepu 1 nnoga no Rh-
aHTUreHy. bonesHb BO3HWKAET B TEX Cayvasx, Korga maTtb umeeT Rh-
oTpuuaTenbHyl0 Tpynny KpoBu, a nnof yHacneayeT Rh+ annenb oT
oTua.

VIMMyHOnoruyeckne KOH(ANKTbI pasnnyaloTcs v Npu HECOBMECTU-
MbIX KOM6GMHALMAX N0 aHTUreHaMm rpynnsl ABO mexay maTepbio v nnio-
LlOM.

MuTOXOHApPUaNbHbIE 6ONE3HM

MuToxoHgpuanbHble 60/1€3HM — 6GonbWwas rpynna HacnenCcTBeH-
HbIX 3a60neBaHuii, 06YCNOBNEHHbIX HapyleHNeM CTPYKTypbl U 6uo-
XUMUYECKUX NpoLeccoB B MUTOXoHApUAX. Konsbuesble JHK MUTOXOH-
OpuwiA copgepXxaT reHbl, Kogupywlme 6enku, BXoasuime B COCTaB
(hEPMEHTHbLIX KOMM/IEKCOB AbIXaTe/NIbHON LEenM MUTOXOHAPWUIA, TeHb
TPHK n pPHK mMutoxoHapuii. CuHTEe3 60nbWwMHCTBA 6€/1KOB, y4acTBy-
I0WMX B Npouecce OKUCAUTENbHOTo ocopuampoBaHnsa, HaxoguT-
cA Noj, KOHTPOseM siiepHbiX reHoB. HacneacTBeHHble 3aboneBaHus,
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06yC/NOB/IEHHbIE HApPYWEHUSMU 3HEpPreTUYecknx NpoLeccoB B MUTO-
XOHAPUAX, MOTYT 6biTb Bbl3BaHbl MyTaLuMAMU KaK B MUTOXOHApUanb-
HOM, TakK W B SiiePHOM reHome. Mpu MyTauuu B silePHbIX reHax Ha-
6niofaeTca HacnejoBaHue npusHaka no Mengento. OnucaHbl
MWUTOXOHAPUWANbHble 3a60/1€BaHNA C ayTOCOMHO-AOMWHAHTHbIM U
ayTOCOMHO-PeL,eCCUBHbLIM TUNOM Hac/iefoBaHusi. OTKNOHEHUSA OT MeH-
[leNeBCKNX 3aKOHOB XapaKTepHbl Ans 3a60feBaHUin, 06yCcNOBAEHHbIX
MyTauMsMU B MUTOXOHAPWUANLHOM TFeHome. [N MUTOXOHAPUANbHbIX
3aboneBaHnin xapakTepeH MaTepUHCKWUIA TUM nepegayn, Tak Kak no-
KasaHo, Y4TO BCe MUTOXOHAPUN MMEIT MaTePUHCKOe NMPoMCXOoXaeHne
1 NosyyYeHbl Ye/I0BEKOM B COCTaBe LMTONAasMbl SALEKNETKN MaTepu.
OTUOBCKME MUTOXOHAPMM, HaxogsliMecs B cnepmaTtosouge, npu on-
NOLOTBOPEHUN He NonajakwT B 3UTOTY.

MuToxoHapuanbHble 3a601eBaHUA XapaKTepusyTcs 3HaAYUTENb-
HbIM pasHooGpasmeM KAMHUYECKUX NposiBneHuii. HanGonee xapakrep-
HbIMU ABNATCA 3afepXKa M3NYEeCKOro pa3BuTUA, NOpaKeHus pas-
NINYHBIX OTAEN0B HEPBHOW CUCTEMbI, MMOMaTUX W KapguomuonaTum,
neyeHoYHas HefOoCTaTOYHOCTb. MpMepaMn MUTOXOHAPUabHbLIX 3a60-
NeBaHUi ABNAIOTCA MUTOXOHAPUAaNbHAA MUONATMA W KapauomuonaTusa,
cuHapom KelipHca— Ceiipa (MMrMeHTHas AereHepaums cetyaTku, og-
TanbMonnaervsi, kKapguomuonaTus) u ap.

bonesHn akcnaHCcUM TPUHYKNEOTUAHbLIX MOBTOPOB

BonesHn akcnaHcUW TPUHYKNEOTUAHbIX NOBTOPOB — rpynna Hacnen-
CTBEHHbIX 3a60/1€BaHU, 06bEAMHEHHbBIX HA OCHOBE 06LEero Monekynsp-
HOro MexaHu3ma UX BO3HUKHOBEHUS. B perynstopHoii unm Koaupyouiei
4YacTW reHa MOryT BO3HMKaTb TaK Ha3blBaeMble ANMHAMUYECKMEe MyTauuu.
3TV MyTauumn cBsizaHbl C U3MEHEHUEM YMcna KOMUA TPUHYKIeoTnaoB. Ta-
KOW TUM MyTauuu o6Hapy>XeH TOMbKO y YenoBeka. [1osBieHne KaMHudec-
KMX MPU3HAKOB HabnwgaeTca NUWb Torga, Korjga Ynucio noBTOpPoB NpPeBbI-
CUT KPUTUYECKUIA YpOBEHb. MexaHW3Mbl BO3HWKHOBEHWSI 3TOr0 TMna My-
Tauum A0 KOHLa He u3ydeHbl. [pepnonaraetcsi, YTO OHW BO3HUKAKT B
pe3ynbTate HapyweHus yHkunn AHK-nonnmMepasbl BO Bpems pensunka-
un AHK B MMTO3€ Um B Melio3e. MpumepoM Taknx 3aboneBaHuii sBnseT-
ca xopesd MeHTUHI TOHA. Y 60/bHbIX HabngaeTca HacneACTBEHHas Heil-
poAereHepauusi ¢ NO34HWM Ha4yasloM W HEYK/IOHHbIM NPOrpeccupoBaHu-
eM. B TeyeHve 5— 10 neT OHO NPMBOAWT K NOJTHOW NOTepe ABUTraTeNbHbIX U
YMCTBEHHbIX CNOCO6GHOCTEW Uun 3To 3aboneBaHne HauYMHaeTCs ¢ Bo3pacTa
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40— 50 net. leH, oTBevawwWWii 3a 3T0 3aboneBaHNe, PaCcMNoOIOXKEH B KO-
POTKOM nneye XpomMocoMmbl 4. OH KogupyeT 6eN0K XaHTUHITUH, urpato-
LKA BaOXKHYHO ponb B (DYHKLMOHMPOBaHUU Mo3ra. B kogupytouweii yactu
reHa BO3HMKaeT MyTauus, NpueoAsllas K yBE/IMYEHUIO YMcia NoBTOPOB
LIAl. 3To NpMBOAMT K YBE/IMYEHWNIO YMCNA TTyTAMUHOBBIX OCTaTKOB B CTPYK-
Type cooTBeTCTBYyMOLWero 6enka. Y1cno noBTopoB y 60NbHbIX Konebnertcs
B nHTepsane ot 40 o 80. YacTtoTa xopen eHTUHITOHA B NONynAuUn co-
crasnaet 1:10 000.

METOAbI N3YYEHUA TEHETUKKN YHE/N0BEKA

OCc06eHHOCTN reHeTWKN YenoBeKa COCTOAT B Ceaylolem:

1) no3gHee NosoBOE CO3peEBaHUE U ANMTENbHAS CMeHa MOKONEHNA
(-30 ner);

2) Masnoe KOM4YecTBO MOTOMKOB;

3) CNOXHbIA KapuoTun (MHOFO XPOMOCOM W Fpynn cuenseHunit);

4) Ha nogax 3anpelieHbl 3KCnepuMeHTanbHble 6paku;

5) coumnanbHoe HepaBeHCTBO.

CyuiecTBeHHbIM (PaKTOpoM, obsieryawwmm 3afgadn n3yyeHus reHe-
TUKWN YesfioBeka, CAY>XaT MHOMOYUC/eHHbIe U MHOTONIeTHUE AaHHble Mo
aHann3y pasfiInyHbIX NPU3HAKOB:

1) reHeanornyecknii;

2) 6113HeL0BbI;

3) uMTOreHeTMYeckuii;

4) nonynAauMOHHO-CTaTUCTUYECKNIA MeTof;

5) MeTof reHeTuKM CoMaTU4eCcKUX KNeTok;

6) 6MOXUMMYECKNIA;

7) meTog fepMaTorinuKku;

8) MoneKkynspHo-reHeTU4Yeckunii MeTof;

9) MeToAbl NpeHaTanbHON ANArHOCTUKW;

1. TeHeanorvyeckuin metop,

MeToz BBefeH B KoHue XIX B. ®. lNanbioHoM. OH OCHOBaH Ha cocTasre-
HUM N aHanM3e PoLOCI0BHbIX. YCNOBHble 0603HaYeHUs BBeAeHbl B 1931 T.
. fOcToM, KOTOpble UCMOMb3YTCA U cerogHa (puc. 218). CocTtaBneHue
pPOLOCNOBHOW BEAETCA C MCMOb30BaHMEM CMMBO/OB NyTem onpoca. My-
TeM reHeasiorMyeckoro aHaan3sa BbIACHAETCA TUM Hac/nefoBaHUsA Npu3Ha-
KOB. Yenosek, POAOC/IOBHYI0 KOTOPOro M3y4aloT, HasblBaeTcsa npobaHs.
bpatbsi 1 cecTpbl 0603HAYaKTCA Kak CMOCHI.
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FeHeanornyeckuii MetTos MoXeT 6biTb MCNOMb30BAH He TONbKO B
AnarHoctmyeckux uensax. OH No3BonseT NPOrHO3npoBaTb BEPOSTHOCTb
NposiB/IEHUS Mpu3HaKa B NOTOMCTBE M UMeeT 60/bluoe 3HayeHue Ans
npeaynpexaeHnsa HacneacTBeHHbIX 6onesHen (puc. 219).
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2. bnn3HeyoBbLIN MeToq

