TEPMUWHbI

AJL1eJIb — BAPHUAHT IOCIENOBATEIBHOCTH T'€HA B PAa3HOM BHJE: OT pas3jIiMuMs B
OIHOM  OykBEe  IOCJIENOBAaTEIBHOCTH /1O  OTCYTCTBHSL  II€JIOTO  KYyCKa
IIOCJIEA0BATENBHOCTH WJIM BCTABKE JIMIIHETO. OJTH PA3JIU4Ms BO3HUKAIOT HM3-32
MyTalW{, KOTOpas MOrJja IMIPOU30MTH y JAJIEKOr0 IPEaKa U MEPEeNaTbCsi TOTOMCTBY
yepe3 MokosieHus. TakuM o0pa3oM, KaKblil T€H y OTAEIbHOTO YE€JIOBEKa MOXKET
ObITh MPEJCTaBICH KOHKPETHBIM BapuaHTOM — amieneMm. Jlnsg mnoHuMaHus
ajyiean3Ma Heo0X0JUMO 0OOBICHUTD, UTO, HAPUMED, PA3IMYUs B LIBETE TJ1a3, BOJIOC,
pocTe, YYBCTBUTEIIBHOCTH K aJKOTOJK OOBACHSIOTCS HWMEHHO pa3HbIMU
aJUIEJIbBHBIMUA COCTOSIHUSIMUA COOTBETCTBYIOLIMX I'€HOB.

Benok — ocHOBHas (yHKIMOHaNbHAs €AUHUIIA JKUBOM KIETKH C CaMbIM
mupovaimuM criekrpom GyHkuuid u Bo3moxHocter. Kak JIHK u PHK, saBnsercs
MOJIUMEPOM, OJHAKO HMMEeT XHUMHYECKU UHbIE CTPYKTYpHbIE OJIOKM —
aMHUHOKHCIOTHL. VX mOCnenoBaTebHOCTh, C OAHOM CTOPOHBI, HAIPSIMYIO 3aBUCHUT
OT COOTBETCTBYIOLIEH TocienoBarenbHoCcTH JJHK 1 MOXeT u3MeHAThCA TONBKO B
OTpaHUYEHHBIX U npeaycMoTpeHHbIX B JIHK uHCTpykKuui, ¢ Apyrod CTOpPOHBI
SABJISIETCS. OCHOBOM CTPYKTYpPBI, B TOM YHUCJIE MPOCTPAHCTBEHHOM, BO3MOXKHOCTEN U
dbyHKIMM OEJIKOB pa3HbIX THIIOB.

I'en — onpeneneHne reHa BKIIOYAET JIBAa ACIEKTa: TEOPETUUECKUN U (HU3HUUECKUH.
TeopeTuuecku, TO €CTb YMO3PHUTEIBHO, '€HOM Ha3bIBAIOT I10CJIENOBATEIBHOCTD
JIHK (cnoBo, 3amucaHHOE Ha SI3bIKE TEHETHKH), O0JaJaroliee ONpeeIeHHbIMU
ceorictTBamMu. Kak M CII0BO B sA3bIKE, I'€H SBISETCA OCHOBOW HACJIEIACTBEHHOMU
uHGOpMAIIMK, B TO BpeMsl KaK pa3WdyHbIe APYTHe CTPYKTYPbl MOXKHO OTHECTH K
3HAaKaM MPETNMHAHMS UM BCIIOMOTATEIbHBIM dJIeMeHTaM. | 'eH siBisieTcst moipoOHOM
MHCTPYKIIMEH Uil cuHTe3a Oenka wiu cnenuduueckoir PHK, xoropyro onH
koaupyer. IIpuueM 3Ta MHCTPYKLHMS ONMCHIBAET HE TOJBKO MOCIEN0BATEIBHOCTD
MOJIEKYJI, HO ¥ TO B KaKWX YCJIOBHSX M KaK OHU JOJDKHBI pabOTaTh U BBITIOIHATH
con QyHkiuu. C pusndeckoil, To €CTh MaTEpUATBLHON, TOYKU 3PEHHUS, TE€H — 3TO
yactb MosieKyJibl JIHK ¢ onpeneneHHbIMu CTpYKTYpHBIMHU dyieMeHTaMu. Kak BHyTpHr
CJIOBa €CTh TMPHUCTaBKa, KOPEHb, CyPPUKC M OKOHUAHWE, TMO3BOJSIONINE CIIOBY
aIanTHPOBATHCS I KaXKI0W KOHKPETHON (pas3bl, TAK M y T€HA €CTh MPOMOTOD,
AK30HBI U UHTPOHBI. llepBbiil 0003HaUaeT HAyanIo reHa, SK30Hbl — 3TO KIIOUeBas
nHpopmanus o mocnenoBareabHocT PHK mm 6enka, a MHTpOHBI HEOOXOIUMBI JIJIsT
pEryJsiliii U TOHKOW HACTPONKH padOThI T€HA B YCIOBUSX Pa3HbIX TKAHEW, OpraHOB
Y U3MEHSAIOLIEHCS OKPYXKAIOIIEH CPE/IbI.

I'eHoTun — 3TO BCe reHbl KOHKPETHOM 0COOM C yKa3aHHWEM aJUIEJIbHOTO COCTOSIHUSA

KaXXJIOr0 Ir'eHa ¥ HAJIMYUSI/OTCYTCTBUSL MyTalluii B MexXreHHbIx yyactkax JJHK.



JloMUHAHTHBIN a/Liesb. B reHOMe 4YenoBeKa COAEPKUTCS MO 2 KONMUU KaKIOU
XpPOMOCOMBI. DTO O3HAYa€T, YTO B KAXJOM I'€HOME €CTh JABE OYEHb MOXOKHE MO
JUIMHE W TIOcIenoBaTenbHOCTH reHoB Mouiekynsl JIHK, kotopeie oTiamuarorcs
AJUICNIbHBIMUA COCTOSIHUSIMU T€HOB U MYTaIlUAMU/TIOIMMOP(PU3MaMU B MEKTEHHBIX
ydacTkax 3tux monekyn JAHK. M3 3toro cneayer, 4To U KaXXAblid '€H NPEICTABIECH
B '€HOME 2 KOIUSIMHU, KaXKJasi U3 KOTOPBIX MOXKET ObITh OMPE/ICIICHHBIM BapHUaHTOM
(aymeneM) sToro reHa. JJOMUHAHTHBIM ajUIeJIeM HA3bIBAE€TCA TOT, OJHOM KOIUU
KOTOPOT'O JIOCTATOYHO JJIsl MPOSIBJIEHUS €ro ocoO0eHHOCTe. To ecTh ecnu XOTs Obl
Ha OJHOM U3 XPOMOCOM I'€H HaXOJUTCS B COCTOSSHUU JOMUHAHTHOIO aJlielisl, TO TE€H
Oyner paboTaTh 10 TOMY BapHaHTY, KOTOPBIM OMUCHIBAETCS UMEHHO STUM aJIJICJIeM.
BaxxHo, 4TO Tak Kak y OJJHOTO T€Ha MOXET OBITH OoJiee ABYX BapHaHTOB (ajuienei),
TO U JOMUHAHTHOCTH aJUIEJsl OINPEAENSICTCS MO OTHOLICHUIO K KaXIOMy W3
BAPUAHTOB, XOTS €CTh U TE, KOTOpPbIE€ JOMUHAHTHBI MO CPABHEHHUIO CO BCEMU
npyrumu. BceTpewaroTcss BapuaHThl C OJMHAKOBOM MPEANOYTUTEIBLHOCTHIO IS
paboTHI, TOT/1a MPOSIBIIETCSI COBMECTHOE BIIMSIHUE ATUX BAPUAHTOB.