3TOT MeToA NO3BONSET OLEHNTb PO/b HAaCNeACTBEHHOCTU U cpeabl B
pa3BuMTUN Npu3Haka. BAnsHeubl 6GbIBAOT MOHO3UTOTHLIMU W AN3UTOT-
HbIMWU. MOHO3UTOTHble 6/1M3HeLbl pa3BMBalOTCA U3 O4HOW ONN0AO0TBO-
peHHOW sliuekneTkn (3UroTbl). B pesynbTate pasgeneHus 3urotbl Ha
ctaguvn ppobneHus, Aga, 4eTbipe, BOCEMb 61acTtomepoB npu 060c06-
JNIEHUN COXPaHAT CNOCOOGHOCTb pa3BMBaTbLCA B MOJHOLEHHbIN opra-
HW3M. 3uroTta fenuTcsd MUTO30M, MO3TOMY MOHO3UTOTHble 6AN3HeLbI
UMeT 0AMHaKOBble FeHOTMMNbl BCerga O4HOro Mnona; MMeKT BbICOKYHO
cTeneHb cxoAcTBa (KOHKOPAAHTHOCTb) MO MHOTUM MpU3HakaMm, pasnu-
yme VX NPU3HaKOB 3aBWCUT TOJIbKO OT (hakKTOPOB Cpefbl.

Awn3urotHble 6n3HeUbl poXgalTca 13 AByX uam 6osee ofHoOBpe-
MEHHO OBY/IMPOBABLUMX W ONNO0AO0TBOPEHHbLIX PasHbIMW CnepMaTo3ou-
famun aiuekneTok. Ou3nroTHble 6/M3HeLbl UMeT pasHble reHoTWMbI,
MOryT 6bITb O4HOF0 MM pa3Horo nona. OHW CXOfHbI MeXAy co60i He
6onee yem 6paTbsi M CECTPbI, POXAEHHbIE NOPO3Hb. XapaKTepusyTcs
AVCKOPAAHTHOCTBID — HECXOACTBOM MO MHOrMM npu3Hakam. bnaro-
faps OLHOBPEMEHHOMY POXAEHWIO U BOCMUTaHWIO MMeT oblwue yc-
nosus cpefbl. Pasnnune B NPOAB/AEHUN NPU3HAKOB B OCHOBHOM CBS-
3aHO € reHotunom. [nA fokas3aTenbCTB POSM HacNefCTBEHHOCTU
CpaBHMBAKT 40NN MPOLEHTa KOHKOPAaHTHbIX nap (0A4NHAKOBbIX MO KOH-
KPEeTHOMY NMPU3HaKy) cpein MOHO- U AN3UTOTHbLIX 61M3Hel 0B (puc. 220).

3. UnutoreHeTunyecknin metos

LinToreHeTMYeCKNn MeTo NPUMEHSAETCA A5 U3YYEeHUs KapmoTuna ye-
noeeka. MeTop BK/OYaeT 3Kcnpecc-AnarHocTuky nona (X- n X-xpomatum-
Ha) 1 KapMoTUNMpoBaHne — onpegenieHne KoamyecTsa 1 CTPOEHUS XPo-
MOCOM C Lie/1bl0 UarHOCTUKN XPOMOCOMHbIX 6051e3Hei (reHOMHbIX MyTa-
LA, XPOMOCOMHbIX abeppaunii). MaTepnanomMm AN LUTOreHEeTUYeCKoro
nccnenoBaHnsa MoryT 6biTb KNEeTKM nepucepryeckoli Kposu (nnumdoum-
Tbl); KNETKW, NOMAYYEHHbIe NPV aMUHOLEeHTe3e Uan 6Moncum XoproHa.

JKcnpecc-AnarHocTmMKa — 3TO0 nccrnefoBaHue NonoBoro X-rere-
poxpomMaTtuHa (Tenbua bBappa) B sgpax KNeTok CAU3UCTOl 060/104KK
pOTOBOI MOMAOCTU WAWN B APYrUX KAeTKax. B HOpMe y XeHLWWUH, nveto-
WMXx fBe X-XpPOMOCOMbI, OfAHA MHAKTMBMpYeTCcs, o6pasysa retepoxpo-
MaTUHOBYI TNbIGKY B sgpe — Tenble bappa. Y myxumH (XY) ee Her.

My>CKoi X-nonosoi xpomaTtuH (F-Tenble) onpegensaoT nyTem cne-
LinanbHOro oKpawmnsaHa 1 NPocMoTpa B IIOMUHECLLEHTHOM MUKPOCKO-
ne. X-xpomaTuH BbliJensaeTca Kak CUbHO cBeTAwwascs Touyka. Ymcno
Y-Tenewy, cooTBETCTBYET YMCY X-XPOMOCOM B KapuoTune.
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KoukopgakTHoCTb, %

TMpu3Hakn y OfHO- Y pasHo-
AlLEBbIX ANNCBBIX

6/mM3HCLo»  6n3HeL0B

HpvasOEBRme

pynnbl KpoBu 100 64
dopma 6poseii 100 51
LigeT rna3 09,5 28
Liget Bonoc 97 23
ManunnapHble MHNA 92 40
WaeHTUYHble 6nn3Helbl Slouc 1 Jlymns. KucTeh pyk
[lBe [1eBOYKM BblM pasaeneHbl POAUTeNs M B BO3pACTe [&moum
8 AHe! W BOCTIMTLIBA/INCE MOPO3Hb. 3a WCKIKOUYEHWEM
KpaTKVX BCTPEY, OHI He 0BLUA/IMCL APYT C APYIoM [0 ro- KoconanocTb 23 2
CTYN/IEHIO B KO/Ie/pK B BO3pacTe 18 net TPbDKA CTIMHHOIO Mo3ra 7 33
ISrb et el.. 1965. P. 518)
CwvHapom [ayHa 89 7
Paxut 88 22
MapanuTuyeckuii 36 6
ooMUenuT
Kopb 95 87
CkapnatvHa 84 47
[Lvcbreput 50 38
Pak 16 14
Anunencusa 67 3
Cnaboymue 91 53
Puc. 220. KoHKOpJaHTHOCTb LLinzodperus 80 3
HEKOTOpPbIX MPU3HAKOB YesioBeKa MEHHAKATLHO-6TpeC- 77 19
y 61m13HeL0B CMBHbI MCMX03

KapuoTunuposaHne — 3Tto aHanu3 hoToKapuorpammbl. [nsa aHanusa
KapnoTmna XpoMOCOMbI pacnosiaratoT no rpynnamM B BUAe MANOrpaMmmbl.

MavorpaMmma — 370 CUCTEMATU3MPOBAHHbLIA KapuoTunm.

4. MonynauMOHHO-CTaTUCTUUYECKNIA MeToq

3TOT MeToA WUPOKO MPUMEHSIIOT NPU N3yYeHNW HacneaCTBEHHbIX 601e3-
Heli YenoBeka B MOMyNAUMSAX, T.€. pacCnpoCTPpaHeHNe TeX WK NHbIX TEHOB Ha
onpegeneHHol Tepputopun. CylwecTBEHHbIM MOMEHTOM NpU MCMO/b30Ba-
HVW 3TOFO0 MeToJa SABMSETCA cTaTucTmyeckass 06paboTka MoMyYeHHbIX JaH-
HbIX. MONYyNALMOHHO-CTaTUCTUYECKUI MEeTOoZ MO3BOJISeT paccumTarb B Mo-
nynsuun 4acToTy HOpMasibHbIX U NaTONIOMMYECKUX FEHOB B FEHOTMUME: reTe-
pO3nUroT, JOMUHAHTHbIX U PEeLeCCUBHbIX FTOMO3UIOT.

5. MeTof reHeTUKN comMaTuUeCcKnx KneTtok

dTa gucuunanHa nsyvyaeT HacnefCTBEHHOCTb M M3MEHUYUBOCTL CO-
MaTMUYECKUX KNETOK, UCNOJb3ysa KyNbTypy KNETOK pPas/fINYHbIX TKaHel 1
opraHoB. CyuwecTBylT cnegywlumue Metofbl reHeTUKM COMaTUYEeCKUX
KNeTOK YenoBeka:



1) npocTOe KyNbTWBUPOBaHWUE;

2) rmépuamsauns — cnvsiHMe KNeToK pasHblX TUnNos (Hanpumep,
KNeTKN «4YenoBeK— Mbllb» MOCTEMNEHHO TEPSIT XPOMOCOMbI; MOXHO
ycTaHaBnMBaTb rpynnbl CUEMIEHNUA MO OAHOBPEMEHHO Mcye3awlWwnum
npusHakam);

3) K/IOHMpOBaHNE — noslyyeHne NMOTOMKOB OfHOW KIEeTKW, Hanpwu-
Mep, rmépugom. MmbpngoMa — 3TO KNETOUHbIA TMépua, NoNyyYeHHbli
nyTemM CAWAHWA HOPManbHOro NMMAOoLNTa U ONYX0NeBOlM KNeTKW; npo-
M3BOAUT MOHOK/IOHaNbHblE aHTUTeNna 04HOro Tvna;

4) cenekuma — oT60p KNETOK C 3apaHee 3ajaHHbIMK CBONCTBaAMM.

6. BMOXMMMYECKNIA meTonq

OcHOBaH Ha u3y4yeHun obmMeHa BelecTB ((PepMeHTOB, aMWHOKMCIOT,
ropMoHoOB 1 T.4.). HacnepcTeBeHHble 60n1e3HN o6MeHa BellecTB nogpasge-
nATCA Ha 601e3HN yrneBoAHOro obMeHa, 06MeHa aMUHOKWCIOT, IMNNL0B.

C nomoLblo 6BMOXUMMYECKNX METOLOB Y)Xe B NepBble MECSLbl XXUN3-
HW MOXHO BbISIBUTb KOHLEHTpauunio eHnnanaHmHa B CbIBOPOTKE KpoO-
BW, CHUXXEHME 1 AaxKke OTCyTCTBME PYHKLMUN LWNTOBUAHON Xenesbl, ca-
XapHbIl gnabeT n T.4.

7. MeToq pepmatornuuku

MpegctaBnseT cO60i M3yyeHne KanuNNAapHbIX y30pOB NanbLes, na-
[oHeit, cton. [lepmaTornuguyeckne y3opbl BbICOKO MHAUBUAYANbHbI U
He MeHSITCA B TeYeHue BCeli XW3HW. [lepmatornnduyeckunii aHanms
no3BonseT onpeAenuTb 3Ur0THOCTb 6/IM3HEL0B, MAEHTUDUKALUIO NNY-
HOCTU B KPUMUHANNCTUKE.

8. MonekynapHoO-reHeTU4YeckKnin mMetoq

370 6onblas M pasHoobpasHas rpynna MeTofoB, B KOHEYHOM cyeTe
npefHasHauYeHHbIX 4151 BbIAB/IEHUA BapuauuWii B CTPYKType ucciiefyemMoro
yuyactka AHK (annens, reHa, permoHa XxpomMocoMbl) BNAOTb 40 pacmngpos-
K1 MePBUYHO NOC/1e40BaTeNIbHOCTY OCHOBaHWIA. MonyyeHune o6pasyos HK
(nnm PHK) siBnsieTcst MCXO4HbIM 3TanoM BCeX MeToAoB. B 60nblwNHCTBE Ciy-
YyaeB [/19 YCMEeLWHON ANarHOCTUKN 60Ne3HN NN reTepo3nroTHOro CocTos-
HVS [OCTATOYHO MccnefoBaTh NMLb HE60bLION hparMeHT reHoma. MoaTo-
My 408 NpoBefeHus aHann3a Heob6XoAMMO NONYYUTb JOCTaTOYHOE
KO/INYECTBO Takux (hparmMeHToB, T.e. aMnanuumpoBatb (YMHOXMNTb) WX.

MonnmepasHasa uenHasa peakuusa (MUP) — ato meTog amnnuduka-
umn AHK B ycnoBusx in vitro. OguH 13 Hanbosniee pacnpocTpaHeHHbIX
MEeTO0B MOJEKY/NSAPHO-TEHETUYECKON AMAarHOCTMKN. B TeyeHue He-
CKOJ/IbKMX YaCOB MOXXHO Pa3MHOXWTb ONpefesieHHy0 nocneposaTesb-
HocTb HK B KOnnuyecTBe, npesbiWallWeM NCXOAHOEe B MUINOH 1 60-

297



nee pa3. CnejoBaTeNibHO, NCXOAHO TPEGYeTCs 0YeHb He3HauUTeslbHOE
KO/IMYECTBO MaTepuana.

CylecTBYOT 1 Apyrue MOJEKYNsipHO-TeHeThYeckne meTtofdbl. Cpe-
AN HUX MOXHO Ha3BaTb MeToAbl onpefefieHns HYKNeoTuAHOW nocne-
[oBaTeNlbHOCTU (CeKBEHMpOBaKe) reHoB, NpsaMas AeTeKUus MyTaHTHbIX
reHoB, No/MMOpPM3M ANUHbI PECTPAKLMOHHbLIX (hparMeHToB, onpeje-
NeHVe NepBUYHOro NPOAYKTA reHa u ap.

MonekynapHo-reHeTU4Yeckne TexHos0rmm
B ANAarHOCTUKE HacnefCTBEHHbIX 60ne3Hei

MeTtopa

OnpefeneHne HykneoTWAHOM
nocnegoBaTtebHoCTH
(cekBeHVpoOBaHVE) reHoB
MpsiMas feTekuyst MyTaHTHbIX
reHoB

leHeTUyecKnii aHan3
nonumopduama AHK poguteneii
1 pebeHka (cuenneHne reHoB)

[OwnarHocTupyemble 60ne3Hn
(npumepsbl)

F'emochunum, Tpom6odhunmu,
remorsiobmHonaTuu,
MWUTOXOHAPWabHbIE 60M1e3HN
MyKoBMCLMAO03, YMCTBEHHAs
OTCTa/1I0CTb C JIOMKOI J1'-XpOMOCO-
MOV, (hEHNTKETOHYPUS, MUonaTus
[loweHHa
Okono 300 HacneACTBEHHbIX
60ne3Heil, BKIHOYas
YNOMSIHYTbIE BbilLe

Muonatusa [toweHHa, 60n1e3xmn
HaKonneHus (J'IVIBOCOMHble,
NepPOKCNCOMHbIE)

OnpefieneHne NepeBUYHOro
npoayKTa reHa

9. MeToAbl NpeHaTanbHON ANArHOCTUKN

[ns npeHaTanbHoOM, T.e. 4OPOAOBON, ANArHOCTUKN HAC/eACTBEHHbIX
3aboneBaHuil y byayuero pebeHka Mcnonb3yT MeTodbl 6uoncum xo-
PUOHOB, aMHMOLEeHTe3a, XopuoueHTesa.

Ha 14— 16-ii Hepensix 6epeMeHHOCT NPOM3BOAAT OT6OP aMHMOTU-
YeCKOol XNAKOCTM NoS KOHTPOIEM YNbTPa3ByKOBOI0O MCCNef0BaHMA (puc.
222). broncua XOpuoHOB NO3BOSAET BbIABUTb HAPYLUIEHWNA HECKO/IbKO pa-
Hee — Ha 9— 11- Hegenax 6epemeHHoCTK. [l 3HHOE UccnefoBaHne Npo-
N3BOANTCA LMTOreHeTUYeCKUMU, MOSIEKYNIAPHO-TeHeTUYecKMMmn MeToga-
MU. LlnToreHeTnyeckme meTofbl MccnefoBaHMA NO3BONAIT BbIBUTH
XPOMOCOMHbIE abeppauuu y nnoga, buoxmmuyeckme metofbl onpepje-
NAT aKTUBHOCTb (DEPMEHTOB WM KOHLEHTPALMI0 HEKOTOPbLIX NPOAYK-
TOB MeTabonmn3mMa. B aMHMOTUYECKO XNAKOCTU onpeaensioT 6eN0K-asb-
thacpetonpotenH (A®MN). APMN — raukonpoTens, NPoAyuMpyeT neveHb
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Puc. 221. AMHUOLEHTE3 U MeTO/Abl MpeHaTanbHON (A0 poXAeHUs)
[OVNarHoCT KN XPOMOCOMHbIX U BMOXUMMUYECKUX HAPYLLEHWNA

Puc. 222. OT60p Npo6bl
aMHMOT MYECKON XUAKOCTU Y
6epeMeHHOI XeHLNHbI 415
npeHaTaNbHOW ANarHoCTUKN
XPOMOCOMHBbIX
nnnm GUOXUMUYECKNX
HapyLUeHniA
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nnoga. YposeHb 6enka-A®M nosbiwaeTcs npu psge aHomanuii passu-
VA naoga, Taknx Kak aHaHuedanus (oTcyTcTBME MO3ra), BHYTpUYTpPO6-
Has rnbenb nnoga. CHmwkeHnve A® T nponcxoamnT NpyM XPOMOCOMHOW na-
Tonorun (cuHapombl fayHa, 3aBapaca v ap.).

YnbTpa3ByKOBOe uccrefoBaHve nnoga — Haubonee pacnpocTpaHeH-
HbIi METO/ B MPeHaTaNbHOW AnarHocTuke. MeTo OCHOBaH Ha cCnocobHoC-
TN yNbTPa3BYKOBOW BOJMIHbI OTpaXkaTbCsi OT NOBEPXHOCTW pasfjena AByX

Puc. 223. MonyyeHne MHCymMHa
MeTOZO0M FeHHOIN UHXXEHEPUN
1 GUOTEXHOMOMN

cpef, OT/INYAKLMXCSA Pa3HOW NoT-
HOCTbIO, YTO NMO3BOMSIET MOMYUUTH
n3obpaxeHne Ha skpaHe.

MNccneposaHne npoBoAAT Ha
pasnnyHbIX CPOKax 6epeMeHHOCTH.
MeTog no3BonsieT gMarHOCTUpPO-
BaTb MO/ NI0Aa, MOPOKMU pasBUTUA
KOHeYHoCTel, Mo3ra, nouyek u apy-
rMx opraHos. MpeHaTanbHas guar-
HOCTMKa HanpaeneHa Ha npejoTBpa-
ueHne nosBaeHnss 6G0OMbHOrO
pebeHKa B cembe.