JHK — Jle3okcuPubonykannoBass Kucjaora — noiumep, TO €CTh MOJIEKYJA C
OOJIBIIIMM ~ KOJIMYECTBOM  TIOCJICIOBATENIBHO  MMOBTOPSIOIIMXCS  CTPYKTYPHBIX
AJIIEMEHTOB, KOTOPBIA HECET BCIO MH(OpPMALIUIO O reHax M OelkaX, He0OXOAMMBIX
s ku3HM Bcero opranusma. JIHK sBisercs kaprorekoi, OHMOIMOTEKON U
MaTpUIle, C KOTOpOW cuuThIBaeTcs HHPOpMalMsg B  ONpeIEICHHOM
IIOCJIEOBATEIIBHOCTA U OIPENEIICHHBIX YCIOBUSAX, Pa3bsCHEHUS O KOTOPBIX
3anucanbl kKak B camoil JIHK, Tak u ¢ moMOIIbO pa3siuyHbIX JAONOJIHUTEIBHBIX
MoaupUKaIUKA 3TOW MONeKynbl. Kaxol XpoMocoMe COOTBETCTBYeT 1 MoJjekyna
JIHK. CTpyKTypHBIMU OmoxaMu 3TOro MoJMMepa SIBIIAIOTCS
JI€30KCUPUOOHYKIICOTH IBI (=HYKJICOTHIBI ), KOTOpBIe ObIBatoT 4X BuAOB (A, T, I, L1).
MocaenoBareabnocts JHK — 510 TO, B KakoM nopsiike B mosekyne JJHK nnyt ee
CTPYKTYPHBIE JJI€MEHThl — HYKJICOTHIbl. TakuM 00pa3oM, TeHETHYECKOU
uHdopmarmeit apigercs uMeHHo mnociuenoBarensbHocTh JIHK, a momexyna JIHK
ABIIAECTCS €€ (PU3NUECKUM HOCUTEIIEM.

Xpomocoma — 310 Monekyna JIHK, cnenumaneHbiM  oOpa3oM  oOepHyTas
pa3sTUYHBIMUA O€lKaMu, KOTOpPHIE TIOMOTAIOT YIPABIATHCS C TAKOW IITMHHOMN
MOJIEKYJIOM, 4YTOOBI OHa HE MopBajach, He mnepenyranach ¢ apyrumu JIHK-
MOJIEKYJIaMU U ObUTa PU3WYECKH TOCTYITHA JIJIsi OEJIKOB, OCYIIECTBISIONINX PadoTy
BCETrO F€HETUYECKOTO anmnapara.

PHK -Pu0oHykiuunoBas Kwuciaora— mnoauMep, KOTOPBIA  BBINOJIHSET
(GYHKIIMOHAIBHYIO POJIb TEPEHOCYMKa WH(OpPMAIMU, TO €CTh KOMHH, KOTOpas
nenaercs ¢ JAHK u ucnonwszyercs st co3paHusi (QyHKIMOHAIBHBIX MOJICKYII:



cnenuanbHbix PHK nnn 6enkoB. Cneuunansabie Mosekysibl PHK MoryT He siBAsITBCS
MaTpuliamMy, Ha 0a3e KOTOPbIX CHUHTE3UpyeTCs O€IOK, a caMu BBIIIOJHSIIOT
CTPYKTypHbIE, (EpMEHTATUBHBICE WJIM TpaHCHOpPTHbIE (GyHKIUU. [1aBHOE, YTO
MOCJIEIOBATENBHOCTh CTPYKTYpHBIX 0110k0B B Mojekyine PHK Bcerna onpenenena
nocnenoBatenbHOCThIO JJHK cooTBeTCTBYIOIIETO yUuacTKa.

Jlokyc — yuactok Monekynsl JIHK, conmepxamuii pas3indHBI CTPYKTYpHBIE
AJIEMEHTHI, B TOM YHCJIE OJUH WX HECKOJIBKO T€HOB.

I'enom— 53710 mnocnenoBarenbHOCTh Bcex Mosekyn JIHK oprammsma. Baxno
INOMHUTh, YTO B KaXXIOM KIETKE OJHOTO OpraHu3Ma B HOPME COAEpKaTcs
OIMHAKOBBIE MO KOJWYECTBY M TmociegoBaTenbHOCTAM Monekynsl JHK, a
pa3InyaeTcs SKCIPECCHs KOHKPETHBIX T€HOB.