VMcnonb3oBaHne MeTOAOB
MOIEKYNSPHOI 6uonorunm
N TEHETUKN B MeAnLUHE

MonyyeHne MHCYyIMHA

WHcynuH yenoseka — nepsblli
yenoBeyeckuii 6enoK, NonyyYeHHbI
C NOMOLbI MeToAa reHeTUYecKo
WNHXEHEepUn un ncnonb3ytoumniica
Ansa neyeHus 6onesHei. Ceiivac oH
Mcnonb3yeTcs B OYeHb 60MbLWMUX
MacwTabax Ansa nwogen, ctpagan-
L MX caxapHbIM fnabeTom. VIHCynmnH
yenoBeka, NONyYEHHbIN C NOMOLL b0
TEXHONOrMM peKoM6UHaHTHoW AHK
(puc. 223) paeT 3HaUNTENbHO MEHb-
e no60oYHbIX 3PPEKTOB, YEM WH-
CY/IMH, NMPUrOTOB/IEHHbIA W3 3KCT-

300



pakToOB NOMXENYAO0UHOI Xenesbl CBUHbM WU KOPOBbI, KOTOpble paHee
6bI/IN OCHOBHLIM UCTOYHWKOM WHCYNMHA.

TakuM e MeToAoM 6blM MoyYyeHbl TOPMOH POCTa, BaKUUHbLI, 6e-
NOK Weska v ap.

CTBO/OBbIE KNETKW, TepaneBTMUECKOe K/IOHUPOBaHME,
PEnpoAYKTUBHOE KNOHMPOBaHUE

B TeueHne nepsbix ABYX HeAeNb pas3BUTUA YenoBe4Yeckoro ambpuo-
Ha CyWecTBYIOT yHUBEpPCasibHble CTBOJIOBbIE KETKM — TOTUMOTEHTHbIE,
cnoco6Hble aAndcepeHympoBaTbcs B N1060M 13 NpubansnTensHo 260
TUMOB KNETOK Tefna 4yesnoBeka. Takme CTBOJIOBble K/IETKM Ha3biBalTCA
3M6pUOHaNbHbLIMU (3apO/blleBbIMU) CTBOJIOBbIMU KNeTKamu. Mcnosb-
30BaHMe TaKnX KNeToK OTKpbIBAeT LWNPOKME MEePCneKTUBbl ANs ycnew-
HOli pereHepayumnmn caMblX pa3/INYHbIX TKaHe nopraHos (puc. 226, 227).

OfHaKo CTBOJ/IOBbIE KNETKW NMPOAO/KAKT CyWecTBoBaTb Y Yenose-
Ka 1 B NOCTIMOpMOHaNbLHOM nepuoge, y B3pOC/i0oro Yyenoseka. 3Tm CTBO-
N0Bble KNeTKN UMEINT yXKe 3HaUUTeNbHO 6osee y3Knii noTeHuman u mo-
ryT AaudepeHumpoBaTtbCa BO MHOTME, HO He B N06ble TUMbl KIETOK
opraHusMa. Takue CTBO/IOBble KNETKM Ha3blBalTCA M/IPUNOTEHTHLIE.
TUNUYHBIM NPUMEPOM ABASAKOTCSA CTBOMOBbIE K/ETKN KPACHOI0 KOCTHO-
ro mMosra. 3Tn KNETKN JatoT Hayasio BCEM TUMAM KNETOK KPOBW.

B nio6om opraHM3sme B HOpMe NPUCYTCTBYeT onpefesieHHoe KOo/u-
4YeCTBO CTBOJIOBbIX KNEeTOK. /IMEHHO OHU o6ecneymnBaldT BO3MOXXHOCTb
KakK hnanonornyeckoli, Tak u penapaTtuBHON pereHepaymm opraHusma
B N1060M BO3pacTe.

OpHakKo c BO3pacToMm 06uiee YMCIO pas/IMyHbIX CTBOMOBbLIX K1ETOK
CHmXaeTcs. MNocnegHne [OCTMXEHUA B BMOTEXHONOrMK, B TOM 4ucCie B
MeAMLUMNHCKON, NPeacTaBasoT aflbTEPHATUBHBIA MyTb NOAyYeHUs aM6puro-
Has/lbHbIX CTBOJIOBbIX KNETOK, KOTOPble MOryT ObiTb MCMO/b30BaHbl A4
TpaHCnNaHTauuMn TKaHel n opraHoB. Takue TKaHW 1 opraHbl MOryT UMETb
MaKCMasibHY WOEeHTUYHOCTb, W PUCK OTTOPXKEHUSA MPW TpaHCcniaHTauum
6yaeT MMHUManbHbIM. lpoueaypa NonyvyeHuss COOTBETCTBYHOLMX TKaHel
WM OpraHoB Ha3blBaETCHA TePENeBTUYECKUM, NN HEPENPOAYKTUBHBLIM, K/10-
HyMpoBaHueM. CylecTByeT HECKO/IbKO TEXHOJIOTUIA, MO3BONAIOWMNX CO3a-
BaTb NaumeHT-cneyudmyeckne amobproHasnbHble CTBOMOBbIE KNeTKN. K HM
OTHOCATCS MepeHoC A4pa COMaTUYeCKOW KNeTku, MeTof mapTeHoreHesa,
nepeHoc LUToNNasmbl ANLEKNETKA 1 apyrue.
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Puc. 224. Oeuka (cneBa), pasBuBLlasics
13 KNI T KN MOJIOYHOM Xenesbl, B3ATOW 0T
0BLbI 6e10MOPA0N Nopoabl U
TpaHCcNIaH TUPOBAHHON B OBLY
YepHOMOpAoW nopoabl (cnpasa)

Puc. 225. 3KCNepuMeHT YWiMyTa no KJIOHUPOBAHWUIO XUBOTHBIX. YUIMYT
nofcaxwvsan A4po U3 KNeTKN MOMIOYHON Xese3bl B 3HYK1ENPOBAHHY0
AliLekneTKy A8 NOyYeHUs K/IOHa 0BLpl, Ha3BaHHOW [lonmn, KoTopas
BbIpOC/ia B HOPMasibHOE B3POC/I0e XXMBOTHOE 1 Npon3Bena 30p0oBoe

noToMCTBO

Mpu nepeHoce sifpa COMaTUYECKON KNeTKn 06bl4Haa comartuyeckas
KneTka (Hanpvmep, anUTenuii KoXKu) noMellaeTca pAAoM C ANLEKNETKOW,
y KOTOpoOIi yaaneHo s4po. Mog Bo3geincTerem 3N1eKTpU4eckoro nMnynbca
NPOUCXOAUT CANSHUE KNETOK, W AlillekneTka akTuempyetcs. Mpoucxogut
nepenporpammupoBaHune AWK comatuyeckoil KneTku. KneTka npuxogut
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Puc. 226. Ucnonb3oBaHne aMBPUOHANbHBIX CTBOMNOBbIX KNeTOK
[NA BOCCTaHOB/IEHNA pa3pyLUEeHHOW TKaHn

B 3apo/bllleBOe COCTOAHME (3Ur0Thl) M HauMHaeT Aenntbcs. B TeyeHue
HECKO/IbKNX AHEN MpoucxXoauT opmupoBaHne 6nactynsl (61acTOLUCTbI
13 100— 250 kneTok). /I3 61acTounCTbl M30AMPYIOT 3apoabllleBblie KAeT-
KN U KYyNbTUBUPYIOT Ha cneuuanbHbiX cpefax, fobusasch andepeHum-
POBKM B T€ UM MHble HeobpaTMble TWMbl KIETOK.

KneTka naumeHTa cnvBaeTcs C AlLeKNeTKol AoHopa, Y KOTOpoW yaane-
HO S4p0. 3apoabllleBble CTBO/IOBbIE KIETKU BbIAENAT N3 61aCTOUMCTbI U
BblpallMBalOT Ha cneuuanbHbIX cpefax. BaHOl xapakTepucTuKoi nony-
YEHHbIX TaKMM MyTEM CTBOJIOBbIX K/MIETOK SIBNSieTCS akTmBauus pepmeHTa
Tenomepasbl. AKTUBHOCTb 3TOr0 hepMeHTa NPUBOAUT K YAJIMHEHWIO Teno-
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MEPHbIX YHaCTKOB XPOMOCOM. VI3BECTHO, YTO B 3pe/ibiX KNETKax Mpoucxo-
OWT yKOopayuBaHue TesioMep, YTO MPUBOAUT K OFPaHUYEHUI0 CNOCO6HOCTU
[ennTbCs, CTapeHnto, rmbenn KneTkn. B nonyyeHHsix 3CK Tenomeps! yanm-
HeHb! [0 UCXOLHOr0 COCTOAHNA. 3Ta TEXHOMOMNMSA NO3BO/IAET NOyYaTb OMO-
NIOXKEHHble 3[,0POBble KNETKN A5 Nnepecajkn, FeHETUYECKN UAEHTUYHbIE
KneTkaMm nauueHTta. Jpyrum BaxKHbIM Hanpas/ieHVeM SBMSETCA NonyveHue
cneumduyeckux AudhepeHLMpoBaHHbIX TUMOB KNETOK U TKaHel 1 nx TpaHc-
nnaHTaums naumeHty. AuddepeHumpoBKa B pas/iMyHbie TKaHW, Hanpumep
KapAuoMuoLmnTbl, KPOBb U Apyrue, NpPOUCXO4UT CMOHTAHHO MpU Ky/bTUBU-
poBaHMM Ha cpefax. HekoTopble XMMUYECKMe BeLlecTBa, Hanpumep peTtu-
HoeBas KneTka, MOryT nHayumposaTb guddepeHumposky 3CK B HepBHble
KneTku. Monck Taknx perynstopos npofosnkaercs