IK30M — 310 nocienoBareabHOCcTH JJHK 3K30MHBIX y4acTKOB T'€HOB, TO €CTh Tak
Ha3bIBaéMas OCHOBHAs KOJUPYIOIIAsl COCTaBIAIOIIAs. JTO TO, C 4eM pabdoTaer
OpraHusM, B TO BpeMsl KaK OCTallbHasl 4acTh FreHOMa OOBACHSET, Kak paboTaTh U B
KAaKUX YCJIOBHUSIX KaK IPUMEHATh U HACTPAUBATh KOJUPYIOLIYIO 4aCTh FTEHOMA.
MyTanmusi — u3MeHeHue mnocienosatenbHocTd JJHK 1o cpaBHeHuio npyrumu
KJIIETKAMM OpraHu3Ma WM JPYTUMHU TPEICTaBUTENSIMUA BUAa. MyTanuu MOTYT
BO3HUKATh KaK U3-3a BO3/IEUCTBUS BHEIIHUX HEOIArONPUITHBIX YCIOBUH, TaK U U3-
3a TOTO, 4TO HaIM PepMEHTHI padOTAIOT MYCTh C PEIKUMH, HO OlMOKaMu. Tak Kak
NpOUCXOIUT (u3nueckoe u3MeHeHue B Hocutene uHpopmauuu — JIHK, Takoe
U3MEHEHUE MOXKET IEPENABATHCS U3 MIOKOJIEHUS B IIOKOJIEHHUE.

Yacrora MyTranuil — OTHOCUTEIIBHOE 3HAYEHUE, MOKA3bIBAOIIECE y KAKOM JOJIH
JIIOJIEN B TEHOME €CTh KOHKPETHast MyTalus. HacToTy MyTallii MOXKHO pacCYUTaTh,
KAaK CPEIHIOK0 JUUISL BCEX JIFOJIEHM, TaK U OTAEIBHO 10 PACOBBIM WJIM HALMOHAJIBHBIM,
WM JIIOOBI JIpyruM rpynmamM. B MEIMIIMHCKOM T'e€HEeTHKE II0J MyTaluein
noapasymeBaroT udmenenne JIHK, xoropoe MoxkeT OBITh CBSI3aHO C KaKHM-TO
3a00JIeBaHUEM, U IPOTUBONOCTABIISIIOT €€ MOIUMOpPu3mMy. XOTs 10 00IIeH JOr1uKe
MOJIUMOPGU3M — ITO YACTHBIA CITydaid MyTaIluu.

IMonumoppusm — HelTpanpHasg, a TouHee Oe3BpeaHas, MyTalusa, KOTopas
CPaBHUTEJIBHO YacTO BCTPEUYACTCS Y KAKOW-TO IPYIIbl OPTaHU3MOB OJHOI'O BHJIA.
Hekotopble MyTanuy BCTPEYAIOTCS 4YacTO y BCEX JIIOJEH, HEKOTOPBIE — TOJBKO
Cpeau MpEeICTABUTEIIEN ONPEAEIIEHHBIX pac WA HAPOJIHOCTEM.

PeneccMBHBIM ajljieJib — MO AHAJOTMM C JOMHUHAHTHBIM aJUIeNIEM, 3TO TaKoe
COCTOSIHME T'€Ha, KOTOPOE€ HAaMMEHEE IIPEATIOUYTUTENIBHO I nposBieHus. [loatomy
€CJIM B TEHOME €CTh JIpyrasi KOnus reHa, IOMUHAHTHas!, TO 3aJ1aBaTh TEMIT paOOThI
reHa OyZIeT MMEHHO OHa, HO €CJIM ¥ BTOpas KOMUs I'eHa MPeCTaBIeHa PEeIECCUBHBIM

ayeneM, To OyaeT paboTaTh ITOT, XOTS MEHEe MPEANOYTUTEIbHBINM, HO B TaKOMH



CUTyallul €IMHCTBEHHO HMEIOIIUICS BapuaHT. XOTS B OOJIBIIMHCTBE CIIy4daeB
CBSI3aHHBIE C BO3HUKHOBEHHUEM 3a00JICBaHUS aJJIETU  PEIECCUBHBI, ATO
BPEHOCTB/TIOJIC3HOCTh HE SIBISETCS €AMHCTBEHHBIM OMpPEACISIIoNUM (akToOpoM
PELECCUBHOCTH/JOMUHAHTHOCTHU aJUIEIA.

I'omo3urora. ['oMo3uroToif Mo ompenereHHOW MYyTaluu/moIuMOphU3MY/ajento
Ha3bIBAIOT TAKYIO KJIETKY UM OpPraHu3M, B TEHOTUIIE KOTOPOI/KOTOPOTro 00€ Komuu
reHa Ha JBYX XpPOMOCOMAaXxX TMPEJCTABICHb OJHHM BapUaHTOM, TO €CTh HeE
OTJIMYAIOTCS TI0 ATOW MYTaIMKU/TIOTUMOPPU3IMY/aJLIeto.

I'ereposurora. ['erepo3urorou o OIPEICIICHHOU
MYTalMH/TIONTUMOP(PU3MY/ajuIesit0o Ha3bIBAIOT TAKyHO KIETKY WJIM OpraHu3M, B
TE€HOTHUIIE KOTOPOM/KOTOPOTro JABE KOMUH T'e€HAa Ha JIBYX XpOMOCOMAaXx MpeACTaBICHbI
pa3HBIMU BapUaHTaMH, TO €CTh OTJINYAIOTCS 1o 3TOMU
MyTaIuu/TOTUMOphU3MY/aiento.

CexBeHHpOBaHUE — OTO  TpyINa  METOJOB,  TO3BOJSIONMIAs  Y3HATh
NocJIeIOBaTeNIbHOCTh HYyKJIeoTua0B B Mojekyne JHK. Ortor merox obnamaer
HEKOTOPBIMH  OCOOCHHOCTSIMU. Bo-mepBhIX, MOKa YTO HHU OJUH CIIOCOO
CEKBEHHUPOBAHUSI HE TIIO3BOJISIET MPOYUTATh BCHO IOCIEAOBATEIBLHOCTh OJHOM
XPOMOCOMBI, YTE€HHE UAET CPABHUTEIILHO HEOOIBIIMMU OTpe3Ka 0T 50 10 HECKOIBKO
TBHICSIY HYKJIEOTUAO0B. BO-BTOPBIX, MOYTH BCE METO/IbI YCTPOCHBI TaK, YTO U3 KYCOUKa
JIHK nemaercs MHOTO OJMHAKOBBIX M UYMTAIOTCS OHU Bce. DTa OCOOEHHOCTH
NPOSIBIIIETCA B TAKOM IapaMeTpe CEKBEHUPOBAHUS, KaK rTyOMHA CEKBEHUPOBAHMUS,
ob6o3znawaemas 10X, 20X, 50X. Yem Oonplne 3TO 3HAYEHHUE, TeM OOJIbIIE pa3
NPOYUTAH OJWH U TOT K€ KyCOK MOJIEKYJIbl, TEM TOYHEE MOYKHO BBISIBUTH OIIUOKH
CEKBEHHPOBAHUSA U OCOOCHHOCTH y4YacTKa, HANPUMEpP, €ro IeTepO3UTrOTHOCTH IO
KaKou-T100 MyTaluu/moJIuMophu3my.

l'amyioTun — COBOKYMHOCTb COCTOSIHMI/BApUAHTOB OMPEICICHHBIX JIOKYCOB,
KOTOpbIE pACIIONIOKEHbl Ha OJHOW XPOMOCOME, U BCIEICTBHE CTPYKTYPHBIX
0COOEHHOCTEW ITH COCTOSIHUS BCEI/ia HAclenyloTcs BMecTe. To ecTh, Hampumep,
ecau B ogHoM Jokyce (1) rammotuna umeercss myrauus (1A), a B apyrom (2)
uMeeTcs yxke apyras mytanus (2M), To UMEHHO B TakKOM COCTaB€ OHHU OYyIyT
HacnenoBatbes (1A2M), a cmemannbix BapuantoB (1B2M unu 1A2N) He ObiBaer
WJIM OHU OTHOCSTCS K IPYTOMY TaluIoTHITY.

l'annorpynma — COBOKYNHOCTh 0CO0€H, HMMEIOUMX CXOAHBIA TaIulOTHI [0
OMpeIeICHHBIM JIOKyCaM, KOTOPBIE 33JJal0TCSI B COOTBETCTBUM C TEM, KaKylo 3ajiady
HY>KHO PELIUTb, OMPEAEIISIS TalIorpyILy