Puc. 227. TepaneBTUYecKoe K/I0HMpPOBaHWe, penpoayKTUBHOe
K/I0HUpOBaHue
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TepaneBTUYECKOE K/IOHMPOBAHWE OT/INYAETCA OT PEnpofyKTUBHOIO
KNOHMPOBAaHWNA TeM, YTO NOC/e CXOAHbIX HavanbHbIX CTafgunii 06pasyoLLuii-
CA 9MOPUOH paspyLlaeTca v BbiAeNsaTCA IMOPNOHANbHO CTBONOBbIE K/eT-
KV, BblpaliMBaemMble B Ky/ibType 1 Jo6aBneHHble K TKaHAM UHANBUAYYMa, Y
KoToporo 6pann AHK. Mpu penpofyKTUBHOM K/IOHWPOBAHUWU, HaNpoTUB,
3MOPMOH coxpaHsaeTcsa A8 UMNAaHTauun 1 BblpaluBaHNa B CypporaTHoi
maTepu. ViIMeHHO 3Ta npouegypa 6bi1a MCnob3oBaHa Npu KJI0HNPOBAHUN
oBLbl [lonnn. KneTtkn yenoseka Bnepsble 6bl1M KIOHNMPOBaHLI B HOsI6pe
2001 r. Cc Uuenbio NoNyyYnTbL CTBOJIOBbLIE KNETKU A1 TEXHUKM TepanesTnyec-
KOro K/IOHMPOBaHUA, Kak nokasaHo Ha puc. 227.

MpUHUMN reHHOl Tepanuu

B HacToswee Bpems n3BecTHo 60s1iee 4000 HacneACTBEHHbIX 3abone-
BaHWii YenoBeKa, U TOIbKO HEKOTOPbIE M3 HUX MOXHO N1e4nTb NOCTOSHHOM
Tepanueit. [na MHOTMX M3 3TUX 60NE3HEeN OTCYTCTBYIOLWMA nnn aedexT-
HbI TE€HHBIA NPOAYKT MOXET ObITb NPUMEHEH 3K30reHHO, Kak, Hanpumep,

Puc. 228. MpUHLMN FeHHOl Tepanun.
JNeyeHvie TsHKenoll UMMYHHOW HeJ0CTaTO4YHOCTU
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WHCYNNH NPUMEHSIETCS ANs ANaGeTUKOB. BONbLUMHCTBO (hEePMEHTOB SIBAIS-
I0TCA HEecTabubHBIMU U He MOTYT BbiTb [OCTaBMEHbI K MECTY AeliCTBMS B
aKTUBHOI (hopme, KpOMe TOro, KNeTouHble MeMGpaHbl SIBASOTCA Henpo-
HULaembIMK AN18 60/1bLUIMX MaKPOMONEKY/, TAKUX Kak 6enkun, cnegosaTenb-
HO, (hbepMeHTbI AO0/KHbI CUHTE3MPOBATLCS B TEX KNeTKax, rae OHN Heobxo-
AnMbl. TakuM 06pa3oMm, fieyeHne HacneACTBEHHbIX 3a60/1eBaHNii OrpaHun-
YMBaETCS TEMM CnyyasMu, Korga OTCYTCTBYWLWMI MeTabonut asnseTcs
He60/bLIOK MONEKY/Oi, KOTopas MOXEeT NnonacTb B COOTBETCTBYOLLME
TKaHW Tena yepes CUCTEMY KPOBOOGpaLleHUs. A5 MHOTUX HAcNeACTBEH-
HbIX 3a60/1€BaHUI reHHas Tepanus npegnaraeT Hau6onee NepcneKTUBHbINA
noAXof AN1S YCMewHOoro neveHuns. FeHHas Tepanvs npeanonaraet Ucnosb-
30BaHWe BBeAEHNA HOPMaslbHOW KOMMK reHoB B FeHOM MHAMBUAYYMa (prc.
228), Hecyllero AeeKTHble Konuu reHa. I'eH, KOTOpbIli BBOAUTCS B KNETKY
W B OpPraHu3M, HasblBaeTCA TPaHCreHOM, W OpraHu3m, Hecyliuii BBeAeH-
HbIl reH, Ha3blBaeTCA TPaHCreHHbIM. Ecnv reHHas Tepanus ycnewHa, To
TpaHcreH 6yAeT CUHTe3NpoBaTh HeJoCTaloWNiA FeHHbI NPOAYKT 1 BOCCTa-
HaB/MBaTb HOPMasbHbIA heHoTun.



MnaBa Xlll
TEHOMWKA



TepMUH «reHom» BrepBble Gbln BBEAEH HEMELKMM 6OTaHUKOM [aH-
COM BuHknepom Ana o603HavyeHUs ransongHoro Habopa XpomMoCoM.

OCHOBHasi PyHKLUSA reHomMa — ob6ecneynBaTb XU3HeesATeNbHOCTb
KNeToK, TKaHel 1 opraHoB v nepegaBaTb UHHOPMAL MO O HACNEACTBEH-
HbIX CBOWCTBax opraHusMa cneylum opraHnsMam. B reHome He Bce
ero y4yacTkn TpaHCKpnouMpyTcsa. FeHOMbl NPOKApPUOT M 3yKapuoT nme-
0T CXOACTBA, HO €CTb MEXAY HUMW W NPUHLUNMAbHbIE pasnuuus. Ha-
YKa, nsydawuaa reHomMmbl BCEX OpPraHM3mMoB, Ha3blBaeTCA reHoMuka.

['eHOM NpokapnoT

eHOM NpoKapuoT MPaKTUYeCKU LeIMKOM COCTOUT M3 FEHOB U MPUMbI-
KaLWmnxX K HUM perynsaTopHbliX anemeHTos. Pasmep AHK TunmuyHoro npea-
CTaBUTENSA NPOKApUOT KuLeyHol nanoykn £ coHcoctasnsieT 4 x 107 n.H.
MakcuMmanbHbIii pasmep reHoma NpokKapuoT He npesbiwaeT 8 x 106M.H.,
YTO HAMHOrO MeHbLUe, YeM Y 3yKapuoT. MNI0THOCTb FEHOB B reHOME MpoKa-
pUOT 3HAYMTENbLHO Bbille, YeM B FeHOMe 3yKapuoT. Ko/invyecTtBo Xpomo-
coMHoli OHK, npuxogsaweica Ha oguH reH, y 6aktepuin — 1000 n.H., y
apoxokeli — 2000 n.H., y yenoseka — 30 000 n.H. ¥ npoKapuoT nocnezo-
BaTe/NIbHOCTW nepefs W nocne 6en0K-KOAUPYOLEA YacTu Kopoye, Yem y
sykapuoT. [IHK npokapuoT npefcrtasfiieHa KOMbLEBON [BYXLEnoyYeyHol
cynepcnupann3npoBaHHoOli XpoOMOCOMOW (puc. 229).

B HacToswee Bpemsa onpegeneHbl reHombl 6onee yem y 400 6akTe-
puii. OnpepeneHne HyKIeoTUAHON NocnefoBaTeNlbHOCTM M0O3BONSET
onpefennTb CTPYKTYpbl FeHOMa W CBSi3aHHble C ero (YyHKUMOHMPOBa-
HUEeM TaKue Mpouecchl, Kak pennkauusa, TPaHCKPUNUUA, TpaHcnsaums,
perynsymsa n aBonLMsS FeHOMOB. Y MPOKapuoT — OMNEPOHHbIA MPUH-
umMn opraHusaumn yHKLMOHUPOBAHUSA TEHOB, KOAMPYOLWNX 6IM3Ko-
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Puc. 229

pofcTBeHHble 6enkn. YacTto nocnegoBaTeNbHOCTb PacnoioXKeHus re-
HOB B OMepoHe coBnajaeT C Noc/ef0BaTeIbHOCTbI0 MeTabonnyeckmx
aTanoB. Y 60nblIMHCTBA 6aKTepuii, KDOME XPOMOCOM, B COCTaB reHoma
BXOAAT NMasMufbl, CNOCOGHbIE K aBTOHOMHOI pennukauun. 3To ABYX-
LuenoyeyHas konbuesaa AHK pasmepom ot 0,1 o 5%, Hecywan reHsol,
TakMe Kak yCTOMYMBOCTb K aHTUOGUOTMKAM, W FeHbl, CNOCOOHbIE Mmepe-
MeLaTbca U3 nnasMuibl B reHOM XpOMOCOMbI. HeKoTopble nnasmupbl
nepejailTca OT OAHOW 6aKTepun APYroil Npu KOHblOrauuu, gpyrue He
CMOCO6HbI K KOHBIOraTUBHOMY nepeHocy. Mnasmugsl £ co//oTHocATCA
K KOHbIOraTUBHbLIM U NepeHocAaT F- n /?-reHbi.

B cocTtaB reHoma NnpokapunoT BXOAAT MOOGU/IbHbIE TEHETUYECKME 3Ne-
MeHTbI, OHM nogpasfenstTca Ha /S-anemeHThl (insertion sequence) n
TpaHcno3oHbl (Tn).