MuroxonapuanbHasa JIHK. Eciu pa3bupatecs moapoOHee u  TiIyOke, TO

ITCHCTUYCCKasA I/IH(I)OpMaI_[I/IH OOHOI'O0 4YCJIOBCKAa HaAXOAUTCsA HE TOJBKO B 46



XpOMOCOMAX, PAacIoOJIaraloluXcs B CIEUUATBHOM OTCEKE KJIETKHU — sJIpe, HO U B
KJIETOUYHBIX OpraHax MUTOXOHAPUAX. Y MUTOXOHAPUN B KIETKE CBOS 3ajaya —
peoOpa3oBbIBaTh HEPIHUI0, 3aKIIOUYEHHYI0O B XMMHUYECKOUN CBSI3U OINpPEIECICHHBIX
aTOMOB, B Ooiyiee yIOOHYIO M KJIETKH, TO €CTb OHHM TOTOBAT 3(P(PEKTHUBHBIC
MUTATENbHBIE 3alachkl U3 Pa3HOrO ChIpbi. MUTOXOHAPUU TOBOJBHO CIOXHBI, MX
000JI04Ka XUTPO YCTPOEHA, YTOOBI OMACHBIE MOOOYHBIE MPOIYKThI TOTOBKH HE
MOTJIM MONAcTh B OCTaJbHYIO YacTh KIIETKH, IO3TOMY BCE BpeMsl TacKaTh Tyja
HY>KHbIE JUIsl UX pa0b0Thl OEJIKK HE CIUIIKOM MPOJYKTUBHO. TakuM 00pa3oM, y HUX
ectb cBos JIHK, xoTopas Hecet unpopmariuio o pazueix ocooeHnsix 0enkax u PHK,
KOTOpBIE HYXKHbI MMEHHO s paboTel mutoxoHnapuu. Takyio JIHK naszpiBaror
MUTOXOHJIPUATIBHON M OHa SBJISETCS HEOThEMJIEMON M 00s53aTeIbHOM YacThiO
Hamiero renotuna. I[lepegaercss oHa TONBKO OT MaMbl, TaK Kak CIIEpMaTO30M]T IS
BO3MOKHOCTU OBICTPO MEPEMEIIATHCS U JOJIT0 OCTABAThCSA KUBBIM HECET CaMbIii
MUHUMYM HEO0OXOIUMOUN TeHeTHdeckoil mHpopMmanuu — 23 XpoMocombl. A BOT
AUIIEKIIeTKA, KOTOPOM NIJIsl BBIMOJIHEHUS] OCHOBHOM (DYHKIIMM HE HY)KHO HaXOJUTCS
B arpecCUBHOM OKpY>Kalolleh cpejie, MOXKET Mo3BoJIUTh cebe O0OIblIyI0 Maccy U
JIOTIOJTHUTEIIbHBIE 3amackl B BUAE TOTOBBIX K paOOTe CTaHIMI MPUTOTOBICHUS

MUTaHUS — MUTOXOHAPHM U 3apaHee CUHTe3UpOBaHHBIX OenkoB u PHK.
MopaeabHbIe OpraHu3Mbl — OPraHU3MBbI, UCIIOJIb3yEMbIE B KAUECTBE MOJIEIIEH
IUTSl U3YYEHUS T€X WM UHBIX CBOMCTB, MPOLECCOB WU SBJICHUIN )KUBON TPUPOJIBI.
MopenbHble OpraHu3Mbl HHTEHCUBHO M3Y4YarOTCs, IPUYEM OAHA U3 MPUYMH 3TOTO
— HaJeX/a Ha TO, YTO OTKPBIThIE IPU UX U3YUYEHUU 3aKOHOMEPHOCTU OKaXKYTCs
CBOMCTBEHHBI U IPYTUM 0o0Jiee WM MEHEe MOX0KUM OpraHu3MaM, B TOM YHCIIE U
4yesnoBeKy. YacTo MoenbHbIE OpPraHU3Mbl HCIIOJIB3YIOTCS B TEX CIIyYasiX, KOrjaa
IPOBEJAEHUE COOTBETCTBYIOIINX UCCIIEIOBAHUI HA YEIOBEKE HEBO3MOMXKHO T10
TEXHUYECKUM WM 3TUYECKUM NpHUYUHaAM. Mcrionb30BaHNE MOAEIBHBIX
OpraHM3MOB OCHOBAHO Ha TOM, UYTO BCE )KMBBIC OPTaHU3MbI UMEIOT O0IIIee
IPOUCXOXKIECHUE M COXPAHSIOT MHOTO OOIIEro B MEXaHU3MaX XpaHEHUS U
peanu3auu HaclIeICTBeHHOU nH(opMaIuu, MeTaboIu3Me u Jp.

I'ensl mos1oBoI 1M depeHIUPOBKHU — IPYIIA TEHOB, UTPAOIIAs BEAYILYIO POJb B
ompejieNieHn OyneT AMOPHOH Pa3BUBATHCSA KAaK JIEBOYKA WM KaK Malbuuk. B
FEHOME YEJIOBEKa OCHOBOM IIPOSIBIICHUSI MYXXCKUX WM IKEHCKHX IOJIOBBIX
MPU3HAKOB SIBIISICTCS HAIMYNE/OTCYTCTBHE IOJIOBOM XpOMOCOMBI Y, a WMEHHO
ocobo Jsokyca stoii xpomocombl — SRY (Sex-determining Region on the Y
chromosome). BaxxHO OTMETUTH, UTO HAPYIIIEHUS B ’TOM JIOKYCE MOTYT MTPUBOJIHTH
HE K BHEIIHMM NPOSIBICHUSIM, & K CHUYKEHHOW PENpPOAYKTUBHOW CIIOCOOHOCTH
MYXKYUHBI WM €€ MoJHOMY orcyTcTBuio. Ilpomecc auddepeHunpoBku mnona y

YeJIOoBeKa MOKHO TMPEACTAaBUTh TpeMmsl cTaausamu: 1) kakoid HaOOp XpoMOcoM



MOJy4yaeTcs TpH CIUSHUMU SIHIEKIETKH (BCeria HeceT XpoMocomMy X) U
cnepmaro3zouga (¢ xpomocomMord X wian Y), 2) GopMHpOBaHHE >KEHCKUX WIH
MYKCKUX TIOJIOBBIX OPraHOB B 3aBHCHUMOCTU OT paboThl reHoB Jokyca SRY, 3)
pa3BUTHE BTOPHUYHBIX IOJOBBIX OPraHOB B COOTBETCTBUM C THUIIOM IOJIOBBIX
opraHoB. HapyiieHus: Ha pa3HBIX 3Tamax MPUBOJAT K Pa3HbIM TMPOSBICHUSIM U
Pa3HBIM 3a00JICBAaHUSIM.

Jlokye AZF — 510 yudacTok Y-XpOMOCOMBI, Ha KOTOPOM paclojiararoTcsl Tak
Ha3bIiBaeMble (pakTopkl azoocnepmun (AZF — AZoospermia Factors). 9To ocoObie
y4acTKH, KOTOPbIC Ha3BaHbI TaK, MOTOMY YTO €CJIM KaKON-TO U3 HUX OTCYTCTBYET
U3-32 MyTalluu, TO Pa3BUBAETCs a300cnepMus (OTCYTCTBUE CIIEPMATO30M]IOB) WIIH
OJIUT0300CIepMus (Majioe KOJIUYECTBO CIIEpMaTO30U10B). Becero oOHapykeHo Tpu
takux (akropa AZFa, AZFb u AZFc. B HOopMe Hamuyue BceX TpeX SBISIETCS
MUHUMQJIbHBIM ~ HEOOXOJAUMBIM  yCIIOBHEM  HOPMalIbHOTO  (HOPMHUPOBAHUS
criepmaro3ouioB. Eciau B reHoMe otcyTcTBYeT ouH U3 AZFa u AZFb unu o6a, To
HapylIaeTcsi CO3pEBaHHUE CIEPMATO30MJIOB M, KaK CIEJCTBUE, IMOJHOCTHIO
OTCYTCTBYeT penpoayktuBHas ¢yHknus. Ilpu orcyrctBum jokyca AZFc
HApYIIEHHUS] MOTYT OBITh HE CTOJIb CUJIbHBIMH, TTO3TOMY JIETOPOKJICHUE OCTACTCSI
BO3MOKHBIM B HEKOTOPBIX CIydasX.