['eHOM 3yKapuoT

Mo reHoMOM 3yKapuOTMYECKOro opraHusma B HacTosee Bpems no-
HumatoT cymmapHyto OHK rannongHoro Habopa xpomocom u AHK BHe-
XPOMOCOMHbBIX FEHETUYECKUX IMIEMEHTOB — MWUTOXOHAPMWI U Xnoponnac-
TOB. Pasmepbl reHoMa 3yKapuoT B CpefiHEM Ha 2— 3 MopsKa Bbille, Yem y
npokapuoTt (puc. 230). JykapmoTuyeckas Knetka COAEpPXUT He HaMHOro
60/blUE TeHOB, YeM NpokapuoTnyeckas. Camble MasieHbKWe FTeHOMbI NMe-
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0T OAHOK/ETOYHbIE OPraHn3Mbl 3yKapuoT, Hanpumep APOXKXu, a camble
KpYMnHble UMEeKT amduUoun 1 NOKPbITOCEMEHHbIE PaCTEHUSA.

[eHOM YenoBeka Mo pasmepy 3aHUMaeT cpeAn MIEKONUTaIOLWMX cpes-
Hee mecTo. OHOW M3 0COBEHHOCTEl 3yKapmoTUYeCKol KNeTku sBnseTcs
1 TO, 4TO 60sbWas YacTb reHoma HK aykapuoT npefcrasneHa HeKoau-
pylowmMy nocnefosaTelbHOCTAMU HYKNeoTuaoB. Tak, B retepoxpomaru-
HOBbIX 1 TENIOMEPHbIX palioHax XPOMOCOM cogepXutca mMHoro AHK, ko-
TOpble He TPaHCKPUOUPYIOTCA. AMepPUKaHCKUE yuyeHble P. BpuUTTeH u
3. [eBnacoH B KOHUe 1960-x Ir. OTKPbLIIN B FEHOME 3yKapuoT Hainyve
nocnegoBaTeNibHOCTEN HYKNeOTUAO0B pPasHOol CTeNeHun NMOBTOPSAEMOCTH.

B HacToslee BpeMa reHoM 3yKapuoT MOXHO nogpasfenutb Ha fAse
rpynnbl: OAHa rpynna HyKNeoTUAHbIX nocnefoBatelbHOCTel — 3TO Noc-
nefoBaTeNbHOCTM, KOTOPble BXOAAT B COCTaB FEHOB U BK/OYAOT B cebs
YHUKa/IbHble 1 YMEPEHHO MOBTOPAKLWNECS nocnefoBartesibHocTh. BTo-
pas rpynna HyKneoTuAHbIX nocnegosatensHocTen — AHK He BxoauT B
COCTaB reHOB U UX PEryNATOPHbIX 3/1eMeHToB. OHM pasbpocaHbl No BCe-
My reHomy (gmcneprupoBaHHble NoBTOpPbI) (puc. 231) n BCTpeyawTCs B
60N1bWOM KONMYECTBE KOMWI, UX Ha3blBAlOT BbICOKOMOBTOPAKLWMUMUCS
nocsieoBaTesibHOCTAMU.

YHUKaJ/IbHble NOCNeL0BaTeNIbHOCTY

YHUKanbHble nocneanoBaTte/ibHOCTU npeacTaB/ieHbl B reHOMe B 0A-
HOM 3K3eMnaspe. YHUKa/bHble NocnefoBaTenbHOCTN — 3TO Haubonee
CIOXXHbIA KOMMOHEHT FreHoMa 3yKapuoT. Y pa3HbiX OpraHn3MoB npoTs-
XXE€HHOCTb YHUKaJIbHbIX HYKNEeOoTUAHbIX HOCHEAOBaTeﬂbHOCTeVI COCTaB-
nset okono 2% Bceit AHK reHoma.

Bo thpakumnio yHUKanbHbIX HYKNeOTUAHbIX nocnefosaTesibHOCTeN Mo-
nagatT MHOFOYUC/IEHHbIE TeHbl, Koaupylwne 6enkn. Croga e BXoadr
HYKNeoTnaHble nocnenoBaTtesibHOCTU MHTPOHOB, pa3Mepbl KOTOPbIX Ha
NnopsAoK NPEeBLILWAOT pa3Mepbl 3K30HOB, COAepXKalmnxcsa B reHe. Kpome
TOro, CloAa OTHOCSAT NCEBAOreHbl — 3TO (PYHKLMOHANLHO HeaKTUBHble
reHbl, BO3HVKLLWE B pe3ynbTaTe MyTauuii 06blYHbIX FTEHOB 1 B JaslbHelluem
HaxofsLmMecs B reHoMe, HO B pe3ynbTare MyTalWii OHU He MOTyT KOAWpo-
BaTb 6enku. MceBAoreHbl — 3TO UCTOPUYECKME, apXeosioruyeckmne ocrar-
KW NpOLWbIX reHoB. MceBaoreHbl o6pasyoTcs AByms cnocobamu. B cuH-
TETUYECKMIA nepuog nHTepdasbl NPOMCXOAMT YABOEHNE TEHOB, W B X04e
[LaHHOro npouecca /INIWHAA KONUA AaHHOT0 reHa MOXeT BK/UUTb Apy-
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Puc. 230. Paamepbl FeHOMOB pa3fINyHbIX OPraHM3mMo

rylo XpOMOCOMHYI0 061aCTb, YTO MOXET NPUBECTN K MHAKTWBaLMW FeHoB,
npespatjas ux B NcesAoreHbl. HoBas Konusi reHa cnocobHa NosBUTLCA B
pe3ynbTare 06paTHO TpaHCKPUNUMN: B Xo4e akcnpeccun reHa MPHK oHa
TpaHckpubupyetcs B AHK, KoTopas BCcTpauBaeTcsi B reHOM. Takoi npo-
LiecC Ha3blBalOT PETPOTPAHCMNO3nLUUEl, N B HEM y4acTByeT MOBUIbHbINA Te-
HeTuyecknii anemeHT LINE. Aynnvkaumsa n peTpoTpaHCcno3nums cnyxat



Puc. 231. Cxema pacrnosno-
YKEHMSA Pas/INYHbIX TMOB
Mnoc/ieaoBaTe/IbHOC Tel

B XPOMOCOMeE

OCHOBHbIMN MeXaHUu3MaMiu 06pa30|3aH|/|s-| ncesaoreHoB. Ecnu B KONUK re-
HOB OTCYTCTBYET TaKOI BaXKHbIl 3/1IEMEHT, KaK MPOMOTOpP, TO 3TOT F'eH cTa-
HOBWUTCA NceBaoreHom. Te n3 HUX, YTO NOABUNNCHL B pe3ynbTate Aynanka-
LN BCEro reHa, cofiep>ar Kak 3K30Hbl, TaK U MHTPOHbI. B oTinune oT HuX,
nceBgoreHsbl, 06pa3oBaBLIneCs B pe3y/bTaTe 06paTHOM TpaHCKpUnumn, He
cofepiKaT MHTPOHOB U Ha3bIBAIOTCS NPOLECCMPOBAHHbLIMUW MCEBLOTEHAMM.

YMepeHHO NoBTOpSAOLLMecH NOCAef0BaTeIbHOCTH

YMepeHHO nosTopsAlLWwmMeca nocnegosaresnibHoctTu — o 1000 no-
BTOPOB B O[JHOM JIOKyC€, OHW MpefCcTaB/fieHbl B FeHOMEe JecATKamu win
HECKO/IbKMMW COTHAMW KOMWIA U YHaCTBYIOT B OCYLLECTBEHNN XXN3HEH-
HO BaXXHbIX OOWEKNEeTOUYHbIX (QYHKLUMWA. ITO TreHbl rMcToHOB, TPHK,
pPHK; ux ewe Ha3biBalOT reHaMun «A0OMallHero xo3sancTea».

Bonblwyto rpynny ymepeHHO NOBTOPSLWMXCS nocnefoBaTenbHoCcTel
COCTaB/IAT NOABUXHbIE (MOOU/IBbHBIE) reHeTuYeckne anemeHTbl. OHU MO-
ryT 6bITb paccTas/ieHbl N0 BCEMY FEHOMY WK cOOpaHbl B rpynnbl.

BbicoKkonoBTOpAOLLMECA MOCNe0BaTeIbHOCTU

BbICOKOMOBTOPSIOWMECS NMOCNeA0BaTe/IbHOCTM — 3TO Noc/iefoBa-
TenbHOCTK (cBbiwe 1000), npeAcTaBfieHHble caTeIUTHBIMU (CIYTHUKO-
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BbiMn) AHK. CatennntHble L HK cOCTOAT M3 KOPOTKUX TaHAEMHbIX MO-
BTOPOB A/IMHON 1— 20 HM, OpraHM30BaHHbIX B 6/10KU.