XpoMOCOMHBIC AHOMAJIMH — OSTO KPYIHBIE MYTalHUH, KOTOPHIE CBSI3aHBI C
u3MeHeHneM mnocienoBarenbHoctn JJHK He B paMkax OTIENbHOrO IeHa WIH
HECKOJIbKMX, @ B MaciuTtabe XpoMOCOMBI WU TeHoma. Hampumep, oTcyTcTBHE
(menerus) GOJBIION YaCTH WIIM BCEH XPOMOCOMBI, JIMITHSIS XPOMOCOMa, WIIH YacTh
OIHOW XPOMOCOMBI COEIMHEHA C YaCThIO APYrO XpOMOCOMBI H T.J.
HacaencrBennoe 3a0o0JieBaHue — 5TO 3a00JIeBaHKE, BBI3BAHHOE HAPYIICHUSMH B
reHoMe, TO €eCTh MYyTalUsIMU, KOTOpble JMOO MemamT (HOPMHUPOBAHUIO
HOpMaJILHOTO 0esKa (Tak Kak I'eH — MHCTPYKIIUS 110 €0 MOCTPOSHUIO — TOBPEXKICH),
700 U3MEHSIOT PEryJISINI0, TO €CTh YCIOBHS, KOT/Ia, B KAKOM MECTE WA C KEM
TaKOW OEJIOK WJIW TeH JOJKEH padoTaTh.

MoHoreHHoe 3a0o0JieBaHHEe — DTO HACJICACTBEHHOE 3a00J€BaHHE, BBI3BAHHOC
MyTalel B OJHOM TOJIbKO B OJHOM reHe. HecMoTps Ha TO, 4TO BC€ OCTaJbHBIE
noutr 30000 reHOB MOTYT OBITH B MOPsJIKE, U3MEeHeHuE nocnenoBarenbHocty JJHK
B OTOM I'€HE BBI3BIBACT HAPYIIEeHUs (DYHKIIMOHUPOBAHUS BCETO OPTaHU3MA.
XpomocomHoe 3a00JieBaHUe — HACJICACTBEHHOE 3a00JIeBaHHE, BBI3BAHHOE
XPOMOCOMHBIMU aHOMAJIUSIMHU.

HocuteabcTBO MyTamMM — 3TO COCTOSIHUE TE€TEPO3UTOTHl MO  aJUIENIo,
oOnagaroneMy KaKuMHU-TO HETAaTUBHBIMHU KIMHUYECKUMU TPOSBICHUSMH, €CITH OH

HaxXoauTCsa B ICHOME B BUAC T'OMO3HUI'OTHI.



IIpobana — 4enoBeK, ¢ KOTOPOTO HAYMHAETCA COCTaBJICHHE TEHEAIOTHYECKOTO
nepeBa (pomocioBHOM). OObIMHO MPoOAHJ — A3TO HOCUTENb WM TAlUEHT C
HACJICJACTBCHHBIM  3a00JI€BaHWEM, MPOSBICHHE  KOTOPOTO W BBI3BAJO
HEOOXOAMMOCTh T€HEaJOTrMUeCKOr0 aHAIN3A.

CHOJMHI — B TCHECTHKE TaKUM TEPMHUHOM O0O3HA4YalOT TIOTOMKOB OJHHUX
pOAUTEIIEH, TO €CTh OpaThEB U CECTEP, HO HE OJIU3HEIOB.

Jkcnpeccusi reHa — 3To A(PeKTUBHOCT, pPabOTHl Te€Ha, TaK Kak Uil €ro
(YHKIIMOHUPOBAHMSI HEJOCTATOYHO €Tr0 HaJu4Msi B TEHOME — C HEro J0JDKHa
CcUMTBIBaThCS MH(pOpMalus. FIMeHHO TO, KaKk 94acTO U B KAKOM 00bEMEe CUMTHIBACTCS

I/IH(I)OpMaI_II/IH C I'CHA, BbBIPAKAOT TCPMHUHOM 3KCIIPCCCHL.