naBHas nmoBTopslwWasnca egnHnua catennutHoii AHK, Hanpumep y D.
melanogaster, cocTouT 13 nATM UM cemn Hykneotugos: (AATAT)R,
(AATAG)n, (AATATC)n, (AATAAC)n, (AATAAC)N Takme noBTOPbI Hasbl-
BalOTCA MuUKpocaTennuTamu. [pyras nocnefoBaTeflbHOCTb CaTe/l/IMTHOM
[OHK noBTopsieTcs MHOrokpaTHO, Y NOBTOPbI BapbupytoTcs oT 10 go 100
T.N.H., OHX Ha3bIBAKTCA MUHU-caTeNMTaMn. MUHU- U MUKpPOCaTENINTHbIE
TaHAeMHble MOBTOPbLI pa3bpocaHbl MO BCEMY FeHOMY M NPeACcTaBAAT Co-
60 YHUKANIbHYH AN KaXK0 0CO6U KOMBUHALMI MO YMCNy TaHAEMHbIX
NOBTOPOB B pa3HbIX /IOKycax U N0 YNCNY TaKUX IOKYCOB. Y 4yenoBeka 3Tn
NOBTOPbI MCNO/Mb3YT B CyAe6HO-MeAULMHCKON NpakTMKe Npu uccneno-
BaHUM WHAMBUAYANbHOCTUN 0CO6GEi U POACTBEHHbIE CBSA3UN MH06bIX XMUBbIX
cywecTtB. Takum o6pa3om, catennutHas OHK o6pasyeT nNpoTsXKeHHble
reHoMmHble 6,10k, B XxpomocoMax cambiX pasHbIX aykapuoT (Aposocuna,
MaekonuTawuwue) catennntHele JHK npenmyliecTBeHHO 06pa3yloTcs B
LLleHTPOMEPHbIX 1 TETOMEPHbIX paioHax XpOMOCOM. 3TO Tak Ha3biBaeMble
reTepoxpomMarmyeckue paioHbl, KOTOpble He 3KcrnpeccupytoT o6pasoBa-
Hne PHK un 6enkoB. Jlokanusauma catennmtHoin HK B o6nactu ueHTpo-
Mepbl YKa3biBaeT Ha BbIMNO/HAEMYH €10 CTPYKTYPHYH DYHKLMIO B XPOMO-
comax mpu MuTo3e 1 Melio3e ¥, BO3MOXHO, CBfi3aHa C mpoLeccammn pac-
X0XAeHNA xpomocoM. KonunuectBo Hekogupywuwmx AHK y pasHbix
OpraHn3MoB pas3/IMyHo. Y yenoseka — 73— 91%, y HaceKoMbIXx — 67, y
LBETKOBbIX pacTeHnini — 69, y HemaTog — 75.

Y pacTeHuii n XMBOTHbIX Hekogupylwasa vacte AHK sasnsetcsa re-
TEPOreHHbIM CKOMMeHNEM KakK OAMHOYHbIX, TaK U NOBTOPSAOLWMUXCA Noc-
neposatenbHocTel (nocneposatenbHocTu AHK, nmpou3BogHbie OT
TPaHCNO30HOB).

lNoaBMXHbIE TeHeTUYECKNE 3/1eMEHTHI JyKapunot

AMepunKaHckaa uccnegosatenbHuua b. Mak-KnuHtok B 1940-e rT.
OTKpbINa CylecTBOBaHNE FeHa, WK /I0Kyca, KOTOPbI/ Bbi3biBasa MOBbI-
LeHne 4acToTbl XPOMOCOMHbIX NepecTpoek y KyKypysbl. Kak okasa-
I0Cb, 3TOT reH MOXeT nepemMeLaTtbCcs U3 0O4HOr0 yvyacTka XpOMOCOMbI
B Apyroii. Takoe siBneHne Mak-KnnHTok Ha3Bana TpaHcnosuuyueii. Ce-
roAHs MO6UbHbIE 31EMEHTbI OTKPbIThl Y MUKPOOPTraHN3MoB, pacTeHuiA,
XXUBOTHbLIX M YyenoBeka. MOABMXHbIE 3/IEMEHTbI, Kak Mpasuso, He cy-
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LeCTBYOT aBTOHOMHO, M A1 HUX XapaKTepHO HaxoXXaeHne Uam B nnas-
Mugax, uam B xpomocomax. Mo6ubHble reHeTuyeckne 3/ieMeHTbl, nepe-
MeLlasiCb B XPOMOCOME M reHax, B/IUAIOT Ha akTUBHOCTb FEHOB, pPacmnosio-
)XEHHbIX pPAAOM, W MOTYT Bbi3blBaTb fAefieyun, TpaHcaokauuwu,
TpaHCno3numn, NHBEPCUM, a TaKkXKe paspbiBbl XpOMOCOM. B 60MblUMHCTBE
CBOEM MOJABWXKHbIE 3/IEMEHTbl MPOKAPMOT N 3yKapMOT MOCTPOEHbLI MO
CXOA4HOMY nfaHy. B 60nbWMHCTBE FEHOMOB 3YKapMOT BCTPeYalTCs TpaHe-
NO30HbLlI U MPON3BOAHbLIE OT HUX MOCnefoBaTe/IbHOCTU. Hanpumep, Ko-
poTKne, pas36GpocaHHbie MO FeHOMY sfepHbie 3anemeHThl (short
interspersed nuclear elements — SINE's) v gnuHHble pad6bpocaHHble
anepHble anemeHThl (long interspersed nuclear elements — LINE’s),
Npou3BoAHbIE OT PEeTPOTPAHCNO30HOB M 06pasylmne 601bWy YacTb
reHoma yenoBeka. PeTpoTpaHCNo30Hbl NpeacTaBnaT cobon AHK-noc-
NlefoBaTe/IbHOCTW, KOTOpble B MpoLecce 3BOJIOLUM PacnpocTpaHUInCh
yepes NPoOMexyTouHyt cTyneHb — PHK. ®epmeHT — obpaTHas TpaHc-
KpunTtasa — WCMoJb3yeT NMPOMEXYTOUHYI CTyrneHb — Mmonekyny PHK B
KayecTBe maTpuupl 419 cuHTe3a HoBoW konun AHK, koTopas BcTpauBsa-
eTca B Xpomocome B HoBoe MecTo. SINE’s n LINE’S BcTpeyvalTca y pas-
HbIX BMOB 3yKapuoT, HO Hambonee XOPOLIO OHW OXapakTepu3oBaHbl y
mnekonutawowmx. OHWM 06pasylT MHOrMe cemelicTBa, MpUYeM Mexay
4yfneHamMmy OfHOro CeMeicTBa MMeKTCA PasNynsa B HYKNeOoTUAHbIX Moc-
neposatenibHoCcTAX. OHU pa3bpocaHbl No reHomy. Hanbornbluee Konnye-
cTBO SINE’s u LINE’s-anemMeHTOB pacnosioXXeHo B 06n1acTax, 6/IM3KNX K
Tenomepam xpomocom. SINE’s npenctaBnswT co6oit kopoTkue (100—
500 HykneoTnAo0B) NnoBTOpstoWmMecs nocnegosarenbHoctn AHK, pa3bpo-
CaHHble No reHoMy. B reHome ux npucytctByeT oT 100 4o 1 MAH KOMWiA.
HykneoTugHble nocnegosatesibHOCTU LINE’s nmetoT 60nblyto anivHy (40
7000 HykneoTUAO0B) M pacnpefeneHbl Mo BCEMY FeHOMy.

"eHoM YyenoBeka

FeHoM yenoBeka cocTtouT 13 3164,7 munnuapga n.H. bonbwyto ponb
B pacwmgpoBKe FKHOMa YenoBeKa Cbirpann MoseKyaspHble 61onoru
K. BeHTep n ®. KonnuHc (puc. 232). OcHoBHOe konuyectso AHK re-
HOMa 4YesfnioBeka /l0Ka/sM3oBaHoO B xpomocomax — 99,5% un Tonbko
0,5% — B MUTOXOHAPMAX. T€HOM MUTOXOHAPWIA YenoBeka 6bln cekse-
HUpoBaH B 1981 r. n coaepXut 16 569 n.H. CpeAHUli pasmep 04HOrO
reHa — okosno 30 000 M.H., a camblit 60NbLWON CerofHa reH — reH anc-
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Puc. 232. 1Ba 0CHOBHbIX
y4yacTHMKa B COCTA3aHWUM NO
onpegeneHunto
nocnefoBaTeNbHOCTY reHoma
yenoseka: Kpeiir BeHTep n
®peHcuc KonnuHe

TpohuHa — 2,7 MunnmMoHa n.H. O6Llee YMC/O reHOB YenoBeKa npeg-
nonaraet 25 000 — 30 000. NgeHTudnuymposaHo 6onee 19 000 nces-
[OreHoB.

Kogupyruwunin 6enok AHK B reHax (3K30Hbl) HacUUTbIBAeT TO/IbKO
1,2%, nHTpoHbl — 21%, Torpga Kak okono 80% [AHK npepcTtasneHo
NOBTOPANWUMNUCA HYKNEOTUAHbIMWU NOC/efOoBaTENbHOCTAMM pasnny-
HOW MpPOTSXXeHHOCTb (puc. 234). MpeanonaratwT, YTO UMEHHO B MO-
BTOPAIOLWMXCSA yyacTkax reHomHoin AHK 3akogupoBaHa nHopmaums,
obecneymsatolas BCO NporpamMmy MHAMBUAYaNbHOrO passutusa. Apy-
ras 0Co6eHHOCTb reHoMa YesnloBeKa 3ak/iyaeTcs B TOM, YTO CTPYKTypa
reHoma nwogel pasHbiX HauMOHaNbHOCTEN, pasHbiX PacoBbliX W 3THWU-
yeckux rpynn Ha 99,9% wnaeHTn4Ha.

Mpu CeKBEHNPOBaHMMN FEHOB NpeacTaBuTenein 6enoi, XenTo n yep-
HOW pac MeXuHausuayanbHas BapuabenbHocTb He npeBbicuna 0,1% un
6blna o6ycnoBneHa, rnaBHbiM 06pa3om, OAHOHYKIEOTUAHbIMWU 3ame-
Hamu — SNP (single nucleotide polymorphisms). Takvue 3ameHbl MHO-
rO4YnMc/ieHHbl, 0bwee nx yncao — 3,2 MAH, 1 nonoBuHa, 1,5 MAH, BCex
SNP npuxoamTca Ha 3KCNPecCcUpyLyo 4acTb reHomMa.

B reHome yesioBeka NMPUCYTCTBYIOT KaK KOPOTKWE pacCcesHHble noc-
neposarenbHocTU, SINE’S, Tak U ANIMHHbIE pacCcesiHHble nocnefoBaTeslb-
HocT LINE’s. SINE’s wWMpoKo npeAcTaBfeHbl CEMENCTBOM 3/1EMEHTOB
Alu, BcTpevatowmumMcsa NnpubamM3nTensHO B Konmyectse 1200 000 konwuid
Ha reHom, 4YTO cocTas/siseT okosio 6% reHoma. OfHa nocneposartesib-
HocTb Alu BCcTpeuaeTcs Npu6AM3nMTeNIbHO Ha Kaxable 3000 M.H. Ha re-
HOM yesnoBeka. Alu-nocnegoBaTesibHOCTb ABAAETCA cneyndunyHol ana
reHoMa npumaroB. YneHbl 3TOro cemeiictea MMewT AAnHY 300 M.H. 1
nostopeHsbl B reHome ot 300 000 go 500 000 pa3. Okono 3% reHoma
yesioBeka NpuxoauTcs Ha fosto 3Tux nostopos. Kaxpaas Alu-nocnepo-
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Puc. 233. ®dyHKUMOHaNbHasA Knaccupukauma 26 383 reHos B reHoMe
yenoseka. Kaxablii ceKTOp yKasblBaeT 4YUC/O0 U MPOLEHT TeHHbIX
npoAyKT OB

BaTe/NIbHOCTb (plaHKMpoBaHa NPAMbIMU NOBTOpaMu AnUHON OT 7 Ao 20
N.H. Mo 3Toi NpuymHe nonarawT, 4To Alu-NoBTOPbI ABASIOTCA MOOW/Ib-
HbIMW 3N1eMeHTaMu, cKopee BCero, petporpaHcnosoHamu. OA4HO U3 ce-
MeicTB, npuHagnexauwmx LINE’S, ato LINE-1 (unn U -anemeHT). Mona-
ratioT, 4To B reHome 4yenioBeka npucytctByeT 50— 100 Tbic. konmii L1,
T.e. OH npeacTtaBnseT 0Kono 5% reHoma. MakcumasnbHas ANMHA 3TUX
3N1eMeHToB cocTaBnseT 6500 M.H., XOTA UMEHHO TaKUX 3/IeMEHTOB B re-
Home He 6onee 3500. L I-3nemMeHTbl UMEKT rOMOJIOTUI0 C U3BECTHLIMYU
obpaTHbIMK TpaHCKpunTazaMmn. CUMTAOT, YTO HECKO/NIbKO OYEeHb pef-
KMX cny4aeB remounmm obycnosieHbl BCTpauBaHMeMm nocnefoBatesib-
HocTu L1 B reH VIII chakTOpa cBEpTbiBAHWA KPOBW, HaxoAslerocs B
~Axpomocome (puc. 234).

FeHOMHasa cTpyKTypa X- U Y-XpoMOCOM 4esnioBeKa

X- n K-xpomMocombl YesioBeka 3BOMIOLMOHMPOBAAM OT napbl npef-
KOBbIX XPOMOCOM B TeyeHune nocnegHux 300 mMaH net. B To Bpems Kak
X-XpoMocoma coxpaHseT MHOrve CBOlCTBa ayTocoMbl, K-xpomocoma
notepsisia 60MblWY YaCTb CBOUX FEHOB M CU/IbHO YMEHbLUWIACh B pas-
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mepe. Ee reHeTnyeckas (hyHKUMA B HacTosliee BPeMs OrpaHuyeHa
WHOYKUMER pasBUTUA MYXUMHbI BO BpeMa ambpuoreHesa u nogaepxa-
HVYeM criepmartoreHesa y B3pOC/bIX MY>XXUYMH. [1Be XpOMOCOMbI Nojasep-
XKEHbl CNapvBaHUi0 N PeKOMOMHaLMN B ANCTaNlbHbIX KOHLAX UX KOPOT-
KUX Nfiey B NCEBAOAY T OCOMHOM o6nacTwu (PARL), Torga Kak gpyrue
06nacTy He yyacTBYWT B peKoMbuHauuu (puc. 234).

Bonblwas YacTb KOPOTKOro nneva (Ap) cocTouT m3 obnactu, Kotopas
BO3HMKaNa 13 TpaHcnoKauMm npeaKoBoi ayTocoMbl B Xp okono 105 MaH
net Hasag (A'-go6aBoyHas o6nacTb, XAR). AnunHHoe nnevo (XQ) coctouT
13 obnacTtu, KoTopas ocTanacb KOHcepBaTUBHONM B xoge asonwoummn (XCR,
A'-KOHCepBaTuBHas 06nacTb). A'-XpOMOCOMa YenoBeKa CoaepXuT bonee
1000 reHoB, 60/bWNHCTBO U3 HUX HE CBA3aHbl C MOIOM.

CTpyKTypa reHoma Y-xpoMOCOMbI YeNoBeka

/-XpoMocoMa yenoBeka UMeeT OT/INHAIOLLYIOCA FeHOMHYI0 CTPYKTYpY,
npeAcTaBNALWY0 NATb PasNYHbIX 061acTell B 3yXpoMaTU4ecKkoil Yactu:
[Be ncesAo-ayTOCOMHbIX 06/1aCTU B AUCTa/IbHbIX KOHLaX KOPOTKOro
(PAR1) u gnuHHoro nney (PAR2), /-cneuncunyecknii pernoH, onpeaens-
owumii myxckoii non (MSY), okono 35 T.Mn.H., okono 8,6 M6 (38% 3ayxpo-
MaTM4YeCcKoii yacTu), Ha3BaHHOW A'-gereHeprpoBaHHO NPonU3BOAHONM Npes-
KOBOW ayToCcOMbI, 3,4 M6 Npou3BOAHON OT 6bIBLUMX A'-CLIEN/IEHHbLIX F€HOB,
o6pas3oBaHHbIX nMpu TpaHcno3uumm (X-transposed), KOTopble BO3HUKAW
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Puc. 235. CTpyKTypa reHoma 4yesnoBeka

0K0M0 3— 4 MAH NneT Hasag, 10,2 M6 amnandguumnpoBaHHbixX K-crneuudm-
Yyeckux nocnegosartenibHocTeli. OHW, NO-BMAVMOMY, NPOM30OLW/N OT ObIB-
wnx AY-cLenneHHbIX reHoB, Nprobpeny hakTopbl MY>XCKOW hepTuIbHO-
CTW NpU TPaHCMO3nLMN 1 PETPOCMNO3NLMN U HA3bIBAIOTCA aMM/IMOHHLIMK,
NOCKOJ/IbKY COCTOAT U3 aMMIUULNPOBAHHBIX MaMHAPOMHbIX Nocfeso-
BaTeNbHOCTEN pa3NIMYHOro pasMepa c 3ameyaTesnlbHbIM CXO4CTBOM nocre-
poBaTenbHocTed AHK 99,9% Ha Bcem NpoTshkeHuM monekynsl AHK (or
10 go coTeH ThicAY nap HykneotTuaos). OHM cofepxar Kak KogupyoLime,
Tak U HeKofupyoLne reHbl. bONbLWMHCTBO FEHOB B aMM/IMOHHbIX CErMeH-
Tax 3KCNPeccupyrTca UCKIUYNTENBHO B CEMEHHUKax. MpeanonoxuTess-
HO, 3TV FeHbl He06X04MMbI A5 CnepmaToreHesa.

MockonbKy crneyndguyeckme nocnegosaTenibHOCTU, onpejensawolme
MY>XCKOW non Ha K-xpomocome, He y4acTBYIOT B KPOCCUMHIOBEpe, OHU
3awmiieHbl 0T MexaHn3Ma BO3HUKHOBEHUS MyTauuin uam CTPYKTYPHbIX
nepecTpoek rno CpaBHEHMNIO € 06bIYHLIMY NMOC/Ief0BaTeNIbHOCTAMU. [eH-
Haf KOHBepcua MexAy 3TUMMU MasMHAPOMHbLIMU MOC/e[0BaTe/IbHOCTS-
Mn ( K-KoHBeEpCUS) NPeanosioKUTENBHO CNYXUT Kak MexaHusM Ans co-
XpaHeHUs HopManbHbiX NocnegoBaTeNbHOCTEl, KOTOpble 6bin
CKOMMNEHCUPOBaHbl HeYHKLMOHANbHBIMW MOCNef0BaTeIbHOCTAMWU B
OflHOM nsieye naavHapoma.



Fomonorusa mexay X-umn Y-xpomocomamMmu

X- 1 Y-XpoMocoMbl mmerT obnactu romonorum 6narogapa mx o6-
Lemy 3BOJOLUOHHOMY MPOUCXOXAEHUIO.

Tpu obnactn — AZFa, AZFb n AZFc — B ANIMHHOM njeHe Y-xpo-
MOCOMbI CBfAA3aHbl C MY>XCKUM 6ecnnoguemM npu ux geneuum Uiy He-
CNOCOBHOCTN MPOAYLMPOBAHNS HEXWU3HECMOCOOHbIX KNeTOK CrnepMb
(azoocnepmus).
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